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T ABamata npepceAaTeAM AOMPUHECOXA EAHAKBO 3a AOKYMEHTA U Ca CbBMECTHM aBTOPU.

F ABamaTa KOOpAMHATOPM Ha PABOTHITE Py AOTIPUHECOXA EAHAKBO 33 AOKYMEHTa.

MpuHapAeXXHOCTUTe Ha aBTOpa/yYAeHa Ha paboTHaTa rpyna ca NocoYeH B MHGOpMauUuATa 3a aBTopa.
" MpeacTasaseauy EsponeiickaTa acoLmaums 3a neAmMaTpuyHa 1 BpoAeHa kapanoaorus (AEPC)

? MpeacTaeaseauy EsponeiickoTo ApyxecTso no uoseluka reHeTuka (ESHG)

KomuTeT 3a KAMHMYHM NpaKkTUYecku npenopbku Ha ESC (CPG): usépoenum B MpuaoxkeHmero.

MoAcneunaanm o6uwHocT Ha ESC, yuacTBaAu B pa3pa6oTBaHETO Ha TO3U AOKYMEHT:

Acoumaumm: Association of Cardiovascular Nursing & Allied Professions (ACNAP), European Association of Cardiovascular Imaging (EACVI), European Association of Preventive
Cardiology (EAPC), European Heart Rhythm Association (EHRA), Heart Failure Association (HFA).
CbBeTu: CbBeT Mo CbpAEYHOCHAOBA FeHOMMKA.

Pa6oTHM rpynu: AHaToMMs 1 MaTOAOTMS Ha PasBUTUETO, MUOKapAHU U MepUKApAHYM 3a60ASBaHUs
MaumeHTckn popym
ChbAbpKaHMETO Ha Te3n mpenopbku Ha EBponelickoTo KapanoaormnyuHo apyxectso (ESC) e nybAmnKyBaHO camo 3a AuuHa 1 obpasoBaTeAHa yrnoTpeba. He e paspelueHO TbproBcko
m3noassare. H1To epHa vacT ot [NpenopbkuTe Ha ESC He Moxe aa 6bae nMpeBexaaHa MAK Bb3NPOM3BEXAAHA MOA KakBaTo U Aa e popma be3 ncmeHo paspeluenue ot ESC. Paspelerne
Moxe A2 6bae MOAYUYEHO CAep MopaBaHe Ha nucmeHa Moaba oo Oxford University Press, nspateas Ha European Heart Journal, u cTpaHaTa, ynbAHOMOLLEHa A2 06paboTBa TakumBa
paspeLueHus ot umeTo Ha ESC (journals.permissions@oup.com).

Aexaapaums. [Npenopbkute Ha ESC npeacTaBasBat BbaraeanTe Ha ESC 1 ca M3roTBeHM CAep BHUMATEAHO PasrAekKAaHE Ha HayuYHWTE U MEAMLIMHCKM MO3HaHMA WM HaAMYHUTE
AOKa3aTeACTBa KbM MOMEHTa Ha MybAnKyBaHeTo uM. ESC He HOCM OTrOBOPHOCT B CAyYait Ha MPOTMBOPEUMe, HECOTBETCTBUE M/MAM HeAcHOTa Mexay [penopbkuTe Ha ESC 1 BcAkakem
APYTV OPULIMAAHM YKA3aHMA A NPEMOPbBKM, M3AAAEHM OT CbOTBETHMTE OpraHi 3a O6LLIECTBEHO 3APaBeorasBaHe, No-CreLMaAHO BbB BPb3ka C AOBPOTO M3MOA3BaHE Ha 3APaBHM MPUXM

WA TepaneBTUYHM CTPaTermm. 3ApaBHIUTE CNELIMAAVUCTI Ce HaCbpyaBaT Ad B3EMaT M3LIAAC NOA BHMMaHWe [MpenopbkuTe Ha ESC, koraTo ynpaxHABaT KAMHMYHATA CV MPeLieHKka, KakTo 1 Npu
OMpPEeACASHETO U MPUAATaHETO Ha MPEBAHTUBHM, AMArHOCTUYHM MAM TePaneBTUYHM MEAMLIMHCKM CTpaTervu; Bbrpeku Tosa lNMpenopbkute Ha ESC He OTMEHAT, MO HMKaKbB HauMH,
MHAVBMAYaAHATA OTFOBOPHOCT Ha 3APaBHMTE CMELMAAUCTU AQ B3EMaT MOAXOASLLM U TOYHM PELLEHMs, KaTo B3eMaT NPeABMA 3APABOCAOBHOTO CbCTOAHME Ha BCEKM MaLMEHT U CAeA
KOHCYATaLMs C TO3M NALMEHT U1, KOraTo € MOAXOAALLLO /WA HEOBXOAMMO, Ha MaLieHTa 6oAHorAeaaq. MpenopbkumTe Ha ESC cbiilo He 0cBO60XAABAT 3APaBHUTE CMELMAAMCTMI OT MbAHOTO
1 BHUMATEAHO PasrA€KAaHe Ha CbOTBETHWTE OQULIMAAHM aKTYaAU3MPAHM YKa3aHUA MAM MPEMNOPbKM, M3AAAEHW OT KOMMETEHTHWUTE OpraHi 3a OBLLIECTBEHO 3ApaBeonassaHe, 3a Ad
YNpaBASABAT CAy4as Ha BCEKM MALIEHT B CBETAVHATA Ha HayYHO MPUETHTE AAHHM B CbOTBETCTBME C TEXHWUTE CbOTBETHU €TUUYHIU 1 MPOdECHOHAAHM 3aAbAKEHNSA. OTrOBOPHOCT Ha 3APaBHMA
CMELMAAICT € CbLLO Taka Aa TPOBEPU MPUAOXKMMMTE MPaBUAA U Pa3NOPeAdH, CBbP3aHI C AeKApCTBATa U MEAMLIMHCKITE M3AEAWS KbM MOMEHTA Ha MPEATMCBaHE.
© EBponeickoTo Apy»ecTBo Nno kaparoAoris 2023. Beuuku npasa 3anaseHu. 3a paspeLleHus, MOAS, u3npaTeTe umeita: journals.permissions@oup.com.
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Bcuuku ekcnepTH, yyacTBallM B pa3spaboTBaHETO Ha Te3MU NMPENOPBHKU, Ca MOAAAU AEKAApPaLLMM 32 UHTepec. Te ca
cb6paHu B AOKAQA U €AHOBPEMEHHO NMy6AUKYBaHU B AOMBbAHUTEAEH AOKYMEHT KbM MpenopbkuTe. AOKAAADBT e
AOCTbINEH U Ha ye6canTa Ha ESC www.escardio.org/Guidelines

@ Bu>kte European Heart Journal oHAalH 32 AOMbAHUTEAHU AOKYMEHTU, KOUTO BKAIOYBAT OCHOBHA MH¢OpMaL s
U TA6AMLU C AOKa3aTeACTBa.

PeaakTtop: Aou. A-p MapuaHa locnopuHoOBa, A.M. - YAeH Ha YC Ha Apy>KecTBO Ha KapauoAo3uTe B BbArapus,
npeacepateA Ha Pl no MuokapaHu U nepukapAHU 3a6oaaBaHusa kbMm AKB, kapamnosor B YMBAA “Cs. UBaH
Puacku”.

[ybaukysaHo oHAaliH npedu omnedamearHemo Ha 25 aseycm 2023 e.
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muonatus e BpemeHHoCT ® PecTpukTuBHa kaparomuonaTus @ Puckosa cTpatugukaums ® CkpuruHr @ CrnopT @ BHesanHa cbpaeyHa CMbpT

CbAbpXKaHMue Ccrp. cp.
1.YBoa 7 6.6. NabopaTopH#M M3cAeABaHMS 22
2. BbBepeHue 9 6.7. MyATUMOAQAH Obpa3Ha AMarHoCTMKa 22
3. deHOTUNEH NOAXOA KbM KapAMOMMONaTUUTE 9 6.7.1. O6wu cbobpaxeHus 22
3.1 AeduHnumm 12 6.7.2. Exokapamorpadus 22
3.2. Kaparomuonatum - peHoTmnose 12 6.7.3. CopaeUeH MarHUTEH pe30oHaHC 23
3.2.1. XvinepTpoduyHa KapaMommonaTms 12 6.7.3.1. CneupaaHu cbobpaxeHus 23
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3.2.3. HeamAaTaTMBHA A€BOKAMepHa KapAMOMMOMaTUS 12 6.7.5. EHaoMMOKapaHa Buoncus 2
3.2.4. ApuTMOreHHa AeCHOKaMepHa KapAMOMMonaTus 14 6.8. [eHeTU4HO M3CAeABaHE W KOHCYATMPaHe 27
3.2.5. PecTpukTUBHA KapAMOMMONATHS 15 - 6.8.1. feHeTuYHa apxuTeKTYpa 27
3.3. Apyrvt OTAUUMTEAHM BEAE3U 1 CUHAPOMM, CBBP3aHU C : 6.8.2. [eHeTUYHO TecTBaHe 27
deHoTUMNOBE KapAMOMMONaTHM 15 6.8.2.1. He-MeHaeAOBM kapAvOMUONATUM 1
3.3.1. AeBokamepHa xunepTpabekyAaLns (HEKOMMAKTHa : M3BOAMTE OT FEHETUYHOTO M3CAeABaHE 32
AsiBa Kamepa) 15 6.8.2.2. AokAapBaHe Ha reHEeTUYHM TeCTOBE U
3.3.2. CuHapom Ha Takouy60 15 MHTEprpeTaLms Ha yCTaHOBEHWUTE BapUaHTK 32
4. EnnaemMuonorus 15 @ 6.8.3. [eHEeTUYHO KOHCYATMpaHe 32
4.1. CneupaaHu nonyAaLmm 16 6.8.3.1. [eHeTUUHO KOHCYATUMPaHe Npu AeLia 33
5. UHTerpupaHo noBepeHue NpUMAMArHOCTUKA U 6.8.3.2. [eHETUYHO KOHCYATMPAHE MPEAU U CACA
AeYeHue Ha nauueHTa 16 TecTa (MpobaHa) 33
5.1. MyATUAMCLIMNAMHAPHM €KUM 33 KAPAMOMMONATUSA 16 @ 6.8.3.3. [eHETUYHO KOHCYATMPaHeE 3a KaCKapAHO
5.2. KoopauHaLms MexaAy pasAMHHUTE HMBA Ha rpuxa 16 TecTaHe 33
6. MbTAT HAa NauMeHTa 17 . 6.8.3.4. lpeHaTaAHa MAM NPEAMMMAQHTALMOHHA
6.1. KAvHMYHa u3sBa 18 reHeTuYHa AMarHoOCTMKa 34
6.2. MNbpBOHaYaAHa OLeHKa 18 6.9. AmarHoCTU4eH NMOAXOA MPU NEAMATPUYHU MaLUEHTH 35
6.3. CucTemMaTmyeH MOAXOA KbM AMArHOCTMKA Ha KapAMO- 6.9.1. KapamomumonaTus ¢ Ha4aAo B UHPAHTUAHA M paHHa
muonaTusaTa 18 AETCKa Bb3pacT 36
6.4. AHamHe3a 1 PU3MKAAEH MPErAes 18 - 6.10. O6LLM NPUHLMNM MPU A€HEHUE HA MALMEHTU C
6.5. EnekTpokapamorpadus 1 aMbyAaTOPHO MpocAeAsiBaHe . KapAMoMMonaTma 37
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Mpenopbku Ha ESC

61
61

62
62

62

62

6.10.2. AeyeHue Ha CbpAeUHaTa HEAOCTATBYHOCT 37 7.2.1.6. HykaeapHa mMepuLpHa
6.10.2.1. lNpeBaHTVBHA MEAMLIMHCKA Tepanus 3a 7.2.2. [eHEeTUYHO U3CAEABAHE M CeMEeH CKPUHMHT
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KapAvoBepTep Aeprbpuaatop 42 7.3.1.3. AMarHocTmyHa oLeHKa
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6.11.1. CneumaaHu cbobpaxeHust Npu ceMeiHust 7.3.1.7. HykaeapHa MeauLHa
CKPUHMHT 45 7.3.1.8. EHaoMMOKappaHa 6roncus
6.12. Mcrxorormyecka NoAKpena npu naumeHTH ¢ 7.3.2. TeHeTW4HO U3cAepABaHe
KapAVMOMMOMATHS U YAEHOBE Ha CEMEMCTBOTO 46 . 7.3.3. OueHka Ha cumnTomuTe
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7. CneumdpunuHm peHoTUNOBE KapAMOMMONATUA 47 7.3.5. TpeBeHuyMA Ha BHe3aMHa CbpAeYHa CMBPT MpK
7.1. XunepTpoduuHa KapAMoMMonaTus 47 HeAMAATaTUBHA ACBOKaMePHa KapAVOMMOMaTUs

7.1.1. AmarHosa 47 7.3.5.1. BropuuHa npeBeHLMs Ha BHe3anHa
7.1.1.1. AMarHoCTUYHKU KpUTEpUM 47 CbpA€YHa CMBPT
7.1.1.2. AnarHocTnyeH NoAxXoA 47 7.3.5.2. [bpBMYHA NpeBeHLIMA Ha BHe3arnHa
7.1.1.3. Exokapawnorpadus 47 CbpAEYHa CMBPT
7.1.14. CopaeyeH MarH1TeH pe3oHaHC 48 7.4. ApUTMOreHHa AeCHOKaMepHa KapAMOMUOMaTHs
7.1.1.5. HykaeapHa MepuLmHa 49 7.4.1. AmarHosa
7.1.2. TeHeTUYHO M3CAeABaHE U GaMUAEH CKPUHMHT 49 7.4.1.1. MnaekceH cayvait
7.1.3. OugeHKka Ha cMMiTOMUTE 50 7.4.1.2. PopcTBeHUUM
7.1.4. AeyeHue Ha CUMMTOMUTE U YCAOKHEHUSATA 50 7.4.1.3. AvarHocTuiHa obpaboTka
7.1.4.1. NedeHvie Ha OBCTPYKLMATA HA U3XOAHMS 7.4.1.4. EAekTpokapaMorpadpus 1 Xoatep
TPaKT Ha AfBaTa kamepa 51 MOHUTOpUpPaHe
7.1.4.1.1. O6wm mepku 51 7.4.1.5. Exokapanorpadus 1 cbpaeyeH MarHuTeH
7.1.4.1.2. MeavKaMeHTO3Ha Tepanus 51 pe30oHaHC
7.1.4.1.3. VIHBa3MBHO AGUYEHME Ha U3XOAHMUSA 7.4.1.6. EHpomMMoKapaHa 6uoncus
TPaKT Ha AsiBaTa kamepa (peAyuvpatia 7.4.1.7. HykaeapHa MepuLHa
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Kamepa 54 7.4.3. OueHKa Ha cumnToMUTE
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7.2.1. AvarHosa 60 7.6.1.1. OnpepeaeHue
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7.2.1.2. PopHWHM 60 AndepeHUMarHa AnarHosa
7.2.1.3. AarHOCTUYEH MOAXOA 60 7.6.1.3. KAVHWYHO npoTuyaHe, U3XoA U
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7.6.2. RAS-onatim
7.6.2.1. OnpepeneHue
7.6.2.2. AnarHosa, KAMHMYHA OLLEHKa U

AVpepeHLIMaAHa AnarHosa
7.6.2.3. KAMHWYHO NpoTUyaHe, AeveHue 1
cTpaTUdUKaLMS Ha pUCKa OT BHE3arHa CMbpT
7.6.2.4. Neverune

7.6.3. Atakcusa Ha Friedreich
7.6.3.1. OnpepeneHue
7.6.3.2. AnarHo3a, KAMHMYHA OLIEHKA U

AvibepeHLMaAHa AnarHosa
7.6.3.3. KAMHWYHO npoTuyaHe, AeveHue 1
cTpatudmKaLms Ha pucka
7.6.3.4. Neuenune

7.6.4. HapyLueHus ¢ HaTpynBaHe Ha rAvKOreH
7.6.4.1. OnpepeneHue
7.6.4.2. AmarHo3a, KAMHMYHA OLeHKa 1
AndepeHLMaAHa AnarHosa
7.6.4.3. KAMHUYHO NpoTUYaHe, Ae4eHMe U
cTpatudmKaLma Ha pucka
7.6.4.4. Nevenne

7.7. AMnaomaosa
7.7.1. OnpeaeaeHre
7.7.2. AvarHosa, KAMHUYHA OLEHKa U AMpepeHLMaAHa

AuarHosa
7.7.3. KAMHWYHO NpoTuyaHe 1 cTpaTudUKaLms Ha pucka
7.7.4. NeveHve
7.7.4.1. Cneundunynm Tepanum
8. Apyru npenopbKku
8.1. Cnopt
8.1.1. CbpAEUHO-CbAOBM MOA3W OT GU3UUECKO
HaToBapBaHe
8.1.2. Cebp3aHa ¢ $pU3MUEeCcKO HATOBapBaHe BHe3arHa
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obCTpyKLMS 55 TabAmua 8 NabopaTopHM TeCToBe OT MbPBO HMBO (Aa CE U3BBP-
Mpenopbku Tabauua 22 — lNpenopbku npu BoAKa B rbpauTe LLIBA MPU BCEKM MaLMEHT) U OT BTOPO HMBO (Ad CE M3BBPLLIBA MpU
MPU yCUAVE MPU NauneHTH 6e3 06CTPYKLMS Ha UBXOAHWS TPakT NMoABpaHM MaLMEHTU CAeA OLIEHKaA OT CMeELMaAnCT 3a UAEHTU-
Ha AsiBaTa kamepa 55 dULmpaHe Ha cneupuduyHM eTMOAOTUM), TPYNPaHu Mo peHo-
Mpenopbku TabAanua 23 — AOMbAHUTEAHM MPEMOPbKM 33 TUMa Ha KapAMOMMOMATUATA 23
MPEBEHLMA Ha BHE3arHaTa CbpAEYHa CMBPT MPK MaLMeHTM C TabAmua 9 YecTo cpellaHut NMPUAOKUMU PESYATATU TNPU MYyATU-
XUMepTPOdUYHA KapAMOMMOMATHUA 59 MOAQAHO M306passiBaHe 26
Mpenopbku Tabauua 24 — MNpenopbku 32 UMNAAHTUPYeM Ta6Amua 10 lMperaep Ha reHUTe, CBbP3aHK C MOHOTEHHM,
KapavoBepTep AebrOPUAATOP NPU NALMEHTH C AMAATATHBHA HECMHAPOMHN KapAMOMMOMATUM U TEXHUA OTHOCUTEAEH MPUHOC
KapAnMomuonaTms 64 KbM pasAv4HKUTE deHoTMMNOoBE 28
Mpenoptbka TabAnua 25 — MNpenopbka 3a MOHUTOPMPaHe Ha Ta6Aunua 11 MoA3a OT reHeTUUHO M3CAeABaHE MPU KapAMOMMO-
€AEKTPOKapAMOrpaMaTa B MOKOM M Ha aMOyAaTOpHaTa eAeKTpO- natum 31
KapA1orpama npu nauieHT ¢ HEAMAATaTBHA A€BOKaMepHa Ta6auua 12 CneunduyHm BbNpocK, KOUTO TpsbBa Aa ce B3emaT
KapAvommonatusa 65 MPEeABUA MPU KOHCYATUPaHe Ha AeLia 32
Mpenopbku Tabanua 26 — [Npenopbku 32 UMNAAHTALMA Ha TabAamua 13 KAouosm ToUkM 32 06CbXAAHE Ha FEHETUYHOTO
KapAMoBepTep AePpUOPUAATOP MPU MALMEHTU C HEAMAATATMBHA KOHCYATMPaHe MPeAM U CAeA TecTa 34
ACBOKaMepHa KapAnoMm1onaTna 66 Ta6Auua 14 MpeHaTaAHM U NPe-UMMAAHTALMOHHU Bb3MOKHOC-
Mpenopbka Tabauua 27 — Npenopbka 3a MOHUTOPUPaHe Ha T 1 MOCACACTBHSA 34
EACKTPOKaPAMOrpaMaTa B MOKOW 1 aMOYAATOPHO eASKTPO- Tabamua 15 MpeACbpAHO MBXAEHE W KAPAMOMUOMATUM...vvvevvveee 40
KapAMorpa$pcko MOHUTOPUPAHe MpU MaLMEHTH C apUTMOreHHa Ta6AuL,a 16 MCUXOAOTMHHU CbOBpakeHHs 46
67
AGCHOKaMEPHa KapAoM1oOnaTVA Ta6Amua 17 OueHka ¢ 06pasHM MMETOAM MPU XMNepTPOdHUH
Mpenopbku Tabauua 28 — [Npenopbkut 32 aHTUAPUTMUUHO KapAMOMMOMaTHA 48
AeYeHMe Ha MaLMEHTU C apUTMOreHHa AECHOKaMepHa KapAMO- Ta6AMLa 18 EXOKapAMOrpadCkin XapaKTEPUCTUKH, KOWTO MOA-
Muonatus 68
Cka3BaT creLMOUIYHU ETUOAOTUM NPU XMUMEPTPOGUUHA KapAMO-
Mpenopbku Tabauua 29 — Npenopbku 3a NpeBeHLMs Ha MHAORATYS 49
BHe3arHaTa CbpAeYHa CMbPT MPU MaLMEHTH C apUTMOreHHa
PA PT npv nat, P Ta6Anua 19 OCHOBHU KAMHUYHM XapaKTEPUCTUKM, CBbP3aHM C
AeCHOKaMepHa KapAMOMMOMaTHA 69 56
MOBULLIEH PUCK OT BHE3AMHA CbPAEUHA CMBPT.covvrrressasssssssssesssssssssssssnees
Mpenopbku Tabauua 30 — Mpenopbku 3a AeueHMe Ha
TabAuua 20 HereHeTUuHM NpUYMHK 33 AMAATATMBHA
NaLMeHTU C PeCTPUKTUBHA KapAVOMUOMATUS 72 61
6 311 KapAvoMMonaTus
Mpenopbku Tabaunua 31 — Npenopbku 3a pusmnyecko
P P H penop ¢ Ta6Auua 21 BUCOKOPUCKOBM reHOTUMOBE U CBBP3AHUTE C TSX
HaTOBapBaHE MPU MALUEHTU C KAPAMOMUOMATUS .ccvrcessscvvvvssvsssssssssinnnns 80
n Tak 321 MPEAMKTOPM 3a BHE3arHa CbpAEYHa CMBPT. 64
ernopbku Tabauua 32 — [Npenopbku NMpu penpoAyKTUBHM
P P penop Py penpoay TabAuua 22 KAMHUYHM XapaKTEPUCTUKM U AeUYeHMe Ha
BBIMPOCU MpW MaLMEHTU C KAPAMOMMOMATHS 83
n Ta6 33 — [ CUHAPOMHM U METAOOAUTHM KAPAUOMUOMATUM..ovvveerrccsssseeesevenressssssines 73
ernopbku Tabamnua 33 — [penopbku 3a HecbpaeyHa
P P penop P Ta6Auua 23 YepeeHu daarose 3a 6oaectta Ha Anderson—Fabry 75
XUPYPrust MPU MaLMEHTH C KapAVOMMOMATUS 83
TabAmua 24 O6LM NpenopbkuM 3a eXXeAHEBHA aKTUBHOCT Mpw
Mpenopbku Tabauua 34 — Npenopbka 3a AeveHMe Ha
naumeHTH ¢ KapAMOMMONaTUK 84
CbPACUYHO-CbAOBUTE PUCKOBM $aKTOPK MPU MALIMEHTH C KapAWO-
Ta6Auua 25 Moayratopu Ha peHOTUNHATA eKCrpecHs Ha
mMuonaTms 86
KapavomuonatTumTe 86
CTp.
crp. . CNUCcbK Ha purypure
CnUCHK Ha TabAULUTE P YP
10
Ta6auua 1 Kaac npenopbku 8 ®urypa 1 LleHTpaAHa naocTpaupms
Ta6Anua 2 AoKa3aTeACTBEHO HUBO 8 Durypa 2 KAMHUYEH NOAXOA B AMArHOCTMKAaTa Ha KapAMO-
11
Ta6Aauua 3 MopdorormuHm U GyHKLMOHAAHM XapakTEPUCTUKM, MronaTs
M3MOA3BaHU 3a OMMcaHne Ha GeHOTUMNOBETE KAPAUOMMOMATUM ... 12 ®urypa 3 lNpumepu 3a eHOTUNOBE Ha HEAMAATATMEHA ACBOKa-
Ta6AMLA 4 KAIOHOBM ENMACMHOAOTMUHM MOKA3aTEAN MpH MepHa KapAMOMUOMATUS 1 TEXHUTE ETUOAOTUYHM KOPEAALMM......... 13
B3PACTHU U ACLA 32 PASAUUHUTE GEHOTUMNOBE o 15 ®urypa 4 Npumep 3a eHOTUN Ha HEAMAATATMBHA ACBOKaMepHa
Ta6Auua 5 MNpumMepu 3a MOAEAM Ha YHACAEASIBAHE, KOUTO kapAviomuonatia 14
TpsibBa A2 MOBAMIHAT CbMHEHME 32 CMELMPUUHU FEHETUYHM Purypa 5 MyATMANCLMNAMHAPHY TPUkY NPU kapAvomMmonaTum.. 17
€TMOAOT UM, FPYMMpaHK criopea dpeHoTuna Ha kapavomuonatuata 19 ®durypa 6 MyaTMoAaAeH NPOLIEC Ha U306pasABate npu
24
Ta6Auua 6 MNpumepu 3a 6eAesmn 1 CUMNTOMU, KOUTO TPABBA Ad KapAvommonatin
MOPOAST CbMHEHME 3a CMELMPUUHI ETUOAOTUM, FPYNMpPaH ®urypa 7 lNpumepht 32 ThbKaHHO XapakTepusnpare cbe
criopea deroTuna 20 CbPAEYHO-MarHUTEH pe3oHaHC, KOUTO TPsibBa Aa HacoudaT KbM
25
Ta6Auw,a 7 TpuMepH 3a ACKTPOKAPANOTPadCKI XapakTepHc- crneundUUHU ETUOAOTUM, FPYMUPaHM COPeA GEHOTUMA.....cccwvccciinnns
TUKM, KOWTO TPABEA A MOPOASAT ChMHEHME 3a CrieLindHIHM ®Durypa 8 leHeTuHa apxXMTEKTypa Ha KaPAMOMUOMATUUTE............. 31
ETHOAOTIM, FPYMHPaHK Cropea beHoTHNa 21 Durypa 9 [Noaxoa OpUEHTMPaH KbM MaLMeHTa 3a KaCKapAHO
reHeTUYHO M3CAEABAHE Ha AeLiad 33
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2D AByvamepeH

3D TpumsmepeH

99mTc 99m TexHeLmin

AAD AHTUapUTMMYHO AEKapCTBO

ABC Moaxop 3a No-pA06pa rpuka Npu NPeACbPAHO
MbXAEHE

ACE AHMMOTEH3UH-KOHBEPTUPALL, EH3KM

ACE-I1 MHXMOUTOP Ha aHrMOTEH3MH-KOHBEPTUPALLMS
€H3UM

ACM ApUTMOreHHa KapAMOMKONaTMs

AD ABTO30MHO AOMUHAHTHO

AED ABTOMaTUYEH BbHLUEH AedrbprAaTop

MM (AF) [MpeAcbpAHO MbXAEHE

AFD Boaect Ha Anderson—Fabry

AHA/ACC AMepuKaHcKa CbpAeUHa acoLmMaLms/AMeprKaHCKu

KapAMOAOTMYEH KOAEX
AL MoHOKAOHaAaH I/IM)’HOI'AO6)’/\I/IHOBa
AEKOBEpPMXKaHA aMUAOMAO3A

ALCAPA AHOMaAeH NMpOM3X0A Ha AsiBaTa KOPOHapHa
apTepus oT beroppobHaTa apTepus

ALT AAaHUH aMUHOTpaHchepasa

ALVC ApUTMOreHHa AeBOKaMepHa KapAMOMUONATUS!

APHRS Asia Pacific Heart Rhythm Society

AR ABTO30MHO peLiecuBeH

ARB AHr1OTeH3MH peLienTopeH 6Aokep

ARNI AHIMOTEH3MH peLLenTOpeH HEMPUAM3UHOB
UHXUOUTOP

ARVC ApUTMOreHHa AecHoKamMepHa KapAMOMUOMaTUs

ASA AAKOXOAHa cemnTaAHa abAaums

AST AcnapTat TpaHcamMmnHasa

ATPase AaeHo3MH Tpudocdartasa

ATTR TpaHcTMpeTHHOBa aMUAOMAO3A

ATTR-CA TpaHcTMpeTHHOBa CbpAEYHa aMUAOMAO3A

ATTR-CM TpaHCTMpPeTUHOBA aMUAOMAHA KapAMOMUOMATUA

ATTRv HacAeacTBEHa TPaHCTUPETMHOBA aMUAOMAO32

ATTRwt

AV

b.p.m.
BAG3

BNP

KAB (CAD)
KA (CCB)
CHA2DS2-
VASc

BC3 (CHD)
KK (CK)

CMP (CMR)
COVID-19

CPET
CPR

CRT

crcl

KT (CT)
KTKA (CTCA)

AMC (DBS)
AKMM (DCM)
DES

DMD

DOAC

DPD

DSP
EAST-AFNET

EKI (ECG)
ECHO
ECV
®U (EF)
EHRA
EMB
EMF
EORP
ERN
ERT
FLNC
FRA
FTX
Gb3
GDMT
GSD
GWAS
HbA1c
HBP
XKMIN (HCM)
HCMR
CH (HF)
HFmrEF

HFpEF
HFrEF

HMDP
HR

HRS
hs-cTnT
ICD
INR
ITFC

Avie Tvin AV npraobuTa TpaHCcTMpeTMHOBA

amMMAOMAO3a

ATPUOBEHTPUKYAAPEH

Vaapa B MUHyTa

BAG cochaperone-3

Mo3bueH HaTpUypeTUYeH NenTuA

KopoHapHa apTepuaAHa 6oaecT

KaAuues aHTaroHmct

3acTolMHa CbpAEUHA HEAOCTATBYHOCT MAM
AeBOKaMepHa ANCHYHKLIMSA, XUNEPTOHMS, Bb3pacT
275 (no pBe), AvabeT, MHCYAT (MO ABE) — CbaOBa
6oAecT, Bb3pacT 65—74, noAoBa kaTeropus (xeHa)
(ckop)

BpoaeHo cbpaeuHo 3aboAsBaHe

KpeaTtuH KkuHasa

CbpaeyeH MarHuTeH pesoHaHc

Texkbk OCTbp pecnmpaTopeH CUHAPOM Mpu
nHdekums ¢ kopoHasmpyc 2 (SARS-CoV-2)
KapAMO-nyAMOHaAeH TecT ¢ HaToBapBaHe
KapauonyAMoHaAHa pecycumTaLims

ChbpaeyHa pecrHXpOHM3MpaLLa Tepanms
KpeaTlHMHOB KAMPBHC

KommioTbpHa ToMorpadust
KoMmnioTbp-ToMorpadcka KopoHapHa
aHruorpadums

AbAboka MO3bYHA CTUMYAALMS

AunAaTaTuBHA KapAVOMMOMNATUS

Ae3muH

MyckyAHa ancTpodus Trn AjoLeH

AVpeKkTeH nepopaAeH aHTUKOAryAaHT
3,3-andpocdoHo-1,2-nponaHoamkapbOKCUAHA
KUCEeAMHA

Ae3MornAakmH

M3nmTBaHe 3a paHHO AeYeHME Ha MPEACHPAHO
MBXKAEHE 33 MPEBEHLMS Ha UHCYAT
EaekTpokapavorpama

Exokapanorpama

M3BbHKAETBYEH 0beM

®pakums Ha 13TAaCkBaHe

EBponelicka acoLmaLms 3a CbpA€UEH pUTbM
EHaoMMOKapaHa 6roncus

EHaoMUOKapaHa dprbposa

EURObservational Research Programme
Esponelicka pedpepeHTHa Mpexa

EH31MHa 3aMecTiTeAHa Tepanus

Filamin C

Atakcus Ha Ppuapanix

®patakcuH

[AoboTpHaosmnALLEpaMmnA

HacoueHa oT npenopbkuTe MeAMLIMHCKA Tepanus
HapyLueHue B cbxpaHeHUETO Ha rAMKOreHa
[MpoyyBaHe Ha acoLMaLMsATa B LIEAUS TeHOM
XemoraobuH Alc

His-Bundle nercupane

XuneptpoduyHa KaparommonaTus

Pernctbp Ha xunepTpoduUHUTE KapAMOMUONATUM
CobpaeyHa HeAOCTaTbUHOCT

ChbpaeyHa HeAOCTAaTBUHOCT C AGKO HaMaAeHa
bpaKLyms Ha M3TAACKBaHE

CobpaeyHa HeAOCTaTBbYHOCT ChC 3araseHa
dpaKLyma Ha M3TAACKBaHE

ChbpaeyHa HEAOCTaTBUHOCT C HaMaAeHa ppakLys
Ha M3TAACKBaHe

XuppoKkcumMeTUAeH pndocdoHat
ChOoTHOLLEHME Ha pucka

O6LLecTBO Ha CbpPAEYHUS PUTBM
BuricokouyBcTBUTEACH CbpAUEH TPOMOHUH T
VIMNAaHTVpyeM KapavoBepTep aedrbpuaatop
MexAyHapOAHO HOPMAAM3MPaHO CbOTHOLLIEHKE
KoHceHcycHo m3sBAeHMe Ha MexayHapoaHaTa
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IVF
AR (LA)
LAHRS

ABB (LBBB)
LGE

LMNA
LMWH

LSD

AK (LV)
LVAD
AKTAO
(LVEDV)
AKU® (LVEF)
AKX (LVH)
LVNC

LvoT

LVSD
LvOTO

MCS

MELAS

MERRF
MGUS

MICONOS

MLVWT

MRA

MP (MRI)
MK (MV)
mC30
(mWHO)
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paboTHa rpyna

In vitro dpepTrAnzaums

AsBO npeAcbpavie

NaTUHO-aMePUKaHCKO OBLLLECTBO 3a CbpAEUEH
pUTBM

NBb (LBBB)

KbCHO rapAOAMHMEBO yCHABaHE

ANamun A/C

XenapuH € HUCKO MOAEKYAHO TErAO
A13030MHa 6OAECT Ha HaTpynBaHeTO
N\siBa Kamepa, AeBOKaMepeH/Ha
YcTporcTso 3a noanomaraHe Ha AK
KpaeH anacToreH obeM Ha AsiBaTa Kamepa

@pakua Ha U3TAACKBaHE Ha AsiBaTa kamepa
AeBokamepHa XunepTpodus
He-KkoMmakTHOCT Ha AsiBaTa kamepa
M3XoAeH TpakT Ha AsiBaTa kamepa
CucTOAHa AUCPYHKLIMA Ha AsiBaTa Kamepa
O6CTpyKUMS Ha U3XOAHMS TPaKT Ha AsiBaTa
Kamepa

MexaH14Ha LMpKyAaTopHa MoaAKpena

MuTOXOHAPUAAHA eHLIepaAOMMONATHS, AAKT-
aLMAO3a M MOAOBHM Ha MHCYAT enu3oam
(cvHAPOM)

MWUTOXOHAPMAAHA EMUAEMCHS C HaKbCaHM
YepBeHM BAAKHA

MOHOKAOHaAHa ramanaTusi ¢ HEOMpPeAEAeHO
3HayeHue

3awpTa Ha MUTOXOHAPUUTE C MAEBEHOH Mpu
CbPAEYEH MAU HEBPOAOTUYEH W3XOA
(npoyuBaTteAHa rpyna)

MakcrmaaHa oebeAnHa Ha CTeHaTa Ha AsiBaTa
Kamepa

MWHepaAOKOPTUKOMAEH PELIENTOPEH aHTaroOHUCT
MarHuTeH pesoHaHc

MuTpaAHa KAana

MoaunduumpaHa KAacUPpMKaLmMs Ha Ha CBETOBHATa
3ApaBHa OpraHusaLms

HecbpaeuHa xupyprus

He-AMAaTaTHBHA A€BOKaMepHa KapAVOMMOMATUs
CAeaBaLLO MOKOAEHME CeKBEHUPaHe
CuHAPOM Ha HyHaH ¢ MHOXeCTBO AEHTUIMHM
HenpoabAXUTeAHa KaMepHa TaxMKapAWs
N-TepMUHaAeH MPOMO3bYeH HaTpUypPETUYEH
nenTuA

Hioiopkcka cbpaeyHa acoumaums (New York
Heart Association)

OnTrMaAHa MeAMLIMHCKA Tepanus
[MaToreHeH/BepoATHO MaToreHeH
[MporpamupaHa eAeKTpUYecka CTUMyAALIMS
[No3nTpoH-emmncroHHa Tomorpadus
MAakobUAMH 2

®docdorambar

[MNepunapTaAHa kapaMoMKMonaTms

[MpoTenH knHasa AMP-akTuBUpaHa
HeKaTaAUTUYHA CybeAMHMLA rama 2
[MoAMreHHM pUCKOBM CKOpOBE
[MapaTrponaeH XOpMoH

BeAoApObOHO CbAOBO CBMPOTUBAEHIE
Mupodocear

KavecTBo Ha »uBOT

Q, R 11 S BbAHM Ha EKT

XKMI, cebp3aHa ¢ RAS-onatus

Aecer 6eppeH H6A0K

PHK cebp3BaLL, MOTHBEH NpOTEUH
PecTpukTiBHa KapAvOMMONaTUS
PaHAOMU3MpPaHO/ KOHTPOAMPaHO/M
npoyuysaHe/us

AscHa kamepa/pecHokamepeH/a/o/u

AKU® (RVEF)

AecHokamepHa M3TAacKBaLLla $pakLms

RVOTO O6CTpyKUMS Ha U3XOAHMS TPaKT Ha AficHaTa
Kamepa

RWMA CermMeHTHW HapyLUeHWs B KMHETMKaTa

SAECG CuHrHaAHO-ycpeaHEeHa eAeKTpOKapAMOrpama

SAM CHCTOAHO ABMXKEHME Hamnpea

BCC (SCD) BHesanHa cbpaeyHa cMbpT

SGLT2i MHXMOUTOP Ha HaTPUI-TAIOKO3eH KOTpaHCropTep
2

SMVT [MpoabAXUMTEAHA MOHOMOPdHA KaMepHa
TaxuKapAus

CMEKT EAHOGOTOHHA eMUCHOHHA KOMMIOTbPHA

(SPECT) ToMmorpadus

SRT CenTaAHa peayumpallia Tepanms

TUA (TIA) TpaH3suTOpHa (MpexoAHa) MCXeMMYHa aTaka

TMEMA43 TpaHcmeMbpaHeH npoTenH 43

TRED-HF [peycTaHoBsiBaHe Ha TepanusTa npu
Bb3CTaHOBEHA AMAATATMBHA KAPAMOMMOMATMS —
CbpAEYHA HEAOCTATBYHOCT

TTE TpaHcTopakaAHa exokapamorpadus

TTN TuTnH

TTNtv TepMUHMpaLL, BAPUAHT Ha TUTUHOBUS TeH

TTR TpaHcTUpeTUH

TWI Mueepcus Ha T BbAHaTa

H®X (UFH) HedpakumoHupaH xenapuH

VALOR-HCM [poyuBaHe 3a oLieHKa Ha MaBakaMTeH Mpu
Bb3PACTHM CbC CUMMTOMATUYHA OBCTPYKTUBHA
XKMI1, KouTo OTroBapsAT Ha yCAOBMATA Ha
cenTaAHa peayumpalla Tepanus

KE (VE) KamepHu ekcTpacmcToAn

K® (VF) KamepHo MbxaeHe (dubpuraums)

VKA AHTaroHucT Ha BuTammH K

KT (VT) KamepHa Taxukapamst

vus BapwuaHT ¢ HeusBecTHO 3HaveHUe
C30 (WHO) CaetoBsHa 3apaeHa opraHusauus (World Health
Organization)

1.YBoA

[MpenopbkuTe oLieHsBaT M 0606LLABAT HAAMYHWUTE AOKAa3aTEACTBA C
LA A2 MOAMOMAraT 3ApPaBHUTE CMELMAAUCTU A3 MPEAAOXKAT Ha-
AOOPUS AMArHOCTUYEH WMAM TEPareBTUYEH MOAXOA 33 OTAEAEH
MaLMEHT C AAAEHO CbCTOsHMe. [1penopbkuTe ca NpepHasHadeH! 3a
M3MOA3BaHE OT 3APaBHU CreLpaAmcTy, a EBponeickoTo Apy»KecTBo
no kapanonorus (ESC) npeaocTass cBouTe Hacokm 6esnaaTHo.

[NpenopbkuTe Ha ESC He OTMEHST MHAMBKMAYaAHATA OTFOBOPHOCT
Ha 3APaBHUTE CMELMAAMCTM A3 B3eMaT MOAXOASLLM U TOYHM
PELLEHMSA C OTAEA HA 3APABOCAOBHOTO CbCTOSIHME HA BCEKM MaLMEHT U
CAEA KOHCYATALMS C TO3M MALMEHT MAM AULIETO, KOETO Ce FPMXM 3a
MaLMeHTa, KOrato € MOAXOASLLO W/MAK HeobxoaMMo. OTroBOpHOCT
Ha 3APaBHMs CMELMAAMCT € CbLLO Taka A2 MpOBepsiBa MpasmAaTa u
pasrnopeAbuTe, MPUAOKMMMK BbB BCAKA CTPaHa 3a AeKapcTBa M
yCTPOMCTBA KbM MOMEHTA Ha MPEATUCBAHE U, KOTaTO € MOAXOAALLO,
A3 CMasBa eTUYHMTE NPaBMAA Ha CBOSTA NMpOodecks.

[NpenopbkuTe Ha ESC npeacTaBasBaT oduumasHaTa Nosmums Ha
ESC no aapeHa Tema 1 ce akTyaAm3mpaT peAOBHO. [MOAUTUKUTE M
npoueaypuTe Ha ESC 3a popmyAnpaHe 1 nspasaHe Ha [penopbki Ha
ESC morat aa 6bpaT HamepeHu B yebcanTta Ha ESC
(https://www.escardio.org/Guidelines).

YaeHoBeTe Ha Tasu paboTHa rpyna 6sxa msbpaHu ot ESC aa
MPEACTaBASBAT MPOPECUOHAANCTH, AHTAKMPAHU C MEAULIMHCKUTE
TPVKM 32 MauMeHTU C Tasu natoAorus. [poueaypata 3a noabop
MMaLLIe 32 LieA A3 BKAIOYM YAEHOBE OT LieAms pervoH Ha ESC u ot
cvoTBeTHUTEe ESC noa-cneumaaHoct. O6bpHATO € BHUMaHWe Ha
MHOroo6pasmneTo 1 BKAIOYBAHETO, OCOBEHO MO OTHOLLEHKE Ha MOAd
M CTpaHaTa Ha Mpou3XoA. PaboTHaTa rpyna M3BbpLUM KPUTUHYHA
oLleHKa Ha AMArHOCTUYHWTE U TepaneBTUUYHUTE MOAXOAM,
BKAIOYMTEAHO OLIEHKA Ha CbOTHOLLEHWETO puck—MoAsa. Cuaata Ha
BCSIKA MPEnopbKa M HUBOTO Ha AOKA3aTEACTBA, KOUTO 5 MOAKPENST,
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6s1xa MPETETAEHN U OLIEHEHW CMOpeA MPEABAPUTEAHO 3aAaAEHM
CKaAM, KaKTO e MOCOYeHO Mo-AOAy. PaboTHaTa rpyma caepgaiue
npoLeaypuTe 3a raacyBaHe Ha ESC, kaTo Bcuukm opobpeHwn
Npenopbku 65Xa MOAAOKEHM Ha FAACyBaHe M NMOCTUrHAXa Hal-MaAKO
75% cbraacue cpea YAEHOBETE C MPaBo Ha rAac.

ExkcrnepTute OT KOMUCKMMTE 3a NMWCAHE U PEBM3US NMPEAOCTaBMXA
bOpMyASpU 33 AeKAapupaHe Ha MHTEpecK 3a BCWUYKM B3aMMOOT-
HOLLEHMS, KOUTO BMXa MOTAM A Ce Bb3MPMEeMaT KaTo pPeaAHU WMAU

Ta6bamua 1 Kaac npenopbku

MOTEHLMAAHU U3TOYHMULM Ha KOHPAMKT Ha UHTepecu. TexHuTe
AEKAApaLyM 33 MHTEpecu Bsixa MPErAeAaHU CbrAaCHO MpasuAaTa 3a
AekAapupaHe Ha mHTepeck Ha ESC v MoraT A2 6baaT HaMepeHu Ha
yebcanta Ha ESC (http://www.escardio.org/Guidelines) n 6sxa
Cb6paHM B AOKAAA, MyBAUKYBaH B AOMBAHMTEAGH AOKYMEHT KbM
Mpenopbkmte . PaboTHata rpyma moAy4M LfAaTa cu ¢drHaHCOBa
noakpena ot ESC 6e3 H1KaKBO y4acTue Ha 3ppaBHaTa MHAYCTPUSL.

Mpenopbku 3a ynorpeba

Tpsabea pa ce B3eme
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Mpenopbku Ha ESC

KomuteTsT no Mpenopbku 3a kaMHuuHata npakTtuka (CPG) Ha ESC
KOHTPOAMPa M KOOPAMHMPA MOATOTOBKAaTa Ha HOBW MPEMOPbKA U
oTroBaps 3a npoueca Ha opobperue. [MpenopbkuTe Ha ESC ce
noaAarat Ha 3apbAboueH nperaep oT KommteTa 3a CPG w1 BbHLWHM
eKCrepTH, BKAIOYBALL, YAEHOBE OT LeAms permoH Ha ESC u ot
CbOTBETHUTE MOA-Cheumaamsmparn obwHoctu Ha ESC u
HaLMOHAAHW KapAMOAOTUYHM ApyxecTBa. CAep CbOTBETHUTE
PEBW3UM NMPEMNOPBKUTE CE MOAMMCBAT OT BCUUKM EKCMEPTH, YHaCTBAAM
B paboTHarta rpyna. OKOHYaTEAHUAT AOKYMeHT belle moanucaH oT

Komuteta 3a nybaukysaHe Ha CPG B European Heart Journal.

MpenopbkuTe ca pa3paboTeHn CAEA BHUMATEAHO CbobpassiBaHe C

Hay4YHWUTE 1 MEAMLIMHCKM NMO3HAHUA W HAAUUHUTE AOKA3aTEACTBA KbM

MOMEHTa Ha HanwWcBaHeTo WM. BkaloyeHn ca Tabanum c

AOKa3aTeACTBa, 00O0O6LIABALLM KOHCTATaLMWUTE OT MPOYUBAHMS,

nHpopmupalim 3a paspabotsaHeto Ha [lpenopbkute. ESC

NpeAynpexXAaBa YMTATEAUTE, Ye TEXHUUECKUAT e3uK MoXe Ad Obae

M3TbAKYBaH MOrPELUHO M OTXBBPAS BCSKaKBA OTTOBOPHOCT B TOBa

OTHOLLEHME.

VnoTpebata Ha AeKkapCTBa M3BbH YKasaHMsSTa Moxe Aa Gbae
NpeACTaBeHa B TOBAa PbKOBOACTBO, aKO AOCTAaTbYHO AOKA3aTEACTBEHO
HMBO MOKa3Ba, Ye MOXE Ad CE CYMTA 32 MOAXOASALLO OT MeAMLIMHCKA
FA€AH2 TOUKa 32 AAAEHO CbCTOSHME.

OKOH4YaTeAHUTE PeLLUEHMS] OTHACALLM CU AO OTAEAEH MaLMeHT
obaye TpsibBa Aa Ce B3eMaT OT OTTOBOPHUS 3APaBEH CMELIMAANCT, KaTo
ce 06pblLLia CreLpaAHO BHUMaHWE Ha:

* CrneundunyHoTo cbCcTOsHME Ha nauueHTa. OcBeH ako He e
MPEABUAEHO APYTO B HALIMOHAAHMTE pasropeabu, ynotpebara Ha
AeKapCTBa He Mo npeaHa3HayeHue TpsbBa Aa Obae orpaHuyeHa A0
CUTyaLyu, KoraTo € B MHTEPEC Ha MaLpeHTa, MO OTHOLUEHME Ha
Ka4yecTBOTO, 6E30MacHOCTTa M ePUKACHOCTTA Ha FPUXKUTE, U CaMO
KOraTo MauMeHTbT € OMA MHPOPMMPaH M € MOAYUMA AAAEHO
cbraacue.

e CreunduyHM 3a AbpiKaBaTa 3APaBHM pasrnopeAbu, yKasaHus oOT
ABPXKaBHWTE PEryAaTOpHU areHumu 3a AekapcTBa WM ETUYHUTE
MPaBMAQ, Ha KOWTO CE€ MOAYMHSBAT 3APABHUTE CMELMAAUCTH,
KOraTo ca MpUAOXKMMM.

2. BbBepeHue

Lleata Ha [MpenopbkuTe Ha EBponeitckoTo KapAMOAOTMYHO
apyxectBo (ESC) e pa momorHe Ha 3ApaBHWTE CMELMAAMCTU Ad
AMArHOCTULIMPAT M AeKyBaT MaLMEHTU C KapAMOMMOMATUM CMOpeA
HaM-AOBPUTE HAAMUYHM AOKa3aTeACTBA. 3a PasAMKa OT OTHOCKUTEAHO
4eCTUTE CbPAEYHO-CbAOBM 3aBOASBAHUSA, MPU MaLUEHTUTE C
KapAMOMMOMATMM MMa MHOTO MaAKO PaHAOMU3MPAHU KOHTPOAMPAHM
KAMHWYHKM npoyyBaHms. Mo Tasu MpuuMHa Mo-roasmara 4acT oT
yKasaHWsITa B TOBa PbKOBOACTBO Ce€ OCHOBaBaT Ha OBCEpPBALMOHHM
KOXOPTHW MPOYUYBaHUs WM Ha eKCNepTHW KoHceHcycu. Lleata e Ha
3APaBHMTE CMNELMAAUCTM Ad Ce MPeAOCTaBM MpakTMyecka
AMArHOCTMYHa U AevebHa pamKa 3a MaLMEHTM OT BCUUKM Bb3pacTH, a
TbI KaTo BCE MOBeYe MaLMEHTH MMaT M3BECTHA reHeTUYHA OCHOBA 3a
TAXHOTO 3abOAsiBaHe, MPErnoOpPbKMTE pasrAeXAaT CbLIO Taka M
MOCAEAMLIMTE OT AMArHO3aTa 3a CEMeNCTBaTa U Aa Ce MPeAOCTaBAT
CbBETW BBPXY PEMPOAYKLMATA M KOHTpaLenuuata. Tbit KaTo
KapAMOMWOMaTMITE MOraT A Ce MOSBAT BbB BCAKA Bb3PacT 1 MOraT Ad
3acerHaT MHAMBMAM WM CeMeNCTBA Mpe3 LeAUs XWMBOT, TOBa
PBKOBOACTBO CA€ABA MPUHLMMA 3a PasrA€XAaHe Ha KapAWo-
MUOMaTUUTE BbB BCUUKM Bb3PACTOBM Pyt KaTO OTAGAHU GOAECTHM
€AVMHULM, C MPEnopbKY, MPUAOKUMM 3a A€L@ M Bb3PacTHU C
KapAMOMMONaTKsA Mpe3 LAAOTO BpeMeTpaeHe, NMpuemaiku
CbLLEBPEMEHHO Ye AOKasaTeAcTBeHaTa 6asa Ha MHOro oT
MPEeMnopbKMTE € 3HAUMTEAHO MO-OrpaHMyeHa 3a Aetlata. PasankuTe,
CBbP3aHM C Bb3PacTTa, Ca CMeLyaAHO MOAYEPTaHM.

ToBa ca HOBM MPEMOpbKM, @ He aKTyaAM3aLMs Ha CbLLEeCTBYBaLLM
MPernopbkK, C M3KAIOYEHME Ha pa3peAa 3a XunepTpoduyHa
kapamomumonatus (XKMIT), B KOWTO BKAIOUMXME LieA€HacoYeHa
akTyaAmsaums Ha [penopbku Ha ESC ot 2014 1. 3a AMarHocTuLppaHe
M AeYeHWe Ha XMnepTpoduuHa kapanomuonatus. Kato Takuea,
rmoBe4yeTo OT yKa3aHMATa B TOBAa PbKOBOACTBO Ca HOBMW.

MMpeAOCTaBAHETO Ha MOAPODOHM OMMCAHUs U MPENOPbKM 3a BCEKM
oTAeAeH PEHOTUM KapAMOMMOMaTWUsS € M3BbH ObxBaTa Ha TOBa
PBKOBOACTBO; LIEATa, BMECTO TOB, € Ad Ce MPEAOCTAaBU PbKOBOACTBO
32 AMArHOCTWMYHMS MOAXOA KbM KapAMOMMOMATUUTE, Aa Ce
NoAYEPTASAT OOLLM BLMPOCK 3a OLIEHKA M YIPABAEHUE, @ YATATEAST Ad
Ce Haco4M KbM CbOTBETHaTa 6a3a OT AOKA3aTEACTBA 3a NMPEMOPBKUTE.
MpremMaHeTo Ha MOPGOAOTUUHU W GYHKLMOHAAHU AEDUHULIMM Ha
3a60ASIBAHETO O3HayaBa, Ye OPOAT Ha Bb3IMOXKHWUTE €TUOAOTUM e
3HaYMTEAEH, OCOBEHO MPU MaAKK AeLia. Tbi KaTo € HeMnpakTUYHO Ad
Ce MPeAOCTaBM U34epraTeAeH KOMMEHAMYM Ha BCMYKM Bb3MOXHM
MPUYMHM 33 KapAMOMMOMATHS, MPEMOPbKUTE ce PpOKYCUpaT BbPXY
Haii-4ecTuTe PEeHOTUMOBE Ha 3a0OASBAHETO, HO Ca NMPEeAOCTaBEHM U
AOTBAHUTEAHM CMPaBKM 32 MO-PSIAKO CpeLlaHn 3aboaseaHums. o
CbLUMS HauMH, yKasaHMATa 3a AeveHMne ca POKyCMpaHU AO roAsMa
cTeneH Bbpxy ObLIMTE MPOBAEMM Ha AEYEHMETO, HO KOrato e
HEOOXOAMMO Ce OTHACAT AO KOHKPETHW PeAku 3aboAsBaHMS.
LleHTpaarata ualocTpauus (Purypa 1) noapvepraBa KAOYOBM
acrmeKkTW B OLeHKaTa M AEYEHWETO Ha KapAMOMMOMaTuUuTe,
pasrAeAaHM B TOBA PbKOBOACTBO.

ToBa ca MbpBUTE MEXAYHAPOAHW MPEMOPBKM HACOHYEHU KbM
KapaMoMmuonatuute, pasandHu oT XKMI. Apyru roaemu
HOBOBbBEAEHMS BKAIOYBAT:
® Hoeo ¢$eHOTUNHO onucaHWe Ha KapAMOMMOMATUWTE, BKAIO-

UMTEAHO aKTYaAU3IMPAHW OMMUCAHUS Ha AUAATATUBHU U

HeamMAaTaTuBHM ¢deHoTunose AesokamepHa (AK) kapawuo-

MMOMATHS, KaToO Ce MOAYEpTaBa KAIOHOBATa POAS Ha OLieHKaTa Ha

MUOKapAHa ¢ubposa C MomolyTa Ha CbpPAEYEH MarHUTEH

pe3oHaHc (CMP).

® ®Dokyc BbpXy MbTA Ha MaUMeHTa, OT MbPBUTE MPOSBM, Mpe3
MbPBOHA4YaAHaTa OLiEHKa UM AMArHoO3a, AO AeYEHMETO, KaTo ce
noAYepTaBa 3HAYEHWUETO KapAMOMMOMATMSTA A3 CE PasrAekAd
KaTo MPUYMHA 33 YeCTU KAMHWYHU MPOsiBM (Hamp. CbpAevHa
HEAOCTaTbYHOCT, aPUTMMSA) U 3HAYEHMETO HA WM3MOA3BAHETO HA
MyATMNapamMeTPUYEH MOAXOA CAEA MAEHTUUKALMA Ha
deHoTMNa, 38 A CE CTUTHE AO ETUOAOTMYHA AMArHO3a.

®  AKTyaAM3MpaHu MPenopbki 3a KAMHUYEH M FeHETUYEH KacKaAeH
CKPUHWHI Ha POACTBEHMLIM Ha AULIA C KAPAMOMMUOMATUM.

e  ®Dokyc BbpXy KapAMOMWOMATUMTE MPE3 LEAMS XMBOT, OT
neAMaTpuYHa AO 3psiAa Bb3PacT (BKAIOUYUTEAHO MPEXOA), KaTo ce
B3EMaT NPEABUA PasAUYHUTE KAMHUYHM pasu (Hamnp. CKpUTa, sIBHa,
KpaiHa dasza).

® Hoeu mpenopbky 3a cTpaTMdUKaLMs Ha pucka OT BHe3arnHa
cbpaedHa cmbpT (BCC) 3a pasamyHu deHoTunose
KapAMOMMOMNATUSA, BKAIOUMTEAHO B AE€TCKa Bb3PacT, W
noAYepTaBaHe Ha BaxkHaTa POASl HA FEHOTWIMA MPW OLieHKaTa Ha
pUCKa OT BHE3AMHa CMbPT.

®  AKTyaAM3MpaHM MPernopbKkU 3a AeveHue Ha OOCTPYKUMs Ha
AeBokamepHMs usxopeH TpakT (LVOTO) npu XKML,

®  MyATUAUCLMIAMHAPEH MOAXOA KbM KAPAMOMMOMATUMTE, KAKTO MO
OTHOLLEHMS HA MaLMeHTa, TaKa 1 Ha CEMEMCTBOTO MY.

3. ®eHOTUNEH NOAXOA KbM
KapAMOMMONaTUmMTe

B MeanuMHaTa KAaCKPUKALIMMKTE Ce M3MOA3BAT 3a CTaHAAPTU3ALMS
Ha HOMeHKAaTypaTa Ha 3abOAsfBaHMATA 4pe3 rpyrnupaHe Ha
3aboAsBaHMATa criopey obLwmTe xapaktepuctuku. [pes 2008 r. ESC
pa3npocTpaHK MparmMaTuyHa CUCTeMa 3a KAMHWYHO OMWcaHue Ha
KapAMOMMOMATUUTE, B KOATO WMCTOPUYECKMAT (OKYC BBPXY
KamepHaTa MOPOAOTHS 1 PpyHKLIMS Ce 3aMasBa, KaTo ChlLLEBPeMEHHO
ce 0603HaYaBa ETMOAOTMYHOTO pasHOOOpasme Ype3 paspeAsiHe Ha
FEHETUYHU U HereHeTWuHW nopTunose.” OTTorasa MosHaHMATa 3a
KapAMOMMOMATUMTE Ca CE YBEAUUMAM 3HAUUTEAHO YPE3 MPUAAraHETO
Ha HOBM OBPa3HM 1 MOAEKYASIPHU TEXHOAOT M.

B Tesn npenopbku paboTHaTta rpyma B3e MPeABMA peAnua
CbOOpaXeHMs, 3a Ad OMPeAEAM CBOSI MOAXOA KbM OMMCaHWe Ha
3aboAsBaHeTO. Te BKAloYBaT: (i) MCTOpPUUECKO HACAEACTBO, KOETO,
Makap M BCe OLle MOAE3HO, € AOBEAO AO MPOTUBOPEYUMBA WU
obbpKBallla TEPMUHOAOTMS B MHOTO cuTyaumu; (i) eBoAoMpall
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Durypa 1 LlentpasHa matocTpaums. KAIOUOBKM acmekTW MpW OLEHKaTa M AedeHUeTo Ha KapAvomuonaTumte. ARVC, apuTMoOreHHa AecHokamepHa
kapanomuonatus; CMP, cbpaedeH MarHuTteH pesoHaHc; AKMIT, amaatatueHa kapanomuonatus; GDMT, HacoyeHa kbM Hacoku MepmLmHcka Tepanust; XKMI,

xunepTpoduyHa kaparommonatus; HF, copaedHa HepoctatbuHocT ICD, umMnaaHTHpyem KapavosepTep aeprbpuaatop; LVOTO, obcTpyKLms Ha M3XOAHMS TPaKT
Ha AsBata kamepa; MCS, mexaHuuHa umpkyaaTopHa noakpena; NDLVC, HeamAaTatvBHa AeBOKamepHa kapauomuonatus; PVR, 6eroppobHO cbp0BO

cbrpoTtueaeHue; PKMIT, pectpuktusHa kapantomuonatus; BCC, BHesanHa cbpaeyHa CMbpT.
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DaMUAEH CKPUHUHT

* PoAHWHW OT mbpea
AHms ¢ KMIM

- ®aMuAHa aHaMHe3a
32 BHe3arHa CMbpT

+ AbHopMHa EKT
- CbpaeyeH LWym
- Aputmus

Q.

Mopdonrormnynm/
bYHKLMOHAAHM
XapaKTEPUCTUKM

* XunepTtpodus
- Amaataums
- CucToAHa/AMACTOAHA bYHKLMA

I

CycnekTHa KapaMoMuonaTus

KamepHa Mopdonrorus/ GyHKLms

| J
!

KamepeH umkaTpukc/
3aMecTBaHe C MacTHa TbKaH
. He-ncxemmnyeH kamepeH LiMKaTpuUKe
npu mnscaepBaHe cbc CMP/natonor-
aHaTOMWYHO M3CAeABaHE
- Apyrv napaMeTpu 3a TbKaHHa
xapaktepu3auus ypes CMP

&

®eHoTun

POAOCAOBEH aHaAn3

AOMbAHUTEAHMU
YepTH

.

APUTMUN/MPOBOAHW HapyLLEHUS
(MpeACHPAHU, KaMepHMU,
aTPUO-BEHTPUKYAApPEH BAOK)

[eHeTWYHO TecTBaHe

/NabopaTopHu Mapkepw

5a3MpaHa Ha (I)eHOTMI'Ia UHTErpmpaHa €ETMOAOIrM4YHa AMarHo3a

{

MBB'bHC'pre"IHO 3acdaraHe

[TaTororusa

4
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¢urypa 2 KAMHUYEH AMarHoCTMYeH npoLec npu Kapamommonatumte. ARVC, apuTMoreHHa pecHokamepHa kaparomuonatus; KMIT, kapavomuonatus; CMP,
cbpAeveH MarHuTeH pesoHaHc; DCM, auaatatvsHa kapamomuonatus; EKI, eaektpokapamorpama; HCM, xuneptpoduuHa kapamomumonatms; NDLVC,
HEAMAATaTMBHA A€BOKaMepHa kapAnommonatus; RCM, pecTpukTueHa KapAroMMONaTys.

XapakTep Ha KapAMomuonatumTe npes ueaus xusoT; (iii)
€TMOAOTUYHA CAOXKHOCT C MHOXECTBO OGOAECTHW MpoLecH,
AOTMPUHACALLM AO PasBUTUETO Ha OTAeAHUs deHoTun; (iv)
AvdepeHLuMpaHa pa3Hoobpa3Ha ekcrnipecus Ha OoaecTTa B
cemeicTBara; U (V) Bb3HMKBALLM ETUOAOTMYHO GOKYCHpaHU
Tepanuu.PaboTHata rpyna e HampaBuMAa 3aKAIOUEHWE, Ye eaHa
€AVMHCTBEHa KAACMOUKALMOHHA CUCTeMa, KOATO ObGXBalla BCUUKM
Bb3MOXHU MPUYMHU 32 3aBOASBAHE U BCEKU KAMHMYEH CLIEHApWiA,
MPEACTaBASIBA CTPEMEX, KOMTO € M3BbH OOXBaTa Ha TOBA KAMHUYHO
PbKOBOACTBO. BMmecTo TOBa, paboTHata rpyna akTyaAmsupa

CbLUECTBYBALLATA KAMHUYHA KAACMMKALMSA, BKAIOYBAMKM HOBM
$EHOTUMHM OMMCaHUs M OMPOCTABANKM TEPMUHOAOTMATA, KaTo
CbLLEBPEMEHHO MPEAOCTaBS KOHLIEMTYaAHa paMKa 3a AMarHOCTMKa U1
AeveHue. Tasu HOMEHKAATypa Kapa KAMHULMCTUTE AQ pasrAeXAaT
KapAMOMMOMATUATA KaTO MPUUMHA 32 HIKOAKO KAMHUYHM MPOSIBUI
(Hanp. apuUTMKS, CbpAEYHA HEAOCTATBYHOCT) U ce POKyCHpa BbpXY
MOPGOAOTUUHUTE U GYHKLIMOHAAHM XapaKTEPUCTUKM Ha MUOKapAa
(dPurypa 2). BaxxHo e pa ce npusHae, Ye pasAMuHU peHoTUMNoBe
KapAMOMMOMATUs MOTaT Ad CbLLECTBYBAT €AHOBPEMEHHO B €AHO U
CBLLIO CEMECTBO U Ye MPOrpecusTa Ha 3a60ASBAHETO MPU OTAEAEH
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MaLMEHT MOXE A2 BKAIOYBA EBOAIOLIMS OT AMH KbM APYT $peHOTMM
kapauMomuonaTtus. Hesasucumo ot ToBa, paboTHaTa rpyna
npernopbyBa MOAXOA KbM HOMEHKAAaTypaTa Ha 3abOAsBAHETO W
AMarHosata, Komto ce 6asvpa Ha npeobAapaBalliMsg CbpAEYeH
beHOTUM NpU NpeACTaBsaHeTo.

Mpu3HaBaitkm dakTa, Ye reHUTe, KOAMPALLM CbPAEYHM NOHHM
KaHaAW, MOraT Aa CE YCTaHOBAT MPU HAKOM MaLMEHTH C AMAATATMBHA
kapaviommonatus (AKMIT), NpoBOAHW HapylleHUs W apUTMuK,
paboTHaTa rpyna He ce ybean Ye MMa AOCTaTbYHO AOKA3ATEACTBA,
CbpPAEYHWTE KaHAAOMaTUM Ad Ce MPpMEMaT 3a KapAMOMMOMaTUM, B
CbOTBETCTBME C MOAXOAR, Bb3MPUET OT APYrU CKOPOLLHW MPENOpbKM
HaESC.’

Hait-BaKHUTe NPOMEHM B Te3u NMpenopbKM ca CBbP3aHW C rpynaTa
CbCTOSHUS, BKAIOYEHW MOA OOWMS TEepMUH "apUTMOreHHU
KaparomumonaTum". Tosu TEPMUH Ce OTHaCA 3a rpyna OT CbCTOSHUS,
KOUTO Ce XapaKTepW3MpaT CbC CTPYKTYPHU U GYHKLMOHAAHM
MPOMEHM Ha MUOKapaa (MAEHTUOMLMPaHK Ype3 obpasHK METOAM
U/MAM MaKpPOCKOMCKO M MUKPOCKOMCKO MaTOAOTUYHO M3CAEABAHE) M
KamepHa apuTMuKs. Tasu HO3OAOMMS Ce e pasBuMAa B OTTOBOP Ha
YCTaHOBSIBAHE HA KAMHMYHO U TEHETUYHO MPUMOKPUBAHE MEXAY
AecHokamepHa (AK) u AK kapavomuonatus, HO AmmncaTta Ha
06LLOMNPUETO OTNPeAEAEHNE O3HAYABA, Ye TEPMUHBT OOXBALLA LLIMPOK
CMeKTbP OT PasAMYHM MAaTOAOTUM U BbBEXKAA PEAMLIA HECHOTBETCTBUS
1 NPOTMBOPEYMS, KOraTO Ce MPUAAra B KAMHWUYHM YCAOBMA. TepMUHBT
"apuUTMOreHHa AecHokaMmepHa (AmcriAasus/) kapamomuonaTms”
(ARVC) e 6GWMA M3MOA3BaH MbpPBOHAYaAH OT AeKapW, KOMTO  ca
OTKPWAM MbPBUM 3a00ASBAHETO B NMpeA-reHeTu4Hata 1 npea-CMP epa,
3a OMMcaHWe Ha HOBO 3aBOASIBaHE Ha CbPAEYHMS MYCKYA, 3acsirallo
MPEAMMHO AsicHaTa KaMepa, YMSTO OCHOBHA KAMHMYHA M3sBa € B1Aa
noseBaTta Ha MaAMTHEHW KaMepHW apuTMuu. BrnocaepcTsue
ayTOMCUOHHWUTE U3CAEABAHMUA, MPOYYBAHMATA HA FEHOTWM-
beHOTUNHUTE KopeAaummn W HapacTsawjata ynortpeba Ha CMP ¢
KOHTPACTHO YCUMABaHE AOBEAOXA AO MAEHTUdMLMPaHe Ha $ubpo-
MacTHO 3aMeCTBaHe Ha MWOKAapAa KaTO KAKOYOBA $EHOTUMHA
XapaKTepuCTHKa Ha 3a00ASBaHETO, KOETO 3acsira MUOKapAa Ha ABeTe
Kamepw, cbC 3acsraHe Ha /AK KOeTo AOpPW MOXe Ad HAAXBBPAM
TexecTTa Ha 3acsraHe Ha AK. Tosa pooBepe AO BCeOOXBaTHWS TEPMUH
apuTMoreHHa kapanomuonatua (ACM), koiMTo npeacTaBAsiBa
EBOAIOLIMATA Ha MbPBOHaYaAHMA TepMuH Ha ARVC.°B choTseTcTBME C
obLms 1 NMOAXoA, paboTHaTa rpyma ce CbrAacK Aa MOAYepTae
KM3HEHOBAXKHOTO 3HAYEHME HA APUTMMSATA KATO AMArHOCTUYEH
yepBeH GAar M MPOrHOCTUYEH MapKep B peAMLA KAMHUYHM
¢beHOTMNOBE, HO He MpemopbYa M3MOA3BaHeTO Ha TepmmHa ACM
KaTo OTAEAEH MOATWMM KapPAMOMMOMATUSA, Tb KaTO AMMCBA
MOP$OAOTMUHA MAW YHKLMOHAAHA AeDUHMLIMA, CbOTBETCTBALLIA Ha
CbluecTByBaLlaTa KAAaCUdUKaLMOHHa cxeMa. Makap aa ce npusHasa,
ye "ACM" kato 0bLL, TEPMUH, KOMTO O6XBaLLLA PA3AMYHU KAUHUYHK
deHoTUMOBE, € BUA M3MOA3BaH NMPeAM TOBA, UMAMe HAAEKAM Ye TOBa
pelleHMe Lie MOMOrHe 3a pa3pellaBaHeTO Ha MHOro oOT
UMPKyAMpaLLpTe BbMPOCH. OCHOBHMAT MPUHLMM B HACTOALLMTE
MPEMNOPBKM €, Ye ETUOAOTUATA € XKM3HEHOBAXHA 32 A€YEHMETO Ha
MaLMEHTH CbC 3a60ASBAHE HA CbPAEYHMS MYCKYA U Y€ BHUMATEAHOTO
1 MOCAEAOBATEAHO OMMCaHME Ha MOPOAOTUYHMA U GYHKLIMOHAAEH
deHOTUN e peluaBalla MbpBa CThIKA B AMArHOCTUYHMS BT, AOKATO B
MAEAAHUS CAyYalt OKOHYATEAHATA AMArHO3A LLiE OMMLLIE ETUOAOTUATA,
Hapea ¢ beroTuna.*’

3.1. OnpeaeAeHun

KapanomuonatusTta ce pepurHupa Kato "MmokapAHO 3aboAsiBaHe,
MPU KOETO CbPAEUHUAT MYCKYA € CTPYKTYPHO W bYHKLIMOHAAHO
abHoOpMeH, MpW AMMca Ha kopoHapHa apTepuaAaHa 6oaecT (KAB),
XUMEPTOHMS, KAAMHO 3a60AsIBaHE 1 BPOAEHO CbpAEUHO 3abOAsIBaHe
(BC3), AOCTaTbyHM A2 MPUUMHAT HabAOAABAHWMTE MUOKAPAHMU
npomern".’ ToBa ompeaeAeHMe ce MpMAara KakTo Npu Aelia, Taka 1
NpU Bb3PacCTHU M B HEro He Ce MpaBAT MPeABaApPUTEAHMU
MPEAMOAOXKEHUA OTHOCHO eTuoAOTUsATa (KOSTO MOoxe Aa Obae
daMUAHa/reHeTUYHA MAM MPUACOUTA) UAU MUOKapAHATa MaTOAOTUS.
Bbnpeku e PoOKychT Ha TOBAa PbKOBOACTBO € BbPXY MEHETUYHUTE

Ta6auua 3 MopgoAaormuHu U GpyHKLLMOHAAHU EAEMEHTH,
M3MNOA3BaHM 32 ONMCaHUEe Ha KapAMOMMUOMNATUYHUTE
¢$eHoTUNOBE

Mopd¢orornunm yeptun

KamepHa xuneptpodusi: AsiBa U/MAK AsicHa
KamepHa AvAaTaums: Asa n/MAM AfiCHa

HencxeMuueH KaMepeH LIMKaTPUKC U APYT XapakTePUCTUKM Ha
MMUOKapAHaTa TbKaH MpK CbPAEYEH MarHUTEH Pe30HaHC

®DYHKLUOHAAHU YepTH
CucToAHa KaMepHa AUCYHKLMA (TAobaAHa, perMoHaAHa)

AwvactoaHa KamepHa AUCHYHKLIMSA (PECTPUKTUBHA GU3MOAOTIS)

KapAMOMMOMATUM, CUCTEMHUST MOAXOA KbM AMArHOCTMKATA, KaTo ce
3anoYHe OT ¢eHoTMna MpU MPEeACTaBAHEeTO, OMnucaH B TOBa
PBKOBOACTBO, MO3BOASIBA Ha KAUHULMCTUTE AQ AOCTUIHAT AO TOUHM
AMArHo3u, KOMTO MOraT Aa BKAKOYBAT U HereHeTuyHW (Harp.
Bb3MAAUTEAHM, TOKCUYHU U MYATUCUCTEMHM 3a00ASBAHMSA) MPUUUHM.
BaxHo e Aa ce oTheAexu, ye KapAMOMMOMATUMTE MoraT Al
CbLLIECTBYBAT EAHOBPEMEHHO C MCXEMMYUHA, KAAMHA U XMMEPTOHUYHA
BOAECT U Ye HaAMYMETO Ha EAHOTO HEe M3KAKYBA Bb3MOMKHOCTTA 3a
Apyroro.

MopdorormyHmTe 1 GYHKLMOHAAHM XapaKTEPUCTUKM, M3MOA3BAHN
32 onucaHue Ha peHOTUMOBETE Ha KAPAMOMMOMATUKTE, Ca NMOoKasaHu
8 Ta6AunLa 3. OCHOBHOTO HOBOBbBEAEHME € BKAIOYBAHE Ha ThbKaHHM
XapaKTEPUCTUKM HA MUOKAPAR, BKAIOUYUTEAHO HercxeMmyHa prubposa
WMAM MaCTHO 3aMeCTBaHE, KOMTO MOXE Ad Bb3HUKHAT C 1 6e3 kamepHa
AMAQTALMSA, CErMEHTHU HApyLUEHUS| B KUHETMKATa MAM rAOGaAHa
CMCTOAHA MAM AMACTOAHA AUCYHKLMS. TO3M GEHOTUM € BaXKHO A2 ce
pasnosHaBsa, Thi KaTo TOM MOXe A2 Obae eAMHCTBEHATa Hacoka 3a
AMArHOCTULMPAHE HAa KapAMOMMOMATWUS M UMa MPOTHOCTUYHO
3HaYeHue, KOETO Bapupa B 3aBUCMMOCT OT MOAAEKALLATA ETUOAOT S,
[MpeacbpaHaTa AMAaTaumsa (AsBa M/MAM ASICHA) € BaxHa
AOMBAHUTEAHA KAMHUYHA HaXOAKa BbB pEHOTUMHOTO OMMcaHue Ha
KapAMoMMonaTUmTe.

AOKAAABaHM Ca UBKAIOUUTEAHO PeAKM, OOUKHOBEHO aBTO3OMHO
peLecuBHU, CAyYam Ha 4YMCTa AMAATATMBHA MPeACbpAHA
KapAMOMMOMaTMS,’ HO Te Ca M3BbH O6XBaTa Ha TOBa PbKOBOACTBO.

3.2. ®eHoTUNOBE KapAMOMUONATUA
3.2.1. XunepTtpo¢duuHa kKapaonommonaTms

XunepTpoduuHata kapamommonatus (XKMIT) ce poeduHmpa kato
HaAMumMe Ha yBeAandeHa pebearHa Ha AK cTeHa (cbe mAM Ges
xuneptpodus Ha AK) MAM Maca, KoATO He MOxe Aa 6bae obsicHeHa
@AMHCTBEHO C abHOPMHO HaToBapBaHe.”

3.2.2. AMAaTaTUBHA KapAUOMMONATUSA

AwmaatatmeHaTa Kapavomuonatus (AKMI) ce aeduHmpa kato
Haamume Ha AK AMAaTaums U raobaAHa MAM pervoHaAHa CUCTOAHA
AMCOYHKUMS, KOSTO He ce ODsCHsBA €AMHCTBEHO C aBHOPMHO
HaToBapBaHe (Hamp. XWMepTOHUS, KAanHO 3aboasBaHe, BC3) wan
KAB.’MHoro psiako AK AnAaTaLps MoXe Aa Bb3HWUKHE NpY HOPMaAHa
dpakuma Ha ustaackeaHe (EF) npu Amnca Ha ataeTu4HO
PEMOAEAVPAHE MAM APYTH PaKTOPU Ha OKOAHATA CPeAR; TOBa Camo Mo
cebe 1 He e KapAMOMMOMATUS, HO MOXKE Ad MPEACTaBASIBA paHHa
nposea Ha AKMI. [peAnounTaHnsT TepMUH 3a ToBa € M3OAMpaHa
AEBOKaMEPHa AMAATALMS.

Bb3MOXKHO € Aa MMa AMAaTaLms U AMCOYHKLMA Ha AsiCHATa KaMepa,
HO He ca HeobXOoAMMM 3a AMarHosaTa. Korato aAMAaTaumaTa mAm
abHOPMHOTO ABMXEHME Ha CTeHaTa Ca OrpaHUYEeHU WAM
npeobAapaBaT B AficHaTa Kamepa, TpsbBa Aa Ce B3eMe MPeABMA
BeposTHocTTa3a ARVC (BrkTe Touka 3.2.4).

3.2.3. HeauAaTaTBHa AeBOKaMepHa KapAMO-
mMuonaTusa

Aocera pepuHuumata Ha AKMIT mmawe peauua BaxHM
OrpaHUYeHus, Hal-BeYe U3KAIOYBAHETO Ha FEHETUYHU KU MPUACBUTH
HapyLLEHWS, KOUTO Ce MaHUPECTUPAT KaTO MEXAMHHM GEHOTUMOBE,
KOWTO HE OTrOBapST Ha CTAHAAPTHWUTE AePUHULMM Ha 3a6OASBAHETO,

©ESC 2023
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Durypa 3 lMpumepy 32 GeHOTUNOBE HEAMAATATMBHA ACBOKAMEPHA KaPAMOMMUOMNATUS M TEXHWUTE ETMOAOTMYHM kopeAaTh. BAG3, BAG koxanepo-3; DMD,
MyckyAHa AucTpodus Ha Atowwen; DSP, aeamonaakun; FLNC, ¢uaammn C; LGE, kbcHo rapoamnHmeso yemasare; LMNA, aamun A/C; NDLVC, HeamAaTatvBHa
AeBoKaMmepHa Kapavomuonatus; PLN, ocdoramban; RBM20, PHK cebp3sai, motuseH npotenH 20; TTN, TutuH. Pasnpeaeaenie Ha LGE (ctpeakn) 8 NDLVC n
eTMOAOTUYHM KopeAaTh. [eHoTunuTe pAeamonAakmH (DSP), puaammn C (FLNC) 1 pocponramban (PLN) nokassat xapaktepeH cybenmkapaeH, npbcteHouaeH LGE
Moaea, pokato reHotunosete TuTuH (TTN), BAG3 (BAG3), Aamun A/C (LMNA), DMD, RBM20 1 M1OKapAMTBT ca MO-XeTEPOreHHU, HO KaTo LISINO C MO-MaAbK

(noHskora 6e3) LyKaTpHKC 1 MO-HICKa AeBOKaMepHa $paKLMs Ha M3TAACKBaHe.

BbMPEKM HAAUYMETO Ha MMOKApAHO 3aboasiBaHe Mpu 0bpasHO
M3CAEABAHE WMAM TbKaHEH XMUCTOAOTMYEH aHaAu3. B mpeauiuHo
craHosuwe Ha ESC ToBa sBA€HWMe Oellie BKAIOYEHO KaTo HOBA
6OAeCTHa KaTeropus, XWMOKUHETUYHA HeAMAATaTUBHA KapAMO-
Muonatms.’

B ToBa pHKOBOACTBO HWE MpepAarame 3amsiHa Ha TO3M TEPMUMH C
HeAMAaTaTMBHA AeBokamepHa kapamomuonatus (NDLVC), kosto
MOXeE AOTTBAHUTEAHO AQ CE XapaKTEPU3MPa C HAAUYME UAM OTCBCTBUE
Ha CMCTOAHA AMCHYHKLMA (PervoHaAHa MAM raobaaHa). V3oAmpaHa
AK ancdyHKums (pervioHaaHa MAM rAobaAHa) 6e3 ¢unbposa Tpsbea
CbLIO Ad CE MMa MPEABMA MOA Tasu AMArHOCTUYHA KaTeropus.
®erotunst Ha NDLVC ce pedrHmpa KaTo HaAUUME Ha HEUCXEMUYHA
AK $urbposa MAM MacTHO 3aMeCTBaHe, HE3aBUCMMO OT HAAMYMETO Ha
TAOGAAHM WMAWM CErMEHTHWM HapylUeHWs B KMHETMKaTa Ha CTeHata

(RWMA) nan nsoampara raobasHa AK xunokmHesms 6e3 pubposa.
®enotunsT Ha NDLVC TpsibBa Aa BKAIOYBA AMLIA, KOUTO AOCera ca
OMMCBaHM MO pasHoobpaseH HauwmH, kato umaln AKMIT (Ho 6e3 AK
AVAATaLMA), apUTMOreHHa AeBOKaMepHa kapanomuonatus (ALVC),
AsBa AooMuHKHaHTa ARVC nan aputmoreHHa AKMIT (Ho vecTo 6e3 pa
OTroOBapsAT Ha AMarHOCTUYHKUTE KpuTepumn 3a ARVC ) (Purypa 3).
MpocTuat paboTew, npumep (Purypa 4) nokassa Kak
naeHTUdmKaumaTa Ha peHoTmna Ha NDLVC Tpsbea aa 3apericTea
MYATUMAapaMeTPUYEH MOAXOA, KOMTO BOAM AO creunbuyHa
€TMOAOTMYHA AMArHO3a, MMaLLa 3Ha4YEHINE 33 A€HEHUETO.
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Durypa 4 PaboteH npumMep 3a GEHOTUN Ha He-AMAATaTUBHA AeBOKaMepHa kapavomuonatus. ACM, aputMmorenHa kapanommonatus; ALVC, aputmorerHa
AeBOkamepHa kapauomuonatus; DCM, amaatatueHa kapanomuonatus; DSP, pesamonaakun; EKI, eaektpokapamorpama; M@, mataacksalia dpakums; AK,
Aesokameper; NDLVC, He-anAataTuBHa AeBokamepHa Kappvomuonatus; BCC sHesanHa cbppedHa cvmbpT; KE, kamepHa ekctpacucToaa. PaboteH mpumep 3a
deHoTrna NDLVC, nokasBall, Kak CUCTEMHUST MyATUMapaMeTPUUEH MOAXOA KbM KAMHUYHATA GpEHOTUMI3ALIMS, KATO Ce 3aroYHe OT Pasro3HaBaHETO Ha KAMHWUYHMS
beHOTUN U MHTerpupaHe Ha paslumpeHata GeHOTUMHA MHGOPMALIMS 1 TapreTHaTa AMArHOCTMKA, BKAOUYUTEAHO FEHETUYHO TECTYBaHE, MOXE Ad Ce U3MOA3BA 3a
AOCTUraHe A0 MHOTO CrieLMpUUHU GEHOTUMHM OMMCAHMS, KOUTO MOTaT A2 AOBEAAT AO NMEPCOHAAM3MPAH MAAH 3a AevdeHue. B To3n nokasaH npumep AmarHosara ce
TpaHchOpMMpa OT OMPOCTEHA KAaTeropusaLys KbM CAOXKHO F€HETUYHO 3ab0AsiBaHe, KOETO Ce XapaKTepusupa C MUOKapAeH BeAer M CKAOHHOCT KbM KamepHa

apUTMUA.

3.2.4. ApuTMOreHHa AecHOKaMepHa KapAMoO-
MuonarTms

ApUTMOreHHaTa aecHokamepHa kapavomuonatus (ARVC) ce
ornpeaeAs KaTo HaAuume Ha npeanmHo AK Auaataums u/wmam
AMCOYHKUMA MPU HaAMUME HA XMCTOAOTMYHO 3acAraHe W/WMAU
eAeKTpOoKapAMorpadCkM aHOMAAUMKM CbOTBETCTBALLM HA MYyOAMKY-
BaHUTE.

B npoabakeHue Ha pecetaetuss ARVC e epArH OT OCHOBHMTE
MOATWMOBE Kapauomuonatus. AepuHMpaH e B CbOTBETCTBME C
ny6AMKYBaHU KOHCEHCYCHM KpuTepuu, KouTo BkAatousaT AK
AMCPHYHKLMA (TAOBAAHA MAWM PEFUOHAAHA), XUCTOAOTUYHM aHOMAAUM
noap ¢opmara Ha $MOPO-MACTHO 3aMeCTBaHE Ha KapAMOMMOLMTH,
€AEKTPOKApPAMOrpadCKM XapakTepUCTUKM, KamepHa aputmus ¢ AK
NMPOM3XOA U HaAMuMe Ha $aMUAHO 3aOOAsBaHE W/WMAWM MATOreHHM
BapUaHTU B AECMO3OMHM NMPOTEUHOBM FrEeHU.

C TeyeHWe Ha BpPeMeTO KAMHM4YHaTa napapurma Ha ARVC ce
npemecTn oT $pokyc BbpXy Texko AK 3aboAsiBaHe M 3An0KadYecTBeHa

KamepHa apuTMMA KbM MO-LUMPOKA KOHLIEMLMS, KOSITO BKAIOYBA
CKPUTU MAM CYOKAMHWUYHM GEHOTUMOBE U ABYKAMEPHO WMAM AOPU
AABO-AOMMHAHTHO 3ab0AsBaHe. ToBa AOBEAE AO M30OMAME OT HOBMU
TEPMUHU, BKAIOYUTEAHO "apUTMOreHHa AeBOKaMepHa KapAMO-
muonatus (ALVC)", "AsiBa 1 AfiCHa AOMMHAHTHA KapAMoMuonaTtus”,
"apUTMOreHHa AMAaTaTMBHA KapAMOMMoOMaTMs" M HacKoOpo
BCeOOXBATHMS TEPMUH "apUTMOreHHa kapanomuonatus”. TepMUHBT
ARVC Moxe pa ce 13MOA3Ba 32 OMNMUCBAHE Ha OPUTMHAAHUS BapUaHT,
MpM KOMTO KaMepHaTa AMAATALMs MAM MATOAOTUUHUTE ABUXKEHMS Ha
CTeHaTa ca OrpaHUyeHu MPeArMHO AO ASiCHaTa KaMepa, CbC MAK He3
yyactue Ha AK, Kato MoraT Aa ce MpUAOXKaT MOAUPULIMPaHUTE Mpes3
2010 r. kpuTepum Ha paboTHaTa rpynma 3a AMArHOCTMUMpaHe Ha
ARVC."” INpeobrapasatiioto AK 3a60a5BaHe MOXeE ChLLIO TaKa A Ce
MOSBM B EAHO M CbLLO CeMeiicTBO; BuxkTe PasaeA 7.3 3a npenopbki 3a
MOBEAEHUE NP TO3U GeHOTU.
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3.2.5. PecTpuKTHMBHA KapAMOMMOMATUA

PectpukTmBHaTa kapamomumonatus (PKMIT) ce aeduHumpa kato
pectpuktmeHa AK u/man AK natopmsmororms npu Haamume Ha
HOPMaAHU MAWM HaMaAEHU AMACTOAHM ObeMu (Ha eAHATa UAM ABETE
KaMepu), HOPMaAHW WMAM HaMaAEHW CUCTOAHM OBEMM W HOPMaAHA
AebeAHa Ha KaMepHaTa cTeHa.”

PecTpukTMBHaTa KapAMOMMOMaTHS OBMKHOBEHO Ce MaHMdecTMpa C
ABYNpeACbpaHa AvAaTaums. CuctoaHata dyHkums Ha AK mMoxe pa
6bAe 3amaseHa, HO PSAKO KOHTPaKTUAWUTETBT € HaMbAHO HOPMAAEH.
PecTpuKTMBHaTA MAaTOPU3MOAOTMSI MOXKE Ad He MpMCbCTBA Mpe3
LisiAaTa eCcTeCTBEHA EBOAIOLIMS, @ CAaMO B HauaAeH eTan (C €BOAIOLMs
KbM basa Ha XWUMOKMHETMYHA AuAaTaums).' PecTpukTueHa
bU3MOAOT St MOXKE A BB3HMKHE M MPU MaLMEHTH C KPaeH CTaAMit Ha
XUNEPTPOPUUHA M AUAATATUBHA KAPAMOMUOMATHS; MPEANIOYUTAHUTE
TEPMUHU ca "XmnepTpodmUHa" MAM "AMAATATHBHA KAPAVOMMUOMATMA C
PECTPUKTMBHA Ppu3mororus'”. PecTpukTimBHaTa kaMepHa GUBMOAOTUS
MOXe Aa 6bae MPUUMHEHA U OT eHAOKapAHa matoaorus (drnbposa,
drbpoenactosa 1 TPOMH03a), KOSTO YBPEXKAA AMACTOAHATA PYHKLIMA.

3.3. APYrv xapakTepHU YepTU U CUHAPOMM,
CBbpP3aHM ¢ peHOTUNOBE KApAMOMUONATUM
3.3.1. AeBokaMepHa xunepTtpabekyAauus
(AeBOKaMepHa HEKOMMaKTHOCT)

TepmuHbT "AeBokamepHa HekomnakTHocT" (LVNC) ce usnoassa 3a
onucaHue Ha KamepeH ¢EHOTWUN, XapaKTepusupal, ce C
npomuHupaln AK Tpabekyam n ABADOKWM WMHTepTpabeKyAapHU
peuecycn. CreHaTa Ha MUOKapAa € 4ecTo 3apebeAeHa C TbHbK,
KOMMaKTeH ernuKapAeH CAOM M mno-pebeA eHpoKapaeH cAoi. [1pu
HSKOW MalpeHTU Ta3u aHOpMaAHa TpabekyAapHa apxuTeKTypa e
cebp3aHa ¢ AK AnAaTaums n cUcToAHa AMCPyHKLMA. AeBOKaMepHaTa
HEKOMMAKTHOCT € YeCTO ¢paMMAHA YepTa M Ce CBbp3Ba C peAnLa
BapMaHTU B FeHW, BKAOUMTEAHO Te3M, KOMTO KOAMPAT MPOTEUHM Ha
capkoMepa, Z-AMCK, LMTOCKEAET U HyKAaeapHa obsmeka.'™

HeKkoMnakTHOCTTa Ha AsiBaTa kamepa CbLO Ce W3MOA3Ba 3a
onuceaHe Ha MPUAOBUT M MOHsKOra npexopeH ¢$eHOMeH Ha
npekomepHa AK TpabekyaapusaLims (Hanp. mpy CopTUCTH, MO Bpeme
Ha 6PEMEHHOCT AU CAeA MHTEH3WBHA aKTMBHOCT)  MPU M3XOAHO
HOPMaAHaTa MUOKapAHa apXMUTEKTYPa, TbiA KaTO KapAMOMUOLMTUTE
ca TepMUHAAHO AMdepeHLMPaHK, a POPMUPAHETO Ha HOBU CbPAEUHM
CTPYKTYPU € HEBB3MOXHO.

PabotHara rpyna He cumta LVNC 3a kaparomuonatus B obLms
CMUCBA. BMeCTO TOBa T e pasraekAa KaTo GeHOTHMHA YepTa, KOATO
MOXe A CE MOSIBU MAM U3OAMPAHO, MAW BbB BPb3Ka C APYTH aHOMaAUM
B PasBUTMETO, KaMepHa XMMepPTPOdUS, AMAATALMA U/UAM CUCTOAHA
AMCOYHKUMA. MMaliku npeaABMA AMMCaTa Ha MOPPOMETPUYHU
AOKa3aTeACTBa 3a KaMepHa KOMMAKTHOCT Mpu xopaTa,” > Mo-ckopo ce
nperopbyea TepMUHBT "XunepTpabekyaaums”, a He LVNC, ocobeHo
KOrato peHOMEHBT € MPEXOAEH MAM Ce MOSIBSBA OTHETAVBO B 3psAd
Bb3pacT.

3.3.2. CuHapom Ha TakoLy60

[pexoAHUAT CMHAPOM Ha amukaaHO 6aroHupaHe Ha AK umAn
cuHAapoM Ha Takotsubo ce xapakTepusupa, B Halt-TUMWUUHKUS CU
BapMaHT, C NMPEXOAHA PErMOHAAHA CUCTOAHA AMCHYHKLIMS, AMAATALNS
1 eaeM, 3acsiratm Bbpxa Ha AK /A cpeAHUTE CerMeHTH Npu Aunca
Ha 06CTPYKTMBHA KOPOHapHa 6OAECT MpU KOPOHapHa aHr1orpadusa.”
[MaumeHTUTe ce MPeACTaBAT C BHe3armHa MosiBa Ha rpbaHa OOAKa,
noaobHa Ha aHrMHa, U MMat Andy3sHa MHBepcus Ha T BbaHaTa (TWI),
MOHSIKOra MpeALlecTBaHa OT eAeBaumsi Ha ST-CerMeHTa M AeKO
MOBMLLIABaHE Ha CbPAEYHUTE eH3MMU. [oBeUeTo AOKAAABAHM CAyYaun
ce cpeljaT MpuW KeHW B MeHonaysa. CuMnTOMWTe YecTo ce
MPEeAXOXAAT OT E€MOLMOHAAEH WAU PpU3MYECKM CTpec.
KoHueHTpauusTa Ha HopenuHedpuH e MOBULLEHA MPW MOBEYETO
MaLMEHTH, a B HAKOM CAydam ce cboblLLiaBa 3a MPEXOAEH, AMHAMMYEH
TPAAMEHT B U3XOAHMA TpakT. DyHKUMATA Ha AsBaTa Kamepa
OBUKHOBEHO Ce HOPMaAWM3MPa 32 MEpUOA OT AHU AO CEAMWMLM W
PeLMAMBET € psabK. ChLUpsT BUA 0bpaTMa MUMOKapAHa AUCHYHKLMS
MOHSKOra Cce CpeLLa Npu NaLMeHTH C BBTPEMO3bYEH KPbBOU3ZAMB MAM

APYTV OCTPU LiepebpaAHu MHLMAEHTU (HEBPOTEHHO MMOKApAHO
3alleMeTsBaHe).

CuHApOMBT Ha TakoLlybo MoHskora ce Hapuda Takaly6o WAM
cTpecoBa KapAMomuonaTus. [1peABMA MPEXOAHWs xapakTep Ha
ABAEHMETO, paboTHaTa rpyna He rMperopbyBa KAACUPULIMPAHETO My
KaTo KapAMOMMOMATH.

4. Ennaemmnoaorusn

KapaviomMuonaTumnte MMaT MPOMEHAMBA €KCMPecus Mpe3 LieAus
#1BOT.”" leorpadcKOTO pasmpeAeAeHUe Ha FeHETUUHMTE BapMaHTM
BAUSAE BbPXY M3YMCAEHOTO pasnpoOCTpaHeHWe B PasAUYHM
MOMyAALMK, ETHUYECKU TPYMU, PervoHn 1 cTpaHu. CAOXKHOCTTA Ha
AMArHOCTUYHWUTE KPUTEPUM 3a HsKOW CbcTosiHMSA, KaTo ARVC,
OrpaHuyasa rMpeLieHKaTa 3a MCTUHCKATa YecToTa Ha 3a00AsBaHETO B
obuiata nonyaaums. Helwo noseye, enuAEMUOAOTUYHUTE AQHHM
YECTO He ce CbBMpaT CUCTEMHO Ha MOMYAALMOHHO HMBO. Hackopo
Oellle M34YMCAEHO, HaMpuUMep, Ye YecToTaTa Ha MAMOMATUYHATa
AKMIM e mouytm 10 mbTm no roasma Ha 6asata Ha HAKOAKO
nanyAauMoOHHM OLEHKM M KOCBEHU MPEATMOAOXEHMS 3a
PasnpoOCTPaHEHWNETO Ha reHETUYHU BapWaHTH, CBbp3aHU C HoAecTTa
cpea OBLLMTE MOMyAaLM,” M MPU M3MOA3BAHE Ha MO-MAAKO CTPOTM
AMArHOCTUYHM KpUTEpUM.

HsMa KOHKPeTHM AaHHM 32 enMAEMMOAOTUATA Ha deHoTMna
NDLVC, Ho npeam ToBa 3acerHatuTe OT HEro MauueHTUTe, ca BuAn
BkatouBaHu B AKMIT nan ARVC koxopTH, OT KOUTO MOXe Aa ca
M3MOA3BaHM  eKkcTparnoAaumn. CbBpeMeHHUTE enMAEMUOAOTUYHM
MOKa3aTeAM 32 OCHOBHWTE KapAMOMMOMATUM Ca MOKa3aHW B
Ta6Amua 4. AOMbAHUTEAHK MNOAPOBHOCTY 32 EMMAEMUOAOTMATA HA
KapAMOMMONaTUMTE MoraT Aa ObaaT HamepeHU B AOMbAHUTEAHWTE
AaHHU OHAAMH, Pasaen 1.

TabAmua 4 KAIOMOBM enNUAEMUOAOTMYHU NMOKa3aTeAU
Mpu Bb3PacTHU U Aelia 3a Pa3AUYHUTE KapAUOMMO-
naTuyHuTe peHoTUNoBE

Aeua
PasnpocTpaHeHue B
AETCKa Bb3pacT:

deHoTUNOBE
KapAvMoMuonaTus

XKMI

Bb3pacTHu

YecroTa:

0.2%2&33

Aetcka
3a60AEBAEMOCT:
0.002-0.005%>*3¢
PasnpocTpaHeHue B
AETCKa Bb3pacT:
0.029%¢

Aetcka
3a60A€BaEMOCT:
0.003-0.006%
PasnpocTpaHeHue B
AETCKa Bb3pacT:
0.026%¢
MudpaHTnAHa
3a60AEBAEMOCT:
0.038-0.046%>3¢38

MpeacToun Aa ce onpepeAm

Yecrora:
0.036-0.400%%>3"

AKMI

NDLVC

ARVC MHoro psiako B

KbpMa4decka U paHHa
AETCKa Bb3pacT,
NPpeACTOU Aa ce
OMNpeAeAn rnpu no-
FOAEMU Aelia U IOHOLIN

Yecrora:
0.078%>%1

Aetcka
3a60AEBAEMOCT:

0.0003%*

PKMI Peakut

ARVC, apuTmoreHHa aecHokamepHa kapauomuonatus; AKMII, AuaataTveHa
kapaviommonatus; XKMI, xuneptpoduyna kaparommonatus; NDLVC, HeamaaTaTviBHa
AeBOKaMepHa kaparomuonatus; PKMIT, pecTpukT1BHa KapAMOMMONATHUS.

©ESC 2023
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4.1. CneumaAHM nonyAaLum
3a HAKOAKO GOPMM Ha KapPAMOMMOMATUM, CHUTAHM MPeAn TOBa 3a

BTOPUYHM Ha BbHLUHM $aKTOpK, HAaCKOpO bellle AOKasaHo, Ye mmart

FEHETUYHM MPUUMHM M TpsbBa Aa Ce B3eMe MPeABUA FeHeTUuHa

€TMOAOTMS MpK CHeMaHe Ha ¢aMMAHA aHaMHe3a W reHeTUYHO

TecTBaHe.

* TepmuHupalum BapuaHTK Ha reHa TiTuH (T TNtv) npeacTaBasiBaT
NpeobAaAaBaLLIO FEHETUYHO MPEAPA3NOAOKEHME KbM aAKOXOAHA
kapanomumonatus (npu 13,5% ot naumeHTuTe cpelty 2,9% npu
KOHTPOAWTE), Thbit KaTo Te ca CBbP3aHK C MO-AoLIa $pakums Ha
M3TAACKBaHe Ha AsiBaTa Kamepa (AKM®) npu naupentn ¢ AKMIT,
KOWTO KOHCYMUPAT aAKOXOA HaA MPEnopbUMTEAHMTE HuBa. ™

* HepasnosHaTuTe peApKM BapuaHTW B TeHW, CBBP3aHM C
kaparomuonaTus, ocobeHo TTNtv (8 7,5% ot cayuaute),
M3rAeXAa Ca CBbp3aHM C MOBMLUEH PUCK OT pasBUTME Ha
KapAMOMMOMNaTUs, MPeAM3BMKAHA OT Teparnus 3a OHKOAOTWUYHO
3a60AsBaHe NPy AeLia M Bb3pacTHN.”

* PeAKM TepMUHMPALLIM BAapUAHTK B OCEM reHa ce oTKpwmeaTt npu 15%
OT )KEeHUTe C NepunapTaAHa kapavommonatus (PPCM), a ose TpeTu
ca TTNtv (10% ot naumeHTuTe cpelly 1,4% oT pedepeHTHaTa
nonyaauus).”* B pAombAHeHMe, Apyri TEpMUHMPALLM BAPUAHTM ca
naeHTUpMumpann B reHmute DSP (1%), FLNC (1%) n BAG3
(0,2%).%

* bBoaectTa Ha Anderson-Fabry ce otkpuea npu 0,94% oT MbxeTe U
0,90% oT >KeHuTe B CbpAEYHM MPOrpamu 3a CKPUHUHT 32
AeBokamepHa xuneptpodus (AKX) B nsbpaHu nonyaaumm u npu
XKMI.*

® CKPWMHUHIBT C KOCTHa CUMHTUIrpadus yCTaHOBU BMCOKO
pasnpocTpaHeHWe Ha TPaHCTMPETMHOBA CbPAEUHA aMMAOMAO32
(ATTR-CA) B crneumdpuyHm nonyAaumm: 8% npu Texka aopTHa
cTeHo3a, 12% npu CbpAeYHa HEAOCTATbYHOCT CbC 3anaseHa
dpakumsa Ha nstaackeare (HFpEF) ¢ AKX, 7% npu AKX/ XKMI B
3aBUCMMOCT OT Bb3pacTTa U 7% Mpu MaLMEHTH CbC CUHAPOM Ha
KaprmaAHUs TYHEA, MOAAOXEHW Ha onepauus (MO-BMCOKO
Pa3npoOCTpaHeHue, ako € AByCTPaHeH), rAaBHO 3a Ausis T,

* [MpuunHssaim 3aboassaHe BapuaHTH B reHun npu AKMIM, NDLVC
1 ARVC ca naeHtmduumpann npu 8-22% oT Bb3pacTHM U Aelia C
ocTbp MuokapauT.” ' Bellle ycTaHOBEHO, Ye AWML C OCTbp
MUOKapAMT U HaAUUKE Ha BAPUAHTH B FreHa KOAMPALL, AE3MO30MEH
MPOTEMH MMAT MO-BUCOK MPOLEHT PELMAVMBM Ha MUOKapAMT U
KaMepHa apuTMMsi, B CPaBHEHMEe C MaLMeHTU C MUOKApAMT 6e3
MACHTUOULMPAH A3MO30MEH BapUaHT.”

5. UHTerpupaH NoAXoA KbM
naLMeHTa

AvarHosaTa olUeHKaTa M MOBEACHWMETO MpW MaLMEHTU C
KapAMOMMONAaTUA M3UCKBA KOOPAMHUPAH, CUCTEMEH W
MHAMBMAYaAM3MPAH MOAXOA, MPU KOMTO MYATUAMCLMMAMHAPEH M
eKCMIepTEH eKMM OCUrypABa OMTMMAAHA rpuka. B LieHTbpa Ha TO3M
MOAXOA € HE CAMO OTAGAHWAT MALMEHT, HO 1 CEMEICTBOTO KaTo LIAIAD;
KAMHUUYHUTE HAXOAKM MPU POAHMHMTE Ca OT CbLUECTBEHO 3HaYeHMe
3a pa3bupaHe KakBo ce CAyYBa C maLjueHTa u o6patHo.”

5.1. MyATMAMCULMNAMHAPHU €KUNKU 3a

KapAunomMuonaTtusa

3APaBHUTE CNELMAAUCTH Ce COABCKBAT CbC 3a00ASABaHMS, 3aCAraLLm
MWOKapAQ, B MHOTO W PasAUUHU KAMHWUYHK cuTyalumn. Hakou morart
A Ce MpOSMBAT 3a MbPBM MbT C OCTPO CbOUTHE, BKAIOUMTEAHO
BHe3aMHa HeobsCHWMAa CMBPT, AOKaTO APYrM ce MposBsABaT C
MpOrpecnpaLLy CUMMTOMM UAM Ce OTKPUBAT CAydaiiHo. [MaumeHTUTe €
KapAMOMWOMATMSt MOTaT A2 MMaT U U3BLHCBPAEYHM MPOsBM (Hanp.
HEBPOAOTUYHM, HEBPOMYCKYAHM, OPTAAMOAOTUUHM, HEPPOAOTUUHM).
[pKMTe 3a MaLMEHTUTE M3UCKBAT KOAabopauus Ha PasAuyHM
cneupmaaHocTi.”” CbCTaBbT Ha MYATMAMCLIMMAMHAPHMS eKWM Lie
3aBUCM OT HyXAMTE Ha MalMeHTa M CEMENCTBOTO M AOKaAHaTa
HAAMYHOCT Ha PasAMUHK CAyx6u (Purypa 5). MaupeHTtnte c
KOMMAEKCHM HY>KAM MMaT MOA3a OT MYATMAUCLMMAMHAPEH eKu,

BKAIOYBALL, CbOTBETHUTE CMELMAAHOCTM, KaKTO M KapAMOAOT,

obLLOMNpakTUKYBaLl, AeKap U cemencTBOoTO/60AHOTAepAauUMTE. B

AOMbAHEHUE, UHTErPUPAHETO HA rEHEeTMKaTa B OCHOBHWUTE

KapAMOAOTMYHU AEMHOCTM  M3MCKBA OMUTHOCTTA Ha PasAUYHM

crneumaAHoCTu:

*  KapaMOAO3M 32 Bb3PaCTHU M AETCKM KaPAMOAO3W C AOMTBAHUTEAHA
crieumaAmsaLms B obAaCTTa Ha KapAMOreHeTUKa.

* CneumaancTv no obpasHa AMArHOCTMKA Ha CbpLETO (TEXHULM,
KapAMOAO3M, PEHTFEHOAO3M), BKAOUMTEAHO ekcriepTu no CMP.

e CneunaamsupaHn MeAMLMHCKM CeCTpU W/MAU TeHeTUYHU
KOHCYATaHTM C YMeHMUsi 33 CHeMaHe Ha ¢aMUAHA aHaMHesa,
M3rOTBSIHE HA POAOCAOBMS M A€YEHME Ha MaLMeHTa/CeMeNCTBOTO,
0cobeHO Korato OposAT Ha AUCLIMMAMHUTE WAU CAOXKHOCTTA,
MpUAAraHu B rpukmTE 3a NaLMeHTa/ceMencTBOTO HapacTsa.

*  KAMHMYHM MCUXOAO3M 32 MOAKPENna Ha MaLMeHTU U TexHUTe
BAU3KM.

e [eHeTULM M BUO-UHPOPMATULIM 32 UHTEPMPETALMS HA PE3YATATU-
T€ OT rEHETUYHM U3CAEABAHMA.

e [laToAO3M, eKkcnepTM 3a TbAKyBaHe Ha HaXOAKUTe OT
eHaoMuokapaHata 6uornicus (EMB) 1 ayToncusaTa Ha MHAMBUMAM,
MOYMHAAM OT MPEAMOAAraeMO HACAEACTBEHO CbPAEYHO
3aboAsBaHe. CneLpaAmsmpaHmTe LLEHTPOBE 32 CbPAEYHO-CbAOBA
MaTOAOTUSA UrPasT peLLaBallia POAS MPU ayTOMCMOHHATA AMarHosa
KapAMOMMOMATMA, KOFaTo AMMCBA MECTeH onnT. ™

M Hakpas, cApy)XeHMsTa Ha naumeHTUTe Tpsbea Aa Obaar
Hacbp4aBaHW M WHTErpMpaHW B MpoLieca Ha 3ApaBeorasBaHe Mpwu
PEAKM 1 MHOTO PEAKM CbPAEUHM 3a60ASBaHUS.

EAMH 0cobeHO BaXKeH acneKT Ha MyATUAMCLIMIAMHAPHMS MOAXOA
KbM FPVXXMTE 32 MaLMeHTa C KAPAMOMMOMATUS € HEOBXOAMMOCTTA OT
MAABEH MPEXOA OT MEAMATPUYUHM TPYKM KbM TPXKM 32 Bb3PACTHU.
Aeuata ¢ reHeTUYHa KAPAMOMMOMATUS OOUKHOBEHO Ce HYXKAAAT OT
KapPAMOAOTUUYHO MPOCAEASIBAHE MPE3 LIeAMs KUBOT. [TpexXoALT KbM
3psiAa Bb3PACT, BKAIOUYMTEAHO MPEXBbPASIHETO KbM TPUXKMTE 3a
KapAMOMMOMaTHs MPK Bb3PacTHK, MOXe Aa Obae TPYAEH 3a AETETO,
KakTo U 3a poamTeAnTe. [poLiectT Ha npexoa TpsGBa Aa BKAIOYBA
aAeKBaTHa M HaBPEMEHHA MOATOTOBKA WM CbBMECTHM KOHCYATALWU,
KOWTO OTUMTAT XKEAAHMSATA HA AETETO W HMBOTO Ha pasbupaHe U
CaMOCTOSTEAHOCT B Pa3AMUHM €Tanu oT XmMBoTa. AoKasaTeAcTBaTa B
obaactta Ha BC3 noayepraBaT 3HaueHMETO Ha CreumdUUHM
MHTEPBEHLMM, KOUTO MOraT Ad MOMOTHAT B MPOLLECa Ha MPEXOA Ha
KAMHUYHWU TPVMXK, BKAIOYMTEAHO aAE€KBaTHA M HaBpeMeHHa

MOATOTOBKa 32 MPEXOA M CbBMECTHU KOHC)’ATaLI,MM.SE'S9

5.2. KoopauHauusa MeXAy pPa3sAUUYHUTE

HUBA Ha rpUXXuTe

CUAHO Ce MpenopbyBa MOAXOA 32 KOMBUHUPAHE Ha FPUKUTE MEXKAY
CneunaAncTM no KapAMOMMONatTus U OOLUM KapAMOAOTUYHU
LieHTpOBe 3a Bb3PaCTHM U AeLia. AOKaTO pedepeHTHUTE OLLEHTpOBE
32 KApPAMOMMOMATMM Ca OT CbLUECTBEHO 3HAYEHUE MPU CAOXKHM
CAyYan C AMArHOCTUYHM W/MAM TEPANEBTUYHU 3aTPYAHEHUS, KOMTO
M3MCKBAT EKCMEPTEH OMUT, KOMTO MOXe Aa ObAe HaAMYeH camo B
LIeHTPOBE C FOASIM O6eM, B NMO-06LLMS CAyYal, BCUUKM KapAMOAO3M 32
Bb3PacCTHU U AETCKM KapAMOAO3WM UrpasiT KAIOHOBA POAS B
AMArHOCTMKaTa, AEYEHMETO U MPOCAEASBAHETO Ha MaLMeHTUTE C
kapanomuonatus (BmxTe Paspen 9). CuaHo ce npenopbusa
CMOAEAEH MOAXOA MEXAY 3BEHaTa 3a KapAMOMMOMatus M obLums
KapAMOAOT/MeAMaTPUYEH KaPAMOAOT. TO3M MOAXOA MOXe Aa Obpe
YAECHEH 4pe3 rMpuAaraHe Ha TeAe-MEAMLIMHCKM KOHTAKT MEXAY
3BEHaTa M M3MOA3BAHETO HA AMCTAHUMOHHO MOHWUTOPWMpaHe Ha
naumeHTuTe.” Ch3aaBaHeTo Ha AOKaAHW/pernoHaAHu/ HaLupoHaAHW/
MEXAYHAPOAHW Mpexu, kato EBponeiickata pedepeHTHa Mpexa 3a
PEAKM UM HUCKO-pa3npoOCTpaHEHW KOMMAEKCHU CbPAEYHM
3aboasBaHua (ERN GUARD-Heart) (https://guardheart.ern-net.eu)
MO3BOASBA HA KAVHULIMCTUTE U 3APaBHUTE CMELIMAAMUCTI AQ CMIOAEAST
MHOPMaLMA 3a Te3n MaTOAOTUM B MOA3Q Ha MaLMeHTUTe C
kapanommonaTma.”
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e N
CneumaAmcTtun [MaumeHTCKa
Nno KapAMoOMHONaTuA NnoAKpena

*Kapamnonor ¢ ekcrnepTisa * Cemeiictao/
Mo KapAYOMMOMaTUs H6oAHorAeAau (M)
* AETCKM KapAMOAOT C eKcrep- * [Mcmxonor
TV3a MO KapAMOMMOMATUS! * [MaumeHTCKM
* CneupaamsmpanHa acoumaLmm
MEAMLIMHCKa cecTpa
*[eHeTHYeH cbpAeYeH
KOHCYATaHT
* Exun no cbpaeyHa
HEAOCTaTbYHOCT
* Ekun no aputmus
* Eknn no obpasHa
MarHOCTMKa Ha CbpLETO * fenermx
o * [atoror
* VirTepseriuporanen o Apyru: KapAMOXUPYPT, AUMEH AeKa|
KapAMOAOTUYEH kUM pyrvi: kap PYPT: b
MEeAMaTbP, UHTEPHUCT, HEPPOAOT,
» Kaparonor ¢ ekcneptusa no
HEBPOAOT, AEPMATOAOT,
CMOPTHA KapAMOAOTUS
€HAOKPUHOAOT, OGTAAMOAOT,
dbapMaLieBT,
PEBMATOAOT U AP.
Apyru cBbp3aHu Apyru cebp3aHm
KapAMOAOTUYHU EKCMEPTU CI'IeLI,MaAHOCTI/Ial
(&

Durypal MyATMAUCLMNAUMHAPHM FPVKM 32 KAPAMOMMONATUMTE.

@ESC—

2rlPeACTaBeHM;lT CMAUCBK HE € Mn34YeprnaTeAeH U MNPeACTaBAABa MPUMEPU 3a CMNeuUnaAHOCTU, KOUTO CU B3aMMOAEMCTBAT YecTo B rpyXXuTe 3a MNauneHTn C

KapAMoMmonatua.

Mpenopbku Tabauua 1 — Mpenopbku 3a NpepocTaBsAHe
Ha YCAYrM Ha MyYATUAMUCLIMIIAMHaAPHU TUMOBeE 3a
KapAuoMMHOMNaTUA

I'Ipenopwaa Ce BCMYKM NaLMeHTU C KapAMOMUO-
naTna U TEXHUTE POAHMHU Aa UMAT AOCTBIM AO

MYATUANCUMNAMHAPHN €KUM C ONUT B AUArHO- (o)
CTUKaTa U A€4YEHMETO Ha KappnoMUonaTumTe.

I"IpM BCMYKM IOHOLLUN C KapAMOMUOMATUA ce

npenopbYBa CBOEBPEMEHHA M aA€KBaTHA c

MOArOTOBKA 32 NPEX0A Ha rpuXxmTe oT
NeAMATPUYHN KbM YCAYTU 3a B'l::3|:)§:lCTHl/1,58 5
BKAIOYUTEAHO CbBMECTHU KOHCYATALIUM.™

#Kac npenopbku.
bAOKa3aTeACTBeHO HWUBO.

JOBSC2023

6.MbTAaT HAa NauMeHTa

AvarHosata Ha kapaMoMMOMaTMATa Ce OCHOBAaBa Ha
UAEHTUOULMPAHETO HA CTPYKTYPHU W/UAU GYHKLUOHAAHM
MUOKapAHU NMPOMEHMU, BKAOUUTEAHO MUOKapAHa $pUOpPO3a, KOUTO He
ce ObGACHSBAT eAMHCTBEHO C abHOPMHO HatoBapBaHe uAnM KAB.
®eHoTmnoseTe Ha 3aboAsBaHeTO obaye MoraT Aa BKAOYBAT M
APUTMUM U EAEKTPOKApAMOTpadCkM MPOMEHU, MOPPOAOTUYHM
MPOMEHM Ha CbPAEUYHUTE KAAMM M MAAKOCbAOBA AMCOYHKLIMS Ha
KOpoHapHuTe cbpoBe. KaTto KAloyoBa Tema B Te3u MPEMOpbKM,
paboTHaTa rpyna noap4YepTaBa 3HAYEHWETO Ha M3MOA3BAHETO Ha
CUCTEMEH MOAXOA 32 MAEHTUPUKALMATA M OLLEHKA HA MaLMeHTH CbC
CbMHeHMe 3a KapauomuonaTus. B ueHTbpa e HeobxoammocTTa
KAMHULIMCTUTE AQ PAsrAeXAAT AMarHosata KapAMOMMOMaTUS Kato
MpMYMHA 33 HAKOAKO YECTU KAMHWYHM MPOSIBU MpW  Bb3PACcTHU M
Aeta. MaeHTndumKaumaTa Ha $eHOTUNa Ha KapAMoMMomnaTusaTa e
CamMO HAYaAOTO Ha AMArHOCTMYHMS MPOLEC U TPAbBa Ad MOATUKHE
KbM CMCTEMHO TbPCEHE Ha OCHOBHATa ETMOAOTUS, KOSITO MOXE Al
ObAE reHeTUYHa UAM NprAoOUTa.
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6.1. KAMHMuYHa ussaBsa

MaumeHTUTE C KApAMOMMUOMATUS MOTaT A MOAYYaT AOCTbBM AO
3APaBHU YCAYTM MO HSKOAKO HaumHa. HacouaHeTo OT mbpBMYHaTa
MeAMLMHCKa nomoul, (Hanp. oblWwonpakTUKyBalLM AeKapu M
neAuaTpu) Moxe A2 6bae MPEAM3BUKAHO OT CUMMTOMM (Hal-4ecTo
AMCTIHes, rpbaHa 6OAKa, cbpuebueHe, CUHKOM) MAM CAyYalHU
HaxOAKM (Hanp. abHopMHa eaekTpokapamorpama [EKI] B koHTekcTa
Ha OBLLHOCTTA, YUMAMLLETO, MEAMLIMHCKM MPErAeAM CBbp3aHu C
paboTata WMAM CMOPTEH CKPUHUHI MPEAM YYaCTWE; CAyYaMHO
OTKPMBAHE Ha LUYM; WA, BCE MO-YECTO, MAEHTUOMLIMPAHE Ha MbPBO
MSICTO Ha FeHOTUMA B PE3YATAT Ha BTOPUYHM HAXOAKM MO BpeMe Ha
Hay4YHO W3CAEABAHE WMAM KAMHUYHO CeKBEHMpaHe 3a APYru
nokasaHust). Mpu BTOPUYHK U TPETUYHM TPUXM (0BLLA KApAUOAOTUS
M AETCKa KapAMOAOTMS) MaLpEHTUTE C KapAMOMMOMATUS MoraT Ad
MOCTBMAT B KAMHMKATA 32 CbPAEYHA HEAOCTATBYHOCT CbC CUMMTOMM
Ha CbPAEYHA HEAOCTATBYHOCT C HaMaAeHa PppakLMs Ha M3TAACKBAHE
(HFrEF), aeko HamareHa ¢pakums Ha ustAacksaHe (HFmrEF) mam
3anaseHa ¢ppakums Ha nataackeaHe (HFpEF ); B kAMHUWKaTa 32 apyTMms
C paHHO Ha4aAO Ha MPOBOAHO HapyLLEHUWE, MPEACBPAHA APUTMUS AU
KaMepHa apUTMKS; MAW B CMELLHOTO OTAEAEHUE CbC CbMHEHMWE 32
MUOKapAMT. HYecTo maupeHTUTe BAM3AT B MbpBMYHATA, BTOpPUYHATA
MAM TPeTUYHATa MEAMLMHCKA MOMOLL B pe3yATaT Ha damMuAeH
CKPUHWHI CA€A AMArHOCTULMPAHe Ha KapAMOMMONaTUS WAW
BHe3arnHa CMbPT Ha POAHMHA, HO U MOTaT Aa 6bAAT MAEHTUPULIMPAHM
B PEe3yATaT Ha MYATMOPraHHO 3abOAsiBaHe, 32 KOETO Ce 3Hae ue e
CBBP3aHO CbC CbPAEYHO-CbAOBO 3acsaraHe. CAepOBaTEAHO
KAMHULMCTUTE BbB BCWMYKM TakMBa CWUTyauum TpsbBa Aa B3emar
MPEeABMA BEPOSITHOCTTA 33 KapPAMOMMOMATMS KaTo MpUYMHA U Al
M3MOA3BAT CUCTEMEH, OPUEHTUPAH KbM KapAMOMMUOTATUSATA MOAXOA
KbM KAMHWYHATa OLIEHKA.

6.2. MbpBOHaYaAHa OLLeHKA

HOAXOA'I:T, OPpUEHTUPaH KbM KappanomMuonartuma, ce 6a3|4pa Ha
MHTEPNpEeTHPaHe HA KAMHUYHU U UHCTPYMEHTAAHU AQHHU, KOUTO Ad
HacoyaT Ha 6asaTa Ha (IDeHOTMﬂa KbM €TUOAOTMYHA AMArHO3a U
CHeuM¢MHHO 3a 3a60AsBaHETO Aequme.ez Tosu MOAXOA WM3NCKBA
BHMMATEAEH aHAAMU3 Ha MYATUNAPaAMETPUYHU U3CACABAHUA TMPpU
MHAMBUAQ N HETOBUTE POAHUHU U MHTErPUPAH MPOrHOCTUYEH aHAAN3
Ha KAMHUYHUTE M3CAECABaAHUA. |—|pl/l nosBa Ha HOBa I/IHq)OPMaLI,MH e
HeOGXOAMM NMOBTOPEH aHAAM3 Ha KAUHUYHUTE AdHHU, a ¢)aMMAHaTa
AHaMHe3a MOXe Aa MPeAOCTaBM BaXXHU HACOKM KbM AMArHO3aTa,
NPpeABMA BapupalllaTa €KCrpecna M HeMbAHaTa NMEeHEHTPAaHTHOCT Ha
NOBEYETO KapAMOMUOMATUK, KATO MOXKE Ad AOBEAE AO Pa3AUKKU B
AVNATHOCTUYHUTE KPUTEPUU MEXKAY npo6aHAa M HErosuTe
POACTBEHMLUMU. B TO3U KOHTEKCT, POAHUHWM Ha AMULa C
KapAMOMKMOMATUA MOraT Aa UMaT HEAMArHOCTUYHM MOPCI)OAOFMHHM n
eAeK‘rpoxapAmorpaq)CKM NMPOMEHU, KOUTO MOraT Aa NOKa3BaT AeKa U
paHHa ¢eHOTUMHa GOAECTHa eKCrpecust M MoraT Aa MOBMLLIAT
ANArHOCTMUYHATA TOYHOCT 3a NPOrHO3MpaHe Ha 3a60A5BaHE B reHHO-
TUMU3UPAHU NOMNyAaLUUN. MAeHTMq)MLJMpaHeTO Ha AMArHOCTUYHU
npusHaunM UAU 4YepBEHU Ct)AaI'OBe € pelaBall acnekT B
MbpBOHAYaAHaTa OLEHKa.

6.3. CucteMeH NOAXOA KbM AMArHOCTUKa

Ha KapAMOMMOMATUATA
Mpenopbysa ce MyATMMapaMeTpuueH MOAXOA 3a OLeHKa Ha

MaLMeHTU CbC CbMHeHMe 3a KapauMomuonatus, c uea: (i)

yCTaHOBSIBAaHE M XapaKTepM3MpaHe HAAMYMETO Ha KapAMOMMWO-

natuyeH ¢eHotun; u (ii) MpeHTUdMUMpPaHe Ha OCHOBHaTa
€TMOAOTUYHA AMarHo3a.” KAMHMUMCTUTE TpAGBa A2 MOAXOAST KbM

MaLMEHT CbC CbMHEHME 33 KapAMOMMOMATUS, Ype3 M3MOA3BaHe Ha

"MMCAOBHA HarAaca KbM kapanomuonatus” (Purypa 2):

* V3noAsBaiiTe MyATMMOAaAHa ob6pa3Ha AMArHOCTMKa 3a
XapaKTepusnpaHe Ha GpeHOTUMA U MAEHTUPULIMPaHe Ha aBHOPMHA
KamepHa Mopdoaorus (Hamp. XUNepTpodus, AMAaTaums) M
byHKUMA (CMTOAHA/AMACTOAHA, rAOGaAHa/pernoHaAHa) u
OTKPMBaHEe Ha MPOMEHM B TbKaHHMTE XapaKTepUCTUKK (Harp.
HEeMCXEMMUYEH MUOKAPAEH LIMKATPUKC M MACTHO 3aMeCTBaHE).

*  [I3noAsBaiiTe KOMOUMHALMS OT NMEpPCOHaAHa M GaMMAHA aHaMHe3a,
KAMHUYEH MPErAeA, €AeKTpokapamorpadus u AabopaTopHM
M3CAEABaHMS 32 MOCTUIraHe Ha ETMOAOTUYHA AMArHO3a, TbpCeHe Ha
cneundrnUHM NprUsHaLM U CUMITOMM, U AAOOPaTOPHM MapKepw,
KOWTO MPEeAMOAAraT KOHKPETHA AMarHO3a; HAAMUYMETO Ha KaMepHa
M NpeACbpAHA apuUTMMs U 3abOAsIBaHE Ha MPOBOAMMOCTTA 3a
noAMoMaraHe Ha AMarHOCTMKATa, NMpeAroAaraHe Ha creumupuyHm
MPUYMHU U MPOCAEASIBAHE Ha MpOrpecusTa Ha 3abOASIBAaHETO U
CTpaTUdUKaLMS Ha PUCKA; M POAOCAOBHM MPU3HaLY, 3a Aa ObaaT
MPEAAOXKEHU CreunduUHM MOAEAM Ha YHACAeAsiBaHE U 3a
MAEHTUGUKALIMA HA POAHWMHM B pUCK. To3n moaxoa Tpsbsa aa
AOBEAE AO CBOEBPEMEHHA WM TOUHA AMArHO3a, KOSTO Ad MO3BOAM
PaHHO A€YEHWE Ha CUMMTOMMUTE U MPeAOTBpaTsBaHe Ha BOAECTHM
YCAOXKHEHM S,

Mpenopbku Tabauua 2 — MpenopbKU 3a AMArHOCTUYHA
o6pa6oTka Nnpu KapAMOoMMONaTUMU

Hugo®

Kaac?

Mpenopbku

[penopbyBa ce BCUYKM MaLMEHTU CbC CyCreKTHa
WA AOKa3aHa KapAMOMMOMaTHs Aa 6baaT
MOAAOXKEHM Ha CUCTEMHA OLieHKa, KaTo ce
M3MOA3Ba MyATMMAPaMETPUYEH MOAXOA, KOMTO
BKAIOYBA KAMHMYHA OLIeHKa, aHaAU3 Ha
popaocaosueTo, EKT, Xoatep MoHUTOpUpaHe,
AabOpaTOpHM TECTOBE U MyATUMOAAAHA OOpasHa
AMarHoCTu1Ka 63

MpenopbyBa ce BCUYKM MALMEHTH CbC CbMHEHME
32 KapAMOMMOMATHUS Ad GbAAT MOAAOKEHM Ha
oLieHKa Ha $paMMAHATA aHAMHE3a U Ad CE Cb3AAAE
POAOCAOBHO AbPBO OT TPU AO YETUPM MOKOAEHMS,
32 A2 CE MOATOMOTHE AMArHOCTULIMPAHETO, A Ce
MPEAOCTAaBAT YKa3aHUsl 32 OCHOBHATA ETUOAOTHS,
A CE OMPEAEAV MOAEABT Ha YHACAEASIBAHE U Aa Ce
MAGHTUULMPAT POAHMHMTE B prck.” 6°

EKT, erekTpokapamorpama
?Kaac npenopbku.
>\ OKa3aTEACTBEHO HUBO.

6.4. AHaMHe3a u PU3UKAAEH NperAep

Bb3pacTTa e eAuH OT Hali-BaxkHUTe GakTopu, KOMTO TpsibBa Aa ce
B3eMaT MPEABMA, KOraTo Ce PasrAeKAAT Bb3MOXHWUTE MPUYMHK 32
KapAMoMuonaTus. HanpuMmep, HaCAEACTBEHUTE MeTabOAUTHMU
HapyLLEHWUS U BPOAEHUTE AMCMOPPUUHM CUHAPOMM Ca MO-YeCTH Npw
HOBOPOAEHM U KbpMadeTa (BX. Pasaea 6.9.1), oTkoAkoTo npu no-
TOAEMM A€LiA MAM BB3PACTHM, AOKATO AMBMAT TUM TPaHCTUPETUHOBA
amunronpo3a (AT TRwt) e 3aboAasiBaHe MPEAMMHO Ha Bb3PAaCTHU HaA
65 ropuHu (Bx. Paspen 7.6).

M3rpakAaHETO Ha CeMeMHO POAOCAOBME BKAIOYBALLO TPU AO
YETUPK MOKOAEHMs Criomara Aa ce uaeHTUdMUMpaT MeHaeAoBUTE
bOPMM Ha yHacAepsBaHE U Ad Ce UAEHTUOMLMPAT APYTM YAEHOBE Ha
CEMEICTBOTO, KOMTO MOXKE Ad Ca M3AOXKEHM Ha PUCK OT PasBUTHE Ha
3a60AsBaHe.” CrieLbunyHI1TE XapaKTepUCTUKM, KOUTO TPA6Ba Aa Ce
oTbeAexaT B CeMeiHaTa UCTOPUS, BKAIOUBAT MPEXAEBPEMEHHA CMbPT
(kaTo ce MMa npeABMA, Ye caydamnTe Ha BCC mMoraT noHsikora oa 6baat
AOKAAABAHWM KaTO CAyYalHM CMBPTHU CAyYau, Hamp. YAaBsiHE,
HEObBACHMMO MBTHOTPAHCMOPTHO MPOU3LLECTBME M PSAAKO KaTo
MBPTBO paKAQHE MAM CMHAPOM Ha BHE3amHa AETCKa CMbPT),
HeobSCHMMa CbpAEYHA HEAOCTATBUYHOCT, CbPAEUHA TPAHCTIAAHTALMS,
UMMAGHTMPaHE Ha MEMCMEMKBD U AePUOPUAATOP M AaHHM 32
CUCTEMHO 3abOAsiBaHe (Hamp. MHCYAT B MAaAQ Bb3PacT, CAAbOCT Ha
CKeAeTHaTa MycKyAaTypa, 6bbpedHa AMCyHKLMS, AMABeT, TAyXoTa).
Moeeyeto MeHAEAOBM HOPMM HA KAapAMOMMOMATHS Ca aBTO3OMHO
AOMMHAHTHM M CAGAOBATEAHO CE XapaKTepu3MpaT C HaAMYMETO Ha
3acerHaTM WMHAMBUMAM BBB BCSKO MOKOAEHME, C MpepaBaHe oOT
POAMTEAM OT ABaTa MOAA (BKAKOUYUTEAHO OT MbX Ha MbX) U 50% puck
OT aAEAHO MPeAaBaHe Ha MOTOMCTBOTO (BbMPEKU Ye MOPaAM HEMbAHA
MeHEHTPAHTHOCT, MPOMOpLMsATa Ha 3acerHaTmte MHAMBMAM B
MHAMBUAYAAHOTO POAOCAOBME Lie Obae MO-HWUCKA). X-CBbp3aHO
yHacAeAsiBaHe TpsibBa Aa Ce MOAO3MPa, aKO MbXeTe Ca Har-CHAHO

©ESC 2023
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Ta6auua 5 MpuMepu 3a NpU3HaLM U CUMNTOMMU, KOUTO TPAAGBa Aa NpeAU3BUKAT CbMHEHMe 3a cneuupuyHU

€TUOAOTUM, rPyNUpaHm cnopea ¢peHoTUNAa KapAUOMMONaTUs

KapauvomuonatuueH ¢peHoTH AD

HCM CapkomepeH X
Anderson—Fabry

Danon

X

TTR ammaomao3a

RASonatus X

Artakcus Ha Friedreich

MuToXOHAPHAAHM
MuToxoHapuaaHa AHK
HykaeapHa AHK

LMNA

RBM20

CapkomepHu

DCM

X X X X

AvictpoduH

Emepun

CuHapoMm Ha Barth

MUTOXOHAPHAAHHM
MuToxoHapuaaHa AHK
HykaeapHa AHK

LMNA

DES

FLNC

PLN

TMEM43

RBM20

PLN

AecMosoMeH

TMEM43

NDLVC

ARVC

RCM CapkomepHu
DES

FLNC

BAG3

RASopathy

X X X X X X X X X X X X X X

X

AR X-cBbp3aH Marpu-
AVHEWHU
X
X
)
X
X
X X
X
X
X
X
X X
X
X
X
)

AD, aBTo3oMHO AOMMHaHTeH; AR, aBTo3oMHO peuecmseH; ARVC, apuTMoreHHa aecHokamepHa kapanomuonatus; DCM, amaatatveHa kapavomuonatus; HCM, xuneptpoduura
kapavomuonatus; NDLVC, HeamaaTaTuBHa AeBokamepHa kapavomuonatus; PKMIT, pectpukTusHa kapavomuonatus; T TR, TpaHcTupetut; AHK, Ae30KcMprBOHyKAeMHOBA KUCEAVHA;

RASonatuu, Aucperyaaums Ha mets Ha Ras/MUTOreH-akTUBKpaHaTa NpoTeMHKMHA3a.
(X) coum HAAUUHOCT Ha KOPEAALIMSI MEXXAY KAPAMOMMOMATUATA M MOAEAA HA YHACAEASIBAHE.

3acerHaTmTe UMHAMBMAM WM HAMA MpepaBaHe OT MbX Ha MbX.
ABTO30MHO-PELIECMBHOTO YHACAEASIBAHE, HAN-PSAKO CPeLLaHusT
MOAEA, € Hal1-BEPOSTHO KOraTo W ABamaTa POAUTEAM Ha NpobaHAa ca
He3acerHaTt U KpbBHW POACTBEHMLM, BbMPEKM Ye TEXKM aBTO30MHO
PEeLLeCcUBHM KapAMOMMOMATUM MOTaT Aa Ce MOSIBAT W MpW AMMca Ha
damMMAHa KpbBHA Bpb3Ka.®’,®® KoraTo »eHWTe, HO He U MbXeTe,
npeaasat GOAeCTTa MpU AeLa OT ABaTa rnoAa Tpsbsa aa ce umart
npeABUA BapuaHTU B MuToxoHApWaAHa AHK (TabAmuia 5). BaxHo e
Aa ce OoTbeAexM, Ye AmncaTa Ha PpammAHa OOAECT He W3KAKOYBA
reHeTUYeH nNpousxop (Bx. Pasaen 6.8).

[MaumeHTUTE C KAPAMOMMOMATUS MOFaT AQ MMAT OMAAKBaHWS OT
AVCTIHes!, TpbAHA 6OAKa, CbpLiebUeHe U CUHKOM W/WMAKM MPEeCUHKOT,
BbMPEKM Y€ MHOTO AMLIA Ca OAMTO MAM 6e3CMNTOMHU (BUKTe PasaeA
6.4 3a oueHKa Ha CMMMTOMMUTE MpU CheLUPUYUHKM MOATUMOBE
KapAavomuonatus). Peanua HecbpAeYHM CMMIMTOMM CAYXaT Kato
HacouBaly KbM crieumduyHm anarHosu (Tabauua 6). Mo cblums
HauMH OBLUMAT PU3MKAAEH MPETAEA MOXKE A OCUTYPU AUATHOCTUYHM
MPpU3HaLM MPU MALMEHTU CbC CUMHAPOMHU WAM METabOAUTHM
MPUYMHM 32 KapAMOM1/1onaT|4;1.62

6.5. EAekTpokapauorpagusa B ambyaartop-

HO MOHUTOPUPAHE Ha CbPAEYHUSA PUTBM
12-kaHaAHaTa EKT B nokoi YecTo e mbpBMAT TeCT, KOMTO MoACKasea
BEPOSATHOCT 3a KapauoMuonaTtus. Bernpeku ye EKI Moxe pa 6bpe
HOPMaAHa MpW MaAKa 4acT OT AMlata C KapAMOMMOMaTUA,
obuvantuTte EKI aHOMaAMM ca YecTo cpellaHu MpU BCUYKM
MOATMMOBE KaPAMOMMOMATHM U MOFaT Ad MPEALLECTBaT Pa3BUTUETO
Ha sBeH MopdoAornueH UAM byHKLMOHaAeH deHOTUN B
MPOABAKEHWE Ha MHOTO TOAWMHMW; HampuUMEpP MPU MHAMBUMAM C
MIOAOXKMTEAEH TEHOTUM, MAEHTUPULIMPAHM MO BPEME Ha CeMelHMs
ckpuHuHr. Korato EKI ce TbAkyBa BBB BpB3Ka C AQHHU OT
exokapamorpadusTa U CbpAEUeH MarHUTEH Pe3OHaHC, MpU3HaLy,
KOUTO OOUKHOBEHO Ce CBbP3BAT C APYTH CbCTOSIHMS, KaTO MUOKapAHa
MCXEMUS MAWM MHGAPKT, MOraT — MMaiku MPeABMA Bb3pacTTa Mpu
MOCTaBsIHE Ha AMArHO3aTa, MOAEAA Ha YHACAEASBAHE U KAUHWUUHWUTE
XapaKTePUCTUKM — Ad MOACKAXKAT OCHOBHATa AMarHo3a. [Mopaam Tasu
npuunHa EKI ce npenopbysa npu MbpBOTO MOCELLEHUE B KAMHMKATA
MPU BCUYKM AMLIA C U3BECTHA MAM MOAO3MPaHa KapAMOMMOMaTUs U

©ESC 2023
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Ta6auua 6 NMpuMepu 3a NpU3HALM U CUMINITOMU, KOUTO TPAAGBa Aa NOPOAAT CbMHEHMe 3a cneunMdPUIUHN €TUOAOTUMH,
rpynupaHm cnopea KapaMomuonatuuHms ¢peHoTun

Haxoaka KapauvonatuueH ¢peHoTun
HCM DCM NDLVC ARVC RCM
3aTpyAHEHO Y4eHe, M30CTaBaHe B MuToXOHAPUAAHM AwvctpoduHonatm CuHAPOM Ha
pasBUTHETO 6oArecTn Noonan
Cunapom Ha Noonan  MutoxoHapuaaHu 6oaecTut
Boaect Ha Danon MwuoToHWYHa AncTpodus
BapuaHtit Ha FTCN
CeH3opHa rayxoTa MuToXOHAPHAAHM
BapuaHTut Ha enukapavH
6onecTn
NSML MuToxoHApUaAHU 6oAecTH
3pUTEAHM yBPEXAAHMA MuToxOHAPHAAHM CRYAB
6onecTn
ATTRV man MuoToHUYHa ACTPOdUS
HacaepcTBeHa AT TR Tmn 2
Boaect Ha Danon
BoaecT Ha Anderson—
Fabry 2
HapyweHue Ha noxoakata Artakeus Ha Friedreich AvictpoduHonatum MuodnbpraapHm
MUonaTum
CapkoravkaHonaTmm
MuodubpraapHK M1oMaTUM
MwuoTtoHusa MuoToHWYHa AncTpodua
[NapecTesusi/ceH30pHM aHOMaAM/ Amunromnaosa Amumromnaosza
HeBpomaTuyHa 60oAka Bonect ha Anderson—
Fabry
CUHAPOM Ha KapraAHUs TyHeA CsbpszaHa ¢ TTR
aMUAOMAO3a
MyckyaHa caaboct MuTOXOHAPUAAHM AwnctpoduHonatim AamuHonatT1m AecMuHonatum
6onectn
[AmkoreHosn CapkoravikaHomnatmm
BapuaHtut Ha FHL1 AamuHonatTnm

[MaAnebpaAHa nTo3a

AEHTUTMHM

AHruotepatomm

HMFMEHTaLLMFI Ha KoOXata n
LUMKaTpuUKcuTe

[MaAmMonAaHTapHa kepaTtoaepma U
BbAHECTa Koca

MuoToHUYHa AnCTpOdUS

MuToxoHAPUAAHK
6onectn

MuToxOHAPHAAHM
6onectn

MuoToHUYHa AnCTpOdUS

Boaect Ha Anderson—
Fabry

Xemoxpomatosa

CuHapom Ha Carvajal CuHapomu Ha Naxos

n Carvajal

BapuaHtit Ha DSP Bapuartit Ha DSP BapwuaHtit Ha DSP

©ESC 2023

ARVC, apuTMmoreHHa aecHokamepHa kapauomuonatus; ATTR, TpaHcTupeTnHoBa ammaomaosa; AT TRV, HacAeacTBeHa TpaHCTMpeTMHOBA ammAomaosa; DCM auaaTaTueHa
Kapavomuonatus; DSP, aeamonaakut; HCM, xuneptpoduunHa kapavomuonatus; NDLVC, Hepasiwmpera AesokamepHa kapamomuonatus; NSML, cuHapom Ha Noonan ¢ MHOXecTBo
AeHTUrHK; RCM, pecTpuikTieHa kaparommonatus; T TR, TpaHcTUpETHH.

‘Cornea verticillata, xapaktepHa 3a 6oaectTa Ha Anderson—Fabry, cama no cebe cu He MPUUNHABA 3PUTEAHO YBPEXAAHE.
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TpsibBa Aa Ce MOBTaps BMHArM, KOrato Mma NpoMsiHa B CUMMTOMUTE
MpU MauMeHTU C mMocTaBeHa AmarHosa. Benpeku ve EKI yecTo e
HecneummyHa, MMa creurMGUUHM XapakTEPUCTUKM, KOUTO MOraT A
MOACKaXKaT OMpeAeAeHa eTUOAOTUS AU MOPGOAOTMYHA AMArHO3a,
BKAIOUMTEAHO aTpuOBeHTpUKYyAapeH (AV) 6AOK, kamepHa
MpeeKCUTaLLMs, PENOAAPU3ALMOHHUTE AHOMAAUM U BUCOKU WAM
Hucku QRS BoaTaxu (Tabamnua 7).

MaumeHTH C KAPAMOMMOMATMS MOTaT Ad MOTHPCAT KAPAMOAOTUYHA
npeLeHka NMopagu CUMMNTOMU CBBP3aHW C apUTMUA UAU
AOKYMEHTMPaHa apUTMUs, BKAIOYUTEAHO OpPapMapUTMUU U
TaXWMapUTMUK, BapUPpaLLM OT CUMMTOMHM MPEACBPAHM/KaMepHM

E€KCTPACUCTOAM AO KMBOTO3aCTpalLABalLLM KAMEPHW apUTMUM.
YecToTata Ha apuTMWUUTE, OTKPWUTM MO BpeMe Ha aMOYAaTOPHO
€AEKTPOKapAMOrpadCKO MOHUTOPUPAHE, € CBbpP3aHa C Bb3pacTTa U
Bapuvpa B PasAU4HUTE NMOABUAOBE KapamomMuonatus. Hakou aputmmm
Ca OTHOCWTEAHO YEeCTW B KOHTEKCTa Ha KapAMoMmuonaTuaTa (Hamp.
npeAcbpaHO MbxAeHe [[TM] MAM KaMepHM eKCTPacUCTOAM), AOKATO
APYTW MOraT Aa MoACKasBeaT crieupdumura anarHosa. CAeaoBaTeAHO
EKI MOHWTOpMpaHeTO e MoAe3HO 3a MbpBOHAYaAHaTa KAMHWYHA
OLleHKa M Ha PEAOBHM MHTEPBAaAM 3a OlieHKa Ha pucka ot BCC wn
WHCYAT.

Ta6auua 7 MpuMepu 3a eAeKTpoKapAMOrpadpCcKu XapaKTEPUCTUKU, KOUTO TPA6GBa Aa MOPOAAT CbMHEHME 3a
crneuudpUUHU ETUOAOTUU, FPYNUPAHU CNIOPEA KapAMOMMONATUYHUA PeHoTUN

KapauomuonatuueH peHoTun Haxoaka

CneumndpuuHmu 3aboasBaHuUs, KOUTO TpsAAGBa Aa ce
UMaT NpeABUA

HCM Kbc PR mHTepsa/mpe-ekcuuTaums TAvikoreHo3a
Boaect Ha Danon
PRKAG2 kapanomuonatus
Boaect Ha Anderson—Fabry
MuToxoHApHaaHa 6oaecT
AV 6A0K AMUAOUAO3A
Boaect Ha Anderson—Fabry (kbceH cTaami)
Boaect Ha Danon
Capkonposa
PRKAG2 kapanomMuonatums
EkctpemHa AKX Boaect Ha Danon
[AMkoreHosa (Hanp. Boaect Ha Pompe)
PRKAG2 kapavomuonatus
Hucok QRS BoaTax? AMmAomnaO3a
Artakcus Ha Friedreich
CynepuopHa QRS oc ("ceseposanaaHa oc") CuHapom Ha Noonan
Q-3b6uM/NceBAOVHPAPKTEH MOAEA AMmAOMAO3a
DCM AV 6r0K AaMuHonaTms
Emery—Dreifuss 1
MwuokapanT (no-credl. Boaect Ha Chagas, AaiiMcka 6oaecT,
AvdTepus)
Capkompaosa
AecMuHonaTma
MwuoToHKMuYHa AMCTpOGUS
Hucka amnanTyaa Ha P BbAHUTE Emery—Dreifuss 1 and 2
IMpeacbpaeH sacToit Emery—Dreifuss 1 and 2
MoaeA Ha 3apHO-AaTepaAeH MHPapKT AwnctpoduHonatus
MycKyAHa AUCTPOMSA Ha Mosica Ha KpalHULMTE
Capkomposa
ExkcTpeMHo Hucka amnamTyaa Ha QRS BapuanT Ha PLN
NDLVC AV 6r0k NamuHonaTtus
AecMuHonaTma
ExkcTpeMHoO Hucka amnanTyaa Ha QRS BapuaHT Ha PLN
Hucbk QRS BoaTax + HeTunuuen ABB
ARVC MHeepcus Ha T BbAHaTa BbB V1-V3+ 3a6aBeHo Tepmu-
HAAHO aKTUBMPAHe +/— HACKM AGCHOKaMEPHM BOATaXM'
+/— atunmnuen AbBB
RCM AV 6A0K AecmmHonartus
AMAOUAO3a

©ESC 2023

ARVC, apuTMoreHHa pecHokamepHa kapaiommonatus; AV, atproseHTpukyaapeH; DCM, anaatatveHa kapavommonatus; HCM, xuneptpoduuna kapavommonatus; AKX, aeBokamepHa
xuneptpodus; NDLVC, He-pnaaTaTviBHa AeBokamepHa kapanomuonatus; PKP2, naakoduann 2; PLN, docporambar; PRKAG2, npotenH kmnHasa AMP-akTvBMpaHa HekaTaAUTUYHA
cybepmnHmua rama 2; QRS, Q, R u S baHum Ha EKT; ABB, pecer 6eapet 6A0k; RCM, pecTpukTUBHA KapAMOMMONATH.

allpu Avnca Ha 3aTAbCTABaHE, MEPUKAPAEH M3AMB, XPOHUYHA OBCTPYKTUBHA 6EAOAPODOHA GOAECT, aHOMAAUM Ha TPBAHUS KOLL MAM APYTV MPUYMHI, KOUTO MOFaT Ad MPUUMHST HUCKO
HanpexeHue. ApanTupao no Rapezzi et al.”



22

Mpenopbku Ha ESC

6.6. AabopaTopHM TecTOBE

PyTUHHOTO AaBOpPaTOPHO U3CAEABAHE MOAMOMAra OTKPUBAHETO Ha
€KCTPaKkapAMaAHM CbCTOSIHWS, KOWUTO MPUYMHABAT MAM BAOLLABAT
KamepHaTa AMCOYHKLMS (Hamp. 3abOAsIBaHe Ha LLIMTOBUAHATA XKAE3a,
6bbpeyHa AMCOYHKLMS U 3axapeH AmMabeT) 1 BTOpUYHaTa OpraHHa
AVMCOYHKUMS MPU MaLMEHTU C TeXKa CbpAEYHA HEAOCTATbYHOCT.
BucokuTe HmBa Ha Mo3bueH HaTpuypeTuueH nentua (BNP), N-
TepMUHAAEH NMpomMosbyeH HaTpuypeTuueH nentua (NT-proBNP) n
BMCOKOYYBCTBUTEAEH CbpaedeH TporoHuH T (hs-cTnT) ca cBbp3aHmn
CbC CbPAEYHO-CbAOBM MHLMAEHTM, CbpPAEUYHA HEAOCTATbYHOCT W
CMBPT 1 MOTaT MMAT AMarHOCTMYHA, MPOTHOCTUYHA W TepanesTnHa
MOHWTOPUHIOBa CTOMHOCT.” [1pU BCUUYKM MALMEHTU CbC CUMMTOMM
Ha CbpAEYHA HEAOCTAaTbYHOCT Ce MPEnopbYBaT PYTUHHWU KPBBHM
M3CAEABAHUS 32 KOMOPOMAHOCTM, BKAIOYMTEAHO MbAHA KPbBHA
KapTuHa, MapamMeTpu Ha 6vbpeuHata 1 YepHoppobHaTa GyHKLMS K
EAESKTPOAUTH, GYHKLMS Ha LLIUTOBUAHATA KAE3], TAIOKO3a HA TAAAHO U
xemorao6uH ATC (HbATc).” MocTosiHHO MOBMLLEHMTE HMBA Ha
cepymHaTa kpeaTuHuHkMHasa (KK) Moxe aa noackassaT muonatum
MAU HEPBHO-MYCKYAHW HapyLUeHUs, BKALOYUTEAHO AMCTPOGMU-
Homatuu (Hamp. MyckyAHa amcTpodus Ha Becker mam X-cebpsaHa
DCM), AaMuHOMaTUK, AECMUHOMATUM WMAM MO-PSAKO MUOPUOPU-
AapHa Muonatua.” MoeuweHn HuBa Ha C-peakTMBEH MPOTEMH MoraT
Aa npucbeteaT npu nauneHtn ¢ ARVC u NDLVC, ocobeHo B
KOHTEKCTa Ha MOBTapALM Ce, MOAOBHM Ha MMOKapAMT enmsopm.”
[MoBULLIEHUTE CEPYMHM HMBA Ha KEAS30 U GEPUTUH M BUCOKaTa
caTypaums Ha TpaHCPEpUH MoraT Ad MPEAMOAOXAT AMarHosata
XEeMOXpoMaTo3a M TpsbBa Aa AOBEAAT AO AOMBAHUTEAHU
€TUOAOTUYHU YTOUYHEHMS (MbPBUYHM CPELLLY BTOPUYHM) Ha HasaTa Ha
reHeTUYHO M3cAaepBaHe. [1pU3HaLM Ha MUTOXOHAPMAAHU
3a60AsBaHMS MOraT A2 ObAAT AaKTaTHA aLMAO3a, MUOTAOOUHYPUS U
AeBkounTtonenma. B TabAauuwa 8 e nokasaH CnMCbK Ha
MperopbyBaHnTe AAOOPATOPHM TECTOBE MPWU Bb3PACTHU U AeLia.
CAep oLeHKa OT CMELMaAMCT, YeCTO Ce M3KUCKBAT AOMbAHUTEAHM
TECTOBE 3a OTKPUBAHE Ha PEAKM METADOAUTHU MPULMHU MPU AeLiaTa,
BKAIOUMTEAHO M3MEPBaHE Ha AAKTaT, MpyBaT, pH, NKouHa K1ceAnHa,
aMOHSIK, KETOHM, CBOBOAHM MaCTHU KUCEAMHM, KAPHUTUHOB MPOdUA,
OPraHWYHW KMCEAVHW B YPUHATA M aMUHOKUCEAMHM (BXK. Touka 6.9).

Mpenopbku Tabauua 3 — MpenopbKu 3a AMArHoCTUYHA
o6paboTKa npu KapAMoMMonaTum

Mpenopbku Kaac®  Huso®

PyTuHHM (MbpBO HMBO) AaBOpaTOpHM TeCToBES ce

MPENOPBYBAT MPY BCUYKM MALUEHTU CbC CbMHEHUE

WAV MOTBbPAEHA KAPAVOMMOMATMS 33 OLiEHKa Ha

€TUOAOTUATA, OLIEHKA Ha TEXECTTa Ha (o
3a60ASBAHETO U MOMOLL, MPK OTKPHUBAHE Ha

€eKCTpaKkapAMaAHM MPOSBU M OLIEHKA 38 BTOPUYHA

OpraHHa AMChYHKLMA.

AombAHUTEAHU (BTOPO HMBO) TecToBeC TpsbBa Aa
Ce B3eMe MPEeABMA MpU MaLMEHTHM C KapAMOMMONa-
TUS U EKCTPaKapAMaAHM XapakTEPUCTUKM, 38 Ad Ce
MOAMOMOrHe OTKPUBAHETO Ha METAGOAUTHU 1
CMHAPOMHM MPUYMHU, CAEA OLIEHKA OT CMELMAAUCT.

Ila C

2Kaac npenopbku.
®AoKa3zaTeACTBEHO HUBO.
“Bx Ta6auya 8

6.7. MYATMMOAaAHa 06P33Ha AUArHoOCTukKa
6.7.1. 06K cbo6parkeHus

HenHBasneHUTEe ObOpasHM MeTOAM MPEeACTaBASBaT rpbbHaka Ha
AMarHoOCTMKaTa W MPOCAEASBAHETO MPU MaLMEHTU C KapAMO-
MMOMaTUK, BKAIOYBALLM Ga3npaHM Ha YATPasBYK TEXHUKM, CbpAeYeH
mMarHuTeH pesoHaHc (CMP), kommiotbpHa Tomorpadus (KT) wu
HYKA€aPHM TEXHWKM, KaTO MO3UTPOH-eMUCcUMOHHA Tomorpadus (MET)
n cumnTurpadus (@urypa 6)."”"” Aekapute Tpsbsa BMHarM Aa
B3eMaT MOA BHMMaHMWEe MOAYYaBaHETO Ha MPUAOKMMU PE3yATaTU
CMPSMO  PasxXOAUTE, MPEAMMCTBATA M OrpaHUYeHMsTa Ha BCsKa
TEXHWKA, KaKTO M Be30MacHOCTTa Ha MaLMeHTa 1 EKCMOo3ULMATa My Ha
MOHU3MPALLIO AbYEHME W KOHTPAaCTHM BellecTsBa. IpsbBa Aa MMa
CTaHAAPTU3MPaHU AaATOPUTMM 3a MePapXMUYHO MPeMUHaBaHe OT Mo-
MPOCTM M MO-EBTUHMU KbM MO-CAOXHU U CKbMU TECTOBE.

©ESC 2023

ABYNOCOYHUAT MOTOK OT MHPOPMALIMA MEXAY KAUHULIMCTA W
00pasHMs MeAMK MMa KAIOYOBO 3HA4YeHWe 3a OMTUMM3MpaHe Ha
LleAecbobpasHOCTTa: KAUHULMCTUTE TpsibBa Aa $OpMyAMpaT U
CMOAEAST SICHWM XWMOTE3N MPEeAM TecTa, 6asupaHM Ha HaAMYHaTa
MHOPMaLIMA, 3a A MOATMOMOTHAaT MHTEprpeTaLusTa Ha HOBU
Haxoaku. M3caepoBaTeAsT TpsibBa aAa pearvpa no noaobeH
$OKyCMpaH HauMH, OLieHsBalKM BEPOSTHOCTTA OT aAATEPHATUBHM
AVArHO3M M Bb3ABPXKAMKM Ce OT AMArHO3M, KOUTO He ca CbBMeCTUMM/
NpaBAOMOAOGHM Ha 6a3aTa Ha LAAOCTHMS KAMHUYEH KOHTEKCT.
6.7.2. Exokapauorpagpums

HenHBa3sMBHMAT xapakTep M LWMPOKO pasnpocTpaHeHaTa
AOCTBMHOCT Ha eXOKapAMOrpadumsTa s MPaBST OCHOBHO CPEACTBO 3a
obpasHa AMArHocCTMKa, OT MbpPBOHAYaAHaTa AMArHO3a AO
npocAeAsiBaHeTO. TpaHcTopakaAHaTa exokapauorpadus (TTE)
NpeAOCTaBs MHGOPMaLMs 3a rAobaAHaTa U perMoHaAHa CTPyKTypa U1
byHKums Ha AK 1 AK, cbpaeUHKTE KAQMK, HAAMYMETO Ha AMHAMUMYHA
06CTpyKLMsA, 6eA0APOBHa XMMEPTOHMA MAM NepuKapaeH u3ame.
OueHkaTta Ha MuoKapaHaTa aedopmaumsTa (speckle tracking wam
TbkaHeH AorAep) ¢ rAOGaAeH AOHTUTYAMHAAEH CTPelH e rMo-
YyBCTBUTEAEH Mapkep oT PM 32 0TKpMBaHe Ha CyOKAMHUYHA KaMepHa
AMCOYHKUMA (Hanp. MpU FeHOTUN MO3UTUBHM YAEHOBE Ha
cememcTteoto ¢ HCM, DCM un ARVC72'74‘75) M MOXe Aa MOMOrHe 3a
pasrpaHMyYaBaHe MeXAY PasAMUYHM E€TUOAOTMYHM MPUYUMHM 3a
xunepTpodumsTa’(Hanp. ammrouposa, HCM u cnoptHo cbpue).
MexaHuW4HaTa AMCMEpPCUs e Mapkep 3a HEXOMOreHHOCT Ha
KOHTPaKLMATa U MoAYepTaBa CyOKAMHWUYHKM CTPYKTYPHU MPOMEHM,
KOMTO MoraT Aa GbAAT MPOMycHaTW OT ApyrM MopaAHocT. ™
TpumamepHata exokapAMorpadums oLeHsBa HAAEKAHO obemuTe Ha
CbpPAEUYHWTE KaMEpM, HO Ce HYXAAe OT MOAXOASLL aKyCTUdeH
nposopeL. 3a No-A0b6pOTO OuepTaBaHe Ha EHAOKAapAa MoOraT Aa ce
M3MOA3BAT KOHTPACTHM BELLLECTBA, 32 Ad Ce M306Pa3n HAAMUMETO Ha
xunepTpabekyAaLms, annkaaHa XKMIT nAn anunkaaHa aHespuama u
Aa ce uskatoum Tpomb. CTpec exokapanorpadusTa Moxe Aa 6bae
MOA€3Ha MpU 13bpaHM NaLMEHTU 3a OLieHKa Ha MMOKapAHa MCXEMMS,
a exokapaMorpadpuaTa ¢ PU3MUECKO HAaTOBapBaHe e MOAe3Ha 3a
NpoBOKMpaHe W uAeHTUOMLUMpaHe Ha LVOTO npu cumMnTOMHM
naumeHtn ¢ HCM (Bx. Paspea 7.1.1.3). TpaHcesodareaAHaTa
exokapavorpadus e orpaHuMyeHa AO M3bpaHM MOKasaHWs, Kato
M3KAIOYBaHE Ha MPEACPAHM TPOMOMU, cBbp3aHK ¢ M, n3sicHsBaHe Ha
MeXaHM3Ma Ha MUTPaAHa Peryprutaums MAM MpU MAaHWpaHe Ha
MHBA3MBHU MHTEPBEHLIMM (Hamp. cenTaAHa MuekTomms npu HCM).
[Mpu M3MepBaHe Ha CbpAEUHMTE pasMepu U AebeArHaTa Ha cTeHaTa
NpY AELQ, € BaXXHO Ad ObAAT KOpUrMpaHu CbobpasHO pasmepa Ha
TAAOTO Ype3 WU3MOA3BaHE Ha Z-CKOpoBe (AepUHMpaHU kaTo Hpos Ha
CTaHAAPTHWUTE OTKAOHEHMS OT CPeAHaTa CTOMHOCT Ha MOMyAaLMATa).
Tpsbea pa ce oTbeAexu, Ye MMa MPUCHLLM OrPaHUYEHUS MpU
M3MOA3BAHETO Ha Z-CKOPOBE MpU AMArHOCTULMPAHETO Ha
KapAMOMMOMATUM, BKAIOUUTEAHO $aKTa, Ye MMa MHOTO PasAUYHM
NyOAMKYBaHM HOPMAaTWUBHWM AaHHM, KOETO BOAM AO 3HAUUTEAHM
BapMaLMM Ha Z-CKOpPOBETEe 33 €AMH M CbluM naumeHT.81
AOMbAHUTEAHO, HSIMA HOPMATUBHM AAHHM 33 AebeAnHaTa Ha CTeHaTa,
pa3AMyYHa OT 6azaAHaTa MeXAyKaMepHa Mperpaaa AV 3aaHaTa cTeHa.
PaboTHata rpyna mnpenopbuBa M3MOA3BAHETO Ha HOPMATWMBHUTE
AaHHW Ha KoHcopumyMma Pediatric Heart Network.82

Mpenopbku Tabauua 4 — MpenopbKU 3a €XOKapAUO-
rpacgcka oL,eHKa NpU NaLMeHTU ¢ KapAMoMMUonaTms

Hugo®

Kaac?

Mpenopbku

MoApo6Ha OLieHKa Ha CbPAEUHMTE pasMepy 1 Ha
AK 1 AK cuctonHa (raobaaHa u pervioHaHa) 1 AK
AMACTOAH PYHKLMSA CE MPEeropbYBa MpY BCUUKM
NaLyeHTH C KAPAVOMMONATHSA MPY MbPBOHAYAA-
HaTa OLLEHKa W MO BPEMe Ha MPOCAEAABAHETO, 32
A2 Ce MPOCAEAM MPOrpPecHaTa Ha 3a60AABAHETO W
A2 Ce MOAMOMOrHe CTpaTMdMKaLMaTa 1
yMpaBAEHMETO Ha pucka.’8:83-102

K, asiga kamepa; AK, asicHa kamepa
Kac npenopbkm.
© AOKa3aTEACTBEHO HMBO.
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Ta6auua 8 AabopaTopHM TecToBE OT MbPBO HUBO (Aa CE U3BBLPLUBA MPU BCEKU MAaLMEHT) U OT BTOPO HUBO (Aa ce
M3BDbPLUBA NMPU NOAGPaHM MALUMEHTU CAEA OLLEHKa OT CNEeLMaAUCT 32 UAeHTUdULMPaHe Ha cneuupUYHU eTUoAOTUM),

rpynupaHu1 no kKapaAMmomMmonaTuiHuMA q)eHOTMn

Huso HCM DCM
[Mbpo o KK o Kaauui
* YepHoapobHa dyHKLMS e KK
e NT-proBNP# e C-peakTuBeH MpoTenH
* [NpoTenHypus e [TbAHa KpbBHA KapTWHa
e BvbpeyHa pyHKLMs e YepHoapobHa $yHKLMS
* TponoHuH o NT-proBNP*
e ®Docdar
e [NpoTenHypus
* BubpeyHa dyHKLms
o CepyMHO »eAs30
e TupeounaHa dyHKLMA
e TpomnoHuH
e Butamun D (aeua)
Bropo  * Husa Ha arda-rarakrosn * KapHuTiHoB npoduma

Aaza A(Mbxe) U AM30-Gb3 CBOBOAHM MACTHM KMCEAUHM

MaeuHa kuceanHa

[MpoduA Ha KApHUTUH

CBOBOAHM MACTHU KMCEAUHU OpraHHu 1 HecrneLmdUUHm

VMyHoduKkcaums m CEepYMHM aBTOAHTUTEA

CBO6OAHI/I AEKU BEPUTU CepyMeH AHTMOTEH3NH-

MaeyHa KuceArHa

KOHBEPTUPaALL, EH3UM

* MuoraobuHypus o TuammH
e [upysar * BupycHa cepoaorua
o PTH o OpraHu4HU KMCEAUHU B

prHa W MAa3MeH NpoTenH YpuHaTta U nAasMeHun

Opl’aHMHHM KMCEAUHN B AMUHOKMCEAUHN
YPUHaTa U NAasMeHun

AMUHOKUCEAUHU

NDLVC ARVC RCM

o Kaaumit » C-peakTuBeH e KK

* KK NpoTenH o DepUtnH

o C-peakTuBeH NpoTenH * YepHoapobHa e [MbAHA KPbBHA KapTMHA
e [MbAHa KpbBHA KapTUHa byHKLMA o YepHoppobHa dyHKLMsA
* YepHoppobHa ¢yHkums NT-proBNP* e NT-proBNP*

o NT-proBNP* « Br6peyHa ¢ [potenHypus

o Docdar byHKUMS » BvbpeuHa pyHKUMs

e [NpoTenHypus o TpomnoHuH o CepyMeH aHrMOTeH3MH-

» Bvbpeura yHkLMsA

o TPOMoHMH

» OpraHHU 1 HeopraHo-
cneumeuyIHM cepymHm
aBTOAHTHTEAA

o Bu

KOHBEPTMPALL, €H3UM

CepyMHO KeAs30

TponoHwuH

* YpUHHa 1 cepymHa
MMyHObUKCaLMA Ha
MAa3MeHKA NPOTEnH,

CBO6OAHM A€KU BEPUTU

OpraHHO- 1 HeopraHHo
crneumdryHM aBTOaHTUTEA]

CepyMeH aHMMOoTeH3MH-

PpyCHa cepoAorus KOHBEPTUPALL, €H3UM

ARVC, apuTMoreHHa aecHokamepHa kapauomuonatus; BNP, mosbueH HaTpuypeTuueH nentup; KK, kpeatunun kuHasa; DCM, auaatatusHa kappuomuonatus; Gb3,
raoboTpuaosmatepammna; HCM xuneptpoduura kapavomuonatus; NDLVC, HepasiwmpeHa aeBokamepHa kapavomuonaTus; NT-proBNP, N-TepMiHaAeH NpoMo3byeH HaTpuypeTuyeH

nentua; PTH, napatnponaex xopmor; RCM, pecTpukTiBHa KapAvOMMONaTHs.

"Moxe kaTo AATEPHATMBA AQ CE B3EME MPEABUA BNP B 3aBUCHMMOCT OT MeCTHaTa HAAUYHOCT.

6.7.3. CbpAeYeH MarHUTEeH pe3oHaHC

CobpaeyHMAT MarHuTeH pesoHaHc (MP) cbyeTaBa npeaMMcTBaTa Ha
HEMHBA3MBEH METOA, KOMTO HE 3aBUCH OT aKyCTUYHMS NMPO3OPEL, CbC
CMOCOOHOCTTA 3a XapaKTepusnpaHe Ha TbkaHWTe. [locaepHOTO
NMPEAMMCTBO € 0cobeHO BaxKHO Npu anarHocTuumpaHeTo Ha NDLVC,
ARVC, MMOKapAMT, aMMAOMAO3a, CapKoMAO3a WM APYTM GOPMM Ha
Bb3MAAMTEAHO 3aDOAsIBaHE M OTAAraHe Ha >KeAsS30/XeMOXpoMaTo3a.
CbpAEUHMAT MarHMTEH pe30oHaHC € OCOBEHO MOAe3eH, ako
exokapavorpadusTa € C AOLIO Ka4YeCTBO Ha M306paKeHWeTo.
MbpBOHaYaAHaTa OLEHKAa PYTUHHO TpsabBa Aa BKAlOYBA
MOCAEAOBATEAHN GUAMOBU M30b6paxeHns, T2-npeTeraeHu
MOCAEAOBATEAHOCTHU, MPEA- U CAEA-KOHTPACTHO KapTorpadupaHe Ha
T1 u kbcHo rapoamHmeBo ycuasave (LGE). MMpu cbmHeHne 3a
XeMOXpomatosa Tpsibea Aa ce 13rnoA3sa T2* kapTupaHe. PesyatatuTe
OT CbPAEYHWMS MarHWTEH PE30HAHC MOraT Aa OCUIYPST BaXKHW
€TUOAOTUYHM Hacoku (PuUrypa 7) c NOTEHLMAAHU TepaneBTUYHM
nocaeacteus (Tabauua 9) u Tpsbsa pa 6bAAT OLEHEHW B
KOMOUHALMS C TEHETUYHUTE PE3YATATU WU APYTM KAMHWUYHM
XapaKTepPUCTUKM OT eKCrepTH B 0OAACTTa Ha 0bpasHaTa AMarHOCTUKa
Ha 3aboAsBaHMs Ha Mrokapaa. CepuitHo npocaepsiBaHe cbc CMP Ha
BCEKM 2-5 roAMHM B 3aBMCMMOCT OT MbpBOHAYaAHaTa TEXeCT U
KAVHUYHWS KYPC, MOXE Ad MOMOTHE 3a OLIEHsIBAaHE Ha MpOrpecmsTa Ha
3a00ASBaHETO, KAaKTO U MOA3MTE OT TepanusTa (Hamp. OLeHKa Ha
13BBHKAETBUHMs 06em [ECV] npu aMmAoMAO3a AW Ha OTAAraHeTo Ha

XKEAS30 MPKU XEMOXPOMaTO3a) M TpsbBa Aa Ce MMa MpeABUA Mpu

BCUYKM MALMEHTU C KAPAMOMUOTATHS.

6.7.3.1. CneumnaAHu cbobparkeHus

e Hackopo paspaboTeHuTe 6bp3n TexHukM cbec CMP nossoassat
cKaHMpaHe 6e3 06lLja aHeCTe3na AOPU U MU MHOTO MaAkM Aetia.'”
Mpu aelia (M Bb3pacTHM), KOUTO He MoraT Aa 6bAAT MOAAOKEHM Ha
CMP 6e3 obuia aHecTesus, TpsbBa Aa Ce MMaT MPEABUA
OTHOCUTEAHUTE PUCKOBE M MOA3M OT MPOLLeAYpaTa.

* ApTedakTuTe npu M306pas3sBaHETO, MPUUMHEHU OT MMIMAAH-
TUPYEMM CbPAEYHU EAEKTPOHHW YCTPOMCTBA, Cb3AaBaxa B
MUHAAOTO OFpaHMUeHMA 3a M3obpasaeaHeTo cbc CMP ™ ima
PEAMLIA peLLieHNs 32 HamMaAsBaHe Ha apTedakTUTe, BKAOUUTEAHO
HamMaAsiBaHE Ha HEXOMOreHHOCTTa, TEXHWUYECKM KOPEeKLMU W
M3MOA3BAHETO Ha CMeLMaAHM MOCAEAOBATEAHOCTU, KOUTO
HaMaAsBaT YecToTaTa Ha HEMHTEPMPETUPYEMUTE M3CAEABAHMS AO
eaHo Ha Bceku net.""'"* CaepoBaTeAHO, MpM MaUMeHTU C
KOHAMLIMOHAAHM YCTPOMCTBA M MOYTU BCUYKM HEKOHAMLMOHAAHM
YCTPOMCTBA MOXE A2 CE MMa MPEABUA CbPAEYEH MarHUTEH
PE30HAHC, MPU YCAOBME Y€ Ha MSACTO Ca BbBEAEHW MOAXOASILLM
npotokoan.'”

* HedporeHHata cucteMHa ¢UbpPoO3a e PAAKO YCAOXKHEHME,
CbObLABAHO MPU MALMEHTU C MBPBO TMOKOAEHUE AMHEMHU
HeCcTabUAHU TAaAOAMHMEBU XeAaTU U TexXKo H6bOpeyHO
3a6oAssare.’
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ﬂl-h'lfhl:':li: THER Ha
KAPAHOMMOMTATHATA

HaeHTiadunaimn Ha drebomena

IararEaHe Ha GEHDRDMRTE

MyATumoaaaHo
13obpazneaHe

KanHWuHa CYCnekums 3a KapaHomMnionarig

L 2

-

Puckoes crpatmdmpaiyes

WINPOTHOCTHIGE
Ha AHATHO3ITA

bosecTHa nporpecHa

(MpocasAABaHe)

AE pyHRUMOHAARM ¥ CTRYRTYPHH 3H0MaAKN

Exoxapamorpadia v CMP
Kamepra dynxus
Anneprpodus
Jasaraima
CMP
Toxania xapastepusaipa (T1TAT2HGE)

EI}}"HHL[L‘]U]'IE.I‘.HL'! ARDMAA MM
CTpec exokapamorpadia
FAGFIEH 1 AMHEMMUEH TRAAMEHT

KTRAlcTpec tecrose
MuoKapaHa MCXEMMA

TRARTFETHW TIPOYHBIHIAR
KocTHa cuuHTHrapdma
AMUADIHACE

TET-KT
MuokapaHo BE3NaseHve

@Esc—

Durypa 6 MyatMoaareH nNpoLiec Ha nsobpassisaHe Npy kapanommonatii. CMP, cbpaeuer MarHuTeH pesoHatc; KTKA, komnioTbp-ToMorpadcka KopoHapHa
aHruorpadus; LGE, kbcHo rapoamHmeso ycuasare; AK, asia kamepa; MNET, nosnTpoH-eMucroHHa Tomorpadus.

* Bbrpeku TOBa, KOHTPACTHWTE BelllecTsa Ha 6a3aTa Ha raAOAMHMI
MoraT 6€30MacHO Aa Ce MpMAaraT Mpu MaLMeHTU C M3UMCAeHA
CKOPOCT Ha TAOMepyAHa duaTpaumsa >30 mL/min/1,73 m’, a
HedporeHHaTa cucTeMHa GrUBpO3a MPaKTUUECKM He Ce OTUMTa MpH
M3MOA3BAHETO Ha MO-HOBU AMHEMHM MAM MaKpPO-LMKAMUHM
FAAOAVMHMEBM KOHTPAcTM. [pu MalmMeHT C Texko 6bbpeuHo
yBpexpaHe HosuTe CMP MOAAQAHOCTM M MpOLEAYPM 3a
KapTorpadmpaHe, KOUTO Ca MHOFO MHGOPMATUBHM M HEe M3UCKBAT
M3MOA3BAHETO Ha KOHTPACT, Ca 0COBEHO LIeHHM MpU OLieHKaTa Ha
6onectta Ha Anderson-Fabry 1 cbpaedHata ammaomaosa.
M3n0oA3BaHETO Ha FraAOAMHMEB KOHTPAcT He ce Mpernopbyea Mo
BpeMe Ha 6PEeMEHHOCT, MOpaAM MOTEHLMaAHUTE HeBAAronpUaATHM
NOCAEAMLIM 32 MAOAA M HOBOpOAeHOTO.

Mpenopbku Tabauua 5 — MpenopbKu 3a UHAMKaLLMK 3a
CbpA€YEH MarHUTeH Pe30HaHC MPU NaLMEHTH C
KapAuoMuonaTus

Mpenopbku Kaac® Huso®
CMP ¢ KOHTPACTHO YCHABAHE Ce MPenopbYea Mpu
nprOHaquHa OLEHKa Ha MaunueHTuTe C

KaPAMOMMOFIaTMﬂ1O'9°'116'11971 43

[Mpodbancasa

[Py MaLMEHTH C KAPAVOMUOTATHS MO BpEME Ha
npocAeasiBaHeTO Tpsibea aa ce nma npeasia CMP ¢
KOHTPACTHO YCWMABaHE, 33 MOHUTOPUPAHE Ha Mporpe-
cusTa Ha 3a60ASBAHETO U MOAMOMAraHe Ha CTpaTii-

89,90,120-122,127,129,136-147
dM1KaLMATA Ha PUCKA U AEUEHMETO. .

Tpsbea pa ce Bzeme npepras CMP ¢ koHTpacTHO
YCUABAHE 3a CEPUMHO MPOCAEASBAHE U OLIEHKA Ha
TepaneBTUYHUS OTFOBOP MPW MALMEHTU CbC
CbpAEUHa aMMAOMAO3a, 6oAaecT Ha Anderson-Fabry,
CapKOMAO33, Bb3MAAUTEAHU KAPAVOMUOMATUM W
XEMOXPOMaTO3a CbC CbPAEYHO 3acsraHe. 148-152

lla

B cemelicTBa ¢ KapAMOMMONATHS, MPU KOUTO € UAEH-
TUGULMPAH BapUaHT, MPUUMHABALL 3a60ASIBAHETO,
MPY YAEHOBE Ha CEMEMCTBOTO C MOAOKMUTEAEH T€HO-
TUn/oTpuLaTeAeH GpEHOTUM TPABBA Aa Ce MMa MpeA-
BrA CMP ¢ KOHTpacTHO ycuABaHE, 3a Ad Ce MOATMO-

MOrHe AMarHOCTULIMPaHETO U PaHHOTO OTKPpMBaHe
Ha 3a60AsBaHeTO10:122,126,128,129,135-143,145,153-159

B cAyvauTe Ha pamuaHa kapavomuonatus 6e3
FEHETUYHA AMArHO3a, NMPY GEHOTUMHO OTPULIATEAHM
YAEHOBE Ha CEMENMCTBOTO, MOXE A CE UM MPEABMA
CMP ¢ KOHTPaCTHO YCMABaHE, 3a MOAMO-MaraHe Ha
AVArHOCTHMKaTa M OTKPUBaHE Ha PaHHO

3a60AsBaHe. 10128

©ESC 2023

CMP, cbpaeyeH MarH1TEH pe3oHaHC
2Kaac npenopubku.
®/\OKa3aTeACTBEHO HUBO.
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N
KapaviomuonateH ﬁ m )
CI)GHOTMI'I axoaka pMMepM = C.prequ KOWUTO TpAOBA Aa CE€ UMAT MPEABU,

MoctepoaatepaaHo LGE u &
KoHUeHTpuuHa AKX,
HMcKa HatueHa T1

T BboaecT Ha
: Anderson—Fabry

AndysHo cybeHpokapaHo LGE,

BMCOKa HaTveHa 11 Amnronposa

MHTpamypaAHO MeTHUCTO B
XWUNepTpodUUHMTE 0BAACTU

Kbco T2* E XeMmoxpomarosa
Cy6enukapaHo LGE 1 ‘ \ Chep MUOKapAUT
EnumkapaHo LGE 1 i -
Ha AaTepaAHaTa cTeHa AuctpoduHonatis
CybenukapaHo 1 F
nHTpamypaaHo LGE Ha 6asaaHus 1 -
cenTym +/- pasnpocTpaHeHue B Capkompo3a
AOAHOAATEPaAHATA CTEHA U TOUKMTE ¢
Ha cebp3BaHe B AK Y,
AnukaaHo ' g 5 ch
TpaHcMmypaaro LGE _ ORI 7R NS

MpbCTEHOBMAEH 1 - DSP BapuaHTK
cybenvkapaeH FLNC BapuaHTH
moaeA Ha LGE ey DES BapuaHTu

NDLVC " g

CapkomepHa HCM

CenTtaaHo nHTpamypaaHo LGE I \J ; AamuHonatus

MasHuHa u LGE
(TpaHcmypaaHo B AK natoc
cybenmKkapAHa—MHTPamMypaAHO
Ha cBoboaHa cTeHa Ha AK)

g Yactmura AK man
\

lAeCMO3OMHl/1 BapuaHTU

AK anukaaHa obanTepaums + ‘ EMS/xunepeosnHoduans
LGE Ha eHAOKapAHO HKBO ) .

Durypa 7 TlpuMepn 32 XapakTepusmpaHe Ha TbKaHUTE CbC CbPAEYHO-MArHUTEH PE3OHAHC, KOMTO TpABBa Aa MPEAM3BUKAT MOAO3PEHME 32 CrELUPUUHM
€TUOAOTUM, FPYMUPaHK criopea KapalomuonatuuHua deHoTun. ARVC, aputmoreHHa pecHokamepHa kapavomumonatus; CMP, cbpaedeH MarHWTeH pe3oHaHc;
DCM, annatatmHa kapauomwmonatus; DES, pecmub; DSP, pesmonaakuH; EMF eHpommokapaHa ¢ubposa; FLNC, duaammun C; HCM, xuneptpoduuna
kapamomuonatus; LGE, kbcHo rapoanHueso ycmasaHe; AK, assa kamepa; AKX, aesokamepHa xwuneptpodus; NDLVC, HepmaatatviBHa AeBOKamepHa
kapanomuonatus; RCM, pectpukTieHa kapavommonatus; AK, asicHa kamepa. [prmepu 3a TbkaHHM xapakTepucTukim Ha CMP, kouTo Tpsibea A2 MOPOAST CbMHEHME
3a cneumduUHM eTrorormm (KoAoHa 4), rpynupaHmn crnopep deHoTuna kapamommonatus (koaoHa 1). Xapaktepuctukute Ha CMP nsobpaxerusTa (koAoHa 3)
CbOTBETCTBAT Ha U3OPOEHUTE HAXOAKM (KOAOHA 2).
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Ta6auua 9 YecTo cpelaHu NMPUAOCKMMMU PE3YATATU NPpU
MYATUMOAAAHO M306passiBaHe

MapameTbp/Haxopka AeincTBue

[MNoBULLIEHO CbMHEHME 3a CbMbTCTBALLA
KAB, muokapaut, ARVC, NDLVC unan
capKouaO3a

RWMA Ha exokapanorpadpus uan
CMP

OueHka Ha pucka npu DCM, NDLVC
1 ARVC; oLieHKa Ha epeKTUBHOCTTA Ha
AEYEHMETO

CUCTOAHO HapyLueHwe B
exokapamorpadumsata am CMP

AwarHocTrka Ha HCM (korato
exokapavorpapusTa e HeybeAuTeAHa);
cTpatuduKaLms Ha pucka npu XKMI

M3mepBaHe Ha pebeAnHaTa Ha
CTeHaTa C exoKapAUorpadus UAK
CMP

ObscHaBaHe Ha CUMNTOMUTE; OLLEHKA
Ha e¢eKTMBHOCTTa Ha A€4YeHUNEeTo

AnactorHa AUChYHKLmS Npu
exokapavorpapmsaTa

Pasmep Ha AsiBOTO Mpeacbpavie B
exokapauorpadusaTa

[MporHo3a 3a pucka ot BCC npu HCM;
cucTemMeH ckpuHmHE 3a M B cAyyait Ha
YroAeMsiBaHe Ha ASIBOTO MPeACbpAUE

LVOTO nput HCM npu exokap-

Aviorpadusi B mokow/npum
HaToBapBaHe

HewuHBeasmeHa oueHka Ha 6ero-
APOBHWTE HaAAraHMs

ObscHete CUMNTOMUTE; NPOBEAETE
AeYeHune

ObscHeTe CUMNTOMUTE; NMpOBEAETE
AeveHme

TokaHHa xapakTepuzaums ¢ CMP AvarHocTuka; oLeHKa Ha pycka

Bwanaaenue 8 CMP man 18F-FDG-
PET

AMarHoCTMKa; OLeHKa Ha
epMKaCcHOCTTa Ha AEYEHUETO MpU
Bb3MAAUTEAHU KAPAMOMMOMATUM

18F-FDG-PET, $AyOpOAE30KCUIAIOKO3HA MO3UTPOHHO-EMUCUMOHHA ToMorpadus; M,
npeAcbpAHO MbxaeHe; ARVC, apuTMoreHHa AecHokamepHa kapanomuonatus; KAB,
KopoHapHa apTepuaAHa 6oaecT; CMP, cbpaedeH marHuTeH pesoHaHc; DCM,
AviAaTaTuBHa Kapavomuonatus; HCM, xuneptpoduuna kapavomuonatus; LVOTO,
O6CTPYKLUMA HAa M3XOAHWMS TPakT Ha AsBaTa kamepa; NDLVC, HepuaaTaTvsHa
AeBOKamepHa kapavomuonatus; RWMA, aHOMaAHO PerMoHaAHO ABVKEHME Ha CTEHAT];
BCC, BHe3anHa cbpaeYHa CMbpT.

6.7.4. KomnioTbpHa ToMorpadpma M TEeXHUKU 3a
HYKAeapHa MepAULUMHA

Apyrv MeToam 3a M300passiBaHe, BKAOYMTEAHO 6asupaHW Ha
HykAeapHaTa MeauUmHa TexHuku 1 KT, ca nokasaHu npu usbpaHu
NOAFPYNM MaumeHTV c Kapauomuonatus.'*'' MokasaHuaTa u
CbOTHOLLEHWETO PUCK—TOA3a TpsibBa Ad Ce OLIEHSBAT 3a BCEKM
OTAEAEH MaLMEHT, KaTo BMHArK ce B3emaT MpPeABMA BbMPOCUTE Ha
PaAMO-3alMTaTa, KOMTO Ca OCOBGEHO aKTYyaAHU MpW MAGAMUTE.
HykAeapHaTa MeaWLMHa € OCOBEHO MOAe3Ha 3a EeTMOAOTMYHA
AMarHo3a Ha CbpaeyvHaTa aMmmMaompo3a (Bx. Touka 7.7). 18FDG-PET e
MOAE3€eH 33 UAEHTUDMKALIMS HA MUOKAPAHOTO Bb3MaAeHWE, CBbP3aHO
C aKTMBHA CAPKOMAO32 U, MOTEHLMAAHO, MPU APYTY aTUMUYHU GOPMU
Ha MuokapauT. " OTpuLaTeAHMAT ckeH obade He M3KAOUBA
CapKoMAO3a B HelHaTa HeakTuBHa popma. [pu maumentn ¢ HCM,
DCM u 6onaect Ha Anderson-Fabry, ca nsnoassann H2150- nan
13NH3-aunupupamon mam MNET ¢ perapeHo3oH 3a oueHKka Ha
MUKpPOBAaCKyAapHaTa AWCOYHKLMSA, BaKeH MPEAWKTOP Ha
HebAaronpuaTeH usxo. * Tosu TecT obave MOHACTOALLLEM HAMa POAS!
B ETMOAOTMYHATA AMArHO3a ( T.e. 3a pasrpaHuyaBaHe Ha peHOKOMM) 1
AO FOASIMA CTETMEH CE CBEXAQ AO M3CAEAOBATEACKM LIEAU.

KomnioTbpHOTO TOMOrpagcko m3obpassiBaHe ce M3MOA3Ba
MPEAVMMHO MPK MaLMEHTU CbC CbMHEHMWE 32 KAPAMOMMOMATHS, 32 Ad
ce uskatoum KAB kaTo aATepHaTHBHa AMarHo3a (Hamp. Npy MHAMBUAM
c DCM, NDLVC uan ARVC deHoTMNOBE) MAM KaTO KOMOPBUMAHOCT,
3acsrala KAMHUYHUTE MpOosiBM M Xoaa Ha boaecTTa. MMpu petia U
toHowwn KT aHruorpadus Moxe pAa 6bae MOAE3HA 32 M3KAIOHBAHE Ha
BPOAEHM CbAOBM MaAdOpMaLMK (Harp. aHOMaAHa AsiBa KOPOHapHa
apTepus Npomsxoxaallia ot 6eroppobHata aptepus [ALCAPA] nan
aHoOMaAHO 6eAoppobHO BeHO3HO BpbluaHe). CraHaapTHoTo KT

COESC 2023 il

nsobpaxkeHne AaBa AOMbAHUTEAHA MHPOPMALMA OTHOCHO
CbMBTCTBALLOTO 6eAopApOBOHO 3aboAsiBaHe (Hamp. CapKoMAO03a),
nepukapAHO 3aboAsiBaHe U AedOPMaLIMK Ha FPbAHATA CTEHA, KOUTO
3acsAraT CbpLEeTO.

Mpenopbku Tabauua 6 — MpenopbKKU 3a KOMMNIOTHPHA
ToMorpagusa U HykKAeapHo usobpassaBaHe

Mpenopbku Kaac® Huso®
Koctha cumHturpadus ¢ DPD/PYP/HMDP ce
NpenopbyBa Mpu MaLMEHTU CbC CbMHEHME 3a
cBbp3aHa ¢ AT TR cbpaeyHa aMMAOKAO3a, 32
noanoMaraHe Ha AvarHosara. ¢

CobpaevHa KT ¢ koHTpacTHO ycuABaHe TpsibBa Aa
Ce 1Ma NPEeABMA NPy MaLMEHTH CbC CbMHEHWE 3a
KapAMOMMOMATHSA, KOUTO UMAT HEAAEKBAaTHO
€XOKapAMOrpadCKo M30bpaxeHme
npoTueonokasaHus 3a CMP. et

O6pasHo mscaepBaHe, H6asmpaHo Ha KT Tpsbea ce
Ce VMa MPEABMA, 33 Ad CE MBKAIOHUM BPOAEHA MAM
Np1ACHUTA KOPOHAapHa apTepuaAHa GOAECT KaTo
MpUYMHa 3a HabAloAABaHaTa MUOKapAHa
aHomaAwms. 171

lla C

lla C

18F-FDG-PET ckaHupaHe TpsibBa Aa ce B3eMe
MPEABMA 33 OLIEHKA Ha MaLmeHTH C
KapAMOMMOMATHSI, MPK KOUTO MMa CbMHEHME 3a
CbpaeyHa capkomposa.!é4172173

lla C

18F-FDG-PET, 18F-dpAyopoAE30KCUIAIOKO3a MO3UTPOHHO-EMUCMOHHA TOMOrpadus;
ATTR, TpaHcTpeTuHoBa amuaomposa; CMP, cbppedeH MarHuTeH pesoHaHc; KT,
kommioTbpHa Tomorpadus; DPD, 3,3-audocdoHo-1,2-nponaHopnkapboKkcAHA
kmceanHa; HMDP, xuapokcumeTtuaeH andocdoHat; PYP, nupodocdar.

*Kaac npenopbku.

*AOKa3aTeACTBEHO HUEBO.

6.7.5. EHAoMHOKapAHa 6uoncus

EnaomuokapaHaTta 6uoncus (EMB) ¢ mmyHoxucToxummnuHo
KOAMYECTBEHO M3OposBaHe Ha Bb3MAAUTEAHW KAETKU U
MAEHTUdULMPaHE Ha BUPYCHU FEHOMM OCTaBa 3AaTeH CTaHAAPT 3a
MAEHTUULMPaHE Ha CbPAEYHO Bb3naAeHue. Moxe A3 MOTBbPAM
AVArHoO3aTa Ha aBTOMMYHHO 3abOAsBaHE MpU MNaUMEHTU C
HeobsACHMMA CbpAeYHA HEAOCTAaTbYHOCT M CbMHeEHWe 3a
TMraHTOKAETBYEH MUOKAPAWT, €O3MHOPUAEH MUOKAPAMT, BACKYAUT 1
capkouaosa. EAekTpoHHa MuKpockonus Tpsibea Aa Ce W3MOA3Ba,
KOrato ce MoAO3Mpa HaTpymnBaHe WAM MUTOXOHAPUAAHA
KapavomuonaTus. EHpoMuokapaHata Ouoncus Tpsbea pa Gbae
OCTaBeHa 3a creumprUHU CUTYaLMK, MPU KOUTO pPe3yATaTuUTe OT Hesl
MoraT Aa MOBAMAAT Ha AEYEHMETO CAEA BHMMATeAHa OLeHKa Ha
CbOTHOLLUEHWETO PUCK—TOA3a. BaxkHO e aAa ce 3Hae, ye EMB He e
HarmbAHO 6e3 puckoBe 1 TpsiOBa Ad CE M3BBPLLBA OT OMUTHU EKMMM.
Mo cbLLMA HaUMH, AMarHocTyHaTa obpaboTka Ha broncusTa Tpsibea
Aa Ce U3BBbPLLBA OT MAaTOAO3M C OMUT NpK KAPAUOMUOMATUM.

Mpenopbku TabAauua 7 — MpenopbKu 3a KOMMIOTbPHA
Tomorpadusa U HyKAeapHo usobpassaBaHe
Hugo®

Mpenopbku Kaac?

[Mpy1 MaumeHTU CbC CbMHEHWE 3a KapAMOMUOMATUS,
EMB TpsibBa Aa ce MMa MpeABUA KaTO AOMbAHUTE-
A€H Crocob Mpu AMArHOCTULIMPAHETO M AeYEHU-
€70, KOraTo pesyATaTuTe OT APYTM KAMHWYHK n3cae-  lla C
ABaHUsl MPEATOAAraT MUOKAPAHO Bb3MaAeHMe,

MHOUATPALMS UAM HATPYrMBaHE, KOUTO HE MOraT Ad

6bAAT MAGHTUGULMPAHU MO APYT HaumH. 74177

EMB, eHaOMMOKapaHa buoncus.
‘Kaac npenopbku.
° AOKa3aTEACTBEHO HUBO.

©ESC 2023
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6.8. leHeTUYHO U3cAepABaHE U KOHCYATUPaHe

6.8.1. leHeTUYHa apXUTEKTYpa

DamrAHKTE POPMM Ha KAPAMOMMOMATHM MOKA3BAT Pa3HOOOPa3HM
HaYMHKM Ha YHacAepsiBaHe. [1pe3 MocAepHWTE TpU AeceTUAETMS
doKycbT bellle OCHOBHO BbPXY MAEHTUPMKALMATA HA FeHW Ha
MOHOTeHHM HOAECTH, KOUTO MMAT HaM-4eCTO aBTO3OMHO AOMMHAH-
THO YHaCAeASIBaHe, BbMPEKU Ye ce HabAIOAABAT M APYTM MOAEAM Ha
yHacAeAsiBaHe, BKAIOUUTEAHO aBTO30MHO peLieciBHO, X CBbP3aHO U
MUTOXOHAPMAAHO (MaTpuAnHeiHo) (TabAauua 5). OcHoBHUTE reHm,
CBbP3aHM MOHACTOSLLEM C PasAMYHM BUAOBE KapAMOMMOMATMM, ca
n3bpoeru B Tabaunua 10. KaparommonaTtumTe ce xapakTepusmpar ¢
MOAYEpTaHa reHETMYHA M aA€AHA XETEPOreHHOCT, T.e. MHOro
PasAMUHK BapWMaHTU B MHOFO PasAMUHM T€HU MOTaT Ad MPUYMHST
€AMH U Cbll, deHoTHM. PepkinTe maToreHHW BapuaHTH, CBbP3aHM C
KapAMOMMOMaTUKM, 4eCcTO MposBsBaT peHOMEeHa Ha HermbAHaTa U
CBbp3aHa C Bb3pacTTa NeHeTpaHTHOCT M NpoMeHAMBa ekcripecks.”™
ToBa o3HauaBa, Ye He BCUUKM MHAMBMAM, HOCMTEAM Ha MaTOreHeH
BapWaHT, 13ABABAT DOAECTTa, a CPpeA Te3W, KOUTO 5 M3sABsBAT, MMa
LUMPOKa Bap1abUAHOCT B HA4AAOTO W TexecTTa Ha 3aboasiBaHeTo. M
Taka, AOKaTO HSKOW MHAMBUMAM MOTaT Ad MMaT TEXKO 3abOAsBaHe,
HaAaralo CbpAeYHa TPaHCMAAHTALMS B MAAAQ Bb3PacT, APYTH MOXe
A OCTaHaT He3acerHaTu npes LieAUs C1 XKMBOT MAM Ad Ca CaMO AKO
3acerHatu. Tasm BapmabUAHOCT OM MOTAa Aa Ce AbBAXM Ha
XeTEPOreHHOCT CPeA MPUYMHSABALLMTE BapMaHTM, KaKTO M Ha
HereHeTU4HM (KAMHUYHK, GaKTOPU Ha OKOAHaTa cpeaa) ¢pakTopu
(Hanp. xuneptonns npu HCM,™ dusmuecko HatosapsaHe npw
ARVC181), a cbLLO 1 EAHOBPEMEHO YHACAEASBAHE Ha AOMbAHUTEAHM
FEHETUYHM aKTOPK, KOUTO YCUMABAT MAM OTCAabBaT edekTa Ha
rAaBHUs MeHAEAOB reHeTWuYeH BapuaHT BbpXy ¢peHoTuma. Tosa e
aKkTMBHa OOAACT Ha M3CAeABaHE W CKOPOLLHW MpOy4BaHMsA 3a
acoumaumm B LIEAMs TEHOM, MpoBeAeHU mpu maupeHTn ¢ HCM,
MPeAOCTaBMXa yOeAUTEAHM AOKA3aTEACTBA 32 MOAYAMPALLIATA POAS Ha
UECTU FeHETUYHM BapMaHTU C MaAbK CaMOCTOSITEAEH edeKT, KOUTO
KOAEKTUBHO MOAYAMPAT edekTuTe Ha MeHAeAOBUTE BapuaHTU
(durypa 8).'"®
[Py pasAnUHUTE KAPAMOMMOMATUM AGABT Ha CAyHamTe CbC CUrypHa
reHeTUYHa AMarHo3a (T.e. C MAEHTUDULMPAHE HA BEPOSITEH MPUUMH-
HO-CAeACTBEH MeHAEAOB reHeTHYEH BapUaHT) € CPaBHUTEAHO HUCHK
(Hanp. a0 ~40% npu HCM124 un ~30% npu AKMI1184-186).
[MpoyuBaHMsTa 3a CBbP3aHOCT B LIEAMS TEHOM Ha 4eCTO CpeLLiaHuTe
BapuaHT HCM 1 DCM ocuryprxa eMnmpuyiHM AOKasaTeACTBa 3a
3HAYUTEAHO MOAUFEHHO YHaCAeAfiBaHe MpU Te3n KapAMOMMUO-
natn." "' MpoTueHO Ha MeHAGAOBOTO yHacAepsiBaHe, KbAETO
€AMHUYEH BapUaHT C FOASIM epeKT OrpeAeAst MPeAPasrOAOXKeHMe
KbM 3a0OAsABaHETO, KOMMAEKCHOTO YHAaCAeAsiBaHE Ce OCHOBaBa Ha
€AHOBPEMEHHO  YHAaCAEAsIBAaHE Ha MHOXECTBO MpeApasroAarallm
BapuaHTW. Bbnpeku ye Bce olle He ca MPOyYeHU CUCTEMHO, OCBEH
0bWYalHUTE BapMaHTK C MaAbK edekT, BapuUaHTUTE C MEKAUHEH
edeKT C pa3Mepu Ha epekTa U YeCTOTU MexAy OOMKHOBEHMUTE U
MeHaeAOBMTE BapMaHTM CbLLO Ce OYaKBa Aa AOMPMHEcAT 3a TaKoBa
CAOXKHO yHacAeasBaHe.™ VMa BepOATHOCT KapAMOMMOMaTMUTE Ad
00XBaLLAT KOHTUHYYM OT FeHETUYHA CAOXKHOCT, ¢ MeHAeAOBM bopMM
B €AMHUsA Kpail, AePUMHMPAHU OCHOBHO OT YHaCAeAsBaHETO Ha
KPalHO-PSABK F€HETUYEH BapMaHT C FOAAIM edpeKT U CUAHO
MOAUreHHU GOpMU B APYTUs  Kpalt (Bx. Purypa 8). BapuaHturte,
KOWTO AOMPUHACAT 3a MPEAPA3MOAOKEHME KbM 3aOOASBAHETO B
YCAOBMSATA Ha CAOXHO yHaCAEASIBaHE, Hall-BEPOSITHO Ce MPUMOKpHMBaT
C Te3n, KOMUTO MOAYAMPAT MEHETPaHTHOCTTa M eKCrpecusaTa B
MeHaeAoBaTa bopMa Ha 3a6oAsBaHeTo. '™
6.8.2. leHeTUYHO TecTBaHe
[eHeTUYHOTO TecTBaHe Ha reHn 3a MeHAEAOBaA KapAMOMMONATUS ce e
MPEBbPHAAO B CTAHAAPT MPU KAMHUYHOTO MOBEAEHME B 3acerHaTuTe
cemelicTea.’ TecTBaHeTo OT MbpBa AMHMA TpsbBa Aa ce dokycupa
BbPXY EHW, CBbP3aHW B 3HAUMTEAHA CTereH C MpeACTaBeHMs
deHoTUN. AKO MbPBOHAYAAHOTO U3CAEABAHE He pasKpue MpUYMHa,
HO MOAO3PEHMETO 33 MOHOFEHHa MpUYMHA OCTaBa BMCOKO, B Te3M
CAyYaM MOXE Aa € MOKa3aHO MO-paslUMPEHO CEKBEHMPaHe WAM
aHaAM3, B 3aBUCMMOCT OT POAOCAOBHOTO ABPBO U APYrM aKTOpM.
CAep ycTaHOBSIBAHE Ha reHETMYHATa MPUYMHA B €AMH YAEH Ha
CEMENCTBOTO, APYIM YAEHOBE Ha CEMEWCTBOTO MoraT Aa Obaat

MOAAOXKEHM Ha TECTBAHE CaMO 3a MPUUUHSABALLS BAPUAHT.

[eHeTUYHOTO TecTBaHe MpU AULIE C KapAMOMMOMaTHs (M3BECTHO
KaTo MOTBbPXAABALLO TECTBAHE WMAM AMArHOCTUYHO TecTBaHe) ce
nperopbyBa 3apaau npsikata My Moasa: (i) 3a NOTBbp)KAaBaHe Ha
AvarHosata; (i) Korato mMoxe Aa MHdopMMpa 3a mporHosata; (i)
KOrato Moxe Aa MHdOpMMPpa 3a M360opa Ha AeHeHHE; UAM (iv) Korato
MOXe Aa WMHPOPMMPa PEMPOAYKTUBHUS MOAXOA. [eHeTUyHO
M3CAEABAHE Ha 3aCErHato AvLIE MOXE Aa € MoKasaHo, AOpW aKo €
MaAKO BEPOSITHO A MPOMEHU AEYEHUETO, aKO MMa POAHUHM, KOUTO
MOraT Aa Ce Bb3MOA3BAT OT TeCTBAHETO, OCOBEHO ako MMa POAHMHMU,
KOUTO Le ObAaT BKAIOYEHW B MPOCAEASBAHE, aKO reHeTM4HaTa
€TMOAOTUS HE € YCTaHOBEHA M MPU KOUTO MOXeE Ad BbAe CrecTeHo
ToBa ObpeMeHsiBaHe, ako Ce AOCTUIHE AO reHeTWuYHa AMarHosa B
cemeiictBoTo (TabAmnua 11). TectBaHeTo Moxe A2 GbAE MOAE3HO U B
MO-LUMPOK KOHTEKCT, AOPM KOraTo He € O4eBMAHO MHPOPMATHBHO 3a
He3abaBeH MOAXOA; HanMpUMEp, reHeTWUYHaTa AMarHo3a MoXe Aa
OCUTYpPU MCUXOAOTMYECKA MOA3a MPU MALMEHT, KOMTO HacTosBa Ad
pasbepe 3a60AsBAHETO CU.

[EHETUYHOTO M3CAEABAHE MPU KAMHUYHO HE3acerHat poAHUHA Ha
AMLE C KAPAMOMMOMATMS MOXE A3 € MOKa3aHO HEe3aBWCMMO OT
Bb3PacTTa, AOPU MPW MHOFO MaAKM Aeld, ako € yCTaHOBeHa
ybeAUTEAHA FeHeTUYHA AMArHO3a Mpw 3acerHatoTo AuLe (M3BECTHO
KaTo KacCKapHO TecTBaHE, MPEACKa3BaLLLO TeCTBAHE WAM MpeA-
CUMMNTOMHO M3CAeABaHe). AKO MPU MHAEKCHUS MALMEHT CAEA
M3CAEABAHMS Ha CbOTBETHMTE OOAECTHW FeHW, CBbP3aHM CbC
cneunduUHMa GeHOTUN e MAEHTUPULMPAH MnaToreHeH/BEpOSTHO
natoreHeH (P/LP) BapuaHT, MMa Bb3MOXHOCT Ad Ce MPEAAOXKM
KAaCKaAHO TEHETUYHO TECTyBaHE Ha PUCKOBM POAHWMHU OT MbpBa
AMHUS, BKAIOYUTEAHO MPEATECTOBO FEHETUUYHO KOHCYATMpaHe (BXK.
Pasaen 6.8.3). [pu cueHapuit, koraTo poAHMHA OT MbpBa AMHUS €
MOYMHAA, OLieHKaTa Ha OAM3KM POAHMHM Ha MOUMHAAOTO AMLie (T.e.
POAHWHM OT BTOPa AUHWS Ha CbOTBETHUS MaLMEHT) TPsIGBa CHLLIO A
Ce B3eMe MPEeABUA.

/Avua, 332 KOUTO Ce YCTaHOBSBA, Ye He Ca HOCUTEAWN Ha GaMUAHMS
BapVaHT, OBKMKHOBEHO MoraT A2 6baaT OCBOOOAEHM OT KAMHUYHO
MPOCAEASBAHE; MPU TE3M, KOUTO Ca HOCUTEAU Ha PAMUAHMS BAPUAHT,
ce npernopbyBa A2 GbAAT MOAAOXKEHM Ha KAMHWMYHA OLieHKa U
OBOMKHOBEHO MPOABAXABALLO HabAloAEHMe. KackapHO TecTBaHe He e
mokasaHo, KoraTo B MpobaHAa € WMAEHTUPULMpaH BapuaHT C
HECUrypHa 3Ha4MMOCT.

CeKBeHVpaHETO MOXE Ad € MOKa3aHO MO-CKOPO 3a CErperaLmoHeH
aHaAM3 (OTKOAKOTO 3a AMArHOCTMYEH TECT), 32 Ad CE YAECHMU
MHTEprpeTaumsaTa Ha BapUaHT C HECWUIyPHO 3HauyeHWe, KOWTO e
OTKPMT B 3acerHato AvLie. ToBa OBMKHOBEHO Ce OrpaHMyaBa A0 AL,
KOWTO Ca AICHO 3aCerHaTu, AW AO TECTBaHE Ha POAWMTEAUTE C LIEA
MAEHTHUMLMPaHe Ha de NovO BapuaHT. [eHETUYHOTO KOHCYATUpaHe
npy ToBa OBCTOATEACTBO OM BKAIOUYBAAO SCHO CbOOLLaBaHe Ha
YAEHOBETE Ha CEMEMCTBOTO, Ye TOBA HE € AMArHOCTUYEH TecT, a Mo-
CKOPO AOMPUHACSH 33 U3ACHSBAHE Ha MaTOreHHOCTTa Ha HECUTYPHUS
BapMaHT.

M Hakpas, oLieHKaTa Ha CbPAEYHMTE FeHU 3a BTOPUYHK HaXOAKM,
KOraTo AQHHUTE Ce reHepUpaT B YCAOBMSTA HA FEHETUUHO U3CAEABAHE
32 APYro KAMHWUYHO MokasaHue (HapuU4aHO ChLLO OMOPTIOHUCTUYEH
CKPUHWHT), MOXe Aa Bbae YMeCTHa, Korato e m3BecTeH GaAaHChT
MeXAY MOA3WTE 1 BPEAMTE U aKo LieHaTa e npueMAmnsa. [o-wmpokuat
CKPUHWHI Ha HaCeAEHMETO MOXKE CbLLO Ad Ce OKae pasyMeH, aKo
6aAaHCBT MEXAY TMOA3UTE U BPEAMTE Ce OKaxe OAArornpuisiTeH.
[MoHacTosLLEM HAMA AOCTAaTBYHO AAHHM 32 OLEHKa Ha 6GaAaHca
MEXAY MOA3UTE U BPEAMTE BbB BCEKM KOHTEKCT M MOHACTOSLL,EM TOBa
TpsibBa Aa Ce M3BBPLLBA CAMO B M3CAEAOBATEACKM KOHTEKCT, 33 Ad Ce
MOAYYaT TakvBa AaHHW. BHUMaTEAHOTO reHeTUUYHO KOHCYATVpaHe 3a
MbAHO OBSCHSIBAHE Ha MOA3UTE W PUCKOBETE B TE3W YCAOBMS MMa
peLlaBaLlo 3HayeHue. [oHACTOSALEM MMa MHOTO MAaAKO AaHHM 3a
OlLleHKa Ha TOBa CbOTHOLUEHWE M TOBAa € BaXHa AMMCa B
AOKa3aTeACTBaTa. AMEPUKAHCKUAT KOAEXK MO MEAMLIMHCKA FeHETMKA U
reHommka B CALLL npenopbyBa cBbp3aHUTE C KAPAMOMMOMATUS FEHU
Aa ObAAT OLIEHEHM 32 BTOPUYHM HAXOAKM, BMHArM Korato ce
MPEANpPUEMa LWMPOKO KAMHMYHO CEKBEHVPAHE, HEe3aBUCUMO OT
MbPBOHAYAaAHOTO MOKa3aHWe 3a TecTBaHe. | IoHaCTOALLEM HAMA
MEXAYHaPOAEH KOHCEHCYC OKOAO Ta3u NMpenopbka.
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Ta6/w|u.a 10 I'IperAeA Ha reHuTte, CBbp3aHU C MOHOreHHU, HeCUHAPOMHU KapAUMOMUONATUU U TEXHUA OTHOCUTEAEH
NMPUHOC KbM pa3AUYHU KappAUOMUONATUYHU ¢eHOTMﬂOBe
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ARVC, aputmoreHHa pAecHokamepHa kapanomuonatus; DCM aunaatatusHa kapamomuonatus; HCM, xuneptpoduuna kapavommonatus; AKX, aesokamepHa xuneptpodus; MD, MyckyaHa
avictpodust; NDLVC, HeamAaaTaTmBHa AeBokamepHa kapanomuonatus; PKMIT, pecTpukTiBHa kaparomMmonatus. Be3 ocHoBa Ha ycuAMsATa 3a BaAnAmpane Ha renn no ClinGen; ooo: MHoro
yecTu (>10% oT mscaepBaHUTE cAydam); 0o: vectu (1-10% oT TecTBaHMTe cAyyan); O: No-peakn (<1% OT TeCTBaHWUTE CAyydaM); CUH KPbI: OKOHYATEAHO/CUAHO AOKA3aTEACTBO; CBETAOCUMH
KPBI: yMEpPeHW AOKasaTeAcTBa; BAA Kpbr: HekAacuduumMpaHu, 6e3 acoumalma MAM OMpOBEPraHm/CNOpHM AOKA3aTeACTBa; MPasHM KAETKM: He e KAACUULMPaH; CMB KPbIt ONMcaH e
(0BKKHOBEHO PEAKM, CIOPAAMUHM CAyH4an), HO He e kaacuduumpan/oueren no ClinGen.

Aobu1BLT MOXe Aa GbAe MO-BUCOK B MOATPYNM C MO-CrieLndryHmM peHOTUMOBE, Hanp. pe3yATaTsT oT TecTBaHeTo Ha LMNA e no-sucok B rpyn ¢ DCM 1 npoBoaHM 3a60AsBaHMs. Tbih kaTo
NDLVC e HOBO ¢)eHOTUMHO OnmcaHue, reHuTe He ca OdULIMAAHO NMOABPaHM MO acoupaLmm € Tosu peHoTun. MokasaHnTe CTOMHOCTM Ce OCHOBABAT Ha AeYEHME 3a CBbp3aHM
KapAVOMMOMATUM, MPY KOUTO ce NpreMa, Ye GeHOTUNHUAT crekTbp Bratoua NDLVC.

* MOKasBa reHu, CBbP3aHM CbC CUHAPOMHI MPOSBU, KOUTO MOTAT A3 BKAIOYBAT KAPAMOMMUOMATHUS KAaTO XapaKTEPUCTMKA, HO KbAETO He CE O4aKBa A CE MOSBU KAPAMOMUONATHS KaTo
€AVHCTBEHA MAU MPEACTABALLA XapaKTEePUCTMKA Ha CUHAPOMA.

® ACTN2 1 PLN MoraT Aa NpeACTaBsAT cMeceHa beHOTUMHA KAPTMHA, KOSTO MOKe Aa He Ce BIIMCBA B ONMCAHMATA Ha KAACHUECKaTa KAPAMOMMONATHS.

‘ MoKassa reHu, CBbP3aHi CbC CUHAPOMHY MPOSIBY, KOUTO MOTaT AQ BKAIOUYBAT KAPAMOMMOMATUS KaTO XapakTEPUCTMKA U KbAETO KaPAMOMMOMNATUATA MOXeE Ad GbAE EAMHCTBEHATA A
NPEACTaBUTEAHA XapaKTEPUCTHKA Ha CUHAPOMA. Te MoHsKora ce Hapuyat reHokonus. Harp. GLA e nokasaH kato okoHuaTeAeH 3a HCM, Tbi1 kaTo npuumHasa 6oaect Ha Anderson-Fabry,
KOATO MOXe Aa ce nposem ¢ AKX, oTroBapsilLa Ha AMarHoCTUYHMTe kKpuTepui 3a HCM.

©ESC 2023
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Durypa 8 [leHetnuHata apxuTekTypa Ha kapAmomuonatumte. GWAS, npoyusamms 3a acoummpade B Leavs reHom; MAF, craba areAHa decToTa.
KapavommonaTiaTa Moxe pa 6bae MeHAeAOBA, MPUUMHEHA OT FeHETUYHM BAPUAHTH, KOMTO Ca U3KAIOUMTEAHO PeAKM B O6LLIaTa MOMYAALA M MMAT FOAEMI pasMepi
Ha edekTuTe. TakmBa BApMaHTM MOraT Aa MOKaXaT MbAHA MEHETPALMS; T.e. BCMUKM AULA C BapMaHTa B CEMENCTBOTO MPOsBABAT 3a60AsBaHeTO (MaHeA A). Brnpeku
TOBA, MHAMBMAYAAHWTE BapUaHTM HECTO Ca HEAOCTATbYHM, 32 Ad CE MOAYUM M3OAMPAH GEHOTUN Ha 3a60AABAHETO U TEXHUAT €EKT Ce MOAYAVPA OT CbBMECTHOTO
yHaCAeASIBaHE Ha MOAYAMPALLM FeHETUYHU aKTOpW W OT HereHeTuuHK dpakTopu (naHeAa B). OcseH ue yBeAnuasaT neHeTpaumsTa Ha 3abOAsBaHETO, TakMBa
MOAYAVMPALLM BapPUaHTM BAUAST U BbPXY TEXeCTTa Ha 3aboAsBaHeTo (naHeA B). CmsATa ce, e MOAYAMPALLMTE FeHETUUHM $aKTOPK BKAIOUBAT OBLLIM BAPUAHTH C
MHAMBUAYAAHU Pa3MEPU C MaAbK ePeKT U BAPMAHTU C MEXAWMHEH epeKT, MOMyAaLMOHHATa YECTOTa U pasMepuTe Ha epeKTa ca MeXAy PeAkM W vecTu. Hsakon
NauyeHTU MMaT MO-CAOXKHA €TUOAOTUSA (HEMEHAEAOBO/MOAUIEHHO YHACAEASIBAHE), MPU KOETO Ca HEOOBXOAMMU 3HaUMTEAEH OpPOI HEMEHAEAOBU FEHETUYHM
daKTOpY 1 HereHeTUUHU GaKTOPH, 32 Ad GbAE AOCTUIHAT NparbT 3a 3aboAsBaHe (naHeA C). TakiBa naLumeHT OGUKHOBEHO UMAT CMIOPAAMUHO MPEACTABSHE AU Ce
MPEACTaBAT C MO-CAABO M3paseHO PpaMMAHO rpynupaHe Ha 3aboAsIBaHETO. POAOCAOBHMTE AbpBETa MOKa3BaT MbXKUTE (KBAAPAT) M XKeHCKuUTe (Kpbr) YAEHOBE Ha
CeMeWCTBOTO, KOWUTO Ca 3aCerHaTW (3ambAHEHM C YEePHO), C HeMbAeH GEeHOTUMN (3aMbAHEHM CbC CMBO) MAM He3acerHaTh (3ambAHeHU ¢ 65A0). HaanuneTo mam
OTCbCTBMETO Ha MHTEPECYBALLMS BU BapUaHT Ce OTOEAA3Ba CbOTBETHO C "+" 1AM ",

Tab6amua 11 — MoA3a oT reHETUYHO U3CA€ABaHE NPU KapAUMOMUONATUM

3a naymeHTa

® AwnarHosa: 3a 3aCerHatoto AMLIE AMarHo3aTa KapAVOMMOMAaTUs Ce MOCTaBsi OCHOBHO Ha 6asaTa Ha ¢eHOTMMHaTa AepUHMLIMA Ha 3a60AsBaHETO, 6e3
No30BaBaHe Ha reHeTUYHaTa ETMOAOTUS. Bbrpeku ToBa, C MOAXOASALLIO FreHETUYHO KOHCYATUPAHE U MpU3HABaHE, Ye FreHETUYHUAT PE3YATAT LLIE MMa KAMHUYHO
3HaueHMe caMo ako ce oTkpue P/LP BapuaHT, reHeTUUYHOTO M3cAeABaHe MOXe Aa GbAe OT MOA3a 3a M3ACHABAHE Ha rPaHMYHM CAydan (Hanp. korato AKX ce
HabAIOAABA B KOHTEKCTA Ha A€Ka MAM KOHTPOAVMPAHA XMMEPTOHMS, HO KAMHULIMCTLT He € B CbCTOSHME AA HampaBM KaTeropuyHa pasAvika Mexay paHHa
capkomepHa HCM 1 epHO XMMEPTOHWMYHO deHOoKomMe). [eHETUYHOTO M3CAeABAaHE MOXE Ad MAEHTUGULIMPA M FEHOKOMMUATA: PasAUYHMU FeHETUYHM
CbCTOSHWSA, KOUTO UMUTUPAT OMPeAEAEHa KaPAMOMMOMATHS.

e [lporHosa: 3a HapacTBall, 6poit 3a60AABaHMA FreHETUYHATA AUArHO3a MOXe Aa OCUIYPU MPOrHOCTUYHA MHpopMaLms. Hanpumep, DCM npu HaAnume Ha
BapvaHTy B LMNA 1Ma HebAaromnpumsitHa nporHo3a, M3MCKBaLLia Mo-4ecTo HabAOAEHME 1 M3MECTBAHE Ha MParoBeTe 3a TEPANeBTUYHO PELLEHMUE C MO-HUCHK
npar Ha uMrAaHT1pare Ha [CD 3a mbpBMYHa NpeBeHLMs.

o Tepanms: reHeTuyHaTa AMArHO3a MOXe AMPEKTHO Aa CTpaTUdMLIMpa M36opa Ha Tepanus. B AoombAHeHMe KbM pelleHnsaTa 3a UMnAaHTHpaHe Ha ICD 3a
MbPBKYHA NPEBEHLIMSA, HAPACTBALL, 6PO A€HEHMSA Ca yCTAHOBEHM AW Ca B MPOLLEC Ha M3NUTBaHE 3a CrieLpUUEH MOAEKYASPEH MOATUM Ha KAPAUOMUOMATUS.
B AombAHEHMe, € BCe MO-yCbBBPLLEHCTBA-HUA HAGOP OT UHCTPYMEHTY 33 MaHUMyAMPaHE Ha FreHOMa, Ce O4aKBAT BbAHM OT MO-HATaTbLUHM TEParnK, LeAALLM Ad
3aMEHSAT, MPOMEHAT AW MPEMaxXHaT MaTOAOMMYHM FeHU U TPAHCKPUMTH, OTFOBOPHM 33 PasBUTME Ha KapPAMOMMOMATUMTE, CAA KaTO Ce YCTaHOBM TOYHA
MOA€EKYASIpHa ETUOAOT S

podbrwasa
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e CbBeTU OTHOCHO PEMPOAYKLMA: reHeTUYHaTa AMarHo3a AaBa Bb3MOXHOCT 32 MHGOPMMPaH CbBET OTHOCHO PEMPOAYKLMSTA U MOBEAEHUETO MpU
3acerHar Bb3pacTeH 1/WAU POAUTEAUTE Ha 3aCErHATO AETE, KaTO AaBa Bb3MOXXHOCT 3 NMEPCOHAAM3MPaHM CbBETH OTHOCHO MOAEAUTE Ha YHACAEASBAHE W prcKa
OT MpeAaBaHe Ha GbAELLM AELid U OTBAps BpaTaTa 3a YrpaBAEHME Ha PUCKa; HAMP. Ype3 MpeHaTaAHa AMarHOCTUKA MAM MPEAVMIAAHTALMOHHA reHeTUYHA

AVArHOCTUKa.

3a poAHUHM

® KapAMOMMOMaTUMTE MOKa3BaT HeMbAHA M CBbP3aHa C Bb3PacTTa MEHETPAHTHOCT, C FOASIMA BAPUABUAHOCT, MOPaAM KOETO € MHOTO TPYAHO AQ Ce Harpasu

KAMHUYHa MAEHTVI(')MKaLIMFI Ha Te€31 POAHMHU, KOUTO He Ca U3AOXKEHM Ha PUCK OT pa3BUTUE HA KAPAMOMUOMATUA. HOPMa/\HaTa €AHOKpaTHa OLeHKa e C

OrpaHmnveHa CTOMHOCT U POAHWHN 6e3 KapAMOMUOMATUNA CAEA MbPBOHAYaAHATa OLIEHKA MOXE Aad C€ HYXXAAAT OT AbATOCPOYHO NMPOCAEAABAHE. [eHeTHuHOTO

TECTBaHE MOXe Ad EAUMUHMPA Ta3n HECUTYPHOCT: AULIE, KOETO HE € HOCUTEA Ha rEeHETUYHKUA BAPUAHT, 3a KOMTO e AOKa3aHo, Y€ e rnpu4mHa s3a 3200ASBaHETO B

CEMEeNCTBOTO MY, MOXe Aa 6'bAe KaTeropmyHO yCriokoeH 1 nsnmcaH 6e3 Ha6AIOAeHl/Ie, AOKATO AULLE, KOETO € HOCUTEA Ha MPpUYMHABALLL 3aboAfBaHETO BapuaHT,

Tpﬂ6Ba Ad 6'bAe CTPUKTHO NMPOCAEAABAH N CBOEBPEMEHHO AEKYBAH.

AKMI, antaatatusHa kapamomuonatus; XKMIT, xuneptpoduura kapamomuonatus; ICD, nmnaaHTupyem kapamoseptep aeprbpuaatop; LMNA, aamun A/C; AKX, AeBokamepHa

xuneptpodus; P/LP, natoreHeH/BeposTHO natoreHeH.

6.8.2.1. He-MeHAeAOBUM KapAMOMMONATUMU U 3HAYEHUETO
3aa reHeTUYHOTO U3CAeABaHe

lMpealuecTBalaTa AMCKycus Hellie GoKycHpaHa BbpXy reHETUHHOTO
M3CAEABAHE 33 MAEHTUPULMPAHE HA MOHOTeHHW GOpPMU Ha
kapavMomuonaTus. Mo3HaHMETO, Ye 3HAYMTEAHA 4acT OT
KapAMOMMOMATUUTE MMAT MO-CAOXKHA FEHETUYHA apXMUTEKTYPA, BOAU
AO BaXKHU M3BOAM OTHOCHO WM3MOA3BAHETO Ha FEHETUYHM TECTOBE.

AuncaTta Ha MOHOreHeH BapuaHT, MpUYMHABALL, 3abOAsBaHe Mpu
KOHBEHLIMOHAAHO FrEHETUYHO M3CAEABAHE (T.€. CEKBEHUPAHE 3a PEAKM
BapUaHTU C rOAsIM edeKT) OCTaBsi TPU Bb3IMOXKHOCTU: (i) MAM MMa
MOHOTeHHa MPUUKHA, KOSTO He € UAEHTUPULMPaHA (T.e. HE € OTKpUTa
WMAW pasnosHaTa KaTo MPUYMHUTEA OT TekywimTe TecToBe); (ii)
KapAMOMMOMaTUATA HAMAa reHeTUYHa eTuoaorus; uam (iii)
KapAMOMUOMATUATA CE AbAXM Ha ePeKTUTE HA MHOXECTBO BapUaHTH
C MO-MaAbK MHAMBKMAYaAEH edekT (Purypa 8). CKopoLLHM AaHHM
MOACKa3BaT, Ye MpU MHOTO KapAMOMMOMATWM, AMMcaTa Ha PSAbK
MPUYMHSBALL, BAPUAHT MPU LSAOCTHOTO WM3CAEABAHE, MoKasga Ye e
MaAKO BEPOATHO 3a60AABaHETO AQ MMa MOHOTeHHa eTuororus.' ™™
ToBa OT CBOS CTpaHa O3HayaBa pasAuH{eH MOAEA Ha yYHACAEASIBaHE C
MO-HWUCBK PUCK 33 POAHWMHUTE OT MbPBa AMHUS, Taka Ye MOXE A HE €
HEOOXOAMMO MPOCAEASIBAHE, aKO MbPBOHAYAAHATA KAMHMUYHA OLIEHKA
He MoKasBa MaTOAOTMYHM MPOMeHU. MI3MoA3BaHETO Ha reHeTUYHO
M3CAeABaHE 32 MAEHTUOULIMPAHE HA CEMECTBA, MPU KOUTO € MaAKO
BEPOSATHO 3aBOASIBAHETO Ad € MOHOFEHHO, € HOBa Hacoka Ha
NPUAOXKEHME Ha KOHBEHLIMOHAAHOTO TECTBaHe, 3a KOETO BCE OLLe Ce
cbburpaT AOKa3aTeACTBA 32 MOA3M.

MoAureHHuTe puckosu ckopose (PRS) (moHskora o3HauaBaHM kaTo
rEHOMHM PUCKOBW CKOPOBE) Ca APyra pOopMa Ha FEHETUYHO TECTBAHE,
KOUTO B ObAELLe MOXe Aa MMaT 3Ha4YeHWe MpU AEYEHWETO Ha
KapAMoMMonaTumTe. BMecTo aa ce mpasu onuT 3a MAEHTUULMPaHe
Ha eAMHUYEH TeHeTUYeH BapMaHT, KOMTO € OTroBOpeH 3a
3a00ASBaHETO, Ce MPaBM OLLeHKA Ha MHOTO BapWaHTM B LIEAVS TEHOM,
BCEKM OT KOUTO € CBbP3aH C MaAbK edeKT BbpXy pUcka OT 3ab0AsiBaHeE,
M Ce M3UMCASIBA CKOP, KOWMTO MPEACTaBs LAAOCTHMA puck.'™ """
KbM aHelHa pata, poasita Ha PRS 3a kAMHWUYHOTO MoBeaeHue Mpw
KapAMOMMOMATUMTE BCE OLLE He e AOKa3aHa, a AOCTBbMbBT AO
FEHeTUYHO KOHCYATMpaHe OM UMaA Olle MOo-BaKHA POAs 32
AVICKYTUPaHe Ha PUCKOBETE U MPEOAOAOSIBAHE Ha HECUTYPHOCTTA Ha
naLMeHTMUTE U CEMeNCTBaTa.
6.8.2.2. AokAapBaHe Ha reHeTUYHU TeCToBEe U UHTeprnpe-
Tauus Ha BapuaHTUTe
MHoro AabopaTopuu 3a reHeTMYHa AMAarHOCTMKAa WM3MOA3BaT
CTaHAApPTM3MpaHa paMka 3a WHTEprpeTUMpaHe W AOKAAABaHe Ha
Pe3yATaTUTe OT AMArHOCTUYHMA reHeTudeH Tect.”” " OTpuLaTeseH
PEe3yATaT OT reHeTUYeH TeCT Npu NpobaHAa NOKa3Ba, Ye He € OTKPUT
MPUYMHEH BapUaHT B M3BECTEH CBBP3aH CbC 3a00ASBaHETO reH. Tosa
He O3Ha4yaBa HeMNpeMEeHHO, Ye MaLMEeHTbT HAMa FeHeTUYHO
3ab60AsiBaHe, HO OTpassiBa HalUMTe OrpaHUYeHW MO3HaHMA 3a
reHeTMYHaTa apXUTEKTYpa Ha HACAEACTBEHWTE KapAMOMMOMaTUM B
TO3M MOMEHT. ACMEKTUTE, OTHACALLM CE AO MOAXOAA 33 FEHETUYHO
M3CAeABaHe, METOAMTE 33 TEHETUYHO WM3CAeABaHE W WHTeprpeTa-
LMATa Ha BApUAHTUTE Ca BKAIOYEHW B AOMBAHUTEAHM AAHHM OHAAMH,
PasaeA 2, kakTo u B EKCriepTHMS KOHCEHCYC BbpPXY CbCTOSIHMETO Ha

reHEeTUYHOTO TecTBaHe MPU CbpAeYHM 3aboAsBaHMs Ha EBpo-
nelickata acoumaums 3a copaedeH putem (EHRA)/Ob6wecTeoTo 32
cbpaedeH putbM (HRS)/Asmatcko-TUXOOKeaHCKOTO OBLLECTBO 3a
cbpaedeH puTbM. (PHRS)/AaTHoamepuKaHCKOTO APY»KecTBO 3a
cbpaeyeH putbm (LAHRS).

6.8.3. [eHeTUYHO KOHCYATUPaHe

[eHEeTUYHOTO KOHCYATMpPaHe e MpoLec, KOWTO MMa 3a LeA Ad
MOAKPENU MaLMeHTUTE U TEXHWUTE CeMelcTBa Aa pasbepat M Aa ce
aAanTMpaT KbM MEAMLIMHCKOTO, MCKUXO-COLMAAHOTO U GaMUAHOTO
Bb3AGNCTBME Ha reHeTMuHuTe 3a60AsBaHMa.””” To Tpsbsa aa ce
M3BBPLLIBA OT 3APaBHU CMELMAANCTM CbC CeLnPMUHO 0byUeHMe KaTo
FeHETUUYHU KOHCYATAHTH, MEAWMLMHCKM CECTPU MO reHeTuKa, WAM
KAMHUYHU/MEAMLIMHCKU TeHETULM, HE3ABUCMMO AaAM Ce 0BChKAA
FeHEeTUYHO M3CAeABaHe. [eHETUYHATA KOHCYATALIMS MOXKE AQ BKAKOUM
06ChXKAAHE Ha HACAGACTBEHUTE PUCKOBE, Ad NPEAOCTaBU ObyyeHMe,
BKAIOUMTEAHO HEODXOAMMOCT OT KAMHWMYHA OLIeHKa, M3BbpLUBaHE Ha
reHeTUYHaTa KOHCYATALMsi MPeAM M CAeA FEeHETUYHO TecTBaHe,
MPEerAeA Ha BapuMaHTHWTE KAACMUKaLMK, CHeMaHe Ha ¢aMMAHa
aHaMHe3a Ha TPW MOKOAEHWS| 1 OCUrypsiBaHe Ha MCKUXO-COLMaAHa
noakpena.’”” " 3a nauuMeHTUTe C HOBOAMArHOCTMUMPaHa
KapAMOMMOMATMSI MOXKE AQ € TPYAHO MPUCTIOCOBSIBAHETO KbM KMBOTA
C HaCAEACTBEHA KAPAMOMMOMATHS, MPEAM3BUKATEACTBO A XMBEST C
MMMNAQHTUPYeM KapauoBepTep aedpubpuratop (ICD) wu
NpoAbAXaBaLLLA TPaBMa M CKpbO 3a Te3u, KOUTO UMAT B CEMEMCTBOTO
1 BCC B MAapa Bb3pacT. [opaam TOBa, BHUMAHMETO KbM HY>XAMUTE OT
MCUXOAOTUYECKA MOAKPENa Ha MaLUMEHTUTE € U3KAIOYUTEAHO BaXKHO
(Bx. Paspen 6.12). BcblHOCT, reHETUHHOTO KOHCYATMPaHe MOXe Aa
NoAOGpU MO3HAHMATA, MPWUMOMHSHETO M OBAACTABAHETO Ha
naumMeHTa U Aa MOBWLLM YAOBAETBOPEHOCTTA OT B3EMaHETO Ha

206-209
PELLEHUA; U Ad HAMAAU TPEBOXHOCTTA.

Ta6auua 12 - CneundpuyHmu BbNpocu, Kouto Tpsbsa Aa
ce B3eMaT NpeABUA MPpU KOHCYATMPaHe Ha Aela

Mpo6aem MocaeacTBUSA

KoMmeTeHTHOCT Ha AETETO Aa B3eme
pellieHre 3a TeCcTBaHe

[NoaXoAfALLO 3a pa3bupaHe OT AETETO

ABTOHOMHOCT
MHpopmmpaHo cbraacke

[MpaBo Aa 3Ham/Aa He 3HaMm
pesyAtata

B3emeTe npeaBMA KeAaHUSATA Ha AETETO U
CEMENCTBOTO

HOBEPMTG/\HOCT KoHTeKcT Ha cemeliHaTa ncropusa

CumnTomuTe/6eaesunTe Ha 3a60ASBaHETO
MOXe A2 He Ce U3SBAT B MPOAbAXKEHME Ha
MHOTO FOAMHM

HenbaHa 1 CBbp3aHa C
Bb3pacTTa NEHETPAHTHOCT

HauuH Ha xusoT Vunauie, cnopr, pabota

AKuzHeHn etann n npexop  [pemmHaBaHe OT HaYaAHO KbM CPEAHO
obpa30BaHue; MpeMMHaBaHe KbM

MEAMLMHCKN YCAYTU 32 Bb3PaCcTHU
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KackapHO reHeTMYHO TecTBaHe MpU AeLid: LEHTPUPaH KbM MaLpMeHTa MOAXOA
\ Keaare 3a \ KenaHve pa BKAIOUMTE
noAAaraHe Ha Aoctbn po
TO/\ePaHTHOCT A€laTa BbB B3EMAHETO
KbM HECWUIypHOCTTa il pLaei il Etan ot xuBoTa WkpopMaLL1a Ha peLueHus
KAMHUYEH " pecypcu P :
KOrato ropacHar
y W y y y
MMHMMMBMPaHe Ha A
obpemeHsiBaHe Ha M3caepBare Ha MpeanounTaHms VBauTeAHa
3APaBEOMa3BaHETO Bb3pacT Ha peTeTo 6e3MoKOMCTBOTO
C HEHY>XeH M cTpaxa Ha poAnTeAUTE AUCKyCUA
KAMHUYEH CKPMHMHU » J ) j j
Pas6 [MoTeHumaaHo \
a3bupaHe Ha . v
P DaMuAeH onuT [eHeTUUYHO CeMelHu LeHHOCTH LRSS S
e CbC 336OAﬂBaHeTO KOHCYATUPaAHE N BApPBaHUA B'bPX)’ HasmHa Ha
3a TeCTBaHe y p P YXUBOT, cnopTa,
-/ 4 y | ~ / _bnarocecToaHueto /
[poBepeTe KackapHO OTKas oT KackapHO
reHeTUYHO TecTBaHe reHeTUYHO TecTBaHe
[EeHOTUN-MOACKMTEAEH [eHoTMR-oTprLaTeACH
MpoabakeTe OcsoboxaasaHe oT MpoabaxkeTe
AOMBAHUTEAEH KAMHMYEH Nyl e
KAMHUYHUA CKPUHWUHT CKPUHMHT p
Puck ot passutue [TpemaxHeTe HeHy>xHOTO Puck ot passutne
Ha 3a60AABaHe 6e3MoKoMCTBO Ha 3a60AsBaHe
\

@ESC

Durypa 8 Moaxos OpueHTUpaH KbM MaLMeHTa 3a KaCKAAHO FEeHETUYHO M3CAeABaHe Ha Aeuia. DakTopwu, KOUTO TPsGBA Aa Ce UMaT MPeABMA 3a MomaraHe Ha

CeMeliCcTBaTa A peLuaT AaAM A MPOBEAAT KACKAAHO MreHETUYHO TECTYBaHeE Mpu AeLia.

6.8.3.1. leHeTUYHO KOHCYATUPAHE NpU Aelia

VMa cneumduyHm BbpocK, KOUTO TpsibBa A Ce B3eMaT MPEABUA MPU
KOHCYATUPAHETO Ha AeLid 1 TEXHUTE CEMeCTBa U MpU OBMUCASHETO
Ha KAMHUYEH CKPUHMHI M KaCKaAHO TeHeTUUHo macaepsaHe ™"
(Tabamua 12), kato e HeOHBXOAMM OpUEHTMpaH KbM MaupeHTa
MOAXOA, KOMTO OTYMTA OMNMUTa M LIEEHHOCTMTE Ha CEMEMCTBOTO
(Purypa 9). BopelmaT npuHLMN OCTaBa, Ye BCSKO M3CAEABAHE,
KAMHUYHO MAM FeHETUUHO, TPsbBa Aa Obae B Hall-A00pUs MHTEpeC Ha
AETETO U AQ MMA Bb3AGWCTBME BbPXY ACUEHMETO, HAUMHA Ha XMUBOT
MIMAM TeKyWMUTE KAMHUYHU n3cAepBaHMA.” C noaxoAsLLa
MYATUAMCLIMIAMHAPHA MOAKPena B MeAMaTpUyYHa CpeAa, MCuxo-
COUMAAHUTE PEe3yATaTU MpU Aeld, MOAAOXKEHM Ha KAMHWMYEH
CKPUHUMHT U KaCKaAHO FeHeTUYHO M3CA€ABAHE He Ce pasAMYaBaT OT
Te31 Npy o6LLOTO HaceAeH e,

6.8.3.2. TeHeTUUHO KOHCYATMPaHe MPEAM U CAeA TecTa
(npobaHp)

EAHa OT KpUTUUHMTE POAM Ha FEHETUYHOTO KOHCYATMPaHe e, Ye TO

TpsibBa Ad Ce M3BbPLLBA €AHOBPEMEHHO C FrEHETUYHOTO U3CAEABAHE
(BuxTe Paspen 6.8.2).3 ToBa BkAloUBa O6CBXKAAHE MPEAN B3EMAHETO
Ha pelleHMe 3a M3BbPLUBAHE HAa FEHETUYHO TecTBaHe (MpeAu
TecTBaHe) M MO BPEMEe Ha MOAyYaBaHe Ha pe3yATaTuTe (CAep
TecTBaHe). KAlOYOBUTE AMCKYCMOHHM TOYKM MO BpeMe Ha
KOHCYATMPAHETO NpeAm 1 cAea TecTa ca 0606Lern 8 Tabamua 13.
6.8.3.3. leHETUYHO KOHCYATUPaHE 3a KACKAaAHO TeCcTyBaHe
ChAep umpeHTUOMUMparHe Ha P/LP BapuaHT B pamkuTe Ha AaAeH
MaUMEHT CAEA M3CAEABAHWMS HA PEAEBAHTHUTE FEHW CBbP3aHM CbC
cneundUnUHmsS GeHOTUM, MMa Bb3MOXXHOCT Ad CE MPEAAOXKM KaCKapAHO
reHeTUYHO TecTBaHe Ha POAHMHM OT MbPBA AMHUSA C MOBULLEH PUCK,
BKAIOUMTEAHO FEHETUYHO KOHCYATWMpaHe mpeau Tecta (BxX. PaspeA
6.8). Mpu cLieHapuii, Mpu KOMTO POAHMHA OT MbPBA AUHUS € MOYUMHAA,
oLeHkaTa Ha OAM3KM POACTBEHMLM Ha MOYMHAAOTO AuLe (T.e.
POAHMHM OT BTOPA AMHWS Ha CbLLMS MaLMEHT) TpsibBa CbLLO Aa Ce
B3EMaT MPeABUA.
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Ta6Aamua 13 KAlouoBM TOUKM 32 06CbXKAAHE Ha
reHeTUYHOTO KOHCYATUPAHE NMPeAU U CAEA TecTa

FeHeTU4HO KOHCYA-
TUpaHe npeAUu
TecTa

FeHeTU4HO
KOHCYATUPaHe
CAeA TecTa

[MoapobHa dammAHa aHaMHesa
[eHeTnyHO 0byueHme

[Npouec 1 AormcTMKa Ha FeHETUYHOTO
TecTBaHe W BpbLLAHE Ha pe3yATaTa

ObsicHsiBaHe Ha BCUYKM Bb3MOXKHM Pe3yATaTH

[NocAeaMLM 32 KAUHWUYHOTO NMOBEAEHME

[MocaeaMLM 32 HAUMHA Ha XKMBOT,
BKAIOYUTEAHO CTOPT, YNPaXXHEHUsA U paboT

MocAeamnM 3a cemeitcTBOTO
Puck ot pe-kaacudumumpare
BTOpUUHM reHeTUuHM Haxoakm

[MoTeHUMaAHK 3aCTpaxoBaTEAHM MOCAEAMLY
(B 3aBUCMMOCT OT Abp)KaBata)

M3cAepBaHe Ha YyBCTBaTa 1 pasbupaHeTo
[Mcuxo-coupmaaHa noakpena
M3cAepBaHe Ha YyBCTBaTa 1 pasbypaHeTo

OnosecTsBaHe Ha pe3yATaTa

a

2

CI'IeLI,Md)M“IHI/I MOCACAMLIN 3 KAUHUYHUTE FPUXU

CneundryHM NOCAEAULIM 32 CEMENCTBOTO
Kak Aa MOAXOAMM KbM POAHWMHUTE

7]

Puck ot pe-kaacudumLmpaHe, NAaH 3a paspeluasa-

HE Ha HeCUrypeH BapuaHTEH CTaTyC, ako e
MPUAOKMMO

M3acaepBaHe Ha YyBcTBaTa U pasbupaHeTo

npeAOCTaBﬂHe Ha ﬂOAPO6HOCTM KaK YAeHOBe-
Te Ha CEMENCTBOTO MoraT Ad MOAyHaT AOCTDBIM

AO Fr€HETUYHO KOHCYATMpPaHe

[pearoxeTe MHPOPMALIMA OTHOCHO

Bb3MO>KHOCTUTE 32 PENPOAYKTUBHO reHeTUYHO

MU3CAEABaAHE 3a TE€3U C FrEHETUYHA AMArHo3a

nCMXO-COLlMaAHa NnoAKpena

Mopudukauns no Ingles et al %'

[TpaBMAHOTO OMpeAeAsiHe Ha HMBOTO Ha MAaTOrE€HHOCT Ha AJAEH
BapMaHT € OT peLUaBallo 3Ha4eHWe 3a KaCKAAHOTO FeHeTUYHO
TecTBaHe. HenoAXoAALLOTO M3MOA3BaHe Ha FEHETUYHM TeCToBe B
CEMEWNCTBOTO KpUE PUCK OT MPEAU3BUKBAHE Ha HEHYXHO
6Ee3MOKOMCTBO M CTPax, KakToO M MOTEHLMAAHA BpeAd, CBbp3aHa C
MOrPeLUHOTO TbAKYBaHE Ha FeHeTUYHW BapuaHTu. [lopaau ToBa
BapuaHTUTe TpsbBa Aa 6baaT KAaCUPULMPaHM OT CrieLpaAmsmpaH
MYATUAUCLMMNAMHAPEH KAapAMOAOTMYEH TEeHETUYEH eKWM C
AOCTaTBYHO HMBO Ha ekcrnepTmsa. CUCTEMATUYHOTO pekAacudu-
UMpaHe Ha WMAEHTUOULMPAHUTE BapUAHTU M KOMYHMKALMATA CbC
ceMelicTBaTa € OT peluaBallo 3HavyeHue. [lpepaBaHeTo Ha
MHGOPMALMSA 32 BAXKHOCTTA HAa KAMHUYHOTO U FrEHETUHHO U3CAEABAHE
Ha PWUCKOBM POAHUHWM OOMKHOBEHO 3aBMCKM OT npobaHaa B
CeMEeICTBOTO, KOWTO pa3bupa MHPoOpmaumsTa M s npepasa Ha
CbOTBETHWUTE POAHMHU. YecTuTe Gapuepu Mpep KOMyHWKaLMsTA
MOTaT Ad BKAIOYBAT AOLLUM CEMEMHU OTHOLLIEHMS, BUHA MO OTHOLLIEHWE
Ha MPEeAABAHETO Ha MaToreHeH BapuaHT Ha AELIATa, MCUXO-COLMAAHM
baKkTOpK, BKAIOUMTEAHO AMCTPEC M pa3bupaHe Ha pesyATaTa.
[MaupeHTBT YecTo M3bMpaTEAHO MpeAaBa reHeTUYHa MHPOPMaLIMS Ha
POAHMHM, OLIEHsBaMKM CMOCOBHOCTTa MM A3 pasbupar U Aa ce
CrpaBAT C MHPOPMALMATA, TEXHWUS KMBHEH eTamn U TEXHMS PUCKOB
ctaTyc.”’® Huckata 3apaBHa rpamMOTHOCT e BaXiHa Mpeyka 3a
epeKTUBHOTO MpepaBaHe Ha MHPOPMALIMSA 33 FEHETUYHMS PUCK Ha
POAHWHUTE, MOAYEPTABAMKM HEOOXOAMMOCTTA OT LIEAEBU PeCypCH U
MexaHM3MM 3a noakpena.””’

214215

©ESC 2023

Ta6Auua 14 NMpeHaTaAHU U NPEUMMAAHTALLUOHHMU
Bb3MOXXHOCTU U MNOCAEACTBUA

Mpo6aem

B3emaHe Ha npobu ot
BbCU

AMHMOLIEHTE3a

HewurBasmeHo
NMPEHaTaAHO TeCTBaHe

MpeAUMMAaHTaLMOHHA
reHeTMYHa AMarHoCTUKa

IVF, uH BUTPO onAoxpAaHe

MocaeacTBUA

B3emaHe Ha TpaHCLIepBMKaAHU MAM TpaHcab-
AOMMHAAHK Mpobu OT nAaueHTata Ha 10-14
-Ta ceammua oT bpemeHHocTTa. PaTtaaHata
3ary6a Ha MAOAQ, CBbP3aHa C MPOoLLeAYpaTa,
e ~0,2%*%°

M3BbpLLUBA Ce B paHHa recTaLMoHHa
Bb3PaCT; KPAaTKO BPEME 3a U3MbAHEHWUE Ha
TecTa.

AMPEKTHO B3eMaHe Ha Mpobu OT aMHUOTUY-
Ha TEYHOCT ce M3BbPLLBA cAep 15-Ta
rectallMOHHa cepMMLA. PucksT OT 3aryba Ha
naoaa e ~0,1%. 220

}13BBbpLLBA Ce 32 MOHOTEHHO HapyLUEHME.
BeskaeTbuHa petarHa DNA, nsoampara ot
MaltiiHa nAasmeHa npoba.

[NpeaAara ce B paHHa 6peMeHHOCT (MpUBAU-
3UTeAHO 9-Ta CeAMMLIA); PUCKBT OT CMOHTa-
HeH abopT He ce yBeAWYaBa.

He e wmpoko pocTbneH (MeTOABT Bce olje
€ B MpOLIeC Ha paspaboTsaHe u
CAEAOBATEAHO HE € ACHO AOCTBIIEH).

IVF npoueaypa c ycnesaemoct 25-30% Ha
BCEKM eMOpUOTpaHChep, BbMpeKH Ye 3aBrcK
OT Bb3PACTTa M MAOAOBUTOCTTA Ha MalKaTa,
MOCAEABaHa OT BMOMCKS U FEHETUYHO
TecTyBaHe Ha eAHa KAETKa OT eMOPUOHa.
Puckose ot IVF 3a malikata 1 noTomcTBOTO,
KaTo MHOTFOMAOAHM PaXXAaHUs, MpexAespe-
MEHHO PaXXAaHE M HUCKO TETAO MpU paxKaaHe,
KaKTO M EMOLIMOHAAHM 3APaBHU ebekTH 3a
Tesu, KOMTO Ce MOAAAraT Ha MpoLeAypara.
HaAnyHoCTTa U MeToaUTe ce pa3Aunyasat B
PasAUUHUTE CTPaHM.

6.8.3.4. NMpeHaTaAHa MAM NpPEeAUMMAAHTALLUOHHA FeHe-

TUYHa AMArHOCTUKaA

MpeHaTaAHO WAM MPEAUMMAAHTALUMOHHO FEHETUYHO W3CAEABaHE
MOXe Aa Ce MPEAAOKM Ha POAWMTEAM, KOUTO Ca MMAAU MPEAULLHO
3aCerHato AeTe C HaCAEACTBEHa KapAMOMMOMATMS, AbAXalla ce Ha
€AVHUYEH UAU MHOXKECTBO MAaTOrE€HHM BApUaHTU, MAM Ha ABOWKM, MPpK
KOWUTO €AMHMAT MAW ABaMaTa MapTHbOPW Ca HOCUTEAM Ha WM3BECTEH
natoreHeH (bammAaeH) BapuaHT. PellieHueTo 3a npoBexpaHe Ha
MpeHaTaAHO WAU MPEAMMIAGHTALMOHHO FEHETUYHO W3CAEABaHE
Tps6Ba Aa B3eMe MPeABUA CMEKTbP OT aCMeKTH, CBbP3aHK ¢ boaecTTa
1 POAUTEAS, BKAKOUUTEAHO KYATYPHU, PEAUTMO3HM, MPaBHM aCreKTU 1
HAAMUHM BB3MOXHOCTM 3a u3crepBaHe.”® Bb3aMoxHOCTUTE 32
MpeHaTaAHa WMAW TPEAMMMAAHTALMOHHA TEHETUYHA AMArHOCTMKA
TpsbBa A2 6bAaT 0O6CHAEHM CBOEBPEMEHHO KaTO YacT OT MpoLieca Ha
reHEeTUYHO KOHCYATMpaHe. AKO Lije Ce W3BbpLUBAa MpeHaTaAHa
AMarHOCTMKa, TS TpsibBa Aa Ce HarpaBu AOCTaTbYHO PaHO MO BpeMe
Ha GpeMeHHOCTTa, 3a A2 AAAe Ha MalMeHTKaTa Bb3MOXHOCTK 3a
B3€MaHe Ha pelleHMe 3a MPOAbAXaBaHe Ha OpeMeHHOCTTa WAM
KOOPAMHKMpPaHe Ha OpPeMEeHHOCTTa, PaXAAHETO W HeOoHAaTaAHWTE

219
TPUXKM.

Bb3MOXHOCTMTE 32 MpeHaTaAHa WM MPeAUMMMAAHTALMOHHA
reHeTMYHa AMarHocTmka ca obobuieHn B Tabamua 14. MNoseyeto
OMUMU 32 PEMPOAYKTUBHA AMArHOCTMKA Ca MPU MOTBbPAEHU
6PEMEHHOCTH, C UBKAIOUEHME HA MPEAMMMIAAHTALMOHHA FreHETUYHA
AMArHOCTMKA, KOSATO MO3BOASIBA CEAEKTUBHO WMMAAHTMpPaHe Ha

He3acerHaty eMOpUOHM.
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Mpenopbku TabAuua 8 — Mpenopbku 3a reHeTUYHO

KOHCYATUpaHe U TeCcTBaHe Npu KapaAuomMuonatTu

Mpenopbku Kaac®

leHeTUYHO KOHCYATUpPaHe

AKO MpeHaTaAHOTO AMArHOCTUYHO M3CAeABaHE
TpsibBa Aa ObAE MPEAMPUETO OT CEMEMCTBOTO,
TMPEMNOPBUYUTEAHO € TOBa A CE U3BBPLLIM B HA4AAOTO
Ha GPEMEHHOCTTa, 3a A2 MOTaT Aa Ce B3emaT
peLUeHUs 3a MPOABAXKABAHE MAU KOOPAVMHUMPAHE Ha
bpemMeHHOCTTa.

Tpsabea pa ce B3eMe MPEABUA AMCKYCUS OTHOCHO
Bb3MOXXHOCTUTE 32 PEMPOAYKTUBHO reHETUYHO
M3CAEABAHE C MOAXOASALLO OByUeH 3ApaBeH lla
CMEeLaAUCT MPU BCUYKM CEMEMCTBA C FreHETUYHA
AMarHosa.

Moka3zaHu nauuneHTn

[EHETUYHO M3CAEABaHE Ce MPEernopbYBa Mpu
NaLMeHTH, OTrOBapALLM Ha AMArHOCTUUHUTE
KPUTEPMM 32 KAPAMOMMOMATUS, B CAYUaUTE, KOraTo
MO3BOASABA AMArHOCTMKA, MPOrHO3MpaHe,
TepanesTUYHa CTPATUGUKALMS UAV PENPOAYKTUBHO
yrpaBAEHME Ha MaLMEHTA, UAW KOTaTo MO3BOASBA
KaCKaAHa reHeTMYHA OLieHKa Ha TEXHUTE POAHMHM,
KOWUTO MHave 61xa BUAM BKAIOYEHU B AbATOCPOYHO
HaBAIOAeHMe, 227-231:237.238

lMperopbyBa ce reHeTUYHO U3CASABAHE Ha MOUMHAA
VHAMBUA, 32 KOWTO € YCTaHOBEHO CAeA CMbPTTa, Ye
1IMa KAPAMOMMOMATUS, aKO FeHeTUUHaTa AMarHo3a 6u
YAECHMAQ MOBEAEGHMETO MPU XKMBUTE

poacTBeHuLm, 2397243

[EHETUYHOTO U3CAEABAHE MOXKE AA CE B3EME MPEABMA
MPY MaLMEHTU, OTrOBapPALLM Ha AMATHOCTUYHKTE
KPUTEPMM 33 KAPAMOMMOMATUS, KOTaTo TO 61 MMAAO
MOA32 32 MaLMEeHTa, KaTo Ce MMa MPEABMA
MCUXOAOTUYECKOTO Bb3AEMCTBME U MPEATIOHUTAHME,
AOPM 1 A2 HE MO3BOASBA AMArHOCTHKA,
MPOrHO3MPaHE MAW TEpareBTUYHA CTPATUUKALWS,
WAV KaCKaAEH FEHETUHEH CKPUHMHT Ha TEXHWUTE
POAHMHMU.

[eHeTUYHO U3CAeABAHE MPU MALMEHTU C rPaHUYeH
$eHOTUN, KOMTO He OTroBapsi Ha AMArHOCTUYHUTE
KPUTEPUM 32 KAPAMOMMONATUS, MOXE Ad CE B3EME
NPEABMA CaMO CAEA MOAPOBHa OLieHKa OT
CrneumaAn3mpaH exmn

Hueo’

[EHETUYHO KOHCYATMPAHE, OCUTYPEHO OT MOAXOASALLO .
0byyeH 3APaBEH CMELMAAUCT M BKAIOYBALLIO
reHeTMYHO obyueHwe 3a UHGOPMUpPaHe Mpu :
B3EMaHETO Ha PELLIEHUs U MCUXO-COLMaAHa .
MOAKPENa, Ce MpernopbyBa 3a CeMecTea ¢
HACAEACTBEHA WA MOAO3MPaHA HACAEACTBEHA .
KapAMOMMOMATHSA, HE3ABUCMMO AAAU Ce OBMUCASA .
reHETUUHO M3CAeABaHe, 20%206:208.209.221-224
lpernopbyBa ce reHeTUHHO M3CAEABAHE 3a
KapAMOMMOMATHA A CE M3BBPLLBA C AOCTBI AO :
MYATUAVUCLIMMAMHAPEH €KW, BKAIOYUTEAHO TakbB C .
OMWT B METOAOAOTMSITA HA TEHETUYHOTO U3CAEABAHE,
CeKBEHLIMaAHATa MHTEPrpeTaLs Ha BApUAHTUTE, .
U KAMHAYHOTO MPUAOXKEHWE Ha TEHETUYHOTO .
TecTBaHe, 0BMYANHO B CMELIMAAUMPAH LIEHTBP MO
KapAMOMMOMATHM MAM B MPEXa C AOCTbI AQ .
eKBUBAACHTHa eKcriepTu3a, 222224226

[MpernopbyBa ce reHeTUHHO KOHCYATMPAHE MPEAU U
CAEA TECTa MPU BCUYKM AMLIA, MOAAOXKEHM Ha :
reHeTMYHO M3CAeABaHE 32 :
KapAMIOMHOMaTH, 204208227-236 :

C

C

[podbrncasa

YAeHoBe Ha pammuamnaTa

[Mpenopbysa ce KaCKaAHO FEHETUYHO M3CAEABAHE,

C KOHCYATUPaHE MPeAM M CAEA TECTa, A Ce MpeAAara
Ha Bb3PaCTHU POAHMHM C PUCK, aKO € YCTaHOBEHa
HaAEXAHa reHeTUYHa AMarHosa (T.e. P/LP BapuaHT)
MPY MHAMBUA C KAPAMOMMONMATHS B CEMENCTBOTO
(3anouBaikM ¢ pOAHUHUTE OT MbpBA CTEMEH, ako
1Ma TaKMBa, U NMOCAEABALL, KaCKaAEH
CKPMHMHF)_zM,zu_zaz

KackapHO reHeTU4HO TecTBaHe C KOHCYATMpaHe
MPEAV U CAea TecTa TpsibBa Aa CE MMa MPEABUA MpU
POACTBEHMLIM AELIA C PUCK , aKO € yCTaHOBEHa
CUrypHa reHeTu4Ha AmarHosa (T.e. P/LP BapumaHT)
MPY UHAMBUA C KAPAVIOMUONATHS B CEMENCTBOTO
(3aMo4BakK OT MbpBa CTEMEH POAHWHM, aKO 1Ma
TaKMBa, U NMOCAEAOBATEAHO KacKapHO obxBalliaHe),
KaTo ce B3ema MPeABMA OCHOBHATa KapAMOMMONaATHS,
OYaKBaHaTa Bb3pacT Ha MosiBa, MPOSBUTE 11 B
CEMENCTBOTO U KAMHWUYHUTE/MpaBHTE

MOCAEACTBUSA. B

TecTBaHe 3a HaAMYME HA GAMUAEH BAPUAHT C

HEU3BECTHA 3HAYMMOCT, OBMKHOBEHO MPU POAUTEAU

M/MAM 3acerHaTV POAHWHM, , TpSGBa Aa Ce B3eMe

MPEeABMA, aKO TOBa OM MOTAO A MO3BOAV HAAEKAHA lla C
MHTEprpeTaLus Ha BapuaHTa.

AMarHOCTUYHO reHETUYHO TECTBaHE He Ce Mperno-
pbyBa MpY GEHOTUM-OTPULIATEAEH POAHMHA Ha
NaLMEHT C KAPAMOMMOMATHS, KOraToO AUMCBA CUrypHa
reHeTUYHa AmarHosa (T.e. P/LP BapuaHT) B cemeitcT-
BOTO.

P/LP, naToreHeH/BeposTHO naToreHeH.
? Kaac npenopbku.
© AoKasaTeAcTBeHO HUBO.

6.9. AMarHoCcTHUUYEH NOAXOA NpU NeAnaTpm-

YHU NaULUEHTHN

Mo TpaA LS KapAVOMMOMATUKTE MPU AELd CE CHUTAT 32 OTAEAHM
E€AVHULM OT KapAMOMMOMATUUTE MPU IOHOLIM M Bb3PACTHM, C
pasAMYHa eTUOAOTUS, eCTECTBEHA UCTOPUS U AeveHue. Bbnpeku ve ca
3HAYUTEAHO MO-PEAKM, OTKOAKOTO MPW Bb3PaCTHW, CbBPEMEHHWTE
AAHHW MOKa3BaT, Ye CAeA MbpBaTa rOAMHA OT XKMBOTA, B MOBEYETO
CAYHau MeAMaTpUYHUTE KapAMOMMOMATUM MPEACTaBASBAT YacT OT
CrekTbpa Ha CbluMTe 3aDOASIBAHMS, KOMUTO Ce HabAopaBaT npwu
IOHOLIM 1 Bb3pacTHW.”® [peABMA TAXHaTa PAAKOCT, AaHHUTE 3a
KAMHUYHMS MOAXOA M PE3yATaTUTE Ca MO-OrpaHUYeHU, OTKOAKOTO
MpU BB3PACTHM, HO OBLUMPHU MOMYAALUMOHHWU AQHHU MAM Ha
MEXAYHAPOAHM KOHCOPLIMYMU OCUrypuxa BaxHa MHQpOpMaLms 3a
KAMHWYHWTE MPOSBM, eCcTecTBeHaTa MCTOPUS U M3XOAA OT
KapAMOMMOMaTUMTe Npu Aelia.”® KapavomuonaTuTe ¢ Hadaro B
AETCKa Bb3PacT YeCTO MPEACTABASBAT ABA NMPOTUBOMOAOXKHM Kpasi Ha
cnekTbpa Ha 3abOASBAHETO Ha CbpAEYHUS MYCKYA: (i) Texko
3ab0AsBaHe C paHHO Ha4aAo, ¢ 6bp3a Nporpecust Ha 3a6OASBAHETO U
AOLLA MPOrHO3a, B CbOTBETCTBME C HAM-TEXKUTE MPOSBU MpU
Bb3PaCTHU; MAM (ii) paHHa ¢peHOTMMHA eKkcrmpecus Ha
KapAMOMMOMATMS MPU Bb3PACTHM, BCE MO-YECTO pasro3HaBaHa B
pe3yATaT Ha ¢paMMAEH CKPUHMHT. [MopaaM Tasu npuynHa paboTHata
rpyna noavepTasa NMpUHLMIIA Ha PasrAeXXAaHe Ha KapAVOMUONaTUmUTE
BbB BCUYKM Bb3PACTOBW MPYMM KaTO OTAEAHW DOAECTHU €AMHULM, C
MPEnopbKM, NMPUAOKMMK KbM MeAMaTpUYHATa U KbM Bb3pacToBaTa
NOMyAaLMs B TOBAa PbKOBOACTBO, KaTo NMPUEMA, Ye AOKa3aTeACTBEHaTa
6asa 3a MHOrO OT MPEMOPBKUTE € 3HAUMTEAHO MO-OrpaHMyeHa 3a
Aeua. Korato 1ma pasAvku, CBbp3aHM C Bb3pacTTa, Te ca CreLaAHo
NOAYEPTaHMU.

©ESC 2023
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OBLLMAT MOAXOA KbM KapAMOMMOMaTMITE MPU AeLIA M Bb3PacTHU Ce
OCHOBaBa Ha Bb3PaCTTa Ha M3ABa, KAUHWUYHATA M35Ba, CbPAGUHUS U
cucTeMeH deHoTmn.™ Korato MMa CbMHEHMe 33 CUHAPOMHO MAM
MEeTabOAMTHO 3a60ASBaHE Ce B3EMaT MPEABMA Bb3PacTTa Ha M3fBa,
KPBBHOTO POACTBO M CeMeliHa aHaMHe3a, CbPAEUHO W CUCTEMHO
3acsarave, EKI u obpasHa aAmMarHocTuka, Kakto u AabopaTopHM
M3CAEABAHMS, KOMTO AQ AOBEAAT AO OMpeAeAsiHe Ha deHoTuna,
eTMOAOMMATA M MepCOHaAM3MpaHOTO Aedenue.”” KakTo mpu
Bb3PACTHWTE, KAMHUYHATA M3ABa Bapy1pa OT AMMCA Ha CUMMTOMU AO
BCC kaTo MbpBO M eAMHCTBEHO NposBAeHme. > 4%

6.9.1. KapanomuonaTtmusa ¢ Ha4aAo B MHPAHTUAHA U
PaHHa AeTCKa Bb3pacT

M oBpaTHO, eTMOAOTUATA, ecTecTBeHaTa MCTOPUS U pesyATaThTe OT
KapAMOMMOMaTMMTE C HauaAo (<1-roAMLLHA Bb3PacT) MoraT Aa 6baaT
3HAUUTEAHO Pa3AMUHM OT Teau, HabAIOAABaHM MY MO-FOAEMM AL,
IOHOLM M Bb3pacTHU. [Py MHOAHTUAHM KapaMOMMOMATUM U
KAPAMOMMOMAaTMM C HaUaAO B PaHHa AETCKA Bb3PACT, KAMHUUHOTO
MPEeACTaBAHE, CbPACUHMAT BEHOTUM M eTMOAOMMATA Ca OCHOBHMTE
AETEPMUHAHTU Ha AeuveHueTo.” TeKOTO KAMHUYHO HadaAo Ha

MHbAHTUAHUTE KapAMOMMOMATUM OBUKHOBEHO Ce AeKyBa B
OTAEAEHMS 32 UHTEH3UBHO AEYEHWE OT HEOHATOAO3M U MEAUATPUYHM
KapAMOAO3M, 3a PecrnMpaTopeH AUCTPec U/UAM MeTaboAMTHa
auUMAO3a, M/MAM XUMOrAMKeMUs, u/AM xunoTorma.” " lanocten
KAVHWYEH MOAXOA, KaTo Ce B3eMaT MPeABMA KaKTO CbPAEYHMS, Taka v
CUCTEMHUS GeHOTUM (KPBBHO POACTBO; AUCMOPOU3MU AU CKEAETHM
AHOMAAMM; YMCTBEHA M30CTAHAAOCT; MyCKYAHA XUMOTOHMS U CAABOCT;
XUMOTAMKEMIS CbC MAM He3 MeTaboAWUTHA aLa03a; nosuueHn CK u
TpaHcaMMHasu; HaAMUMe Ha KETOHU B YPUHATa, OPraHWyHa aLuaypus,
AUMAKAPHUTUH W NPOGUAM Ha CBODBOAHUTE MACTHWU KUCEAWMHM; M
MeTaboAM3BM Ha KaAuMit M BUTamuH D), U BKAIOUBAHETO Ha
MYATUAMCLIMNAMHAPEH €KUM (FEHETUK M EKCMEPTU MO METABOAUTHU U
HEBPOAOTUYHM 3a00ASBAHMS) € 3aABAKMTEAHO MPU MPOBEXKAAHE Ha
AEYEHMETO, KOraTo ca HaAuue OobpaTUMU WMAM CreundUUHM
3aboAsiBaHus (Purypa 10).

Mpu kbpmaveTa ¢ HCM caep MskAouBaHe Ha 06paTUMK MPUUMHM
(AvabeT Ha MaiikaTa,” cMMApPOM Ha GAM3HaLMTe, ynoTpeba Ha
kopTHkocTeporan™ ), e BaxHO Aa ce OMpeAeA, eAHOBPEMEHHO C
BMAQ XWUMEpPTPOPUS (ACMMETPUYHA, KOHLEHTPUYHA, ABYKaMepHa),

~N

~
KAUHMYEH MOAXOA KbM MH¢aHTM/\Ha N AETCKa KapANOMMOMaTUA
MoaeA Ha
yHacAepsBaHe'
ExkctpemHa AKX - -
XMUMOKMHE3NS
IMocTepoAatepaHa -
aKkMHesus
MyAmMoHaAHa
cteHo3a/BC3
Exokapavorpama
CKEAETHW aHOMaAUM
AT €CMO30MHa
aumaosa
2
XMnoxaA_lI__;eMwﬂ
CucremeH TAST/AL
deHoTUN
® Hcwm
. DCM caaboct
TO, MHTEAEKTYaAHa
‘ RCM M30CTaHaAOCT
§

@ESC—

Durypa 10 KavHuuen noaxop kbM uHbaHTMAHA W AeTcka kapavomuonatua. ALT, araHuH amuHoTpaHcdepasa; ARVC, aputmoreHHa apecHokamepHa
kapanomuonatus; AST, acnapTat TpaHcammHasa; BC3, BpoaeHo cbpaeuHo 3aboassane; DCM, anaatatreHa kapanommonatus; EKI, eaektpokapamorpama; GSD,
HapyLUeHKWe Ha CbXpaHeHKeTo Ha rankoreH; HCM, xuneptpoduuHa kapamomuonatus; LSD, anzo3omHa 6oaecT Ha HaTpynBare; AKX, AeBokamepHa xunepTpodus;
MYH7, mrnosuHosa Texka sepura 7; NDLVC, HepasiumpeHa AeBokamepHa Kapavomumonatus; NSML, cuHapom Ha Noonan ¢ MHoxecTBO AeHTUrMHK; RCM,
PECTPUKTUBHA KAPAMOMUOATHS.

“Burkte TabAMLa 5.
*Bukte Tabamnua 7.
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HaAMumeTo Ha LVOTO, AMacToAHa u/mAM cucToAHa AMcdyHKUMS, 1

3acsaraHe Ha AK. TpsibBa Aa ce M3KAIOUM capkoMepHa GOAECT ¢ paHHO
Ha’yaAO (BKAKOUYUTEAHO ABOMHM/KOMOUHMPaHM BapuaHTK), AOPU U
npu Annca Ha dammaHa aHamHesa 3a HCM 1 BCC; Tesn 6ebeta mmat
TEXKM CUMMTOMM Ha CbpPAEYHA HEAOCTATBYHOCT M MPEXMBAEMOCTTA
OTBbA MbpBaTa FOAMHA OT XMBOTa e pAaka.” HampoTue, KAMHMUHaTa
M35Ba CbC CbPAEYHA HEAOCTATBYHOCT € PsSAKA MPU Kbpmadera C
XeTepPO3WUroTHa capkoMepHa GOAECT B CPaBHEHME CbC CUHAPOMM Ha
MaApOpMaLMs AU METABOAUTHU HapyLLIEHUS, MPU KOUTO HUBATa Ha
NPEeXMBAEMOCT ca cboTeeTHO <90% 1 <70% 3a 1 ropmHa.”****’ [
6ebeta c HCM 1 Haanume Ha oBCTpYKLMS Ha AByKaMepeH U3XOAEH
TpakT 1 =1 "4epBeH pAar' 3a HeBpO-KapAMO-daLMO KyTaHEH CUHAPOM
(AMCMOPHU3MU, KOXKHM AHOMAAMM, CKEAETHU aHOMAAMM U T.H.) TpsibBa
Aa Hacoun kbM RAS-omatn.”* Texka LVOTO mpu cebp3aHa c
RAS-onatms HCM wusmcksa yecto Bucoka po3a HBeta H6AOKapa M B
HAKOM CAydau OBMMUCAsIHE Ha cenTarHa MuekTomma.”* > Mpu
kbpMayeTa ¢ HCM, ABykamepHaTta Xm1nepTpodus, KOSTO Ce MposBsBa
4ECTO C MPM3HALM Ha CbpPAEYHA HEAOCTAaTbYHOCT M CMCTOAHA
AMchyHKUMsA, U 21 "yepeeH ¢aar" 3a MeTaboAUTHO 3aboasBaHe
(MyckyAHa xunoToHus, nosuweHa KK 1 TpaHcammHasu, KpbBHO
POACTBO WAWM MaTPUAMHEEH MOAEA Ha HacAeasBaHe) Tpsbea
3aABAKMTEAHO AQ Ce M3KAIOYAT BPOAEHM TPeLLKM Ha MeTabOoAM3Ma,
BKAOUMTEAHO TAMKoreHosa Tun Il (6oaecT Ha Pompe), aebekTi Ha
OKMCAEHMETO Ha MaCTHUTE KUCEAWHU U MUTOXOHAPWMAAHM
HapyweHns.” > Tlpu 6ebeTa c 6orecT Ha Pompe e aokasaHo, ue
eH3nMHaTa 3amecTBalla Tepanus (ERT) Boan Ao obpaTtHo passutie
Ha/\KX.269,2737275

Mpu kbpmadeTa c DCM TpsabBa Aa ce M3KkAoHaT 0O6paTUMK MPULMHI
(Hanp. xunokaAumemmyeH suTamuH D-3aBucum paxut) u BC3
(aopTHa koapkTaums n ALCAPA, usmckealLy He3abaBHO XMPYpPrityHo
revenme). "7 BUpycHMST MUOKapAMT Cbllo Tpsbea aa Gbae
U3KAIOUEH Ype3 HeuHBa3uBHM (T.e. AabopaTopHu) 1 uHeasmeHu (EMB)
M3CAeABaHMA, MpU moabpaHu cayudan.”*?’ HespomyckyaHuTe
(cBBP3aHM C AUCTPOPUH U CAPKOTAMKAH) KapAMOMMONaTUM TpsibBa Ad
Ce M3KAKOYAT MpK MaLMEHTU C MyCKYAHA XMMOTOHMs U nosuLueH CK u
€ HEOBXOAUM MYATUAMCLIMMAMHAPEH MOAXOA, BKAIOUBALL, HEBPOAOT U
€KCMepTM Mo MeTaboAUTHM 3a6oAsBaHMA. ™™ KoraTo deHoTUMbT
DCM e cebp3ar ¢ AK xunepTtpabekyaaums, Tpsbea pa ce B3emat
NMpeABMA APYrM MUTOXOHAPUAAHW/METABOAUTHU 3abOASIBaHMS,
BKAIOUMTEAHO CUHAPOM Ha Barth.”

M3oamparata RCM ce cpelia psAKO Mpu kKbpMayeTa, HO Mo-4ecTo
ce cpelua cmeceH peHoTrn RCM/HCM. DaMuaHKUTE CAyYam ca YecTu,
ocobeHo npu naupeHT ¢ RCM/HCM derotun.”* * Hesasucumo ot
¢beHoTMNA, TOM MO MPUHLMM Ce CBbP3BA C AOLLIA MPOrHO3a, BbIpeKu
ye ¢eHoTmnbt RCM/HCM uma 3HaumMTeAaHO no-pobpa
NpexuBAeMoCT 6e3 TpaHCMAaHTaLMA OT u3oAMpaHaTa RCM.™

AputmoreHHaTa AK kapavomuonatms u ¢deHoTMmoBeTe
HeamAaTaTueHa AK KapaMOMMOMNaTMs ca MHOTO PeAKU Mpu
KbpMayeTa U Hali-4ecTo ca aBTO30MHO-PeLLeCHBHI GOPMU, CBbP3aHM
C KOXHW nposBu (Hamp. 6oaecT Ha Naxos M CMHAPOM Ha
Carvajal),”"*” Makap ue ToBa MOXe Aa € OTpaXeHie Ha AMMcaTa Ha
CUCTEMEH KAMHWYEH CKPUMHMHI 32 Te3W CbCTOSIHWS B paHHa AETCKa
Bb3pacT. HoBu paHHK npeanoaarar, Ye ~15% ot naunenTute c ARVC
MMaT MeAMATPUYHO Ha4YaAo Ha 3aBOASBAHETO, @ MEAMATPUYHUTE
naumeHTr ¢ ARVC ce MpeACTaBsAT Mo-4ecTo ¢ TeXbK GeHOTUN 1 Mo-
Bucok puck ot BCC.” Bce no-uecTo ce pasnosHasat aeuia ¢ ARVC 1
NDLVC ¢eHoTHMOBE, MPeACTaBAWM Ce C OCTPU MUOKApAHM
I_IPOHBM.Z‘)‘FZW

6.10. O6wWwM NpUHLUUNK NMPU A€YEHUE Ha

naLueHTU C KapaAMoMHonaTus

6.10.1. OueHKa Ha cCMMNTOMUTE

Hskou xopa ¢ KapAMOMMOMAaTWUS M AEKO M3paseHun CTPYKTYpHU
MPOMEHM ocTaBaT OEe3CMMMNTOMHW M UMaT HOPMAaAHA MPOABAXKM-
TEAHOCT Ha KMBOTa; APYT¥ 0baye Morat Aa pasBuAT CUMMTOMMU, HECTO
MHOFO TOAWMHWM cAep nosiBaTa Ha EKI wmAn obpasHu aAaHHM 3a
3aboassaHe. [1pu KbpMadeTa CMMNTOMWUTE W MpU3HALMTE 33
CbpAEYHA HEAOCTATbYHOCT BKAIOYBAT TaXWIHES, AOLLO XPaHeHe,

NMPeKOMEPHO U3MnoTsBaHe 1 3abaBsHe Ha pa3suTHeTO. [o-roremute
AeLia, IOHOLLUTE U Bb3PaCTHUTE Ce OMAAKBAT OT YMOPa U 3aAYX, KaKTO
M oT 6oAKa B TrbpAMTe, cbpuebueHe U cuHKOM. Tbl KaTo
KAacudmKaumaTa Ha HiollopkckaTa KapAMOAOrMYHA acoLMalus
(NYHA) 3a cTemeHyBaHe Ha CbpaeYHaTa HEAOCTATbYHOCT He e
MPUAOXKMMA MPK A€LIA Ha Bb3PACT MOA 5 FOAMHM, KAacMdMKaLMATa 32
CbpAEUHa HEAOCTAaTbYHOCT Ha Ross e npueTa npu AeLia Ha Bb3pacT <5
roAMHU, HO He e BaaMaupada.” OBMKHOBEHO ca AOCTaTbuYHU
ABymamepHa (2D) 1 Aonaep exokapanorpadus, EKI 1 ambyaatopHo
EKT” MoHWTOpUpaHe 1 TecT ¢ HaTOBapBaHe, 3a Aa CE OMPEAEAW Hall-
BEPOSITHATa MPUYMHA 33 CUMMTOMUTE. AOMBAHUTEAHU U3CAEABAHMS
(vanp. KAT kopoHapHa aHruorpadpus mnan CKAT, kapauo-
nyAmMoHaAeH TecT ¢ HatoBapsaHe [CPET], eaekTpo-¢pusnorornyHo
M3CAEABaHE, UMMAGHTMPAHE Ha 3aMMCBaLLO YCTPOICTBO) TpsbBa Aa ce
MMaT NPeABMA 3a M3CAEABAHE Ha CeLMUUHIM CUMITOMM Ha OOAKa B
FbPAWTE, CUHKOM W MAaAMMTaLMs, B CbOTBETCTBME C yCTaHOBEHaTa
KAMHMYHA npakTuka W npenopbkute. 7" Cyppeuna
KaTeTepu3aLMs 3a OLieHKa Ha GYHKLMATA Ha ASICHOTO U ASIBOTO CbpLie
n 6eroppobHOTO apTepuaaHo cbnpoTuBAeHune, u CPET ¢
€AHOBPEMEHHO M3MEPBaHE Ha AUXATEAHWTE rasoBe, He € CTaHAapTHa
4acT oT 06paboTkaTa, HO OCTaBa MPEMNOPBUUTEAHO MPU MaLMEHTM C
TEXKM CUMMTOMM, CbC CUCTOAHA M/MAM AMacToAHa AK AnchyHKLMS,
KOraTo CblLECTBYBa HECUIYPHOCT OTHOCHO HaASIraHETO Ha MbAHEHE
MAM MPU Te3M, KOUTO Ce MpeLieHsBaT 3a CbpPAEUHA TPaHCMAAHTaLMS
MAM MEXaHMYHA LIMPKYAQTOPHa NMOAKpPena.

6.10.2. AeveHue Ha cbpAEeYHaTa HEAOCTaTbYHOCT
KAMHWUYHMAT MOAXOA MPU CbpAeYHA HEAOCTATbYHOCT € OMUCaH B
[Mpenopsku Ha ESC 2021 1. 32 AMarHOCTUKa U AeYeHME Ha OCTpa U
XPOHMYHA CbpAEUHA HepOCTaTbuHOCT.” B TO3M AOKYMeHT
MpernopbknTe OBWMKHOBEHO Ca HE3aBUCMMM OT eTUOAOTMATA Ha
CbpAeYHaTa HEAOCTaTbYHOCT M BKAIOYBAT aKTyaAHaTa ¢apMako-
AOTWMYHA Tepanus, ycTpoicTsa M ycTporctea 3a AK acucTupaHe
(LVAD)/tpaHcnaaHTaums. Kato TakuBa, MpernopbkuTe 3a AeyeHue
TpsibBa Aa Ce pasrAexaaT KaTo obui, a He crneuueuyHM 3a
pasAMUHKTE GOPMM Ha KapaloMmonaTin. PapMakoAOTMYHa Tepanis
3a HFrEF, Ha 6a3aTa Ha paHAOMM3MPaHU KOHTPOAMPAHU NMPOYYBaHMS
(PKT) B roAemMun KOXOPTH, BKAIOYBALLM MHXMOUTOPK Ha aHTMOTEH3MH-
koHBepTupawmsa eHsum (ACE-l)/aHrMoTeH3nMH peuenTopHu
HenpuAusuHoBU MHXxMObUTOopU (ARNIs), 6eTa-6A0KepH,
MUHEPAAKOPTUKOUAHM peuenTopHM aHTaroHnctn (MRA) u
MHXMOUTOPK Ha HaTpUt—TAIOKO3a Ko-TpaHcrnopTep 2 (SGLT2i) 6uxa
OGUAM Hait-Bede MpUAOXKMMM 3a reHeTudHn DCM, NDLVC u apyru
deHoTMnoBe, cBbP3aHM € AK AMChYHKLMSA (Hanp. KpaeH CTapAMit Ha
HCM, RCM u ARVC). lMokasaHuaTa 3a MMMAAHTMPaHe Ha
YCTPOMCTBO 3a CbpAeYHa pecuHxpoHmampallia Tepanus (CRT) u 3a
CbpAEYHA TpaHCMAAHTaLUms Cbllo 6mxa OUAM CbOTBETHO OOLLO
NpUAOXKMUMU. [1penopbkuTe 3a AedeHune Ha HFpEF 6uxa 6uam
MPUAOKMMU TAaBHO Npu HeobcTpykTeHa HCM, RCM 1 cbpaedHa
amunaompo3sa. Mpes 2023 r. Tpsabea pa 6bae MybAKKyBaHa PpoKycHpaHa
akTyaAMsauma.”

MHAMBUAYAAHUAT OTTOBOP KbM AEUYEHMETO 3a CbpAeYHa
HEAOCTaTbYHOCT MOXKE Ad HE € €AHAKbBB 33 PasAMYHK CreLMdUYHM
FEHETUYHU MPUYMHM, KaKTO AeMOCTpupaxa obCcepBaLMOHHM
npoyusanua.’™’” AOMbAHUTEAHM CbOBPaXEHMs, NMPUAOKUMM 3a
crneLmeUUHM NMOATUMOBE KapAMOMMOMATMM MPU Bb3PACTHU U AeLa,
KakTO M B KOHKPETEH KOHTEKCT KaTO OpeMEeHHOCT U peAKM
METaBOAUTHU TeHOKOMMWA, ca B MpOLIEC Ha 6bP30 passuTMe™ U ce
0b6CbXKAAT B PaspeAMTe 3a crieUMdUUHKUTE KapAMOMMONaTUK (BXK.
Paspean 7.6 18.2.2).

CobpaeyHaTa aMMAOMAO3a M Hskon dopmm Ha RCM 3acaykasat
CreLpaAHO BHUMaHKE LLIO Ce OTHACH AO MOAXOAQ MpU CbpAEYHa
HEAOCTaTbYHOCT. KOHTPOABT Ha TEYHOCTUTE W MOAABPXAHETO Ha
HOPMOBOAEMMWS MMaT LIEHTPAaAHO 3HaueHue. AKO ca HaAuLe
CMMMTOMM Ha CbpAEYHA HEAOCTAaTbYHOCT, TpsibBa Aa Ce AasaT
OPVMKOBM AWMYPETULM, BBMPEKM Ye OpTOCTATUYHATA XMMOTOHMS
MOXe Aa MPUUMHM HEMOHOCMMOCT, a MpeKkoMmepHaTa 3aryba Ha
TEYHOCTU MOXE Ad BAOLLM CUMMTOMMUTE MOPAAM PECTPUKLIMSA (Harp.
npyt HCM uan ammaompo3a). Poasta Ha Geta-6aokepute, ACE-Is,
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aHrMoTeH3sunH-peLentopHute 6A0Kepu (ARBs) wnan ARNIs npu
AEYEHMETO Ha TE3M MaLMEHTU HE € OMPEAEAEHA U Te MOXE Ad HE Ce
MoHacAT Aobpe nopaan xunoToHus. ™ Hello noseye, crivipaHeTo Ha
Te3W AeKapCTBa YeCTO BOAM AO AO MOAODPSiBaHE Ha CUMMTOMMUTE U
TpsibBa AQ Ce 1Ma MPEABUA.

CobpaeyHata HepocTaTbuHocT ¢ AKMD >40-50%, Bb3cTaHOBEHa OT
HFrEF nan HFmrEF (noaobpera AKM®306), He ce pasraexaa
oTaeAHo B [penopbku Ha ESC 2021 1. 32 AMarHocTrka n Ae4eHue Ha
OCTpa U XPOHMYHA CbPAEYHA HEAOCTATBYHOCT, HO € OCOBEHO BaXKHa
3a reHeTnyHata AKMI, Tbi1 KaTo 3HAYMTEAHA YACT OT NaUMEHTUTE C
HFrEF nan HFmrEF we noaobpst ceosta AKM® ¢ npenopbusaHaTa
MeamimHcka Tepanua (GDMT).” MaumeHTuTe M AekapuTe ca
M3NpaBeHU TMpep AMAEMaTa AAAUM A2 MPOABAXKAT AOXMBOTHO
dapmakoTepanus MAM Aa s CrpaT B AaAeH MOMeHT. [poyusaHeTo
TRED-HF (MNpeycTaHoBsBaHe Ha TepanusTa Mpu Bb3CTaHOBEHA
AMAATaTMBHA KapAMOMMOMATUS — CbPAEYHA HEAOCTaTbYHOCT) e
eanHcTBeHoTo PKM, KoeTo npasu oLeHka AaAM NMpekpaTsBaHeTo Ha
GDMT e 6esonacHo. PesyAtaTuTe nokasear, Ye roAasma 4acT OT
naumeHTUTe ca uMmaan peumamempaia AK AnchyHKLMS KMAK
CbpAeYHa HEAOCTaTbYHOCT, Taka Ye HACTOALMTE YyKasaHWs
npernopbYBaT BHUMaTeAHO crivpaHe.™”
6.10.2.1. NpeBaHTUBHA MEeAMLMHCKa Tepanusa 3a
CbpA€YHA HEeAOCTaTbYHOCT NPU 6€3CUMNTOMHMU
HocUTeAu/paHHa NposiBa Ha 3aboAABaHeTO

TepanusTa Ha CbpAeYHaTa HEAOCTATBYHOCT TPsIOBA A Ce MPOBEXAA
cbraacHo [MNpenopbku Ha ESC 2021 1. 3a AnarHocTuka U AedeHre Ha
OCTPa U XpOHUYHa CbpaeYHa HepocTaTbuHOCT npu HFrER HFmIEF u
HFpEF npu naumeHTH ¢ KapAMOMMONATUS M CUMITOMM Ha CbpAeYHA
HepocTaTbuHOCT. ™ AoKasaTeAcTBaTa 3a MpPenopbKM 3a MoBeAEHME
npu 6escumntoMHa AK AUMCOYHKLMA ca OCKbAHW, KOETO e
MPEAM3BUKATEACTBO MPU FEHETUYHWUTE KapPAMOMMOMATUM, KbAETO
3HAYMTEAHA YacT OT MaLMeHTUTE ca MAaaM Oe3 MAWM caMo C Aeku
CUMMTOMM U KbAETO BE3CUMMTOMHUTE MaLMEHTU Ce OTKPUBAT YECTO
C KacKap€H CKPUHWHI.TBI KaTo € AOKasaHo, Ye AekapcTeata 3a
CbpAEYHA HEAOCTATBYHOCT MOBAMSBAT peMoaeAnpareTo Ha AK npu
cumnToMHM NaumeHTH ¢ AK AncdyHKLMS, MOXe Aa ce 0OOMUCAM MbpBa
AMHUS A€YEHME HA CbPAEYHATA HEAOCTATBYHOCT MPU MALMEHTU C
paHHn ¢dopmu Ha AKMIT/NDLVC, 3a pa ce npepoTBpatu
nporpecupaHeto Ha AK amAataums m amcdyHkums (Hanp. ACE-I,
ARBs , 6eta-6aokepu 1 MRAs, Kaac Ilb Huso C). Buomapkepute
MOraT Aa MOMOFHaT 3a WMAEHTUPUMLMPAHE HA MPEACUMMITOMHM
MaLMEHTH, KOUTO MOXKE A3 MMAT MOA3a OT paHHa HEBPO-XOPMOHAaAHA
6r0Kapa. ™ EGeKTET Ha AeKapCTBaTa 3a ChpAEUHA HEAOCTaTBUHOCT 3a
npeAoOTBpaTsABaHe Ha MnporpecusTa A0 sSBHO 3aboAsBaHe npwu
reHeTUUYHU HOCUTEAM Ha BapuaHTK, npuunHasalum AKMI/NDLVC,
MOHACTOSALLEM He e ycTaHOBeH. B MoMeHTa ce nposexaa naauebo-
kKoHTpoAampaHo u3snuteaHe (EARLY-Gene trial) 3a nposepka Ha
noAsata OT KaHApecapTaH 3a npepoTspatsBaHe Ha AK
AMcoyHKUMSA/AMAaTaLmMS npu To3u cueHapuit (EudraCT: 2021-
004577-30).

AeyeHNeTo MpU APYrM OE3CUMMTOMHM 3acerHat MauueHTU C
avarHosn HCM, ARVC n RCM TpsbBa pa ce peLum MHAMBUAYAAHO,
Tbit KaTo He € AOKA3aHO, Ye MEAMKAMEHTUTE MOBAMSBAT eKCrpecmsTa
Ha 3a60AsBaHeTO.

Hsma apokasaTeAcTBa B Moakpena Ha ynoTpebaTa Ha HacTOALLM
$apMakoAOTMYHM CPEACTBA 3a MPEBEHLMS Ha PasBUTMETO Ha
3ab0AsiBaHEe MpU He3acerHatM HocuTeAu. PaHaoMusMpaHuTe
KOHTPOAMPaHW NMpOYyYBaHUs Ca OrpaBAaHU, 3a Ad Ce YCTaHOBM edeKTa
Ha HOBMTe hapMaKOAOFMUHM Teparnim MpyM TO3u cLieHaphit.™”

Tepanuu 3a cbpaeYHa HEAOCTATbYHOCT Ce MpUAAraT Mpu Aea ¢
KapAMOMMOMATMM, KATO CE MPUAAraT AOKa3aTeACTBa OT Bb3PACTHU KbM
A€Lia MAM Bb3 OCHOBA Ha OFpaHUueH 6ol KAMHUYHM NpoyyBaHms.”
TepanunTe 3a CbpA€YHa HEAOCTATBYHOCT, KOUTO Ce W3MOA3BaT
pyTuHHO npu aeua ¢ AK amncdyrkums, ca ACE-I, 6eTa-6aokepy,
AVYPETULM U aHTArOHWCTU Ha AAAOCTEPOH. AHIMOTEH3UH
peuenTopHUTe 6AOKepu ca aaTepHatmBa Ha ACE-l. PanHuTe
pe3yATaTl OT MHOrOLLEHTPOBOTO PaHAOMM3UPAHO KOHTPOAHO
npoyusaHe PANORAMA-HF 1 nocaepBaroTo opobpeHue Ha
AAMUHUCTPaLMsTa Mo xpaHuTe U AekapcTteata (FDA) Ha ARNI npu
Aeua MporpaBuxa MbT 3a TO3M MO-HOB KAAC AeKapcTBa Mpu

NeAMaTPUYHM MaLMeHTH Ha 1-roaMLIHA MAM MO-TOASIMA Bb3PACT CbC
CMMMTOMHA CbPAEYHA HEAOCTATbYHOCT C AEBOKAaMepHa CUCTOAHA
AvchyHKUMS. B MOMeHTa ce ouakeaT Mpenopbku 3a AO3MpaHe Mpu
no-mMaakm aetia,”’’ Ho 3a peta <40 kg ce mpeaaara HauaAHa AO3a
1,6 mg/kg, koaTo ce TWTpMpa MakcumaaHo ao 3,1 mg/kg.’”
MoHacTOALLEM HAMA HAAMYHM KAMHUYHM M3MUTBAHWUS MAWM AQHHM 33
edpukacHocT 3a SGLT -2 nHxunbutopm npum Aetia.

6.10.2.2. CbpAeyYHa TPaHCMAaAHTaLMA

OpToTOmnHaTa CbpAeYHa TPaHCTAGHTALs TPSOBA Ad CE MMA MPEABUA
NPV MaUMEHTU C YMEPEHM AO TEXKM pedpakTepHM KbM AeueHue
cumnTomu (pyHkumoHareH kaac IlI-1V no NYHA), kouto otrosapsT
Ha CTaHAApPTHWTE KPUTEPMM 3a TPaHCMAaHTaUms (Bx. [1penopbku Ha
ESC 2021 r. 3a AMarHocTuKa M AeYeHMe Ha OCTpa WM XPOHMYHA
cbpaeuHa HepocTatbuHocT).” ToBa MOXe Aa BKAIOUBA MaLMEHTU C
RCM 1 HCM c HopmaaHa AKND, HO Texku pedpakTepHU KbM
AevenHre cumnTomu (NYHA dyHKumoHaeH kaac HlI-1V), npuumHern
OT aAvacToAHa AmMcdyHKUMA. ™' Tlpu maumeHTU c pedpakTepHM
KaMepHW apUTMUK, KOUTO HE MOraT Ad Ce AbAXAT €AMHCTBEHO Ha
oCTpa AEKOMMeHcaums B KpaeH CTaAMM Ha CbpAEYHa
HEAOCTaTBYHOCT, TpsibBa Ad Ce MPEANpUEME LSAOCTHA OLeHKa Ha

Mpenopbku Tabamua 9 — MpenopbKa 3a cbpAeYHa
TPaHCMAAHTaLMA NMPU NALMEHTU C KApAUOMMUOMNATUSA

Hugo’

a
Kaac

Mpenopbku

OpToTOmMHa CbpAEUHa TPaHCTAAHTaLs ce
MPEnopbYBa MPU NMOAXOASLLM MALMEHTU C KAPAMO-
MMOMaTUS C HaMpeAHaAa CbpAEUHA HEAOCTATbYHOCT
(NYHA kaac llI-IV) nan TpyaHO nosamsBata ce
KamepHa apuTMus, pedpakTepHa Ha AekapcTBeHa/
MHBa3VBHa/Tepanus C yCTPOWCTBO, M KOUTO HAMAT
aBCOAIOTHM MpoTHBOMOKasaHus, 3177319

NYHA, New York Heart Association.

2 KAac npenopbku.

b A\OKa3aTEACTBEHO HMBO.

BCUYKM MOTEHLMAAHU TepamneBTUYHM BbB3IMOXHOCTM (Hamp.
¢dapmakoTepanus; abaaums Ha kamepHa Taxukapaua [VT],
BKAIOYMTEAHO €MMKapAEH AOCTDBM, aKO € MOKasaH WM OCbLLECTBUM;
TpsibBa Aa Ce NMpeAnpueMe CbpAEYHa CUMMATUKOBA AeHEpPBaLMS MpU
NaLmeHTH C eAekTpuyecka Byps M/MAM pedpakTepHa MOAMMOpdHA
VT unan 6bp3a moHomopdHa VT) npean Aa ce npernopbya CbpaeyHa
TpaHcnAaHTauums (8. Paspen 6.10.4).

Mpenopbku Tabamua 10 - Mpenopbku 3a NPUAOIKEHHUE
Ha YCTPOMCTBO 32 MOAMOMAaraHe Ha AfiBaTa Kamepa npm
MaLMeHTU ¢ KapAMOMMHONaATUSA

Mpenopbku Kaac®  Huso
MexaHWYHO MoAmMoMaraHe Ha LipKyAaLmMsTa Tpsibsa
A2 CE VM2 NPEABUA NPU M36PaHK MaLmeEHTH C
KapAMOMMONATUS U HarpeAHaAa CbpAEYHa
HepocTaTbyHOCT (KAac -V no NYHA), ebnpeku
OMTUMAAHOTO GAPMAKOAOTMUYHO U anapaTHO AEUEHMeE,
KOMTO MHaYe Ca MOAXOASILLM 33 CbpAEUHA
TPaHCMAAHTaLWs, 3a NOACOPSBaHe Ha CYMMTOMMTE U
HaMaAsIBAHE HA PUCKA OT XOCMUTAAM3ALWS 32
CbPAEYHA HEAOCTATBYHOCT M MPEXAEBPEMEHHA

CMbPT AOKaTO OYaKBaT TpaHcrAaTaums, 320324

lla

MexaHW4YHO MoAMoMaraHe Ha LIMpKyAaLmsTa TpsbBa
Aa Ce ViMa MPeABUA NPU M3BPaHK MaLMeHTH C
KapAMOMMONATUS 1 HaNpeAHaAa CbpAeyHa
HepocTaTbyHOCT (KAac -1V no NYHA), sbnpeku
OMTUMaAHOTO GapPMaKOAOTMYHO AeHeHMe, KOUTO He
OTrOBapAT Ha YCAOBMATA 33 CbpAEUHA
TPaHCMAAHTaLIMA AU APYFU XUPYPFUYHM
Bb3MOXHOCTM U 6e3 Texka AeCHOKaMepHa
AMCOYHKLIMSA, 32 AQ CE HAMAAW PUCKA OT CMBRT,

321,325-330
KaKTO 1 3a NOAOOpSBaHe Ha CUMMTOMATMKATA.

lla

NYHA, New York Heart Association.
@ Kaac npenopbku.
b AOKa3aTeACTBEHO HUBO.
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6.10.2.3. YcTpoiicTBa 3a NOANOMaraHe Ha AfiBaTa Kamepa
Tb KaTO MMa HapacTsally, OpoM MaLMEHTM C KpaeH CTaAMi Ha
CbpAEYHA HEAOCTATbYHOCT W rpyrnaTa OT AOHOPU Ha OpraHu OCTaBa
orpaHuyeHa, MexaHuyHata LupkyAatopHa noakpena (MCS) ¢ LVAD
WAV ABYKaMEpHO acMCTMPALLO YCTPOMCTBO BCE MOBEYE Ce M3MOA3Ba
KaTo MOCT KbM TpaHcmAaHTaumsaTa. AbarocpouHata MCS cblio
TpsibBa A2 Ce pasrAexAd KaTo LieAeBa Tepanus 3a MauMeHTU C
KapAMOMMOMaTUA C HarNpeAHaAa CbpPAEYHA HEAOCTATBUYHOCT BbIPEKM
OMTUMAAHO MEAMKAMEHTO3HO AeYeHMe, KOUTO He OTroBapsAT Ha
YCAOBMSATA 32 TPaHCMAAHTaLMA.”

6.10.3. AeueHue Ha Npe ACbPAHU apUTMUMU
[MpeACBPAHOTO MbXAEHE € Hait-YecTaTa apuUTMKS MPU BCUUKM
KapAMOMMOMaTUKM U € CBbp3aHa C MOBMLUEH PWUCK OT KapAMO-
eMBOAUUHM CHOUTMSA, CbPAEUHA HEAOCTATBYHOCT M CMBPT.
Aannu o1 3208 nocaepOBaTEAHM Bb3PACTHW MALMEHTU B PETUCTHPA
Ha kapamomumonatuaTa EURObservational Research Program
(EORP) nokassat usxopHa udectota Ha MM 28,2% u 31,1% npwu
npocaepssaHe,” " Bbrpekn Ue BapMpa MpU PasAMUHWTE BUAOBE
Kapavomuonatusa (ex. Ta6auua 15). Kato usao, roauHata
yecToTa B TO3M pernctvp e 3,0%.°77 Mpu naunentn c
KapAMoMMONaTUM Haandmeto Ha 1M e cBbp3aHO C MO-TEXKM
CMMNTOMM, MO-BMCOKA YecToTa Ha CbPAEYHO-CbAOBW PUCKOBM
baKkTopu U KOMOPOMAHOCTH, M MOBULLEHA YECTOTa Ha UHCYATUTE U
MO-BMCOKA CMbPTHOCT (MO BCSIKAKBA MPUUMHA M OT CbpPAEYHA
HepoCTaTbuHOCT), %

KakTo NMpenopbkute Ha ESC 2020 r. 3a AvarHOCTUKA U AeHeHMe Ha
NPeACbPAHOTO MbXAeHe, Taka u [penopbkute Ha ESC 2021 1. 3a
AMArHOCTMKA M AEYEHME Ha OCTPa WM XPOHUYHA CbpAevHa
HEAOCTATbYHOCT MPEnopbYBAT MHTErPUPAH U CTPYKTYPUPaH MOAXOA
32 YAECHSIBaHe MPUAAraHeTO Ha NMpenopbYaHoOTO AedeHue. AokasaHo
€, 4e MOAXOABT 3a NMo-A0Dpa rpuka npu npeacbpAHO MbxaeHe (ABC)
HaMaAsiBa pUCKa OT WHCYAT M CUCTEMHA eMOOAWS, MHGAPKT Ha
MMOKapAa M CMbPTHOCT B obLuaTa nomyaaums.”” ' Benpeku ye Tosu
MOAXOA He € CMeLMaAHO OLIEHEH MPU MaLMEHTH C KAPAVOMMONATUM,
CbpAEYHa HEAOCTATBYHOCT € HaAuue npu ~20% oT AMuaTa B Tesu
MPOY4BaHUS 1 KbAETO € MOCOYeHa, KaparommuonaTus npu ~5,5-6,5%.
Mo-cneupaaHo, age PKI noakpenat uHTerpupaHata rpuka.’”
RACE 3, nHkoprniopupaiiku komrnoHeHTuTe Ha ABC aaroputsm B
CTPYKTYpUpaHa rpmxa, € AOBeA A0 HamaAsiBaHe Ha [TM 1 no-p06bp
KOHTPOA Ha puTbMa cpea 245 nauueHTu ¢ paHHo nepcuctupatio MM
M cTabuaHa cbpaedHa HepocTaTbuHOCT (119 paHAOMM3MpaHU KbM
TapreTHa, a 126 KkbM koHBeHLoHaAHa Teparia).”” [MpoyusaHeTo
MOBUAHOTO MpUAOXKEHME MpU MPeACPAHO MbxaeHe (MAFA-II),
KOeTo BKAlOYBAa 714 MauMeHTUM CbC CbpAEYHA HEAOCTATbYHOCT
(21,5%), 54 ¢ HCM (1,6%) n 105 ¢ DCM (3,2%), nokasa
MPEBB3XOACTBOTO Ha WHTErpuvpaHata rpuxka, MOAAbpXaHa oOT
MOBMAHA TEXHOAOTMS B KOMOMHMPAHWUS M3XOA OT "MCXeMuueH
MHCYAT/ccTeMeH TpoM60oeMbBOAM3BM, CMBPT M MOBTOPHA
xocnmTaamsaums”(1,9% cpewy 6,0%; cboTHoLweHWe Ha pucka [HR]
0,39; 95% aoseputeneH nHtepsaa [Cl], 0,22 o0 0,67; P <0,001) v HmBa
Ha pe-xocnutaamsaums (1,2% cpety 4,5%; HR 0,32; 95% CI, 0,17 a0
0,60; P <0,001).361 lMpupbp>kaHeTo KbM MOOMAHATa 3ApPaBHa
TEXHOAOT S NnoBevye oT 1 ropnHa e 61AO GAAroNpUATHO K CBBP3aHO C
HaMaAsBaHe Ha HeBAArONPUATHATE KAUHWUUHM pesyATaTi.’”
6.10.3.1. AHTMKOaryAaums
TpoMB0-eMOOAUYHUAT PUCK Bapupa MpW PasAUYHWUTE KapAMO-
muonaTim (Bx. Pasaen 7). CrpaeuHata ammaomaosa, HCM u
PKMIM* ca cBbp3aHi ¢ 0cOBEHO MOBULLIEH PUCK OT MHCYAT. "
PernctbpbT Ha EORP nokassa no-Aolua nporHosa B normyAauumsTa ¢
KapAMOMMOMaTHs W1 Npuapykaealo MM ¢ ropMiHa yvectoTta Ha
MHCyATa/MpexoaHaTa ncxemmyHa ataka (TWA) okoAo Tpu mbTU no-
BMCOKa B rpyraTa C KapAMOMMOMaTMA KOM6MHMpaHa c M.
CAeAOBATEAHO, BKAIOYBAHETO Ha aHTMKOAryAaLms MMa KAKOHYOBO
3HauyeHWe MpW MaumeHTM C BCskakbB BuA M MAM MpeaCbpAHO
TpenTeHe.

BaxHo e, ye naupeHTUTe ¢ kKapamMommonatus 1 1M umat nosevye
KapAMO-EMOOAVUYHU PUCKOBK HaKTOPU, BKAIOUMTEAHO MO-BMCOKA
Bb3pacT, no-HarpeaHaa kaac no NYHA 1 no-yecta aHamHesa 3a
UHCYAT/TIA, xunepToHus u 3axapeH auabet.”” CHA2DS2-VASc
ckopa (3aCToMHa CbpAeYHa HEAOCTaTbYHOCT MAM AEBOKaMepHa

AMCOYHKLIMA, XMNEPTOHUS, Bb3pacT 275 [No Ae], AMabeT, UHCYAT [No
ABe] — cbpoBa HoAecT, Bb3pacT 65—74, MOA [KEHCKM]) He e TeCTyBaH
cneunMdUYHO MpM MauueHTU C kaparommonatin,’” a uma
PeTPOCNEeKTUBHU AOKa3aTEACTBO, KOWUTO MOACKa3BaT 4e Hal-
BEPOSATHO MPOrHO3Mpa HeonTMMaAHO mHcyATa npu HCM u ATTR
amuaonaosa.”> """ Mopaan Tasm npuumHa, Bbnpekm ye Hama PK,
OLIEHsBALLM POASTA Ha aHTMKOAryAaumsta npu naumedtn ¢ HCM,
KaTo Ce MMa MpPeABMA BMCOKAaTa YecTOoTa Ha WMHCYATa,
NPOPUAAKTMYHATA AHTMKOAryAaLMs Ce MpernopbyBa MpuU BCUYKM
naupenT ¢ HCM 1 MM "7 MopobHa npenopbka ce paga npu
naupmeHTr ¢ MM 1 RCM mAm cbpaeyHa aMMAOMAOBa.37S|_|pM naumeHTm
¢ DCM, NDLVC uant ARVC u 1M, xpoHuuHaTa nepopaAHa
aHTMKoaryAaums Tpsbea Aa Ce MMa MPEABMA Ha MHAMBMAYaAHa
ocHoBa, oTunTaikn CHA2DS2-VASc ckopa, KakTo € MPeAAOXKEHO B
Mpenopbkn Ha ESC 2020 r. 3a AMarHOCTMKA M AeveHMe Ha
NPEACHPAHO MbXaeHe. ™ TTPeACBPAHOTO MbXAGHE € PAAKA HAXOAKA
MpY Aela C reHETUYHM KapAMOMMOMATUM M HAMA HAAUYHU AQHHM
oTHocHo edekTunsHocTTa Ha CHA2DS2-VASC nam apyru ckopose 3a
cTpaTUdUKaLMS Ha PUCKa, HUTO PKCKa M MOA3aTa OT NMpeAnMucBaHe Ha
MepopaAHM aHTUMKOAryAaHTW. Hsama AaHHM 3a ABATOCPOYHA
npoduAaKTMUYHa aHTUKOaryAaLms npu aetla ¢ DCM B cuHycoB puTbM.

Cpea obLuata nonyAaums, 3a NpeBeHLMs Ha TPOMOOEMOOAUYHM
MHUMAEHTU Npu naumeHtn ¢ MM 1 6e3 Texxka MUTpaAHa CTeHo3a
M/MAM MexaHW4Ha KAamHa MpoTesa, Ce MPEeAMoYMTaT AMPEKTHO
AencTBalmTe nepopaAHu aHTukoaryAaHTn (DOACS), Tbit KaTo nmaT
CXOAHa edurKacHOCT ¢ aHTaroHncTuTe Ha BuTamuH K (VKAS). ), Ho no-
HUCBK PUCK OT MHTPaKpaHMaAHa xemMoparus.”*Hama paHAOMU3MpaHH
AQHHW, CPaBHSABALLM AMPEKTHUTE MEPOPAAHWM AHTUKOAryAaHTU C
VKAS npu maumeHTU C KapAMOMWMOMATWs, Makap 4e HaAUYHWUTE
AAHHUTE MNOACKA3BaT, Y€ Te MOTaT Ad Ce U3MOA3BAT MO NMOACHEH HauMH
KakTo npu obLuaTa nonyaauusa,”> =%
6.10.3.2. KoHTpoA Ha yecTOTaTa
KOHTPOABT Ha YecToTaTa TpsibBa A2 Ce MMa MPEeABMA MPU BCEKU
naupeHT ¢ KappMommonatva u M. CTPUKTHMAT KOHTpOA Ha
yecToTata (cbpaeyHa vecToTa B noko <80 yaapa B MuHyTa [b.p.m.] 1
CbpAEYHa YecToTa Mo BpeMe Ha yMepeHo HatoBapsaHe <110 b.p.m.)
HE € MOKa3aA MOA3a MpeA MO-AMOEPaAHUS KOHTPUA (CbpaeYHa
yectota B nokoit <110 b.p.m) 8 RACE I 1 obeanHen aHaaus Ha
RACE Il u AFFIRM.* Bbnpeku ToBa, camo 8-12% oT maupeHTuTe Ca
MMaAW aHaMHe3a 3a KapAMOMMoONaTus (HEeyTOYHEH Tun) B
npoyusaHeTo RACE Il v camo 10% ot naumertute B RACE Il 1 17% ot
Te3n B 0O6eAMHEHMS aHaAM3 Ca MMaAM aHaMHesa 3a XOCTUTaAM3aLMs
MopaAm CbpAEYHa HEAOCTATBYHOCT MAM  KAAC Il am cboTBeTHO Il Mo
NYHA.®"® Hama HaAMuHM AaHHM 32 PasAMYHUTE MOATUMOBE
KapAMOMMOMATMS, HO OBCEPBALIMOHHM NMPOYYBaHMS MOKa3BaT, Ye Mo-
BMCOKMTE CbPAEYHM YECTOTM Ca CBbP3aHM C MO-AOLLIK PE3YATATM MNpW
NaLUMeHTU CbC CbpAeYHa HepocTaTbyHocT.***" ChoTBeTHO,
[Mpenopbku Ha ESC 2021 1. 3a AnarHocTuumMpaHe 1 Ae4eHue Ha ocTpa
M XPOHWMYHA CbpAEYHA HEAOCTATbYHOCT MpUemat, Ye AMbepaAHUAT
MOAXOA KbM KOHTPOAQ Ha HecToTaTa € MPUEMAMB KaTo MbpBOHaYaAeH
MOAXOA, HO LIeATa € MO-HWUCKA CbpPAEYHA YecToTa B CAyuval Ha
NEPCUCTMPALLM CUMIMTOMU MAM CbMHEHUWE 32 aCOLMMpaHa CbpAeUHa
AMCOYHKLMS, MPUUMHEHa OT TaxuKkapamnaTa.”

lIMa MHOrO OCKbAHM AaHHW OTHOCHO M360opa Ha GapMaKOAOTUUYHO
AEYEHMe 32 YECTOTEH KOHTPOA MPU MaLMEHTU C KapAMOMMOMATUM.
beTa-6A0KepuTe ca MpPEAMOYMTAHUAT M36Op MpWM MaLMEHTU C
KapAMOMMOMATMM, KATO Ce MMa MPEeABMA TAXHATa OTAABHA
ycTaHOBeHa 6€30MacHOCT mpu Haamume Ha AK amcdyHkipms, %
AWUTOKCUHBT e aATepHaTMBa, 0COOEHO MPU MaLMEHTU C
MPOTMBOMOKA3aHMS UAM HEMOHOCUMOCT KbM 6eTa-GAOKepH 1 Cpea
naumeHTn ¢ MM U CUMNTOMM Ha CbpAEYHA HEAOCTATbYHOCT
(npoyusaHe RATE-AF), HO He e Moka3aA pasAuka B Ka4ecTBOTO Ha
wmneoT (Qol) caep 6 Meceua B cpaBHeHue ¢ Guconporon.” TMpu
MpUAAraHe Ha AMFOKCUH € HEOBXOAMMO BHUMATEAHO MPOCAEASIBaHE
Ha MAasMeHWTEe HMBA Ha AEKapCTBOTO, Thil KaToO OOCEPBALIMOHHMUTE
AQHHWM Ca MOKasaAM MO-BMCOKa CMBPTHOCT Mpu mauueHTn ¢ 1M,
HE3aBKCMMO OT CbPAEYHATA HEAOCTATBYHOCT; PUCKBT 32 CMBPT € BUA
CBbP3aH CbC CEpyMHaTa KOHLIEHTPALMA Ha AMTOKCHHA U € BUA Hal-
BMCOK MPU MaLMeHTU ¢ KoHueHTpauum 21,2 ng/mL. HanpoTue, npu
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naupeHT ¢ MM cbc cbmbTCTBALLA ChPAEYHA HEAOCTATbYHOCT €
HabAlOAABaHA MO-HUCKA CMBPTHOCT Mpu Tepanus ¢ BeTa-bAokepu.
He-auxuaponupuanHosu kaaumesun aHtaroHuctu (HKA)
(BepanamMuA WA AMATMA3EM) MOraT A3 Ce M3MOA3BaT Camo Mpu
naupmenTu c AKM® 240%.7¢

AbBAaLpaTa Ha aTPUOBEHTPUKYAGPHUSA Bb3EA € CbLLIO aATepHaTHBa
NPV MaLMEHTU C AOLL KOHTPOA Ha KamepHaTa 4ecToTa, BbMpeku
MEAMKAMEHTO3HOTO AEYEHME, KOUTO HE Ca MOAXOASLLM 33 KOHTPOA
Ha pWTbMa 4pe3 KaTeTbpHa abAauuMs MAM MPU NALMEHTU C
AByKamepHO neiicupaHe.”™ [py maumeHTH € nepcucTupallo
cumnTomHo M (>6 MeceLia), HEMOAXOAALLLO 3a abAauus Ha M, nan
npu kouto abaaumsaTta Ha MM e 6uaa HeycnewHa, ¢ TeceH QRS
KOMMAEKC WM Hai-MaAKO eAHa XOCMWUTAAM3aLMs 32 CbpAEYHa
HEAOCTaTbUYHOCT, MMa AOKasaTeACcTBa Ye abaaumsa Ha AV Bb3eA B
koMbuHaums cbc CRT, npeBb3xoaAa KOHTPOAA Ha YecToTata C
bapMakoAOrMyHa Tepanus, HamaAsiBa KOMOMHALMATA OT CMbPT
NMopaAM CbpA€YHAa HEAOCTATbYHOCT MAM XOCMUTaAM3aLMsA 32
CbpPA€YHA HEAOCTaTbYHOCT, MAM BAOLLUEHA CbPAEYHA HEAOC-
TaTbuHOCT,”™ M CMBPT MO BCAKAKBA MPUUMHA,™ HE3aBUCMMO OT
nbpeoHadarHata OU (APAF-CRT Trial). AaAv nericupaHeTo Ha
NpoBOAHaTa cucTeMa e (No-pA06pa) aatepHatuea Ha CRT noaaexu Ha
AOMBAHUTEAHO MPOYYBaHe, MOPaAM TOBA Ye € HAAWLIE CaMO EAHO
manko wmsnuteaHe (ALTERNATIVE-AF), cpasHsBawo His-Bundl
nericupareto (HBP) c aoBykamepHoTO nericupare npu 50 naumeHTH ¢
AKN® <40% c nepcuctupatio MM, noarokeHU Ha abaaums Ha AV
Bb3er.””’ B ToBa mpoyuBaHe M ABeTe paMeHa ca MOAOBpUAM
3HaunTeAnHo AKMD caep 9 Meceld, C MaAko, HO CTaTUCTUHECKM
3HaUMMO MPeBb3XOACTBO Npu HBP.

6.10.3.3. KOHTpPOA Ha puTBbMa

[MpeACBPAHOTO MBXAEHE MOXE Ad AOBEAE AO XEMOAMHAMUYHA U
KAMHMYHA AEKOMIeHCalms MOpaaM CKbCSBaHEe Ha BPEMETO 3a
AMACTOAHO MbAHEHE MPK YCKOPEH CbPAEYEH PUTBM U 3aBUCUMOCT OT
NpeACbpAHaTa KOHTpakums Ha mbAHeHeTo Ha AK. CaepoBaTeAHo,
MOAABPXaHETO Ha CUHYCOB PUTBM € XEAATEAHO W MpeAnoYMTaHaTa
CTpaTerusi € KOHTPOA Ha PpWUTbMa, OCOBEHO MPpU HaAMuMe Ha
CUMMTOMM.

LLlo ce oTHacs A0 ABAFOCPOUHOTO GapMaKOAOTMUHO AeueHMe,™
aHTMapUTMUUHUTe AekapcTBa (AADs) ca mokasaAu orpaHuUydeH ycrnex
B TPaHOTO MOAABPXXAHETO Ha CWMHYCOB PUTBbM, KakTo B obLuaTa
MOMyAaLMs, Taka M NpU MaLMEHTU C KapaMoMmMonaTi,” — nokassat
BMCOKM HMBa Ha CrMpaHe MopapM HermoHocumocT,” u koeTo e
HalM—Ba)KHO, Ca CBbP3aHM CbC 3HAYUTEAHU CTPAHUYHU edeKTH,
BKAIOUUTEAHO MPOAPUTMUS M EKCTPaKaPAMAAHM CTPAHUYHM edeKTH, a
B HAKOW CAyYaum (COTAAOA M A€KapCTBa OT KAac |A, KaTo XMHUAWMH 1
AM30MMPaMUA) — MOBMLLIEHA CMBPTHOCT. BcAeACTBME Ha ToBa ce
npenopbyBa MOBWLLIEHO BHUMaHWe Mpu ynoTpebata Ha
aHTUMAPUTMUYHU A€KapcTBa CPeA Tasu monyAaums. AaHHWTe 3a
aHTMApUTMMYHATa Tepanus 3a creuudpuyHo AedeHue Ha [1TM B
KOHTEKCTa Ha FreHeTUYHM KapAMomuonaTtuu, pasandHmn ot HCM, ca
OCKbAHM. BaxKHO € A2 ce OTOEAEKM NOTEHLMAABT 32 MPOAPUTMMS HA
aHTMAPUTMUYHUTE CPEACTBA OT KAac |, ocobeHo npu HaAmume Ha
3Ha4YUMO CTPYKTYPHO CbPAEYHO 3aBOASBAHE; CACAOBATEAHO Te
TpsibBa Aa Ce M3MOA3BAaT C MOBMLUEHO BHWMaHWe. /A\eveHUeTo C
AHTUAPUTMUYHM AEKAPCTBA CE OrpaHMYaBa NPEAMMHO A0 aMUOAAPOH
MAU COTAAOA, TbM KaTO HAMA HAAMYHM AQHHU 32 APYTH
AHTUAPUTMUYHU CPEACTBA KaTO AODETUAMA MAM APOHEAAPOH. BakHO
€, Ye COTaAOA He TpsibBa Aa ce M3MoA3Ba npu nmaumeHTn ¢ HFrEF
3HaumTeaHa AKX, yabakeH QT MHTepBaA, acTMa, XMMOKaAUEMUS AU
kpeaTuHuHoB KAmpbHC (CrCl) <30 ml/min. Mo cbwma HauumH,
APOHEAAPOH TpsibBa Aa ce u3bsArBa Mpu MaLMEHTU C HACKOPO
AEKOMMEHCKMPaAa CbpAeYHa HEAOCTATBYHOCT UAM NepMaHeHTHo M,
ThiA KaTo e AOKa3aHo, Ue NoBMLLIaBa CMbpTHOCTTa ™"

KateTbpHata abaauums Ha MM e 6e3onacHa 1 no-A0bpa aATepHaTH1Ba
Ha Tepanusta ¢ AAD 3a noppbpKaHe Ha CUMHYCOBUS PUTBM,
HamaAsiBaHe Ha cBbp3aHuTe ¢ [TM cumnTomm u nopobpsisaHe Ha QoL
M MOXE A3 CE CuMTa 3a aATepHatmsa Ha Tepanwusta ¢ AAD npu
NpaKTUUecKi BCeki TV 1 KoHTekcT Ha MM.”**” Mpu naupentn ¢ MM
n HopmarHa AKUD, He e pokasaHO, Ye kaTeTbpHaTa abaauus
HamaAsBa obllaTa CMBbPTHOCT WMAM MHCyATa.”” [pu u36paHu

399-401
naumeHtTn ¢ HFrEF, abAaumATa nokasBa HaMaAsBaHe Ha

CMBPTHOCTTA MO BCAKAKBU MPUUMHU U XOCMUTAAU3ALMKUTE, U TpsGBa
Aa ce pasraexaa Kato nbpeu nsbop. Cpep obuata nomyaaums ¢ MM,
B MPOYYBAaHETO 32 PaHHO AEYEHME Ha MPEACBPAHO MbXKAEHe 3a
npesenHums Ha MHCyAT (EAST-AFNET 4) ca paHpaomusmpann 2789
naumeHTn ¢ paHHo 1M 1 CBBP3aHM CHPAEYHO-CBAOBU
KOMOPOMAHOCTM KbM CTpaTerus 3a paHeH KOHTPOA Ha pUTbMa MAM
obuyaitHm rpukun (28,6% cbc cbpaedHa HeaocTaTbuHoCT).'”
V13nnTBaHETO € CNPSIHO PaHO CAeA CPEAEH CPOK Ha NpocAeasiBaHe 5,1
TOAMHM 3apaAM MO-HKCKA YECTOTa Ha HACTBMMAMS MbPBUYEH M3XOA
CMBPT, MHCYAT M XOCMUTAAM3aLMs 32 BAOLUEHA CbpAEYHA
HEAOCTATbYHOCT AW OCTBP KOPOHAPEH CUHAPOM CPEA NaLMEHTUTE B
rpynata 3a paHeH KOHTPOA Ha PUTbMa CMPSMO HACOYEHWTE KbM
0bUYaitHK rpUKK. [TpeABAPUTEAHO 3aAAAEHWMST aHAAM3 € OLIEHMA
edeKTUTE MPU NALMEHTM CbC CbPAEYHA HEAOCTATbYHOCT, NMOKa3BaliKM
MOA3a OT paHHMsA KOHTPOA Ha PUTBMA B Ta3W MOATPYNa matpeHTu,
KOHCTATaLMW, KOUTO CbBMAAAT C Tean B npoyysaHeto CABANA.
Mpu nauperTn ¢ MM 1 cbpaeyHa HepOCTaTBYHOCT, HKkoAko PKI ca
nmokasaAn MopobpeHue Ha M3Xopa MpW KaTeTbpHa abaaums B
CpaBHeHMe C MeaMkaMmeHTo3HaTa Tepanus.’” *"**“ Hakou
obcepBaLMOHHM NMpoyyBaHus npu naumeHTr ¢ HFpEF ca noackasaan
no-ACGpU pesyATaTu, KOMTO ca ce u3passiBaAn B Aunca Ha MM u
CMBPTHOCT MO BCAKaKBa MpUUMHa, ™ HO ca HEOBXOAMUMM MOAXOAALLM
PKM.

PoAsiTa Ha kaTeTbpHaTa abAaLMs MPpK NaLMEHTH C KApAMOMMOMATHM
€ AOKAaABaHa B HSKOAKO PErmcTbpa, AaBHO MpW MaLMeHTU C
HCM.397,411-420 B «kpaiiHa cMeTka, MOAAbpXaHe Ha pUTbMa e
MOCTUIHATO MPU AO ABE TPETU OT MaLMEHTUTE, BbMPEKM Ye YeCTo ca
6UAM HEOOXOAMMU MOBTOPHM MPOLIEAYPU MAM TPOAbAXABAHE Ha
AHTUAPUTMUYHUTE AeKz:1PCTBa.397"H1'“5’419 MayumeHTuTe C
KapAMOMMOMaTUM MOXe Ad UMAT MO-BUCOK PUCK OT peLmamB Ha M,
0COBEHO B MPUCHCTBMETO Ha MPEACbPAHO peMopeAmpaHe/

aAvaataums.””’

6.10.3.4. KoMOp6MAHOCTM M AeYeHME Ha PUCKOBUTE
¢akTOpH

CbpAEYHO-CbAOBKTE PUCKOBU HaKTOPK U KOMOPOUAHOCTM Ca CbLLO
Mo-4ecTu Mpu MaumeHTU ¢ kapalomuonatum u M. Te BkaousaT
TIOTIOHOMYLLIEHE, KOHCYMaLMA Ha AAKOXOA, XMMEPTOHMs, 3axapeH
AMABET TUM 2, XUNEPAUMUAEMMS, HBOPEUHO YBpEXAAHE, XPOHUYHA
06CTPYKTUBHA HeAOAPOOHA BOAECT, KAAMHA M MCXeMUYHA BOAECT Ha
cbpLeTo, 1 aHemms, > OcseH TOBa, T€3M MaLMEHTM MMaT NO-BUCOK
MHAEKC Ha TeAecHa Maca M CboOLLaBaT 3a MO-MaAko ¢umsmyecka
akTMBHOCT oT Tean 6e3 MM.”*** Tesu puckosu dakTopu u
CbMBTCTBALLM 3a6OASBaHUA ca CBbp3aHU C pucka oT M 1 HerosuTe
YCAOXHEHMSA, U CAeAOBATEAHO TpsibBa Aa 6bAAT MPaBUAHO
UASHTUPULMPAHU U TPETUPAHM, 32 AQ Ce MPEAOCTBPATH NporpecmaTa
Ha MM 1 HacTbMBaHeTO Ha HEBAAroNpUATEH U3XOA.

Mpenopbku Tabamua 11 - Mpenopbku 3a AeveHue Ha
NMPEeACBPAHOTO MBXXAEHE U MPEACLPAHOTO TPENTeHe
NPy NaLMEeHTU C KApAMOMMONATUSA

Mpenopbku Kaac®  Huso’

AHTUKOAryAaums

MepopaAHaTa aHTUKOAryAaLWsi C LIEA HaMaAsiBaHe Ha
pUCKa OT UHCYAT U TPOMOOEMOOAUUHM MHLIMAEHTM Ce
npenopbysa npu Bcuuky naupeHT ¢ HCM man
cbpaeyHa ammaomao3a u MM nAn npeacbpaHO

TpenTeHe (OCBeH aKoO He e
I'lpOTl/iBOI'IOKa3aHO).332’365'369’371 ,373,378,413,427,428, 456464

MepopaAHaTa aHTUKOAryAaLytsi 3a HaMaAsBaHe Ha
pUCKa OT UHCYAT M TPOMBOEMBOAUYHM CbOUTUS Ce
npenopbysa rnpu naumeHtr ¢ DCM, NDLVC wan
ARVC 1 MM nAM npeACbpPAHO TpenTeHe ¢
CHA2DS2-VASc ckop 22 nput Mbxe nAn 23

Pyt KeHu. 465-469

[podbancasa
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[Mpu naupeHT ¢ RCM 1 MM 1An npeacbpAHO

TpenTeHe TPAGBa Aa Ce B3eMe NPEeABMA NepopasHa
aHTUKOAryAaLms (OCBEH ako He e MpPOTMBOMOKa3aHa) lla
3a HaMaAsABaHE Ha py1cKa OT UHCYAT U

TPOMOBOEMBOAMYHM CHOUTUS.

[MepopaAHa aHTUKOAryAaLyisi 32 HaMaAsiBaHe Ha pycka
OT UHCYAT 11 TPOMOOEMOOANUHI CbbUTUS Tpsibea Aa
ce UMa npeAsmA npu naument ¢ DCM, NDLVC

nat ARVC u M nan npeACbpAHO TpenTeHe ¢
CHA2DS2-VASc ckop 1 npu MbxeTe 1An 2 npu
xeHuTe. 470472

C

KOHTPOA Ha CMMNTOMUTE U CbpAEYHaTa HEAOCTAaTbYHOCT

[penopbyBa ce kaTeTbpHa abAaLMsA Ha MPEACBPAHOT
MBXAEHE 32 KOHTPOAMPAHE Ha PUTbMA CAEA Heycrex
AU HenoHocumocT kbM AAD kaac | mam Il 32
noACOpsiBaHe Ha CUMMTOMATUKATA MPU PELIMAVBUI Ha
M npu naumeHTH ¢ MPUCTBIHO MAW NEPCUCTUPALLIO
MM 1 kap, AVOMUONaTHs, 335397-399:412.415-420430-
435,447,451,473-498

[MpenopbuBa ce kaTeTbpHa abAaLysi Ha MPEACHPAHOT!
MbXAeHe 32 0bpaTHO passuTtue Ha AK AMchyHKLmS
npu nauuerTr ¢ MM ¢ kapArommonaTus, Korato
MHAYLIMpaHaTa OT TaXMKapAUsi KOMMOHEHTA € MHOro

BEPOATHA, HE3aBMCMMO OT CMMMNTOMHUA
CTaT)’C.405’407’408’499_501

MOAABPXaHETO Ha CMHYCOBMS PUTBM, a He KOHTPOABT

Ha yecToTaTa, TPAGBA Ad CE MMa MPEABMA Ha paHeH

eTan npu naumeHTu ¢ kapaomuronatus 1 MM 6es lla
rOAEMM PUCKOBM GaKTOPY 32 PELMAMB, HE3ABUCUMO

oT cumnTomuTe. 402

i -

KateTbpHara abAauus Ha MPeACbPAHOTO MbXAEHE
TPsbBa Aa Ce pasrAeXAa KaTo MbpBa AVHMS KOHTPOA
Ha pUTbMa 3a MOAOGPsiBaHe Ha CUMMTOMMUTE MpU
M3bpaHM MaLMEHTU C KAPAVOMMONATUS U
NMapOKCU3MaAHO MAM MepcucTupallo M 6e3 roaemm
PUCKOBM $aKTOPM 3a PELIMAMBY KaTO aATepHaTMBa Ha
AADs kaac | nan Ill, B3emalikun npeasma nsbopa Ha
MaLMeHTa, MoA3aTa 1 pucka, >22393:480.502-506

Illa C

TpsibBa A2 ce B3eMe MPeABUA KaTeTbpHa abAaLms Ha
NPEACBPAHOTO MBXAEHE MNP MOAGPaHM MaLMeHTH C
Kaparomuonatus, MM 1 cbpaeyHa HeAOCTaTbYHOCT

n/van HamareHa AKN®, 3a npepoTepatsisaHe Ha lla
peumamsute Ha MMM 1 nopobpssare Ha Qol, AKND

4 I'IPe)KVIBﬂeMOCTTa, KaKTO M HaMaAfBaHE Ha

XOCMMTaAM3aLMMTE 32 CbPACYHA
1 408,499-501,507
HepocTaTbuHoCT, 329-401:403

KoMop6uAHOCTU U A€UeHUE Ha aCOLUUPAHUTE PUCKOBU HaKTOpHU

lMpenopbyBa ce NPOMsHa Ha HE3APABOCAOBHMS HauMH
Ha JKMBOT M TapreTHaTa Tepanus Ha MHTEPKYPEHTHM
CbCTOSHMS, 32 AA Ce HamaAu TexecTTa Ha MM
TeKECTTa Ha CUMMTOMMTE MPU MaLMEHTU C
KapAvoMuonaTys 347.508-513

AAD, aHTUapUTMUUHO AekapcTso; M, npeacbpaHO MbxaeHe; ARVC, apuTMoreHHa
AecHokamepHa Kapavomuonatus; CHA2DS2 -VASc, 3acToiHa CbpA€UHa HEAOCTATBUYHOCT
VAV AeBOKaMepHa AMCHYHKLMSA, XMNEPTOHMS, Bb3pacT 275 (Mo Ase), AMabeT, MHCYAT

(no aBe), cbpoBa BoAecT, Bb3pacT 65-74, noaosa kateropwms (keHa) (ckop); DCM,
AvaataTueHa kapprommonatus; HCM, xuneptpoduuna kapavomuonatus; AK, Assa
kamepa; AKN®D, reBokamepHa dpakupmsa Ha nstaacksare; NDLVC, HepnAaTaTvHa
AeBOKaMepHa kapavomuonaTus; Qol, kadecTso Ha xwmeoTa; RCM, pecTpukTieHa
KapAMOMMONaTKHA.

* Kaac npenopbkm.

® AOKa3aTeACTBEHO HIBO.

6.10.4. AeueHune Ha KaMepHU apUTMUU
KamepHuTe aputMum, ocobeHO BbB BapuaHTa eAeKTpuyecka Oyps
n/nAan peumameupallm uHTepBeHuMn Ha ICD, ponpuHacaT 3a
3HAUMTEAHO MOBMLLUEH PUCK OT 3a6OAEBAEMOCT WM CMBPTHOCT MpU
naLMeHTH ¢ Kaparomuonatim.””

[Mpenopbku Ha ESC 2022 r. 32 AeveHMe Ha MALMEHTU C KaMEPHMU
APUTMUK U TNPEBEHLIMS Ha BHE3aMHaTa CbpAEYHa CMbPT OCUIypsBaT

NOAPOBHM NMPenopbKM 32 OCTPO U AbATOCPOYHO A€UEHME Ha KAMEPHM

©ESC 2023

apUTMMM MpU MmaumeHT c kappmnommonatmn.” CobluecTsysaT

OrpaHUYeHN AAHHU OTHOCHO AEYEHMETO Ha KAMEPHUTE apUTMMM MpU

naumMeHTU CbC CneuupuyHU reHeTUUHU KapAMOMMOMaTUM.

HesaBucumo oT ToBa Morat pAa ObaaT MOAHEpPTaHM HSKOW O6LLM

KOHLLenLmu:

» Bcska obpatmma npuumHa mM/MAM nMpoBoKMpaLl, ¢akTop, Kato
€AEKTPOAUTEH AMCOAAAHC, UCXEMMS, XMMOKCEMUS UAM AEKApPCTBa,
TpsibBa A2 6bAAT MAEHTUDULMPAHM WM KOPUIMPaHW, Korato e
Bb3MOXHO.

» TpsbBa A2 Ce MOAOXKAT YCUAMS B OMUT Ad Ce pa3bepe eTHOAOTUATA
(T.e. MOAASKALLMAT MeXaHM3bM U CyBCTpaT M TAxXHaTa Bpb3ka C
noaAexallaTa KapAMOMMOMaTHs), Thi KaTo TOBA LLie MOBAMSIE Ha
13bopa Ha AeYeHue.

» CneLHOTO npekpatsiBaHe Ha NMPOABAKMUTEAHU KAMEPHWU apUTMUM
MOXe Aa Ce MOCTUIHE C EAEKTPUUECKO KapAnoBepcro, AADSs nan
nencuHr. MbpBOHAYAAHUAT M3GOP Ha AeYEHMe Lie 3aBUCKH OT
XEMOAMHAMUYHUSA TOAEPAHC, MOAAEXALLATa €TUOAOTUS U
npodurAa Ha NaLmeHTa.

o [lpu naumeHTH C eAekTpudecka Bypsi ce MpernopbuBa Aeka AO
yMepeHa ceaaLms 3a 06AeKUaBaAHE Ha MCUXOAOTUYECKMS AUCTPEC
M HaMaAsiBaHe Ha CUMIMATUKOBMS TOHYC. AKO eAeKTpuyeckara byps
OCTaHE HEMoOAATAMBA BbMPEKM aHTUAPUTMUYUHWUTE Tepanuu,
TpsibBa A2 ce 0OMUCAM AbABOKA cepaLMA/MHTYOaLus.

° B cAyyalt Ha HempekbcHaTH KAMEPHM apUTMUM M EAGKTPUYECKA
Oypsl, KOUTO He Ce MOBAMSBAT OT aHTUAPUTMUYHK AEKapCTBa, Ce
rpernopbyBa KateTbpHa abAaums. B pedpaktepHu cayydam wam
BuHaru, korato VT abaauma He e nokasaHa MAM He e He3abasHO
HaAMYHA, MOXE Ad CE B3EME MPEABMA aBTOHOMHA MOAYAALMS (T.€.
OAOKMpaHe Ha  FaHrAMOH CTEeAaTyM OAOK MAM CbpAEYHa
CMMMATMKOBA AEHEpBaLMS, B 3aBUCMMOCT OT CUTYaLMsTa) U/MAM
MCS.

. [MpY MaumMeHT C KAPAMOMMUOMATUM U CBBP3aHU C LMKATPUKC
KamMepHW apuUTMMK, TEPANEBTUYHWUAT ApPCEHAA 33 AbArOCPOYHA
NMpeBEHLMS Ha PEKYPEHTHM KaMepHM apUTMWUKU BKAIOYBA
AHTUApUTMUYHK AeKapcTBa (OrpaHUYeHn MpeArMHO A0 GeTa-
OAOKEPYM, COTAAOA M aMMOAAPOH) M KaTeTbpHa abaaums (no-
CMELMAAHO B CAyYall Ha MPOAbAXMUTEAHA MOHOMOPdHA VT mAm B
CAy4alt Ha noammopdHa VT, mpeaMsBMKaHa OT MpeXAeBpeMeHHa
eKCTPaCUCTOAa € NopobHa Mopdoaorus). MoraT pa ce 0OMUCAAT
AOTBAHUTEAHW CTPATErMM, U3MbAHSBAHM B OMUTHU LIEHTPOBE, B
3aBMCMMOCT OT XapaKTepUCTUKMTE Ha MauMeHTa M KamepHaTa
APUTMUS, BKAIOYMTEAHO CTpaTerMm 3a OCTpa HEBPOMOAYAALs
(bAOKMpaHe Ha CTeAaTeH TFaHrAMI W TOpakaAHa enuAypaAHa
aHecTesusl), CTpPaTernm 3a XpoHMUYHa HEBPOMOAYAALMS (CbpAeYHa
CMMMATMKOBA AEHEpBaLIMS) U CTepeoTaKTUYHa HeuHBasmeHa VT
abrauma.” " MoHacToslLeM pasnoAaraMe € OrpaHMUYeHM AaHHM
OTHOCHO ABAFOCPOYHATa CbpA€YHA M eKCTpakapAMaAHa
6e30MacHOCT Ha CTepeoTaKTU4HaTa HewHBasveHa VT abaaums,
KaKTO M OTHOLLEHMETO AO3a—OTrOBOP, MOPaAW KOETO HEMHOTO
M3MnoA3BaHe TpsibBa Aa ObAe OrpaHMYeHO B paMKuTe Ha
MPOCMEKTUBHU KAUHWUYHM MPOYYBAHMSI.

. OCTPOTO, KakKTO WM XPOHWYHOTO AEYEHWME Ha MaALMEHTM C
KapAMOMMOMATUM 1 pedppakTEPHU KAMEPHU APUTMUM, OCOBEHO B
CAyYait Ha CbIMBTCTBALLA YMEPEHA AO TeXKaA KaMepHa AMCHYHKLMS,
TpsibBa Aa BKAIOYBA MHTErpaAHa OLieHKa OT CbPAEYEH eKu,
BKAKOYBALL, CMELMAAUCTM MO KAPAMOMMUOMATUS, EAeKTPOdU-
3MOAO3M CbC CreuudpuUeH OMUT B KaTeTbpHaTa abAauus Ha
KaMEpPHW apUTMUU U HEBPOMOAYAALMS, aHECTE3MOAO3U W
KapAMOXMPYpP3Kt.

6.10.5. Tepanua c ycTpoMcTBa: UMMAAHTUPYEeM
KapAuoBepTep Aepubpuaarop

MMnAaHTUpyemMuTe KapAMoBepTep AedubpUAATOpU ca edeKTUBHM
CPEACTBa 3a OBAapABaHE Ha MOTEHUMAAHO CMBbPTOHOCHU KaMepHU
APUTMUN U MPEAOTBPATABAHE Ha BCC, HO Ca CBbp3aHM CbLLO TaKa C
YCAOXHEHUS, OCOBEHO MPU MAAAM MALMEHTM, MPU KOUTO Le ca
HeO6XOAMMM HAKOAKO CME€HW NO BpeMe Ha XWMBOTA MUM.
MMnAaHTUpyeMnTe KapanoBepTep AedmnbpuaaTopu Hamaaseat
CMBPTHOCTTA MNPU OLLEAEAUN CAEA CbPAEYEH apecT U MpU NauneHTH,
KOWUTO Ca NpeXWBEeAM KOMMpOMeTMpaln XeMOAUHaAMKMKaTa
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TakMBa MaLyeHTH, KOraTo LIEATa € Ad CE YBEAWYM MPEXMBAEMOCTTS;
PeLUEHMETO 3a UMMAAHTaLMs TpsibBa Aa B3eMe MPeABMA TAeaHaTa
TOYKa Ha MmaumeHTa u HeroBoTo Qol, KakTo W AmMMcaTa Ha Apyrut
3200ASBaHMS, KOMTO € BEPOSTHO A MPUUMHAT CMBPT Mpes TekyLuara
roAvHa.

KaAkyAaTopuTe Ha apuTMUUHUS PUCK MOraT Aa GbAAT MOAE3HM
MHCTPYMEHTM 3a MporHosupaHe Ha pucka or BCC u korato ca
HAaAWMYHM, MOraT A OCUIYPST KAMHWUYHA MOA33a B CPaBHEHWE C
M3MOA3BAHETO Ha MOAXOA 6asupaH Ha puckoeu dakTopu.”
BbnpoctT 3a mpara 3a umnaaHTiparde Ha ICD moxe pa cbbyam
AOTUMHHO 6e3MOKOMCTBO, ThiA TOBA MABA Ha LieHaTa Ha MMMAAHTUpaHe
Ha HeHyHW [CDs ¢ TexHUTe MOTEHLMAAHU YCAOXKHEHMSI CMPSIMO
noteHumaAHms puck ot BCC. OTHocuTeAHaTa TeXeCT Ha Hexe-
AaHUTE CbOWTUS Bapupa 3HAYUTEAHO OT €AMH MALMEHT AO APYr U
TpsiGBa A2 Gbae HacT OT MHAMBMAYAAM3MPAH MPOLLEC Ha B3eMaHe Ha
pelwerue. CTpaTernute 3a pucKoBa CTpaTUdUKALMS MpU BCsKa
Kapanommonatus u poasta Ha ICDs 3a mbpeuyHa mpeBeHLms ca
obcbaeHM B Paspen 7.

Mpenopbku Ha ESC 2022 r. 32 AedeHMe Ha MaLMEHTU C KaMepHU
APUTMUK M NMPEBEHLIMSA Ha BHE3ArNHaTa CbPAEYHA CMbPT NMPEAOCTABSAT
NMoAPOBHU YKasaHMs OTHOCHO MOAPOBHOTO MporpamMupaHe Ha
YCTPOWMCTBOTO W MPEBEHLMATA/ACHEHWNETO C HEMOAXOASILLIA Tepanus.
VIMMNAQHTUPAHETO Ha KOHAMLIMOHHM YCTPOMCTBA € pasyMHO, KaTo ce
B3eMa MpeABMA ouvakeaHaTa Hyxaa or CMP no speme Ha
npocaeassaHeTo. [pu Aetia TpsibBa Aa Ce MMaT NMPEABKA MO-NPOCTH
ICD yctpoictsa (Hamnp. eAHOKaMepHU/EAHOCTIMPAAHU WAM
MOAKOXHM), KaTO Ce UMAT MPeABMA cneLpduuHuTe ocobeHocTH B
pasmepa/dopmaTa Ha TSAOTO U MPEACTOALLMS pacTex. AokasaHo e,
ye BEeBKUYHUAT KapAMOBepTEP AePUOPUAATOP AOAABS W AEKyBa
YCMeLIHO KaMepHU apuTMUK.” Bbrpeku TOBa, AAHHMTE 32 Herosata
MOA32a 32 MbPBUYHA MPEBEHLIMSA, OCBEH B paHHaTa $pasa Ha MHGApKT Ha
Muokapaa (Hanp. mMuokapamt, PPCM u Ap.) ca OCKbAHU U
MOHACTOSLLEM He MOTaT Aa 6bAAT HanpaBeHW MPENOPbKU.

Mpenopbku Tabauua 12 - NMpenopbku 3a UMMNAAHTUPYEM
KapauoBepTep Aepub6pUAATOP NpU NALLUEHTHU C
KapAuomuonaTus

Mpenopbku Kaac®  Huso®

061K Nnpenopbku

VIMnAaHTMpaHe Ha KapauoBepTep AedubpuraaTop ce
TMPEnopbYBa CaMO MpM MaLMEHTH, 32 KOUTO CE OYaKea
MPEXUBAEMOCT C AOBPO KauecTBO Ha KUBOT>

1 roamHa.

[Npenopbuga ce nMnaaHTMpaHeTo Ha ICD aa ce
PBKOBOAW OT CMIOAEAEHO B3EMaHe Ha peLUeHMs,
KOWTO:

e ca 6asupaHM Ha AOKa3aTeACTBa;

o B3EMAT MPeABUA UHAMBUAYAAHWUTE MPEANOUUTAHMS, c
BAPBaHUs, OBCTOATEACTBA M LIEHHOCTM Ha AAAEHO
AVILE; U
o FapaHTMPaT, Ye AULIETO pasbupa MoA3UTe, BpeAnTE U
Bb3MOXKHUTE MOCAEACTBUS NMPY PasAUYHUTE
TepaneBTUYHU Bb3MOXKHOCTM.

[NpenopbuBa ce npeant uMnAaHTupareto Ha ICD
naumeHTUTE Aa GbAAT KOHCYATMPaHM 3a pycka OT
HEMOAXOASILLM LLIOKOBE, YCAOKHEHUS Ha MMMAQHTA U
COLMaAHUTE, MPOdECUOHAAHUTE U TN MpU
LwodupaHe MOCAEACTBMS OT YCTPOMCTBOTO.

He ce npenoptyea umnaaHTupare Ha ICD npu
NaLMEeHTH C HeMPeKbCHATK KaMepHM apUTMuM,
AOKATO KaMepHaTa apuUTMUs He OGbAe OBAAASHA.

[podbancasa

BTopuuHa npo¢dmuaakTUKa

d
Mpenopbysa ce nMnaaHTauums Ha ICD:

npu naupeHT ¢ HCM, kouTo ca npexuseAn
cbpAeveH apect nopaau VT man VE nan kounto
MMaT CrNOHTaHHa I'IPOA'bA)KMTeAHa KaMepHa aPMTMMH,
I'IPVI‘-WIHHBaLLI,a CUHKOM NAU XeEMOAUHAMMYHA
KOMMPOMETALAS MU AUINCa Ha obpatumm

I'IPMLWIHM.

* npu naupeHT ¢ NDLVC 1 RCM, kouTo ca
npexwveeAn cbpaedeH apect nopaau VT man VF
WAV KOUTO MMAT CMIOHTaHHA MPOABAKUTEAHA
KaMepHa apuUTMus, MPUUMHSIBALLA CUHKOM MAM
XEMOAVHAMMYHA KOMMPOMETALIMS MPU AMMCa Ha
06paTUMM MPUHUHM.

MmnaanTaums Ha ICD Tpsbea Aa ce B3eMe MpeABUA

MpUY MaLMEHTH C KAPAVOMMOMATHS, KOUTO ce lla Cc
MPeACTaBAT C XeMOAMHaMUYHO noHocuma KT, npu

AMMICa Ha 06paTUMM MPUUMHM.

MbpBUYHa NpeBeHLMUA

LlsaocTHa cTpatndmkaums Ha pucka ot BCC ce
MPEenopbYBa NMpU BCUUKM MALMEHTH C KAPAUOMMO-
naThm, KOUTO He Ca MPETbPMEAV MPEAMLLIEH CbpAEUEH
apecT/MPOABAKMUTEAHA KAMEPHA apUTMUS MPW
MbPBOHA4aAHATa OLIEHKA HA MHTEpPBAAM OT 1-2
TOAVHM WAV BMHATM KOraTo 1Ma MpoMsiHa B
KAMHWYHUS CTaTyC.

M3noassaHe Ha BaAnampaHm BCC aAropuTtMm/pesyATaTit KaTo MOMOLLIHM
CPEACTBa 32 CbBMECTHO B3EMaHE Ha PeLLeHms, KOraTo ce npeaAara
mmMnAaHTMpaHe Ha |CD, ako e Bb3MOXHO:

* mpenopbuBa ce npy natpenTi ¢ HCM, 81525535 -
* TpsbBa Aa ce MMa NpeABKA Npu maupeHTn ¢ DCM, lla
NDLVC 1 ARVC, 185.186,524,526,536-542
AKO MaLMEHT C KAPAVOMMOMATUS CE HY)KAQE OT MMMAA-
HTMpaHe Ha MeMcMelKbp, TPSBBa Aa Ce B3eMe MPEABMA . =
a

LAAOCTHa cTpaTudmKaums Ha pucka ot BCC, 3a pa ce
OLIeHN HEOBXOAMMOCTTA OT MMMAaHTUpaHe Ha ICD.

U360p Ha ICD
Korato nma nokasanus 3a ICD, npenopbkuTte ca pa

Ce npeLeHn AaAn NMaunMeHTbT MOXE Aa MMa MNMOA3a OT
533
CRT.

MoakoKHUTE AepubpUAATOpH Tpsibea Aa ce
PasrAEKAAT KaTO aATEpPHATMBA HA TPAHCBEHO3HUTE
AedUOPUAATOPU MPU MaLMEHTHM C Noka3aHue 3a ICD,
KOraTo He Ce O4aKBa neicupalla Tepanus 3a
6paAVKapAWs, CbPAEYHA PECUHXPOHM3ALINS UAK
aHTUTaxXMKapAHO nevicupane. >+

Be3xuyHmaT kapavosepTep Aedubpuaatop Tpsbea Aa
Cce B3eMe MPeABMA MPU Bb3PACTHW MaLMEHTH C
nokasaHue 3a |CD 3a BTOpWYHa NpeBeHLIMs, KOUTO B
MOMEHTa He Ca KaHAMAATU 3a UMMAaHTMpaHe Ha ICD.

(o

o
I
o
Il
O
el
w
©

Ila

ARVC, aputmoreHHa pecHokamepHa kapanomumonatus; CRT, cbppedHa
pecuHxpoHusupawa Tepanus; DCM, auaatatmsHa kapauomuonatus; HCM,
xunepTpoduyHa kapamommonatus; ICD, UMNAaHTHPyeM kapavoBepTep aedrbpuaatop;
NDLVC, HeauAaTaTuBHa AeBOKamepHa kapauomuonatus; RCM, pecTpukTuHa
kapaviommonatus; BCC, BHesanHa cbppedHa cmbpT; KO, kamepHa ¢pubpuaaums; KT,
KamepHa TaxmKapAust.

*KAaac npenopbku.

® A\OKa3aTeACTBEHO HUBO.

 CrOAEAEHOTO B3eMaHe Ha PeLIeHUs ce MOAOGPABA 3HAUMTEAHO OT MOMOLLIHW CPEACTBa
3a B3EMaHe Ha PeLUeHMs MPU MaLMEHTUTE, CNIELMAAHO MPUTOAEHM 3a MOAyYaTEAUTE Ha
TPUXM, KaKTO M OT MO-TPAAMLIMOHHM MHCTPYMEHTM 33 MOAMOMAraHe Ha peLueHust Ha
NPaKTUKyBaLLM 3APaBHM PABOTHULIM.

¢ PasAMKaTa B HMBOTO Ha AOKA3aTeACTBA OTPa3siBa PasAWMHMTE HAAMUYHW HMBA Ha
/AOKa3aTeACTBa MpU PasAUUHKTE pEHOTUMOBE KAPAUOMUOMATH.

“ PasAvikata B KAaca Ha MpenopbkaTa OTpassisa pasAMYHOTO MPEACTABSHE Ha HAAUMHUTE
MOAEAW MPU PasAMUHM GEHOTUMOBE KAPAMOMMOMATHS.
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6.10.6. PyTUHHO npocAepsiBaHE Ha MauUMUMEeHTU ¢
KapAuoMHonaTus

MaumeHTUTE C KAPAMOMMOMATHM M3UCKBAT KaTO LISAO NMPOCAeASBaHE
Mpe3 LIeAMS KMBOT, 32 Ad C€ OTKPUAT MPOMEHM B CUMMTOMMTE, pUCKa
OT HeXeAaHM CbOUTUSA, KamepHaTa GYHKLMS U CbPAEUHWS PUTBM.
YecToTaTta Ha MOHUTOPMpPaHe Ce OMPeAeAs OT TexecTTa Ha
3a60AsBaHeTO, Bb3pacTTa M cuMnTOMUTE. KAMHUYEH nperaea,
BKAlOUMTEAHO 12-kaHaaHa EKI u TTE, Tpsbsa pa ce M3BbpLUBa Ha
BCEKM 1-2 FOAMHM WMAW MO-PaHO, aKo MaLMEHTUTE MMaT HOBM
onAaksaHusl. [puy NoseyeTo naupeHTH ce Mpernopbysa aMOyAaTOpHa
eAeKTpokapamorpadus  Ha BCeku 1—2 TOAMHWM 33 OTKpMBaHe Ha
6e3CHMMTOMHA MPEeACbPAHA M KamepHa apuTMUs W e MokasaHa,
BMHArun KoraTo MmaupeHTUTe MNOAyYaT CUHKOM MAM CbpLebuere. Mpu
MaumMeHT ¢ mporpecupalio 3aboasisaHe TpsibBa Aa ce B3eme
NPEABMA U3CAEABAHE C MarHUTEH PE3OHAHC Ha CbPLIETO Ha BCekn 2—5
FOAMHU WAM mo-yecTo (BX. Touka 6.7.3). TecTBaHeTO C KapAMO-
NMYAMOHAaAHO HaTOBapBaHE MOXe Ad OCUTYPWU OOEKTUBHMU
AOKa3aTeACTBa 33 BAOLLABaHe Ha 3ab6OASiBAHETO, HO TpsibBa Aa ce
M3BbPLLBA CAMO Ha BCEKWM 2—3 FOAMHMW, OCBEH aKO HSMa MPOMSsHA B
cumnToMuTe. EpromeTpusTa 1 TecToBeTe C ynpaxHeHus Ha bsraiua
nbTeka MoraT CbLO Aa MPEAOCTaBAT LeHHa ¢YHKLMOHAAHA
MHGOPMALMA NMPU MALMEHTH, MPU KOMTO HE MOXKE Ad CE WM3BBPLLM
CPET6.11. CeMeeH CKPUHMHT 1 MPOCAEASBALLA OLLEeHKa Ha POAHWMHM

Mpenopbku Ta6Aamua 13 - NMpenopbku 3a pyTUHHO
npocAeAsiBaHe Ha NMaLMeHTU ¢ KapAMomMonaTms

Mpenopbku Kaa®  Huso

[MpenopbyBa ce BCUUKM KAUHUYHO CTaBUAHM

MaLMEHTH C KAPAMOMMOMATHA A2 BbAAT MOAAOKEHM

Ha PYTUHHO MPOCAEASBAHE C MOMOLLTA Ha Cc
MYATUMapaMeTpUYEH MOAXOA, KorTo BrAtousa EKI u

exokapanorpadus Ha Bceku 1 A0 2 roAMHM.

KAnHnyHa ouenka ¢ EKT 1 myATMopaaHO
n306passBaHe ce NpernopbyBa Npu NaLmeHTH ¢
KapAMOMMOMATMS, KOraTo MMa ChLLECTBEHA UAU
Heo4aKBaHa NMpPOMSHA B CUMMTOMUTE.

EKT, erekTpokapamorpama.
*Kaac npenopbku.
bA\OKa3aTeACTBEHO HMBO.

6.11. CeMeeH CKPMHMHI U NMPOCAeAABaLLLA

oueHKa Ha poAHUHU

Ha BCUYKM POAHMHU OT MbpBa AMHWMSA Ha MaALMEHTU C
KapAMoMuonaTus TpsibBa A2 6bae MPEAAOKEH KAMHUYEH CKPUHWHT C
EKT 1 obpasHn metopmn (exokapamorpama [ECHO] u/man CMP). B
CeMeliCTBa, B KOUTO € UAEHTUPULIMPAH reHETUYEH BapUaHT, KOMTO
npuunHsea 3aboasBaHe, TpsbBa Aa Ce MPEAAOXKM KaCKapHO
reHeTUUHO m3cAepBaHe (BX. Paspen 6.8.3). Amuata, 3a kouto e
YCTaHOBEHO, Ye He Ca HOCUTEAM Ha (GaMUAHMSI BapuaHT U KOUTO
HAMAT KAVIHVIMEHR ¢&h0TVlﬁ, OOMKHOBEHO MOTaT Ad GbAaT
0CBOOOAEHM OT MPOCAEASBAaHE CbC CbBET Aa MOTbPCAT MOBTOPHA
OLleHKa, ako Pa3BMAT CMMMTOMM MAM KOraTo B CEMEMCTBOTO ce
MOSBAT HOBWM KAMHWYHO 3HA4YMMU AaHHW. POACTBEHMLMTE, HOCELLM
baMrAeH(HM) reHeTuYeH(HW) BapuaHT(M), TpsGBa Ad Ce MOAAOXKAT Ha
obuyariHa KAMHMYHa oueHka ¢ EKI MyATUMOAaAHO CbpaevHO
n3o6passBaHe U AOMBAHUTEAHU U3CAeABaHWA (Hamp. XoaTep
MOHUTOPUPAHE), PbKOBOAEHU OT Bb3PacTTa, CEMeMHUs PpeHOTUMN U
reHotun (®urypa 11). lNo nopobeH HaumH, ako He e
MAEHTUPMLIMPaHA FreHETUYHA MPUYMHA 32 3a00ASBaHETO, 3aLLOTO B
npobaHaa Annceat P/LP BapuaHTU MAM He e U3BBPLLEHO reHETUYHO
M3CAEeABaHe, Ce MpernopbyBa KAMHUYHO MPOCAEASBAHE Ha BCUYKM
POAHWMHM OT MbpBa CTereH; B CeMelcTBa 6e3 M3BeCTeH BapuaHT,
npuuMHABalL, HOAeCTTa, Ha AeuaTa TpsbBa A2 Ce MPEAAOXM
MPOABAXKABALLO KAMHUYHO HabAloAeHMe, MOopapM CBbp3aHaTa C
Bb3pacTTa MEHETPAHTHOCT, @ CbLLO Taka TpsibBa Aa Ce MPEeAAOXKM
HEMpeKbCHATO HABAIOAEHME Ha Bb3PACTHW POAHWUHM B 3aBUCUMOCT OT
ceMeliHaTa McTOpuUs U Apyrv dakTopu. B cemelicTBa, KbpeTO MMa

©ESC 2023

CaMO €AHO 3aCerHaTto AULE M KbAETO He € WAEHTUPMUMPAH
reHeTMYEH BapuWaHT, YecToTaTa M MPOABAXKMTEAHOCTTA Ha
KAMHUYHOTO TMpOCAEASBaHE MOraT Aa 6baaT peayuLMpaHu (BX.
Durypa 11).

Kato usAO, YecToTaTa Ha KAMHMYHATA CbpAEYHA OLiEHKa Mpu
POAHMHM LLie Ce OCHOBaBa Ha MOAEAA Ha yHAaCAeAsBaHe, pucka OT
cbbUTMA MpK 3acerHaToTo(MTe) AMLe(d) U KaueCTBEHO— KOPUIU-
paHUTe TOAMHWM XMBOT. ToBa L€ 3aBMCM M OT Bb3pacTTa, BUAA
KapauMomuonatus u $aMmAHaTa aHaMHesa (MeHEeTPaHTHOCT,
beHOTUMHA eKCMpecns U PUCK OT YCAOXKHEHMS MPpW 3acerHaTuTe
POAHMHM).

MMpoyuBaHMATa 3a MeHeTPaHTHOCT Ha OoAecTTa ca MoKasaAu
NMoACDEH MOAEA Ha CUIMOMAHA $opMa Ha PeHOTUMHA eKcrpecus
npe3 LeAWs XWMBOT B CEMEWNCTBA C MOTBBPAEHU TEHETUYUHM
Kaparomuonatum. [NeHeTpaHTHOCTTa B A€TCKa Bb3pacT e ~5% npe3
mbpBaTa Aekaaa, HapacTsaikm Ao 10-20% Ha Aekaaa OT BTOPOTO AO
CEeAMOTO AECETUAETME, CAEA KOETO KpMBaTa CcTaBa naocka Ao 5-10%
Mpe3 NMOCAEAHUTE ACCETUAETUS, BBIMPEKU He B HAKOM MOMyAALMM AO
25% oT pmarHosute morat Aa 6bAAT MOCTaBEHW MPU AWLIA Ha Bb3pacT
Haa 65 ropnHn.”™ HakAOHBT B AETCTBOTO M paHHaTa 3psAa Bb3pacT
Moxe Aa 6bae mo-cTpvMeH (20% Ha peceTmaeTue) M NopobeH Ha
TO3K B cpeaHata Bb3pacT 32 HCM, KbAETO MBXKUST MOA, PUHUTE
aHomaauu Ha EKT 1 onpeaeAeHm reHu ca npeAMKTOpH 3a ekcrpecus
Ha 3a60AABaHETO MO BPEME Ha MPOCAEAABAHETO.'

[MeHeTpaHTHOCTTa MpY MOBEYETO KAPAMOMMOMATUM € HErbAHa,
pocturavikn 70-90% kbvm 70-roapmilHa Bb3pacT B CEMEWCTBA C
kaparommonatia.'” C HAKOM U3KAIOYEHMS, M3MOA3BAMKM CeralliHuTe
AMArHOCTUYHK KpUTepuu, Bellle NOKasaHo, Ye NMeHeTPaHTHOCTTA Ha
3ab60AsIBaHETO MpU XeHWTe ce 3abass (M3mecTBa) ¢ 10 ropMHM B

Mpenopbku Tabauua 14 - MpenopbKu 3a pyTUHHO
NMpocAeAsiBaHe Ha MaLMeHTU C KapAMoMMonaTus

Husob

Kaac®

Mpenopbku

CAeA KacKaAHO FEHETUHHO M3CAEABAHE Ce
MpenopbYBa KAMHUYHA OLIEHKA C MOMOLLTA Ha
MYATUMapaMeTpUYeH MOAXOA, KorTo BkAtouea EKI u
CbPAEUYHO M306passiBaHe , KaKTO 1 ABATOCPOHHO
MPOCAEASBAHE MPU POAHWHM OT MbpBa CTEMeH,
KOMTO MMAT CbLLS MPUUMHSBALL, 3a60ASBAHETO
BapuaHT Kato npobanaa. /o254

CAeA KackapHO FeHeTUYHO M3CAEABaHE ce
NpernopbYBa POAHWHK OT MbpBa CTeneH 6e3 deHoTuM,
KOUTO HSAMAT ChLUMS MPUYMHABALL BOAECTTA BapUaHT
Kato npobaHAa, A2 6bAaT OCBOOOAEHM OT
MO-HATaTbLUHO MPOCAEASBAHE, HO Ce MPEernopbyBa Ad
MOTbPCAT MOBTOPHA OLIEHKa, aKO Pa3BUAT CUMMITOMM
WNAM KOTaTo B CEMEMCTBOTO Ce MOSBAT HOBU
KAMHMYHO 3HAUYMMM AaHHM.

[Mpenopbuga ce, korato He e naeHTUdMLMpaH P/LP
Bap1aHT B MpobaHAa MAM He € M3BbPLIEHO FreHeTMYHO
TeCTyBaHe MpU POAHMHM OT MbpBa CTeMeH, Ad ce
HampaBu MbpPBOHAYAAHA KAMHUYHA OLIeHKa
M3MOA3BaLLA MYATMMapaMeTPUYEH MOAXOA, KOUTO
BrAtouBa EKI 1 cbpaeyHa obpasHa AnarHocTyKa.

Korato He e uaeHTUdMuMpan P/LP BapuaHT B npo-
6aHAa WAV HE € U3BBPLUEHO FEHETUYHO U3CAEABAHE,
NPY POAHMHM OT MbpBa CTeMeH TPsIGBa Ad Ce Harpasu
PEryAsipHa, AbATOCPOYHA KAMHMYHA OLiEHKa Ype3
M3MOA3BAHE Ha MyATUMAPAMETPUYEH MOAXOA, KOMTO
BkalouBa EKI™ 1 cbpaeyHa obpasHa AMarHocTuKa.

lla C

Mo BpeMe Ha KaCKapAeH CKPUHMHT, KOrato poAHWHa OT
MbpBa CTEMEH € NOYNHAA, Tpﬂ6Ba Ad CE MMa B3EME
NPpeABUA KAMHMYHA OLEHKA Ha BAM3KUTE Ha
MOYNHAAUA MHAUBUA POAHUHN (T.e. POAHMHM OT
BTOpa CTeneH Ha BbMNpOCHUA I'IaLlVIeHT).

lla C

P/LP, natoreHeH/BeposiTHO naTtoreHeH.
*KAac npenopbku.
bAOKa3aTeACTBEHO HUBO.
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178,545-548
CpaBHEHME C MbXKETE.

OT AETCTBO AO CTAPOCT TPSOBA AQ CE MPEAAAra CbPAEHeH CKPUHUHT
npu: (i) HocuTeAn Ha reHeTuuHwn P/LP BapuaHTW, cBBp3aHM C
KapAvoMmuonatur; uAm (i) Mpu Te3n ¢ AEMOHCTMpaHa ¢pamUAHA
60AecT. [1peproKeHaTa HecToTa Ha CKPUHUHT € Ha Bceku 1-3 ropAnHum
¢ EKI n ECHO (nAtoc AOMbAHWUTEAHM TeCTOBE, KOraTto ce cumTaT
MOAXOASILLM) TMPeAM HaBbpluBaHe Ha 60-roAMLLIHA Bb3PacT U CAeA
TOBa Ha BCeKM 3—5 roAMHM caep ToBa.

Te3n nNpenopbkM ce OTHACAT 3a CEMEMCTBA, 3acerHatu oT
KapAMomuonaTus. [MeHeTpaHTHOCTTa Ha MOAOGHM BapuaHTH,
MAEHTUOULIMPAHM U3BBH TO3M KOHTEKCT, BEPOSTHO Lije ObAE MHOTO
MO-HMCKA, a MOA3UTE W BpepaTa OT CKPUHMHIA U MPOCAEASBAHETO
NPOAbAXaBaT A2 6bAAT B MpoLiec Ha oleHka.”” "

6.11.1. CneunaAHM cbobpakeHUsi NpU ceMerHUs
CKPUHWHI

Ako I'IOAPO6HOTO MN3CAEABAHE Ha MauUMeHTa CbC CbOTBETHATa
KapanomumonaTtma (BKAIO'-IMTeAHO HEratuBeH pe3syATaTt OT reHeTU4YHO

M3CAEABAHE) W POAHWMHUTE MO MbpBA AMHWS OT WHGPOPMATMBHM
cemeiicTBa (T.e. C AOCTaTbYHO TOASIMO POAOCAOBME) AOBEAE AO
3aKAIOYEHME, Ye KapAMOMMONaTUATa Ce MposiBsBa M30AMPaHoO (T.e.
CbOTBETHWSAT MaLMEHT € EAMHCTBEHOTO 3aCErHaTO AMLIE), MOXE Aa Ce
B3eMe pelleHue 3a MpeKkpaTsBaHe Ha MepUOAMYHOTO HabAloAeHMe
MpW POAHWHM OT MbpBa AUHMS Ha Bb3PACT =50 rOAMHM C HOPMaAHM
CbPACUHM U3CACABAHMA.

Korato 1ma BeposTHOCT MAU ACPUHUTUBHU AQHHU, HE MOAGABT Ha
yHacAeAsiBaHe e pasAMYeH OT aBTO30MHO-AOMMHAHTEH, Cbob-
paxeHMeTO 3a NMeproAMYHA OLieHKa Ha POAHMHUTE TpsbBa Aa 6bae
WMHAMBUAYAAU3NPAHO, Harp. (i) XeTePO3UrOTHUTE HOCUTEAW Ha SIBHO
peLecvBHM GOPMUM Ha KAPAMOMMOMATUS MOTaT Ad ObAAT UBKAIOHEHM;
(i) xeTepo3mMroTHM HoCKTEAM Ha X-CBbp3aHO 3ab0AsiBaHe MoraT Aa
OTAOXAT CbpA€YHaTa OLIEHKa, Tbl KaTo (PEHOTUMBT MOXe Aa ce
NMPpOSBM MO-KbCHO B MBOTA; M (iil) B ekmna mo KapAMoMMOMaTus
TpsibBa Aa ce 0BCbAM MPOCAEASBAHE HA CEMEMCTBA C MOBEYE OT EAVH
BEPOSITEH AU AOKa3aHO MaToreHeH Bapu1aHT (OAUTO-MOAUTEHHOCT).

BapwuanT P/PL

BapMaHTHO/FEHETM‘-IHO
TeCTBaHe

!

APY1 MPUYMHM

Pasanuen

KAMHNYEH HeraTneeH

deHoTMN

DeHoTmn
KapAmo-
MUOMaTmA

HopmaaeH

[oBTOpPEH
CKPUHMHT Ha paBHU
MHTepBaAMa
(Kaac lla)

@ESC

Durypa 11 AAropuTbM Ha MOAXOAQ KbM CEMEMHMA CKPUHMHI W MPOCAEASBaHE Ha YAEHOBETE Ha cemelicTeoTo. P/LP, natoreHer/seposTHo natoreneH, VUS,

BapMaHT C HEM3BECTHO 3HA4YEeHME.

‘AKO HIMa AOMTBAHUTEAHM 3aCErHaTU POAHWMHU U HE € MAGHTUULIMPAH BAPWAHT MPK FEHETUYHOTO M3CAEABAHE, B3EMETE MPEABUA MO-PaHHO MpeKpaTsBaHe Ha

KAUHUYHNA CKPUHUHT.
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6.12. NMcuxoaoruuecka nopkpena npu
NauMeHTU C KapAMOMMOMNATUA U YAEHOBE

Ha ceMeMUCTBOTO

MoCTaBAHETO Ha AMArHO3a HACAEACTBEHA KAPAMOMMOMATMS MOXE A
Ce OKaxe MCUXO-COLMAAHO MPEAM3BMKATEACTBO. TOBA BKAKOYBA
MPUBMKBAHE KbM HOBA AMAarHO3a, WM3KAIOYBAHE OT CbCTE3aTeAHM
CMOPTOBE MAM Aa Ce xMBee C m3secTeH puck oT BCC.™ Makap ue
MPOYYBaHMATA MOKa3BaT, Ye MALMEHTU C HACAEACTBEHU KapAMO-
muonaTtum ce apantupat pobpe caep ICD, nma BaxHa noarpyna,
KOSTO AGMCTBUTEAHO Ce HyAae OT AOTbAHMTEAHa Mmoakpera.” >
PeleHneTo pa mate ICD 1 pa xu1BeeTe C YCTPOMCTBOTO ChLLO MOXE
A2 Cb3AAAE MCUMXOAOTMYECKM TMPEAM3BUKATEACTBA, OCOBEHO Mpw
Te3u, KOMTO Ca MAAAM UAM KOUTO Ca MPEXMBEAU MHOXKECTBO LLIOKOBE
M/MAM MMAT AOLIO U3IXOAHO TMCUXO-COLMAAHO YHKLMO-

553,554,557
HMpaHe. BCC Ha MAap poAHMHA He camMO BOAM AO AbADOKa

Ta6auua 16 McuxoAormuHm cbobparkeHus

Tpyna nauuneHTH

Hosa AmarHosa

¢M3M'~4€CK3 AKTUBHOCT.

ICD

cbobpaxeHue. 354

Cckpbb, HO U €AMH OT BCEKM ABaMa POAHMHM CboOLLaBa 3a
MOCTTPaBMaTUYEH CTPEC MAM MPOABAKMTEAHA CKPBO CbC CpepHa
NPOABAKMTEAHOCT 6 TOAMHM CAep cMbpTTa.””® KAMHMYHATa
NMCUXOAOTMYECKA MOAKPEMa 3a 3aCerHatv OT HACAEACTBEHU
KapAMOMMONATUM MALMEHTU U TEXHWUTE CEMEMCTBA € BaXKEH acmekT
OT TPUXKUTE HA MYATUAMCLMMAMHAPHUA eKun u Tpsbsa npu
HEoBXOAMMOCT Aa Bbae Haaue.™ KAuHMuMcTUTe Tpsbea aa ca
HAsICHO C MOTEHLMAAHO AOLL MCUXOAOTUYECKM U3XOA U TpsbBa Ad
MMaT HUCBK Mpar 3a HACOYBAHEKBM CMELMAANCT.

McMXOAOTUYECKUTE MPEAM3BUKATEACTBA MPU MALMEHTUTE U
UYAEHOBETE Ha TexHWUTe cemencTBa ca obobuieHn B TabAauua 16.
Bbrpekn Ye MHOro mauMeHTW M YAEHOBE Ha CeMelCTBaTa Lie ce
Bb3MOA3BAT OT MCUXO-COLMAAHOTO KOHCYATUPaHe, MPeAOCTaBEHO OT
PasAMYHM 3APABHM CTIELIMAAMCTU, BAXKHO € AQ CE MOAYEPTae, Ye Mpu
HSKOW OT TsAX € HEOOXOAMMO AeYEHMETO OT OByYeH CreLMaAMUCT,
KaTO KAUHMYEH MCUXOAOT.

Mcuxorornunm C'bOGPa)KeHMﬂ

Crurma, CBbp3aHa CbC CbpPAEYHO-CbAOBUTE 3ab0ASBaHUA 1 MOrpeLHo CXBalllaHe, Ye 3acArat caMo Nno-Bb3pacTHU Xopa.
CTan'bT OT BHe3arnHa CbpAeYHa CMbpPT MOXE Ad Pa3KAATU YBEPEHOCTTA U Ad Cb3AaAE 6e3MOKOMCTBO MO OTHOLLEHME Ha

CTpax OT pucK 3a yHacAeAsiBaHE OT APYrU POAHWHM, OCOBEHO AeLia.
VBEPEHOCT 1 caMO-ePUKACHOCT, 3a Ad YNPaBASBaT 3aDOASBAHETO CU.
TpeKUST OnMMT ¢ GOAECTTA (e MOBAMSE Ha BL3MPUATMATA 3a MporHosata. !

MoBeyeTo MaLMEHTH Le ce apanTUpaT AOGpe cAea noctassHeTo Ha ICD, BbMpeku Ye MOXKE A2 UMA MbPBOHAYAAEH CMaA Ha
CBbP3aHOTO CbC 3APABETO KAYECTBO Ha KMBOTA U MCUXOAOTMHECKOTO BAArOMOAyHMe, Te Ce BPbLUa YECTO KbM HOpMarTa. .
Ao 30% Lue pasBUSAT TPEBOXKHOCT U/MAM CUMIMTOMM Ha MOCTTPaBMAaTUYEH CTPEC M LLE CE HY)KAAAT OT AOMTbAHUTEAHA MOAKPENa.
Teau, KOUTO ca MAAAM U Ca MPEXMBEAU MHOXKECTBO LokoBe oT ICD m/MAM MMaT AOLLO M3XOAHO MCUXOAOTUHECKO
bYHKLMOHMPAHE, Ca UBAOXKEHW Ha MO-TOASIM PUCK OT AOLLIM MCUXOAOTMUECKM PE3YATATM.
[py MAaAUTE XOpa, 0OCOBEHO MpW KEHWUTE, MPOBAEMUTE C TOBA Kak U3rAEKAA Ha TAAOTO MoraTt Aa 6bAAaT OCHOBHO

552,560,561

553-555,561,563

B3emaHeTo Ha peLlieHMs Npu Tesu, Ha KOUTO MM e MpenopbyaHa UMnAaHTaums Ha ICD, Tpsabea aAa 6bae cbobpaseHo ¢

nauMeHTa N1 Aa BKAKOYBA 6aAch14paHo O6C'b)KAaHe Ha NMOA3UTE N PUCKOBETE U BHUMATEAHO C'b06pa3$|BaHe C BbrpocuTe 1

onaceHusTa. >¢*

DusmyeckaTa akTUBHOCT °

Auncara Ha ¢M3MH€CKa AKTUMBHOCT € OCHOBEH ¢aKTOP 33 AOLLIN 3APABHU PE3yATATU.

L4 I'Ipw TE3U, KOMUTO 3aro4BaT Aad C€ CTPaxXyBaT Ad U3MbAHABAT AOPU YMNMPa)KHEHUA C HMUCKa MHTEH3MBHOCT, MOXe Aa CrapHe

CBbP3aHOTO CbC 3APABETO Ka4eCTBO Ha XXMBOTA.

. CI'IOPTIACTMTe, Ha KOMUTO Ce Nnpenopbyea Aa HAMAAAT HMBATA HA AaKTUBHOCT, MOrat Aa U3NMUTaT A'b/\6OK2. CKp'b6 1 TPYAHOCTU MpuU

MPUCNOCOBABAHETO KbM TO3M CbBET.>®>

AMCK)’CMMTG, HaCO4eHU KbM MauneHTa, 1 NOBULLEHOTO BHMMAHME KbM OMaceHMATa Ca OT pPeLlaBallo 3Ha4YeHne 3a

NMOAMOMAraHeTo Ha XopaTta Aa HarnpaBAT APACTUYHU NMPOMEHU B Ha4YMHA CU Ha XKMBOT.

566-568

PoacTenunuy, komTo npexweseat BCC Ha MAaA POAHMHA, MMaT 3HAYUTEAEH PUCK OT AOLLO MCUXOAOTUHECKO GYHKLIMOHMPAHE,

BKAIOUMTEAHO MOCTTPaBMATHUEH CTPEC U MPOABAKMTEAHA CKPBE.>>8

MCUXOAOTUYECKM TPyAHOCTH, °%8

uosek.>70>71

Aeua 1 oHOLWN

CkpbbTa e HopMaAHa peakLs Ha 3aryba. [poAbAXMTEAHATa CKPBO Bb3HMKBA, KOraTo MPOLLECHT Ha CKPBO ce "3akoTsu'".
Tesn, KOUTO CTaHAT CBUMAETEAU HA CMBPTTA MAWM OTKPUAT TAAOTO Ha MOYMHAAMS, CA UBAOXKEHM HA MO-FOASM PUCK OT

n 569

MaiikuTe Ha NoYMHaAMs/aTa U3MUTBAT MNO-TOASIMO 6G3I'IOKOIZCTBO.558
Mcmxorormuyeckara MOAKPpeEna 3a YAEHOBETE Ha CEMENCTBOTO € BaXKHa U YeCcTo HEYAOBAETBOPEHA HY>KAQ CACA BCC Ha MAQA

AmarHosaTa B AETCTBOTO MOXE Aa MNpeAn3sBuKa 6e3l'|OKOl;ICTBO, ocobeHo CpeA poaUTeAUTE. BaxeH e AOCTBMNBT AO pecypcu 3a

noAnoMaraHe Ha rnpakTu4ecku I'IpOsAeMlA KaTo MH¢OPMaLIMH 3a y4YnAmLLaTa.

npeMMHaBaHeTO OT NeAUATPUYHU KbM FPUXU 332 Bb3PACTHU MOXKE Ad 6'bAe NMPEAU3BUKATEACTBO 3a A€LiaTa U TEXHUTE ceMencTBa.
BsemaHeto Ha pPeLlleHna No OTHOLLEHNE Ha reHETUYHO TeCTBaHe Mpu 6e3cUMMNTOMHM A€La YeCTO MOXe Aa Ce Bb3rMNOA3Ba OT

BKAKOUYBAHETO Ha KAMHMYEH MCUXOAOT, KOUTO Aa NOAMNOMOrHe I'IpMCI'IOCO6ﬂBaHeTO KbM pe3yATaTa.

Aeua 1 oHOLWK

Tesu, komTo AEKYBaT CUMMNTOMUTE, BEPOATHO LLIE YCETAT NO-TOAAMO Bb3AENCTBUE BbpXYy CBbP3aHOTO CbC 3APaBETO Ka4eCTBO Ha

XMBOTA. q)aKTOpMTe, BAUAELLN BbPXY Ce6e-e¢eKTl/IBHOCTTa, LLie MOBAUAAT BbpPXY CnocobHoCTTa Ha nauueHTa Aa yrpaeAsaBa

3a60ASABaHETO CU, BKAIOUMTEAHO MPUABPXKAHETO KbM ACHEHUETO.
H)’)KAaTa OT roAAAMa MHTEPBEHLIMA KaTO CbpAEYHA TPAHCMAAHTALIMA MOXE Ad AOBEAE AO 3HAYMTEAHU MCUXOAOTNHECKU

573

NPEeAU3BUKATEACTBA U KAMHMYHATA MCUXOAOTMHECKA MOAKPENa € MHOIo BaX<Ha.

[eHeTUMYHO TecTBaHe gos
He cbobLLaBaT 3a AUCTPEC.

Bbl'lpeKl/I NOTEHLUMAAHUTE HPOGAGMM © I'IpMCFIOCO6ﬂBaHeTO, MOBEYETO MaLUEHTU, KOUTO CE MOAAAraT Ha reHETUYHO U3CAEABAHE,

[eHeTHYHOTO KOHCYATUPaHe Tpﬂ6Ba Aa MOKpPKMBA BCAKAKBU MCUXO-COLIMAAHN I'IpO6AeMl/I AU H)’)KAM.204
Ako e HeO6XOAl/IMO, Tpﬂ6Ba Aa C€ OCUTYPU AOMBAHUTEAHA MOAKPENa Ha NauMeHTUTE 3a NpeApaBaHe Ha MHC')OPMaLLMFITa 3a

FeHETUYHNA PUCK Ha U3AOXKEHWM Ha PUCK YAEHOBE Ha CEMENCTBOTO.575

ICD, umnaaHTupyem KapavosepTep aepubpuaatop; BCC, BHesanHa cbpAeyHa CMBbPT.
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Mpenopbku Tabauua 15 - NMpenopbku 3a NcuxoAoruyec-
Ka NoAKpena npu NalMeHTU U YAeHOBE Ha CEMeNCTBOTO
C KapAMoMMONaTUMN

Mpenopbku Huso’

a
Kaac’
I'Ipenopbqsa C€ Ha BCUYKM AULIA MPEXMBEAU
NpeXAEBPEMEHHa BHe3anHa CbpAEYHa CMbPT Ha YAEH
Ha CEMEMCTBOTO C KapAvoMMOnaTUus Aa Gbae
MPEAAOXKEHa MNMCUXOAOrMYeCKa rNMoAKpena ot

NMOAXOASLLO OByYeH 3apaBeH
cneupanucr, S58570571576577

Ha Bcuukm AviLia € HacAeACTBEHA KapAVMOMUOMATHS,
KOWTO MOAyYaBaT UMMAAHTUPYEM KapAMOBEPTEP
AedUBPUAATOP, Ce MpenopbyBa Aa Hbae NMpeAAOKeHa
TMICUXOAOTUYECKA MOAKPENA OT MOAXOASLLO OByUeH
3APaBeH CMeLMaAmncT, 2o2556:561,563

Ila C

py BCUYKKM NMALMEHTU M CEMEMCTBA C HACAEACTBEHA
KapAMOMMOMATKS U MO-CMELMaAHO 3a MpobaemuTe
OMUCaHW B TEKCTa TPOBa Ad Ce MMa MPEABMA
NCUXOAOTUHYECKA MOAKPENA OT MOAXOASALLO 0ByyeH
3APaBeH CreLMaAmncT.

*KAac npenopbku.
bAoKasaTeACTBeHO HMBO.
Bx. Tabauua, 16.

6.13.MbTaT HAa NayuMeHTa

CUCTEMHUST, MyATMMNapaMeTpUYeH MOAXOA KbM AMArHOCTUKATA U
OLIeHKaTa Ha MaLMeHTU CbC CbMHEHME 33 KAPAMOMMOMATMS, OMUCaH B
TO3M PasAeA, MO3BOASBA HA KAUHWULMCTUTE AQ YCTAaHOBST HAAMUMETO
Ha KapAMOMMOMATUSA U A MAEHTUOULMPAT HEMHATa eTUOAOTUS U
PbKOBOASAT AEYEHWETO Ha CUMMTOMWUTE M MPEBEHUMATA Ha
6GOAECTHUTE YCAOXKHeHMs. Makap 4e MHOro OT acrekTUTe Ha
KAVHUYHWUTE TPUXU U MPUAPYXaBaLLMTE T NPENOpbKM ca obLLM 3a
BCUYKM $EHOTMMOBE KAPAMOMMOMATUSA, MOCTUrAHETO Ha
€TUOAOTHYHA AMArHO3a € OT KAIOYOBO 3HAYEHWE 33 OCUrypsiBaHe Ha
cneunduyeH KbM 3aBOASBAHETO MOAXOA; TOBa Ce OOCBKAA
NOAPOBHO B CAEABALLMTE pa3peAM Ha Tesun npernopbku (Bx. Pasaen 7).

7. CneumduyHM TUNOBE KapAMO-
MuonaTus

7.1 XuneptpodpunuHa KappAMoMmonaTms
Mpenopbkn Ha ESC ot 2014 r. 3a pmMarHocTMKa M AedeHMe Ha
XUnepTpodryHa KapAMOMUOMATUS TMPEAOCTABAT MOAPOLHM
yKa3aHusl 3a OLLeHKaTa M MOBEAEHUETO MPU MaLMEHTU C HCM. LUeata
Ha HacTOALMTE MPernoOpbKM € A3 MPeAOCTaBM LieAeHacoyeHa
aKkTyaAmsaLms Ha pokymeHTa oT 2014 r, noadepTaBaiikv HOBU
acrekTU M HacoYBaMKM YMTaTeAs KbM OLieHKa M noaxoa kKbm HCM
MpY Bb3PacTHM 1 Aelia. AOMbAHUTEAHM MOAPOBHOCTM B MOAKPENa Ha
NpenopbkMTE ca HAAUYHU B AOMBAHUTEAHWM AQHHU OHAAlH, TabAmua
S1.

7.1.1. AmarHosa
7.1.1.1. AMarHOCTUYHU KPUTEPUU
Bb3pacmuu: npu Bb3pactHUTe, XKMI ce onpeaeas oT aoebeanHa
Ha cTeHaTaHa AK 215 mm B KOMTO 1 A € MMOKAPAEH CErMeHT, KOSTO
He Moxe Aa 6bae 0bsicHeHa EAMHCTBEHO C HaToBapBaHe. [Mo-HuckMTe
cTeneHu Ha 3apebensBaHe Ha cteHuTe (13—14 mm) u3KckBat oLieHKa
Ha APYTV MPM3HALW, BKAIOYUTEAHO aMMAHA aHaMHe3a, reHETUYHM
Haxopku 1 EKT npomeHu.
Aeya: pnarHosata HCM umsucksa pebeanHa Ha cteHata Ha AK
noBeYe OT 2 CTAHAAPTHWU OTKAOHEHMUS, MO-TOAEMM OT MPeABMAEHATA

©ESC 2023

“ 8
cpeaHa cTolHocT (z-ckop >2).”

PoOHUHU: kKAMHWYHaTa pmarHoza HCM npu Bb3pacTHU POAHMHM
OT MbpBa CTeMeH Ha NaLueHTH ¢ 6e3cnopHoO 3ab0AsBaHe ce OCHOBaBa
Ha HaAM4YMeTO Ha AebeanHa Ha cteHata Ha AK 213 mm. MNpu aAeua,
KOMTO Ca POAHMHWM OT MbpBa CTEMeH CbC Z-CKOP 3a AebeAmHa Ha
cteHata Ha AK <2, HAAMUMETO Ha acOLIMMPaHU MOPHOAOTUUHU MAM
EKT npoMeHu TpsbBa Aa Bb36YAST NOAO3peHME, HO camu no-cebe cu
He yyacTBart B AMarHocTmka Ha HCM.

7.1.1.2. AmarHocTuuHa o6paboTka

MbpBoHavaAHOTO M3caepBaHe 3a HCM BkAtouBa mepcoHaAHa M
bamMMAHa aHamHe3a, PU3MKAAEH MPErAep, EAeKTpoKapauorpadums,
CbpAeYHa 0b6pasHa AMArHOCTMKA M MbpBOHAYAAHM AabOpaTOpHM
TECTOBE, KaKTo e onmcaHo B Pasaen 6.

7.1.1.3. Exokapauorpadus

Toit KaTo yBeAMUeHaTa AebeAnHa Ha KaMepHaTa CTeHa MOXe Aa 6bae
OTKPMTa Ha BCAKO MSICTO (BKAIOYUTEAHO ASICHATA KAMepa), HAAMYMETO,
PasnpoCTPaHEHUETO W TEXeCTTa Ha xunepTpodusTa Tpsibea Al
ObAaT AOKYMEHTMPaHW Ype3 M3MOA3BaHe Ha CTaHAApPTU3MpaH
NMPOTOKOA 3a M306passiBaHe Ha HarMpeyHO ceyveHUe OT HSKOAKO
npoeKu,MM.579 Ta6bamua 17 obobliaBa HEOOXOAMMUTE KAKOUOBM
M300paKeHUs 3a OLeHKa MPU MALMEHTU CbC CYCMeKTHA WMAM
notsbpaeHa XKMI. HsakoAko obpasHu npusHaLm morar aa Hacodart
KbM creldmuHa AnarHosa (Tabamua 18 u Pasaen 6).7

MaeHTudumkaumsata Ha LVOTO e BaxHa Mpu AeYeHMETO Ha
CMMMTOMKTE U oLeHKaTa Ha pucka oT BCC (Bx. Touka 7.1.5). [Npu
BCMUKM MaLMEHTU Ce MpEernopbyBa ABYM3MEpHa W AOMAepoBa
exokapamorpadus no Bpeme Ha MaHeBpa Ha Valsalva B cepHano u
MIOAYAErHaAO MOAOXKEHME, a CAEA TOBA B M3MPABEHO MOAOKEHME, aKO
He ce npoBokumpa rpaaneHT (Purypa 12).°7°* Ako marHespute A0
AErAOTO He ycnesT aa npeamssukat LVOTO 250 mmHg, Torasa ce
npenopbyBa CTpec-exokapauorpadus. He ce npenopbusa
dapMakoAOrMUHa MpOBOKALMA C AOOYTaMMH, Tbil KaTo He e
dur3MOAOTMUHA M MOXe Ad BbAE CBBbP3aHa C AOLLIA MOHOCMMOCT.

Mpenopbku Tabauua 16 - MpenopbKu 3a oueHKa Ha
06CTPYKLMATA Ha U3XOAHUA TPAKT Ha AABaTa Kamepa

Mpenopbku Kaac®  Hueo

Mpu Bcnykm naupeHTn ¢ HCM, npu nbpeoHavaAHa
OLIEHKa, Ce MpernopbyBa TpaHcTopakaAHa 2D u
AOMAEpPOBa €XOKapAMOrpadus B MOKOM M MO BpeMe
Ha MaHeBpM Ha Valsalva B ceAHaAO 1 MOAYAErHaAO
MOAOXKEHUE — A CAEA TOBA B M3MPABEHO MOAOXKEHUE,

aKO He e MPOBOKMPaH rPAAVEHT — 3a OTKpPMBaHe Ha
84,86,365,525,584,587,589-594
LVOTO.

Mpn cumnTomHm nauperTy ¢ HCM u rpaaveHT B
MOKOW MAW MPOBOKMPaH MMKoB rpaaveHT Ha AK 8
n3xoAHUs TpakT <50 mmHg, ce npenopyusa 2D n
Aonaep exokapanorpadus No BpeMe Ha HaTOBapBaHe
B M3MPABEHO MOAOXKEHME, CEAHAAO (KOraTo e
Bb3MOXHO) MAM MOAYAETHAAO MOAOXKEHME 32
oTKpwvBaHe Ha nHAyuMpaH LVYOTO u nHayumpaHa ot
HaTOBapBaHe MUTPaAHa perypriTaus,>88°95-5%8

assessing the mitral valve apparatus before a septal lla C
reduction procedure, or when severe mitral
regurgitation caused by intrinsic valve abnormalities
is suspected.””?~¢%%
[podbancasa

Transoesophageal echocardiography should be
considered in patients with HCM and LVOTO if the

mechanism of obstruction is unclear or when
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[pu cumnTomHm maupeHT ¢ HCM n

HeybeAMTEAHO HEMHBA3MBHO CbPAEYHO M306passBaHe

MOXeE Ad CE B3eMe MPEeABMA ASBA U ASICHA CbpAEYHA b c
KaTeTepu3aLms 3a oLeHka Ha TexectTa Ha LVOTO u

32 M3MepBaHe Ha HAASIraHUATA Ha MbAHEHE Ha

AK_ 603

2D, agyvameper; HCM xuneptpoduuna kapavommonatus; AK, Assa kamepa;
LVOTO, 06cTpyKLMa Ha M3XOAHMSA TPaKT Ha AsiBaTa Kamepa.

*KAac npenopbku.

b/A\okasaTeAcTBEHO HMBO.

MposokupaH, ¢ Valsalva, npaBo NoAoXeHMe MAU NepopareH HATPaT.

7.1.1.4. CbpaeyeH MarHMTeH pe3oHaHc

CbpAeYeH MarHUTEH pe3OHaHC Ce MperopbyBa Mpu MaLMEHTU C
HCM npu TaxHaTa MbpBOHAYaAHa OLeHKa (OBLMTe Mpenopbku ca
onucaun B Paspern 6.7.3 u Tabauua c MNMpenopbku 5).
M3obpaxeHusaTa cbc CMP morat pa 6bpaT 0cobeHO MOAE3HU MpU
NaLMeHTH CbC CbMHEHME 3a XWMepTPOdUs Ha amnuKaAHaTa WAM
AaTepaAHata cTeHa, uam AK anuvkaaHa aHespuama. Ta6auua 17
060611aBa OCHOBHWTE NMPM3HALM, KOUTO TPsIOBa Aa ObAAT OLIEHEHM.
KbCcHO rapOAMHMEBO ycWABaHe e HaAuue npu 65% OT naupeHTUTe
(amanasoH 33—-84%), TMNMWMYHO € METHWUCTOTO 3acsiraHe Ha CPeAHWUTE
CermMeHTM B 06AACTU Ha XUMEPTPODUS U B MPEAHUTE U 33 AHWUTE TOUKM
Ha cebp3saHe Ha AK.*" KbcHOTO rapoAuHMeBO ycuasaHe e
HEOBUYAMHO B HE-XMMEPTPOPUPAHM CErMEHTM, C UBKAIOHYEHME Ha
HampeAHaAWMTe CTapum Ha 3aboaseaHeTo, korato LGE no usaata
AebeAHa BbB BPb3KA C M3TbHABAHE Ha CTeHWTe ce cpela yecto.
KbCHOTO rapOAMHMEBO YCUABAHE MOXE Ad € CBbP3aHO C MOBMLLIEHA
MUOKapAHa PUTMAHOCT 1 HebAaromnpusTHO pemopeAmpaHe Ha AK, a
cteneHTa Ha LGE e cBbp3aHa c nmo-Bucoka yectota Ha RWMA.

©ESC 2023

KbCHOTO rapAOAMHWEBO YCHABAaHE Bapupa 3HaUUTEAHO B 3aBUCMMOCT
OT U3MOA3BAHMSA METOA 32 KOAMYECTBEHO OMPEAEASHE, HO TEXHUKATa
C 2-CTaHAQpPTHO OTKAOHEHME € EAMHCTBEHATA, KOSTO € BaAMAMPaHa
crpsmo HekponcuaTa. ™

Bbnpeku ve CMP pasrpaHuyasa psako npudmHmTe 3a HCM camo
MO TEXHWUTE MAarHWTHU CBOMCTBA, Pa3npPEAEAEHMETO U TEXKECTTA Ha
MHTEPCTULIMAAHATA EKCMAH3MS MOXKE, B TO3M KOHTEKCT, Ad MOACKaXe
cneunpuyHmn AnarHosm (Bx. Pasaen 6). Auncata Ha prbposa Moxe pa
6bae MoAesHa 3a pasrpaHudaBaHe Ha HCM oT ¢éwusmonrormuHata
apanTaums npu cnoptuctu, Ho LGE mMoxe Aa Avncea npu xopa ¢
HCM, ocobeHo npu MAaAM Xopa 1 Te3n € AeKO 3ab0AsBaHe.

Mpenopbku Tabamua 17 - MpenopbKM 3a oLeHKA Ha
O06CTPYKLMATA Ha USXOAHUA TPAKT Ha AfBaTa Kamepa

b
Mpenopbku Kaac® Huso
CMP ¢ KOHTPaCTHO yCMABaHE MOXE Aa Ce MMa
npeABuA npeant ASA 1AV MUEKTOMMS, 32 Ad Ce b P

OL|EHY CTEMeHTa W PasnpOCTPaHEHWUETO Ha
606,607
X1nepTpodusTa U MMOKapAHaTa ¢nbposa.”

ASA, aakoxoAHa cenTtaaHa abrauns; CMP, cbppeUeH MarHUTeH pe3oHaHC.
*KAac npenopbku.
BAOKa3aTeACTBEHO HMBO.

Ta6auua 17 O6pa3sHa oLLeHKa Npu XunepTpodpuyHa KapaMoMmonaTus

EAeMeHT 3a oLeHKa OcHoBeH ob6paseH

MeToA

AebeAnHa Ha cTeHaTta ECHO/CMP °

Ha AK

KomeHTapu

Beuuku AK cermeHTM OT OCHOBaTa AO BbpXa Ce U3CAEABAT B KpaliHa AMACTOAQ, KaTo Ce MpeArnoYnTa
2D obpa3 no KbcaTa oc, KOETO rapaHTUpa, Ye AebeArHaTa Ha CTeHaTa e 3ammcaHa Ha MUTPaAHO,
cpeaHo AK 1 anuKaAHO HMBO.

e CMP e no-pA06bp MeToA 3a oTkpuBaHe Ha AK anuKkaAHa U aHTEpOAATEpPaAHa XMMEPTPODUS,

CucToAHa yHKLmS ECHO/CMP

(rrobaaHa U pervoHaAHa)

AwnactoaHa dyHKLMS ECHO

MuTpaAHa KAana ECHO

LvOT ECHO

Pasmepu Ha Al ECHO/CMP

MwuokapaHa ¢prnbposa/LGE  CMP

aHEBPM3MK 1 TPOMOM U € MO-UyBCTBUTEAEH 32 OTKPMBAHETO Ha $KHM MapKepu Ha 3aboAsiBaHe Mpu
NaLMeHTU CbC CApPKOMEPHU BapUaHTU Ha NMPOTEUHOBUTE reHU (Hamp. MUOKApAHU KPUMTH, aHOMAAMM
Ha ManuAapHMS MyCKya).580. 581159 582 583

o  ODpakumsTa Ha M3TAACKBAHE € HEOMTUMAAEH U3MEPUTEA Ha CUCTOAHaTa dyHKLMA Ha AK, koraTto e
HaAULie XMNepPTPOUs.

o /OMNAepoOBUTE MUMOKAPAHU CKOPOCTU U MapameTpuTe Ha AedopmaLins (AedopMaLips 1 CKOPOCT Ha
AedopmaLpsTa) OBUUAMHO Ca HAMAAEHMW B MACTOTO Ha XMMePTpodus Bbrpeku HopmaAHata N® u
MOXe Aa ca abHOPMHM MPeAM PasBUTMETO Ha yBeAUYeHa AebeAnHa Ha CTeHaTa Mpu reHeTUYHO

3acerHatv naymeHTu.
O P)’TMHHOTO MU3CAEABAHE TP$I6Ba Ad BKAKOYBa OL|eHKa Ha MUTPaAeH KPpbBOTOK, M306pa>+<eHm| C TbKaHeH

AonAep, cKopocTu Ha KpbBOTOKA B 6EAOAPODHA BEHA, CUCTOAHO HaAsiraHe B 6eroapobHaTa apTepus
1 pasmep/obem Ha Al

OLI,eHKa Ha HaAuume u cTeneH Ha SAM u Ha MUTPaAHa peryprutauuma. HaanumeTo Ha LEHTPAAEH NAU
HaCcO4Y€eH HarnpeA AXXET Ha MUTpaAHaTa peryprurauma Tpﬂ6Ba Ad C'b6)’Al4 NOAO3peHKME 3a NbpBUYHA
AHOMaAMA Ha MUTPaAAHATa KAara 1 Aa AOBEAE AO MO-HaTaTbLLUHA OLEeHKa.

Buxte ®durypa 12

* [IpepoCTaBs BaXkHa MPOrHOCTMYHA MHPOPMaLLMS, 365525584
e Hai-yecTuTe MexaHM3MuK 3a yroaemsisaHe Ha /Al ca MUTpaAHa perypruTaLus, cebp3aHa cbc SAM un
MOBWLLIEHO HaAsiraHe Ha MbAHeHe Ha AK.

Pa3npeAeAEHUETO U TeXECTTa Ha MHTEPCTULIMAAHATA eKCMaH3Ms MOXE Aa MOACKake creLnduiHm
AvarHosn. Boaectta Ha Anderson-Fabry ce xapakTepuaupa ¢ HaMaAsBaHe Ha HeKOHTpacTHus T1
CUTHaA U HaAWuMe Ha noctepo-AatepaaHo LGE."3*15° Mpu cbpaeyHaTa aMmaomao3a yecTo uma
rA06aAHO, Cy6eHAOKAPAHO A cerMeHTHO LGE M cuAHO crieLmduueH MOAA Ha KMHETUKA Ha
raAOAVHUS B MUOKapAA M KpbBHUS 6aceliH, MpUUMHEHa OT MOAOGHM MUOKAPAHM U KpbBHM T1
CUrHaAW. 585586

2D, aBynsmeper/a; CMP, cbpaeveH marHuTeH pesoHarc; ECHO, exokapanorpama; EF, dpakums Ha nsTaacksaHe; LA, asso npeacbpane; LGE, kbcHo rapoAnHmeBo ycuasane; AK,
AsiBa Kamepa; LVOT, AeBokamepeH m3xopeH TpakT; SAM, cuctoaHo npepHo auxeHne; BCC, BHesanHa cbpaeyHa CMbpT.

©ESC 2023

©ESC 2023



Mpenopbku Ha ESC

49

Tabauua 18 Exokapanorpadpckm XxapaKTepUCTUKU, KOUTO MOACKa3BaT cneundpruyUHN eTUOAOrMM NPU XUNepTpodpUUHa

KapaAuoMuonaTus

Haxoaka

VeeAnueHa AebeAvHa Ha MEXAYNPEACbPAHATA Mperpasa  AMUAOMAO3a;

CneuudpuuHn 3a60AIBaHUSA, KOUTO A C€ UMAT NPEABUA

Amunaomnaosa; Boaect Ha Anderson—Fabry

[MosuiueHa aoebeAnHa Ha cBobopHaTa cteHa Ha AK

AMKAOMAO3a, MUOKAPAMT, 6oAecT Ha Anderson-Fabry, cuHapom Ha Noonan u cBbp3aHM ¢ TAX HapyLUeHWs

AMUAOMAO32, MUOKAPAUT/MUOTIEPUKAPANT

M3raea Ha MaTOBO CTBKAO Ha KaMepPHMS MUOKapA Mpu
2D exokapauorpadus

AMUAOUAD3];

KoHueHTpuyHa AKX
ExcrpemHa koHuenTpuuHa AKX (sebeAnHa Ha cTeHata 230 mm)

ThobaaHa AK xunokuHesus (c nam 6e3 AK amaataums)

BoAecT Ha HaTpyneaHe Ha rakoreHa, 6oaect Ha Anderson—Fabry, BapvaHtu Ha PRKAG?2, atakcus Ha Friedreich
Boaect Ha Danon, 6oaect Ha Pompe

MuToxoHapuaaHa 6oaecT, T TR-cBbp3aHa aMmMaomnao3a, BapuaHTu Ha PRKAG2, 6oaect Ha Danon,

MUOKapAMT, HarpeaHaA capkoMepHa HCM, 6oaecT Ha Anderson-Fabry, atakcus Ha Friedreich

RVOTO
3anassaHe Ha BbpXa Mpu M306pasaBaHe Ha HAANBKHATE  Ampaoma03a:
Aedopmaums

CuHapom Ha Noonan 1 acoLmmpaHi pa3cTponcTBsa

2D, AByvaMmepHa; AV, atpuoseHTpukyaapHa; HCM, xuneptpoduura kapamomuonatus; AK, assa kamepa; AKX, resokamepHa xuneptpodus; PRKAG2, npotenH kuHasa AMP-
aKTMBMpaHa HekaTaAMTUuHa cybeamhuua rama 2; AK, ascHa kamepa; RVOTO, ob6cTpyKLyst Ha U3XOAHWS TPaKT Ha AsicHata kamepa; T TR, TpaHcTupeTuH. Moanduumkaums Ha

Rapezzi et al.62

Ve

eXOoKapAMOorpama

-—@—V m-—‘ Hecumntomen® >
!

cAep 1 ropmHa

( CumnTomeH )

.
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Durypa 12 NMpoTokoa 3a oLEeHKa U AedeHue Npu OBCTPYKLMA Ha U3XOAHUS TPaKT Ha AsiBaTa kamepa. 2D, ABynamepHa; LVOTO, 06CTpyKLMS Ha U3XOAHMS TPaKT

Ha AfiBaTa KaMepa.

zEXOKap,AMOl'péld)lllﬂ npu ¢VI3MH6CKO HATOBapBaHE MOXe Aa Ce MMa MNPEABUA NP OTAEAHU MAUMEHTH, KOraTo HAAMHMETO HA FPAAMEHT HA U3XOAHUA TPAKT Ha AABaTa
KaMepa MMa 3Ha4eHKre Npu CbBETUTE 32 HAYMHA Ha XKMBOT U PELLIEHNATA 32 MEAULIMHCKO A€HEeHUE.

7.1.1.5. HykAeapHo uso6pasaBaHe

OCHOBHUSAT KAMHUYEH MPUHOC Ha HYKA€apHOTO M30bpassiBaHe npwu
XKMI1 e otkpuBaHeTo Ha cBbp3aHa ¢ TTR cbpaeyHa ammaoMpO3a
(. Paspen 7.7). [NpenopbkuTe 3a MOAE3HOCTTa Ha KOCTHaTa
cumHTMrpadums n cepaeynata KT ca onvcanm B Paspen 6.7.4.

7.1.2. leHeTUYHO M3cAepBaHe U paMUAEH

CKPUHWHI
B okoao noaosuHata ot caydante HCM ce yHacaepsiBa no MeHaenos
reHeTMueH nbT. B TakmBa cAyyau yHacAepsiBaHETO € MPeAMMHO

aBTO30OMHO AOMMWHaHTHO, T.e. ¢ 50% puck oT npepaBaHe B
noTomcTeoTo.”” OUEBUAHO CMOPAAMUYHMTE CAyYau MOraT Aa MMaT
MOHOTFeHHa MPpUYMHA MAM TMOPAAM HEMbAHA MEHETPAHTHOCT Ha
BAPMAHTA, HACAEAEH OT POAWTEA, MAW Mopaau de novo BapuaHTH
KOWTO He Ca YHACAEAEHU OT POAUTEAUTE WA, MO-PSAKO, MOPaAM
ABTO30MHO-PELIECUBHO YHacAeasBaHe.[pu Tesu, KOUTO ce NopAaraT
Ha reHeTUYHO u3scaepBaHe, ~40-60% Lie MMaT eAMH eAMHCTBEH
BapUaHT, UAEHTUULMPAH KaTO MpMUMHA 33 TAXHOTO 3aboAsiBaHe,
BBIPEKM Ye TOBa 3aBUCK OT M3CAeABaHaTa koxopTa. ' BeposTHoCTTa
332 HamMMpaHe Ha MPUYMHEH BapWaHT € Hai-BMCOKA MpU MAAAM
naumeHTM ¢ dammaHa GOAECT U Hal-HUCKA MpW MO-Bb3PacTHU

©ESC 2023
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MauMeHTU U AMLA C He-KAacuuecku npusHauu. PaspaboTteHun ca
6a3npaHn Ha GpeHOTHMNA CKOPOBE 3a NMPOTrHO3KPaHe Ha FreHETUYHOTO
npepasaHe Ha HCM, kouTo Morat aa ce M3MOA3BaT 3a
MPUOPUTM3ALMS HA TEHETUYHOTO TECTyBaHe, KOraTo pecypcuTe ca
orpaHuueHn.””*"® leHUTe C OKOHUATEeAHM AOKa3aTEACTBA 3a Bpb3Ka
MexAy reH u 3aboassaHe ¢ HCM ca o606uwern 8 Tabauua 10.
BaxkHa noarpyna, xapakTepusupalla ce C He-MAeHTUULMPYeM
MOHOreHeH BapuaHT, 6e3 pamMmnAHa aHaMHe3a 32 3a60AsBaHe W KOATO
e mo-yecTa MpW MO-Bb3PaCTHU AMLIA, MO-BEPOSTHO A2 MBX C
aHaMHe3a 3a XMMEePTOHMS, C MO-MaAbK PUCK OT TOAEMM CbPAEYHO-
CbAOBU CbOWUTUA HAM-BEPOATHO MMa MOAAEXALLA KOMMAEKCHa
eTnonorua,

[Mo-MaAko oT 5% OT Bb3pacTHUTE MaumeHTH, HO A0 25% oT aeliata
¢ HCM, LLie MMaT NpUYMHEH reHeH BapuaHT, 3a KOMTO € U3BECTHO, Ye
ummtnpa derHotuna Ha HCM. TakmBa reHokonus morat Aa umat
BXKHM KAMHWYHU Pa3AMKM, KaTO PasAMHYeH PUCK 3a yHaCAeAsiBaHE U
Pa3sAMYHO MoBepeHWe U AedeHue. ETnorormata Ha HCM B aetcka
Bb3PacT € Mo-XeTeporeHHa OT Tas, HabAloAaBaHa MpW Bb3PacTHUTE
MOMYAALIMK U BKAIOYBA BPOAEHM MPELLKM HAa METABOAM3MA, CUHAPOMM
Ha MaAdOpMaLMM M HeBPOMYCKyAHM pascTpoiictea.”” " MoseueTo
cayyam Ha HCM B peTcka Bb3pacT obaye ca MpPUYMHEHW OT BapUaHTU
Ha MPOTEMHOBWM TEHW B CbPAEYHMS CapKOMep, HaCAEAEHM KaTo
aBTO30MHO AOMMHaHTHM mbThwa. " OTHOCUTEAHOTO npeobaAa-
AaBaHe Ha pasAnyHuTe eTuorormn Ha HCM Bapupa B 3aB1cMMOCT OT
pb3pactTa: HCM, cBbp3aHa C BpoAeHM rpeLlku Ha mMeTaboAMama U
CMHAPOMM Ha MaApOpMaLmK, Ce AMArHOCTWLUMPA Hait-4ecTo npes
MbpBUTE 2 ropMHM *mBoOT, pookato HCM nopapl HeBPOMYCKYAHM
pascTpoicTsa (Hamp. atakcus Ha Friedreich) ce nposBsBsa Hali-yecTo B
loHoLLIecKa Bb3pacT.” “"° M3BbH paHHaTa AETCKA Bb3PaCT, FeHHUTE
BapWaHTK Ha CapKOMEPHUs MPOTEMH ca OTroBOPHW 3a 55-75% ot
cayuamTe Ha HCM c Hauano B aetcka Bb3pacT,”* " u paxe B paHHa
AETCKa Bb3pacT, capkoMmepHa 6oAecT npucbcTBa B A0 40% ot
cayvamnTe.”* Makap 1 No-pAAKO, BPOAGHM MPeLLKM Ha MeTaboAM3Ma
M CUHAPOMM Ha MaApOpPMaLIMM  MOraT ChLLO Ad Ce MOSBAT 3a MbPBU

614
BT MPY MO-TOAEMM AeLia U toHoLLM (BX. Pasaen 7.6).

3apbAboveHaTa M BceobxBaTHA AMArHOCTMYHA obpaboTka e oT
CbLLECTBEHO 3HaYeHKe Npu AnarHocTmupmpaneTo Ha HCM ¢ Havano B
AETCKa Bb3PacT, 32 Ad CE MOTBbPAM AMArHO3aTa, Ad CE MAEHTUPULIMPA
OCHOBHaTa ETUOAOTUS 1 A3 CE PBKOBOAM AeveHMeTo (BX. Pasaen 6).

r]peI'IOP'bKI/ITe 3a KAMHU4YEH CKPI/IHI/IHF, reHeETUYHO KOHC)’/\TVIPaHe n
TeCcTBaHe Ca OnmcaHn cboTeeTHO B Pazaean 6.8.3 1 6.11.
7.1.3. OueHKa Ha cMMNTOMUTE
Moseyeto Anua ¢ HCM ca 6e3cMMNTOMHM M MMaT HOPMaAHa
MPOABAKMTEAHOCT Ha XMBOTA, HO HAKOM Pa3BUBAT CUMMTOMM, YECTO
MHOTO TOAMHM cAep nosiBaTa Ha EKT man exokapamorpadckm pAaHHM
3a AKX. OueHkaTta Ha CMMMATOMWTE MpU MAUMEHTU C KapAMO-
Muonatim e onucaHa B Touka 6.4. OueHkaTta Ha LVOTO, kakTo e
nokasaHo BbB ®Purypa 12, Tpsbsa pa 6bae YacT OT pyTWHHaTa
OLIEHKa Ha BCUYKM CUMMATOMHM MaLMEHTH.

7.1.4. AeueHune Ha CUMNTOMUTE U YCAOXKHEHUATA
Mpu AMnca Ha AOCTaTbyeH OpOM PaHAOMM3MPaHU MPOYUBaHMS
bapMakoAOTMYHaTa Tepanums ce MpuAara NpPeAUMHO Ha eMMMpUYHa
OoCHOBa 3a MopobpsiBaHe Ha QYHKLMOHAAHWA KanauuTeT wu
HamaAsiBaHe Ha cumnTommTe. [pu cumnTomHm naupeHTn ¢ LVOTO,
LieATa e ObAeKHYaBaHe Ha CUMMTOMMTE YPE3 U3MOA3BaHE Ha AEKapCTBa,
XUPYPrUsi MAM AAKOXOAHA CenTaAHa abaauus. Tepanusata npu
cmnToMHK naumerTn 6e3 LVOTO ce dpokycmpa Bbpxy KOHTPOA Ha
ApUTMUATA, HAMAASIBAHE Ha HAASIFAHETO Ha MbAHeHe Ha AK 1 AeveHme
Ha cTeHokapausTa. [MaumeHtn ¢ nporpecupatya AK cucToaHa MAK
AMACTOAH AMCOYHKLMSA, pedpakTepHa Ha MEAMLIMHCKA Teparus,
Morat pa GbAaT KAHAMAATM 32 CbpAEYHa TpaHcnAaHTauus (Purypa
13).

621-623
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Durypa 13 AaroprTbM 3a AeteHH e Ha CbpAEHHA HEAOCTATbUHOCT MpU XuMepTpoduiHa kapArommonatus. ACEi, HXMBUTOP Ha aHMMOTEH3MH-KOHBEPTMPALLMA
eH3um; ARB, aHrnoteHsuH peuentopeH 6aokep; ARNI, aHrMoTeHsuH peLienTopeH HenpuAmauH nHxmbutop; AK®, aeBokamepHa naTaackealua $pakums; LVOTO,
OBCTPYKLMS Ha U3XOAHMS TPaKT Ha AsiBaTa kamepa; MCS, MexaHMuHa LnpkyAaTopHa noakpena; MRA, MuHepaAkopTHKouaeH pelienTopeH aHTaroHucT; NYHA,
Hioopkcka cbpaeyHa acoumaums; SGLT 2i, MHX1OUTOP Ha KO-TpaHCMOpTEp 2 Ha HAaTPUIA-TAIOKO3a.
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7.1.4.1. AeveHue Ha 06CTPYKLMATA Ha U3XOAHUSA TPAKT Ha
AfiBaTa Kamepa

Mo cnopasymerue LVOTO ce peduHMpa KaTo MMKOB AOTIAEPOB
rpaAMeHT B u3xopHMs TpakT Ha AK 230 mmHg, Ho kato npar 3a
MHBa3MBHO AeYeHWe obukHoBeHO ce mpuemat 250 mmHg (nparsT,
MPU KOWTO TEOPETUYHWTE MOAEAW, M3CAEABALLIM BPb3KaTa MEXAY
rpapMeHTa U ypAapHus obeM npeaBMXKAAT, Ye TOM CTaBa
XEMOAMHaMUUHO 3HauuM).***“* MoseyeTo NamMeHTH ¢ MakcMaeH
TPAAVEHT B MOKOW UAM MPOBOKMPAH rPaAUEHT Ha U3XOAHWS TPaKT Ha
AK <50 mmHg Tpsbsa aa 6GbAAT AekyBaHM B CbOTBETCTBME C
yKasaHusTa 3a HeobcTpyktBHa HCM, HO B MHOro Maabk 6poit
M3bpaHu CAydan C rpapAMeHTU B U3XOAALLMA TpakT Ha AK mexxay 30 n
50 mmHg 1 6e3 apyra siBHa NpuYMHa 32 CUMMTOMUTE, MOXE Aa Ce
OBMUCAU MHBA3MBHO HaMaAsiBaHe Ha rPaAMEHTa, KaTo ce MpuU3HaBa,
ye AMMCBAT AaHHW, obxBalwiawim Tasu rpyna. [loseyeTto
6e3cumnToMHM NaumeHTn ¢ LVOTO He ce HyAQsAT OT AeUeHUe, HO B
MHOFO MaAbK Opol M3OpaHM CAyYam MOXE Aa Ce B3eMe MPEABMA
bapMaKOAOTMUHO AUEHMeE 3a MOHMKaBaHe Ha HaaaraHmaTa B AK. 7
7.1.4.1.1. O61u MepKHU.

Beunuku naumentn ¢ LVOTO Tpsibea pa 13bsreat pexuaparaums u
MpeKoMepHa KOHCyMaLs Ha aAKOXOA M TpsibBa Aa Ce Hacbpyasa
HaMaAsiBaHe Ha TErAOTO. APTEPUAAHUTE W BEHO3HW Ba3OAMAATATOPM,
BKAIOUMTEAHO HUTPATU U MHXMOUTOPU Ha pocdoamecTepasa Tun 5,
moraTt aa Baowat LVOTO u Tpsbea ako e Bb3MOXHO Aa ce u3bsrsat
(Bx. Pasaer 12.2).” HOBOMOSBMAOTO Ce MAM AOLLIO KOHTPOAMPAHO
MM Moxe aa BAoLM cumnToMuTe, NpudmHeHn ot LVOTO wu Tpsbea
A Ce AeKyBa Ype3 6bP30 Bb3CTAHOBSABAHE HA CMHYCOBUS PUTBM MAU
KaMepHaTa yecToTa.”

Mpenopbku Tabamua 18 - Mpenopbku 3a AeveHHUE Ha
06CTPYKUMATA B USXOAHUA TPAKT Ha AfiBaTa Kamepa
(o6wu MepkM)

a b
Mpenopbku Kaac® Hueo
Mpu nauperTn ¢ LVOTO B nokoit mAm npu

NpOBOKaLMs TPSIGBA Ad Ce B3eMe MPEABUMA, aKO TOBa

€ Bb3MOXKHO, M36srBaHe Ha AMIOKCHH M Ha apTepraA- lla Cc

HU 1 BEHO3HU AMAATATOPM, BKAUMTEAHO HUTPATH,

626,627
KaKTO U Ha pocdoAMeCTEpasHUTE UHXMOUTOPMU.

Mpeam nHBasueHO Aederue Ha LVOTO npu naumen-
TV C HOBOMOSBMAO Ce MAW AOLLIO KOHTPOAMpaHo MM
TpsibBa Aa Ce B3EMe MpeABMA Bb3CTAHOBSBAHE Ha
CUHYCOBUS PUTBM MAU AOCTaTbHYEH KOHTPOA Ha
YecToTara.62%:630

lla (o)

MM, npeacbpaHo MbxkaeHe; LVOTO, o6cTpyKLyms Ha M3XOAHUS TPaKT Ha AsiBaTa Kamepa.
*KAac npenopbku.
5/\OKa3aTEACTBEHO HMBO.

7.1.4.1.2. MedukaMeHmo3Ha mepanus.

Bve ®urypa 14 e onucaHo noseaeHveto npu LVOTO npu
nauneHtT ¢ HCM. CbraacHo KoOHCeHcyca naumeHTUTe CbC
cumntomatuyHa LVOTO ca AekyBaHM NbpBOHA4aAHO C He-
Ba30OAMAATATMBHM OeTa-bAOKepU, TUTPUPAHU AO MakKCMMaAHaTa
MOHOCKMMA AO33, HO MMa MHOTO MaAKO MPOYYBaHMWS, CPaBHSBALLM
pasAuyHUTe GeTa-6A0kepu. CKOPOLLHO MaAKO, PaHAOMM3MPaHO
nAaLle60-KOHTPOAMPAHO M3MUTBaHe rNokasa HamaAsieaHe Ha LVOTO
B MOKOW U YycMAMe W oObaekyaBaHe Ha cumntomuTe M QoL npu
Tepanus c MeTornpooA.””

Ako caMoMocTosTeAHO BeTa-bAOKepUTe ca HeePEKTUBHU, MOXKE Ad
ce A0DaBM AM30MUPaAMMA, TUTPUPAH AO MaKCMMaAHA MOHOCMMA AO3a
(obmkHoBeHO 400-600 mg/aeH).“* Toan kaac 1A AAD moxe Aa
npemaxHe 6a3aAHUTE U3XOAHU TPaAveHTH Ha HaasraHeTo B AK 1 aa
NoACHPYH MOHOCKMOCTTA KbM HAaTOBABaHE, KaKTO U U GYHKLIMOHAAHMS
KanawumTeT, C HUCBK PUCK OT MPOAPUTMUYHK epekTu 1 Be3 nosuLLEeH
puck ot BCC.™**® OrpaHuuasaumte A03aTa aHTUXOAMHEPrMUHM
CTPaHWYHM edeKTU BKAIOYBAT CyxOTa B O4UWMTE W yCTaTa, 4ecTo
YPUHMPAHe MAM 3aabpkaHe Ha ypuHaTa, u 3anek.” > QTc
MHTEPBAABT TPIOBa Ad CE MOHUTOPUPA MO BPeMe Ha TUTPUPAHETO Ha
AO3aTa M AoO3aTa Aa Ce HaMaAM, ako HapxBbpas 500 ms.
AvizonvpammabT Tpsbea Aa ce u3bArea Npu NaLMeHTH C rAayKoMa,
MpU Mbe C BOAECT Ha MpocTaTtata W Mpu MaupMeHTH, Npuemallin
APYTV A€KapCTBa, KOUTO YAbAXaBaT QT MHTEpBaAa, KaTO aMUOAAPOH

©ESC 2023

M COTAAOA. AM30MMPaMUABT MOXKE Ad CE M3MOA3BA B KOMOMHALMS C
Bepanamma.*”

BepanamuabT (HavaaHa A03a 40 mg TpU MbTU AHEBHO AC MaKCUMYM
480 mg AHEBHO) MOXe Aa Ce U3MOA3Ba, korato 6eTa-bAokepuTe ca
NPOTMBOMOKA3aHM MAM HeedeKTUBHU, HO, Ha HGasaTa Ha orpaHUYeHu
AaHHU, TPSBBA A Ce M3MOA3Ba NMPEAMA3AVBO MPY MaLMEHTU C TeXKa
obcTpykuma (2100 mmHg) van nosuweHo 6GeroppobHO
apTEPUAAHO CUCTOAHO HaAfiraHe, Tb KaTO MOXE Aa MPOBOKMPa
6eroapober epem.”” KpaTkoCpouHOTO MepopaAHO MpUAOKEHMe
MOXE A2 YBEAUUM PUIUUECKMA KAMALMTET, A2 MOAOOPU CUMMTOMUTE
M A2 HOPMaAM3UPa UAM MOAODPU AMACTOAHOTO MbAHeHe Ha AK, 6e3
Aa npoMmeHs cucToAHaTa byHkuma.” " Tlopo6HM Haxoakm ca
AEMOHCTPUPaHU MpU AMATMAaseM (HadaAHa Ao3a 60 mg Tpu MbTH
AHEBHO A0 MakcumyM 360 mg AHesHO)™ 1 TpabBa Aa ce Baeme
MPEABMA MPU MALMEHTU C HEMOHOCUMOCT MAWM MPOTMBOMOKA3AHMS
KbM 6eTa-6AOKEPU W BEPANAMMA.

Hucku p03v BPUMKOBK MAM TUA3UAHW AMYPETULM MOraT Ad ce
M3MOA3BAT C MOBMLLEHO BHMMAHME 33 HAMAASIBaHE Ha 3aAYXa, CBbP3aH
¢ LVOTO, Ho e BaxXHO Aa ce 136ArBa XMNOBOAEMMUS.

MHxm1buTopu Ha cbpaedHaTa MnosmHosa AT®aza. MaBakaMTeHbT
€ MbPBUAT B KAACA MHXMOWUTOP Ha CbpAEYHATa MUO3MH aAEHO3MH
Tpudocdatasa (ATDaza), KOMTO AeiCTBA Ype3 HamaAsBaHe Ha
0bpasyBaHETO Ha KPbCTOCAHW MOCTOBE aKTUH—MWO3MH, KaTo MO TO3u
HaYMH HaMaAsiBa KOHTPaKTUAWTETA M MOAODPSBa eHepreTukarta Ha
MUoKapAa. B Hackopo myOAMKYBaHOTO KAMHWMYHO MpoOy4BaHe 3a
OLLEHKa Ha MaBaKaMTeH MpK Bb3PaCTHM CbC CUMMTOMHA OBCTPYKTMBHA
xunepTpoduyHa kapavomuonatus (EXPLORER-HCM), maBakamTeH
€ HaMaAMA FPaAMEHTA B U3XOAHMA TPaKT Ha AsiBaTa kamepa (LVOT) ne
noACOpuA paboTHMS KamauuTeT B CpaBHeHWe C MAauebo npwu
naupeHT ¢ HCM u cumntomHa LVOTO (NYHA II-lIl v EF >55%);
npu 27% OT MauMeHTWTe Ha MaBakaMTeH rpaaueHTsT Ha LVOT e
HamaasA Ao <30 mmHg u Te ca umMaan nopobperue a0 Kaac | mo
NYHA.* AekapcTBoTo e Moka3aAo Aob6pa MOHOCMMOCT M MMa
BAaronpusTeH MpoduA Ha Ge3onmacHOCT, caMO MaAka 4acT oT
naLmMeHTHTe ca passuAn npexopHa AK crcToaHa AMChYHKLmS, KOSTO
€ OT3By4YaAa CAEA BPEMEHHO CrupaHe Ha AekapcTeoTo. Bropo
npoyusare ([poyyBaHe 3a OLieHKa Ha MaBakaMTeH MpW Bb3PacTHU
cbe cumnTomHa obcTpykTmsHa XKMI, kouTo ca nokasaHu 3a
cenTaAHa peayumpaila Tepanus [VALOR-HCM]), Hacouenn 3a
cenTaAHa peayumpaita Tepanus (SRT) nopaan HemosausBalLm ce
CYMMTOMM, MOKA3Ba, Y€ MABAKAMTEH 3HAYMTEAHO HAMaAsBA AEAA Ha
nauueHTUTe, oTroBapsawm Ha kputepumte 3a SRT caep 16 u
32cepammun.”*** Maakm noanpoyusanma ¢ CMP u ECHO noackassat
Ye MaBaKaMTEHBT MOXE A3 AOBEAE U AO MOAOXMUTEAHO
PEMOAEAVPAHE HA MMOKapAR, C HaMaAsiIBaHE HAa MUMOKapAHaTa Maca,
AebeanHaTa Ha cteHaTta Ha AK 1 obema Ha AsiBOTO npeACbpAlzie."’A‘""’45
AdUKaMTeH, CACABALLIMAT B KAACA UHXMOUTOP Ha CbPAEHHUS MUO3WH,
cblwio nokasa Hackopo BbB Pasza Il paHpOMM3MpaHo mMAauebo-
KOHTPOAMpaHoO npoyysaHe (PaHAOMM3MpaHa OLeHKa Ha AO3UPaHETO
¢ KK-3773274 npu o6cTpyKTHBHA BOAECT Ha U3XOAHMS TPAKT MOpPaAn
HCM [REDWOOD-HCM]) 3HaunTeAHO HaMaAsBaHe Ha
rpaanenTuTe Ha LVOT 1 Hueata Ha NT-proBNP npu Bb3pacTHu
nNaLMeHTV CbC cUMATOMaTHUYHa o6cTpykTMBHa HCM.®

Mpu AMncaTa Ha NPSAKO AMPEKTHO CpaBHeHue, paboTHaTa rpyna He
ycns aAa npenopbuya ynoTtpebata Ha MHXUMOUTOPU Ha CbpAevHaTa
MrosuH ATDasa KaTo MbpBa AVHUS MEAMLIMHCKA Tepanus, HO cyeTe
AOKa3aTeACTBAaTa 32 AOCTaTbYHO CTABMAHM, 32 Ad TOAKpeENnw
rnperopbkara, Ye ynotpebara 1M kaTo BTOpa AWHUS Tepanus Tpsidea
Aa Ce B3eMe MPeABUA, KOraTo OMTUMaAHaTa MEAMLIMHCKA Tepanis C
6eTa-OAOKepU, KaALMEBM aAHTArOHUCTU W/MAM AM3OMUPAMUA €
HeedeKTMBHA AW Ce MOHACs AOLLIO. [Topaam AWMCca Ha AOKa3aTeACTBa
33 NMPOTMBHOTO, MHXUBUTOPKTE Ha CbpAeyHaTa MnosmHoBa AT®Masa
He TpsiOBa A2 Ce U3MOA3BAT C AU3OMMPaMMA, HO MOTaT Aa Ce MpuAarat
eAHOBpeMeHHO C 6eTa-OAOKEPU WMAM KAALMEBM aHTarOHUCTU.
[NoBuLLABaHETO Ha AO3aTa Ha AEKAPCTBOTO AO MaKCMMaAHa A03a oT 15
mg TpsibBa Aa CE MOHUTOpMPA B CbOTBETCTBME C AULIEH3MPaHUTE
yKa3aHus, KaTo Ce M3MOA3Ba MOHWTOPUPAHE C eXOKapAMOrpadus.
[Mp1 NaumeHTU ¢ NPOTMBOMOKA3AHMS WAV M3BECTHA YyBCTBUTEAHOCT
KbM OeTa-OAOKEpU, KaALMEBUM aHTArOHUCTU U AWMBOMUPAMUA,
MHXMOUTOPUTE Ha CbpAeyHaTa MMo3nHosa ATMasa b1xa Moram Aa ce
B3eMaT MPEABKA KaTO MOHOTEpanus.
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 LVOTOsnoroinposoaus 250 mmHg

~

!

1
®

Bepanamuma

(Kaac 1)

Bce ouye cbc cumnToMmn unm HenoHocumocT/
npoTMBomnokasaHue 3a 6era-bnokepn

AnATHazem
(Kaac I

Awvzonvpammp

(Kaac 1)

Bce oue cbc cumntommn

MasakamTeH
(Kaac lla)

Bce ouye cbc cumnTommn
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Durypa 14 Cxema 3a redeHme npu 06CTPyKLMA Ha USXOAHMA TPAKT Ha AsiBaTa kamepa. LVOTO, 06CTpyKLmMA Ha M3XOAHMA TPaKT Ha AsiBaTa kamepa.

Mpenopbku Tabamua 19 - Mpenopbku 3a MEAUKAMEHTO-
3HO AeYeHMe Ha O6CTPYKLMATA Ha U3XOAHUA TPAKT Ha
AfiBaTa Kamepa

Mpenopbku

HeBasoamaaTaTyiBHUTE 6eTa-6AOKEPH, TUTPUPAHU AO
MaKCMMaAHa MOHOCKMa AO3a, Ce MPeropbyBaT KaTo
Tepanus OT MbpBa AVHKA 3a NoAObpsBaHe Ha
cumnTomuTe npu naumeHT ¢ LVOTO 8 nokoit nan
Chea MpoBOKaLiyts, & 631-633648-650

Bepanamua nAn AuATUMaseM, TUTPUPaHU AO
MaKCHMMaAHa MOHOCKMA AO33, Ce MPEeropbYBaT 3a
NMoaAo6psBaHe Ha CYMMTOMMUTE MPU CUMIMTOMHM
naumeHT ¢ LVOTO B Nokol 1AM CAep NMPOBOKALMSC,
KOWTO MMaT HEMOHOCUMOCT MAM MPOTUBOMOKA3aHMS
3a 6eta-6aokepy. 533637641

AVMZ0MUPaMMA STUTPUPaH A MaKCMMaAHa MOHOCUMA
AO33, Ce MperopbYBa B AOMbAHEHME KbM HeTa-bA0kKe|
(1AM, aKO TOBa He € Bb3MOXKHO, C BEpaNaMmA MAU
AMATMA3EM) 3a NMOACOPSIBaHE Ha CUMMTOMUTE MPU
naumeHtn ¢ LVOTO B nokow nAm caea

npoBokauusa © 6327634

MHxnbuTop Ha cbpaedHaTa MuosmHoea ATMasa
(MaBakaMTeH), TUTPMPaH AO MaKCMMAAHO MOHOCMMA
AO3a ¢ exokapamorpagpcko npocaepssare Ha AKND,
TpsbBa Aa Ce B3eMe MPEABUA B AOMbAHEHME KbM
6eTa-6A0Kep (MAM, aKO TOBA He € Bb3MOXHO, C
BEpanaMuA MAU AMATHA3eM), 3a Aa Ce MOAOCDPSAT
CUMMTOMUTE MPU Bb3PacTHW naumeHtn ¢ LVOTO B
MOKOM MAU CAEA MPOBOKaLyA, 6226427646

[Mpodbaxcasa

CopaeuHnsT MnosmH ATDaseH nHxmMbutop
(MaBakamMTeH), TUTPMPaH AO MaKCMMAAHO MOHOCMMA
AO32 ¢ exokapauorpadceko npocaeasisaHe Ha AKND,
TpsbBa Aa ce B3eMe MPeABMA KaToO MOHOTepanus npu
CMMMTOMHM Bb3pacTHM NauuneHTn ¢ LVOTO B nokoit
WAV CA€A MPOBOKALMAC (HaToBapBaHe WAV Mpoba Ha
Valsalva), KOUTO MMaT HEMOHOCUMOCT UAM
MPOTMBOMOKA3aHMs KbM 6eTa-bA0KepU, BepanamMma/

AVATUA3EM WAL AMBOHMPaMMA.622'644_646

lla

BeTa-6A0Kepy 1 BA3OKOHCTPUKTOPU, MEPOPAAHO UAM
iv., TpsibBa Aa Ce B3emMaT MPEABMA MpU MaLMEHTU ¢
Texka nposokupyema® LVOTO, npeacTassila ce ¢
XWUMOTOHMS U OCTbP BEAOAPOBEH OTOK, KOUTO He
pearupaT Ha MpUAOXKeHMe Ha TeuHocTn.5?

Illa C

Av3onupamua, TUTPUPaH A0 MaKCMMaAHa MOHOCKHMA
AO33, MOXE A Ce MMa MPEABMA KaTO MOHOTEpanus
MPY MaLMEHTU C HEMOHOCUMOCT AU
NPOTUBOMOKa3aHUs 3a 6eTa-bAoKepU U Bepanamma/
AVIATVa3eM 32 OBAEKYaBaHE Ha CUMMTOMMUTE MpU
naupeHTn ¢ LVOTO B noKoM MAM cAep
npogokawys. < 632

BeTa-6A0KepH 1AM BepanaMuA Buxa MOTAM Aa ce
B3€MaT MPeABKA B M3OPaHu CAyyan npu 6e3cmnTom-
HM naupneHTn ¢ LVOTO B NOKOM MAM CAEA I'IE)OBOKa-
UMs© 32 HaMaAsiBaHe Ha HaAsiraHeTo B AK 623637
[peANasAMBOTO M3MOA3BaHE Ha HUCKU AO3
AVYPETHLIM MOXE A2 Ce B3eMe MPEABUA MpU
cumntomHa LVOTO 3a HamaAsiBaHe Ha AMCNHesTa
MpU yCUAMe.

AT®a3a, apeHO3MH TpudocdaTasa; iv.nHTpaBeHo3HO;AK, AsBa kamepa; AKMD, reBokame-

pHa dpakums Ha ustaackeaHe; LVOTO, obCTpyKUMs Ha M3XOAHMS TPAKT Ha AsBaTa Kamepa.

‘TlpenopbuMTEAEH KAAC.

*AOKa3aTEACTBEHO HMBO.

‘Tlposokauws ¢ MaHespa Ha Valsalva, ynpakHeHst B M3MpaBeHO NOAOKEHUE AV NEPOpaA-
HU HUTPATK, aKO He MOTaT Aa Ce YrpakHsBar.

°QTc MHTepPBaALT TPAGBA AA CE CAEAM MO BpeMe Ha TUTPUPaHe Ha AU3OMMPaMMA M AO3aTa
Aa ce HamaAu, ako Haasmwasa 500 ms.

©ESC 2023
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7.1.4.1.3. HBa3auBHO AeveHME Ha M3IXOAHMUA TPaAKT Ha
AfiBaTa KaMepa (pPeAyLMpalla cenTyma Tepanus).

Hsma AaHHM B MOAKpena Ha M3MOA3BAaHETO Ha MHBA3WMBHM
npoueaypu 3a HamaasBaHe Ha LVOTO npu 6escumntomHu
NaLMeHTH, He3aBUCMMO OT HelHaTa TexecT. Bvrpeku ToBa, Hskou
PETPOCMEKTUBHM AaHHM MOACKa3BaT, Ye AWLATa C BUCOKM FPAAMEHTU
Ha LVOT, pAopy M C MUHUMAAHW CMMMTOMM, MMAT MO-BMCOKa
CMBPTHOCT OT Te3n 6e3 3HAUUTEAHO MOBMLLIEHM rpapneHT.”
3abassHeTo Ha SRT Moxe Aa OKaxke BAUSIHWE BbPXY AbATOCPOYHMTE
pe3yATaTH, 0COBeHO KoraTo e >5 rOAMHM OT MbPBOTO OTKPUBAHE Ha
rPaAMEHT, AOPU A2 Ce MOCTUrHEe YycrelHo obAek4vaBaHe Ha
CUMMITOMWUTE U TpapMeHTa. [1o-paHHUTE MHTEpPBEHLMM MoraT Aa
6bAAT CBbP3aHM C MO-HWUCKM HMBA Ha YCAOXKHEHWS M Mo-pobpa
nporHosa.””

Mpw naumenTH ¢ rpaamenT B LVOTO 250 mmHg, Texku cumntomm
(dyHkumoHaeH kaac ll1-IV no NYHA) n/mAm cuHkon npu ycuame namn

HEOBACHUM PEeLMAMBMPALL, CUHKOM, BBLMPEKU MAKCUMAAHO
MOHOCMMaTa AeKapcTBeHa Tepanus, TpsbBa Aa Ce MMa MPEABMA
nHBasmBHO AedeHue (SRT) ¢ ueA HamaassaHe Ha LVOTO. MHBasumeHa
Teparnus MOXe Aa Ce MMa MPEABKA U MPK MaLMEHTU C AeKK CUMITTOMM
(NYHA kaac Il), pedpaktepHu KbM MEAMLIMHCKA TEPArMS, KOUTO UMaT
rPaAMEHT B MOKOWM MAM MaKCMMaAeH MpOBOKUPaH rpapneHT =50
mmHg (HaToBapBaHe MAM Valsalva) M cBbp3aHa CbC CMUCTOAHO
ABWKEHWE Hamnpes yMepeHa A0 TeXKa MUTPaAHa peryprutaums, MM
MAM yMEPeHa AO TeXKa AMAATALMS Ha ASBOTO MPeACbpAME B
EKCTIEPTHM LIHTPOBE C ABMOHCTPUPAHM HUCKM HMBA HA MPOLIEAYPHM
YCAOKHEHMS.

Xupypaus. Hait-4ecTo M3BbPLUBAHATA XMPYPriyHa NpOLIEAYpa 3a
AeveHue Ha LYOTO e MMeKTOMMS Ha KaMEPHUS CEMTYM, MPU KOSATO B
6a3aAHMsS CENnTyM MOA AOPTHATa KAara OTBbA TOYKATa HAa KOHTAKT
MEXAY MMTPAaAHOTO MAATHO M CeMTyMma Ce Cb3AaBa MPaBOBIbAHO
KOPWUTO MOA aOpTHaTa kAana.”™

&

( 2\
0 OLI,eHKa Ha a./\TePHaTl/IBHMTe/AOI'I'bAHMTeAHM obsacHeHUs

3aTAbCTSABaHe
PecnupatopHo 3aboAsBaHe
KopoHapHa apTepuaaHa 6oaecT
AHeMus
TupeounaHa 6oaect
Aputmus (Hanp. M)
CTpaHWYHM AeKapcTBeHU edeKTH

CucTeMHO 3a60AsBaHe (Hamnp. aMUMAOUA)
RVOTO

e OLI,eHKa Ha M€XaHM3Ma Ha O6CTP)’KLI,MFIT3,

Cebp3aHu cbc SAM
CpeaHa KyxuHa
Cy6aopTHa MeMbpaHa
AopTHa cTeHOo3a
AHOMaAHa MHCEPLMS Ha MarnUAAPEH MyCKYA

AkLecopHa TbkaH Ha MK

e OueHka Ha aHaToMusTa/dyHKLMsTa Ha MK

Mpoaanc Ha MK

Apyra Bb3MoxHa aHoMaAns/dyHkums Ha MK

e OueHKa Ha pa3npoCTpPaHEHMETO U TeXecTTa Ha XunepTpodusTa

MwuHumanHa gebenuvHa Ha npegHaTta
cenTanHa nperpaga 15 mm

@ESC—

®urypa 15 KoHTpoaeH crmcbk 3a NpeABapUTeAHa OLieHKa 32 MaLMEHTH, MPK KOMTO ce OBCHHKAAT MHBA3WBHM TEpanum 3a HamaAsiBaHe Ha nperpapata. 1M,
NpeACbpAHO MbxaeHe; MV, MuTpaaHa kaana; RVOTO, obcTpyKUMs Ha M3XOAHMS TPAKT Ha AsicHaTa kamepa; SAM, CUCTOAHO ABMXKEHME Ha MPEAHOTO MAATHO.
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To npemaxsa WAV HaMaAsiBa 3HAYUTEAHO FPAAMEHTA B M3XOAHUS
TpakT Ha AK B Hap 90% oT cAyyauTe, HamaAsiBa MWTpaAHaTa
peryprutaLms CBbp3aHa CbC CUMCTOAHOTO ABWXKEHME Hampeas U
nopobpsiBa paboTHUS KamauMTeT U cMMNTOMWTE. ABArOCpPOYHa
cMMNTOMaTMuHa MoA3a ce noctura npu >80% oOT naumeHTUTe C
ABATOCPOYHA TMPEXMBAEMOCT, CpaBHMMAa C Ta3n Ha obujaTa
nonyaauma.”* " Mpea-onepaTMeHUTE AETEPMUHAHTM 32 AOGBP
ABATOCPOYEH pe3yATaT ca Bb3pacT <50 ropMHM, pasmep Ha ASBOTO
npeacbpame <46 mm, annica Ha MM 1 MbxKm oA’

OCHOBHUTE XMPYPTUYHK YCAOXKHEHMS ca AV HOAaAeH BAOK, AsiB
6eppeH 6n0k (ABB), aedekT Ha KamepHaTa mperpapa M aopTHa
peryprutaums, Ho Te He ca YecTu (c uskatoueHue Ha ABB) B onuTHM
LEeHTPOBE, M3MOA3BAlLM HAacOYBAHE C WMHTpaonepaTMBHa
TpaHcesodarearHa exokapamorpadus.**“*” Korato mma
CbMbTCTBALWLA CPEAHOKYXMHHA OBCTPYKLMSA, CTaHAapTHaTa
MMWEKTOMMS MOXKe Aa ObAe pasluMpeHa AMCTAAHO B CpeAHaTa YacT Ha
KamMepaTa OKOAO OCHOBaTa Ha MamnuAApHWUTE MYCKYAW; BCBLLHOCT
AaHHUTE 32 ePUKACHOCTTA U ABATOCPOYHMTE Pe3yATaTW Mpu TO3W
MOAXOA Ca orpaHuyeHu.*

[Mpy NaLUMEeHTH C MbPBUYHO 3a6OASBaHE Ha MUTPAAHATA KAAMa MAM
M3pa3eHO YAbAXKABaHE Ha MWUTPAAHOTO MAATHO W/MAM YMEpeHa AO
TeXKa MUTPaAHA PErypruTaLs, CenTaAHaTa MUEKTOMMS MOXKE Ad Ce
KOMBMHMPa C KOPEKLMA MAM CMAHA Ha MUTpaAHaTa kaama.™ " Mpu
naupeHTn ¢ MM, MoXe Aa Ce M3BbPLUM EAHOMOMEHTHa abAaums ¢
npuapyxasatiia Cox—Maze npoueaypa.” IMpu kbpMaueTa U MHOTO
MaAKM Aelid, MoaMdumLMpaHaTa npoLeaypa Ha Konno Moxe pa 6bae
AATEpHATMBA Ha MMEKTOMMATA, KOTaTo aOPTHMAT MpbCTeH e
MPEKaAEHO MaAbK.

AAKOXOAHa cenTaAHa abaaums (ASA). B onuTHM LeHTpoBe
CEAEKTMBHOTO MHXEKTMPaHe Ha aAKOXOA B apTepus, KOSTO
nepdopupa CemnTyma, C LeA Cb3AaBAHE HAa AOKAAEH CEMTaAEeH
LMKaTPUKC BOAM AO PE3YATaTW, MOAOGHWM Ha XUPYPruyHuTe
onepaLyu, KOMTO Ce M3pas3sBaT B HaMaAsiBaHE Ha TPaAWEHTa,
noACHpsiBaHe Ha CUMMTOMUTE UM PABOTHUS KamnaLMUTeT, BKAKOUMTEAHO
1 npu no-MAaam anua.”*“* B mHoro uerTpoBe, ASA ce npesbpHa B
ocHoBeH BapuaHT Ha SRT. [AaBHOTO HedaTaAHO yCAOXHeHHe e AV
6A0K Npu 7-20% OT NaumeHTHTe, a NpoLieAypHaTa CMbPTHOCT € Mo-
HMCKa OT M30AMPaHaTa MekToMus, e

[Mopaau BapMabUAHOCTTAa Ha CEMTAAHOTO KpbBOCHABASIBaHE,
MMOKapAHaTa KOHTpacTHa exokapAuorpadus € OT CbLLECTBEHO
3HayeHMe MPeAn MHXKEKTUPAHETO Ha aAKOXOA. VIHXKeKTUpaHeTo Ha
FOAEMM KOAMYECTBA AAKOXOA B MHOXKECTBO CEMTAAHM KAOHOBE C LIEA
HaMaAsiBaHe Ha rpapMeHTa, OOMKHOBEHO He Ce Mperopbysa B
KaTeTbpHaTa AabOpaTOpKs, Thit KATO MOXKE Ad 62;8/;e CBbP3aHa C BUCOK
PUCK OT YCAOXKHEHMS U aPUTMUUHWU UHLIMAEHTH.

[Mpur MaAbK Gpoit MaLmeHTH ce CboOLLABA 33 AATEPHATUBHI METOAM,
BKAIOUMT@AHO TeXHMKM, pasAudhn Ot ASA (cnmpgglz\m,(’e?""% YacTmum
nsAHa OT MOAMBMHMA AAKOXOA, LMaHaKpUAAT ) U AMPEKTHa
€HAOKaBMTapHa M BbTPEeMyCKyAHa abAauus (papnodpekBeHLys,
kproTepanua).” ™ Teau aATepHaTMBHU METOAM He Ca CpaBHABaHM
AVIPEKTHO C APYTM TEPAnuM 3a peAyKLMs Ha CenTyMma, 3a KOUTO HAMa
AQHHM 32 ABATOCPOYHM pe3yATaTn/6e3onacHOCT. AAKOXOAHATA
cenTaAHa abAauMs WM aATEPHATUBHWTE MeTOAM He TpsibBa Aa ce
n3noassat npu Aeta ¢ HCM u3BbH eKCrepuMeHTaAHWUTE YCAOBMS,
MOpaAW AMMCa Ha CPEAHOCPOYHM AO ABATOCPOYHM AQHHWM 3a
6e30MacHOCT 1 epUKACHOCT.

XWpyprus crnpsiMO aAKOXOAHa cenTaAHa abaauus. [Mopaau
cneundUYHUTE aHAaTOMUYHM xapakTepucTuku Ha LVOT u
MWUTPaAHaTa KAana, HAkou naumeHTM ¢ HCM we 6bpat no-
MOAXOASILLM KAHAMAATM 32 CEMTaAHAa MUEKTOMMUS], OTKOAKOTO 3a ASA.
OMUTHU MYATUAMCLIMMAMHAPHKM €KMMK TPAGBA A2 OLLeHsIBAT BCUYKM
NauMeHT! MPeAM MHTEPBEHLMSTA, Tbil KaTo 3abOAeBaeMOCTTa U
CMBPTHOCTTA Ca CUAHO 3aBUCHMMM OT HAAUHHOTO HUBO Ha eKCrepTM3a
(B. Pazper 9).7* O6oblueHMe Ha KAIOUOBMTE MOMEHTU B
npeaonepaTyBHaTa OLIeHKa e MokasaHo Ha Purypa 15.

Hsma paHAOMM3MpaHM MpOyUYBaHMs, CPaBHSBALLM XMPYPrusTa M
ASA, HO HSKOAKO MeTa-aHaAM3a MokasgaT, Ye W ABETE MPOLIEAYPU
noAOOPsABaT GYHKLMOHAAHUSA CTaTyC MPU CXOAHA MpoLeAypHa
cMbpTHOCT.” " AAKOXOAHATa cenTanHa abaalms e CBbp3aHa C Mo-
BMCOK pUCK OT AV BAOK, KOMTO U3MCKBA UMMAGHTUPAHE Ha MOCTOSIHEH
NEeMCMENKBP, KaKTO U MO-TOAEMM OCTAaTbYHU TPAANEHTU B U3XOAHMS

TpakT Ha AK.” PucksT oT AV 60K caep omepatimaTa u ASA e Haii-

BMCOK MPW MauMeHTU C npepluecTBawo 3aboAasiBaHe Ha
NMPOBOAMMOCTTA W MPeAM WMHTEPBEHLMATA Ce Mpenopbysa
NPOGUAAKTUUHO MepMaHeHTHO Melicupare,”” Makap ye MoCAeAHUTE
AQHHM MOKa3BaT, Ye AbATOCPOYHUST U3XOA NpM MaLmeHT caes ASA ¢
MMMAGHTUPaH MOCTOAHEH nemcMerikep € nopobeH Ha To3u 6es
neicmerikbp.” MosTopHa mpoueaypa Ha ASA MAM MUekTOMMA ce
cbobuuasa npu 7-20% ot naumeHTUTe cAep ASA, KOETO € MO-BUCOKO
OT CboBLLIABAHOTO CAeA XMpYpriuHa MuekTomma.” CenTaaHaTa
abAaums Moxe A2 ObAe MO-MaAKO epeKTUBHA MPU MaLMEHTH C MHOTO
TexKa xmneingocbm (230 mm), HO CUCTEMHUTE AaHHM ca
orpaHuyeHn.” PUCKBT OT AedekT Ha KamepHata rperpaga cAea
CenTaAHa MUEKTOMUS € MHOO MaAbK KaTo LISIAC M MOXe Aa Bbae no-
BMCOK MPU MaLMEHTU C AeKa XunepTpodus (S16 mm) B ToukaTa Ha
KOHTaKT MeXAY MWTPAAHOTO MAATHO M cCenTyma. TO3W puUCK e
M3KAIOUUTEAHO PAABK NPyt ASA, HO aATEpPHATUBMTE KaTO ABYKamepHa
CTUMYAQLMS MAM KOPEKLMS/CMsIHA Ha MUTPaAHa KAana TpsibBa CbLLO

A Ce B3eMe MPeABMA B TakMBa CAydam.””

Mpenopbku Tabamua 20 - Mpenopbku 3a cenTaAHa
peAyuMpalla Tepanus

Mpenopbku Kaac®  Huso®

Mpenopvusa ce SRT pa ce U3BbPLLBA OT OMUTHM
ornepaTopu, paboTeLL KaTo YacT OT MyATUAUCLIAMAK-

HapeH eKCnepTeH eKumn 3a Ae4EeHMETO Ha
HCM 664,665,687,695,696,708-710

SRT 3a nopobpsiBaHe Ha CUMNTOMMTE Ce MpenopbyBa
npu NaumeHTH ¢ rpaaveHT Ha LVOT B nokoi nam
MaKcMMaAHa nposokaums =50 mmHg, kouTo ca BbB
dyHKumoHaeH kaac Il-IV no NYHA/Ross, Bbnpekm
MaKCMMaAHO MOHOCKMATa MEAMLIMHCKA Tepanvuq‘?wﬁm2
CenTanHa MuekToMuMs, BMecTo ASA, ce npenopbysa

npu Aelia ¢ nokasaHue 3a SRT, KakTo v Npu Bb3pacTH

nauneHTH ¢ nokasaHune 3a SRT u Apyru Aesuu, KOUTo Cc
M3MCKBAT XMPYPruyHa MHTEPBEHLMS (Hamp. aHOMaAUmM
Ha MUTpaAHaTa Kl\al'la).673
SRT TpsibBa Aa ce B3eMe MPEABUA MPU NALUEHTH C
MOBTapSLL, C& CUHKOM MPU YCUAME, MPULMHEH OT
lla (o)

rpaaveHT Ha LVOTO 250 mmHg 8 noko#t uan npu
MaKCMMaAHa MPOBOKALWS, BLMPEKM OMTUMAAHATA
MeAMUMHCKa Tepanns, 686711713

Kopurimpare MAM 3aMsiHa Ha MUTpaAHaTa KAara

TpsibBa Aa Ce MMa MPEABMA MPU CUMIMTOMHM

nauueHTu c rpaameHT Ha LVOTO B nokon nam lla (o)
MakcMMaAHa npoBokaums =50 mmHg 1 ymepeHa Ao

TeXKa MUTPaAHa pPerypriTaLus, KOsiTo He MOXe Ad

6bAE KOpUrMpaHa camo che SRT, 661669672714

Kopekuus Ha MUTpaAHa Kaama TpabBa Aa ce Mma

NpeABMA MNP MaumeHTU ¢ rpapneHT Ha LVOTO =50

mmHg B MOKOM MAW MaKCMMaAHa nposokaums, korato  lla C
1IMa yMepeHa AO TexKa MUTPaAHa PerypriTaLms caeA

M30AVPaHa MUEKTOMMA.

SRT moxe aa ce 0OBMMCAU B EKCMEPTHU LIEHTPOBE C

AEMOHCTPMPaHM HUCKM HMBA Ha MPOLLEAYPHM

YCAOXHEHMSA MPY MaLMEHTU C ACKM CUMMTOMM

(NYHA kaac Il), peppaktepHu Ha MeAMLIMHCKa

Tepanus, KOUTO MMaT B MOKOW MAM MaKCUMaAHa

npoBoKaLus (HaToapBaHe MAM Valsalva) rpapvieHT

=50 mmHg u:

o YMEpeHa A0 TexKa CBbp3aHa cbc SAM MUTpPaAHa
perypruTaums; UAu

o [M; nan

o YMepeHa AO TeXKa AMAATALMA Ha ASBOTO
npeAchpaMe. 653715

Mpodbancasa
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3aMecTBaHETO Ha MUTPaAHaTa KAaMa MOXe Aa ce
obMUCAM Npu NaumneHTH ¢ rpapmeHT 8 LVOTO B

MOKOM MAW MPU MakCMMaAHa NMpoBokaLms 250 mmHg, C
KOraTo CAeA M30AMPaHa MUEKTOMMS MMa YMEPEHA AO
661,674,714,716
TEXKa MUTPAAHa pPerypruTauys.
Xupypruura abaaums Ha MM n/uam npoueaypv 3a
OKAY31S Ha ASIBOTO MPEACBPAHO YXO MO BPEME Ha c

CenTaAHa MUMEKTOMUA MOXE Aa CE MMaT NMPEABMA Mpun
M 717,718

naupentt ¢ HCM u cumntomuo I

MM, npeAcbpAHO MbxaeHe; ASA, aAKOXOAHA cenTaAHa abAaLms; HCM, XunepTpoduyHa
kapavomuonatus; LVOT, aesokamepeH m3xopeH TpakT; LVOTO, obcTpyKUMs Ha U3XOAHUS
TPakT Ha AsiBata Kamepa; NYHA, Hioitopkcka cbpaeyHa acoumaums; SAM, ccTOAMYHO
npeAHo auxeHue; SRT, Tepanus 3a HamaAsBaHe Ha nperpaaara.

*KAac npenopbkut.

PAOKa3aTeACTBEHO HUBO.

AsykamepHo neticupaHe. Tpy MaAKM, paHAOMM3UPaHU, NAaLiebo-
KOHTPOAMPAHM MPOYYBaH1s Ha ABYKAaMEPHOTO NEMCUPAHE U HAKOAKO
ABAFOCPOYHM OBCEpBALMOHHM MPOYUBaHUA AOKAAABaXa 3a
HaMaAsBaHe Ha rPaAMEHTUTE Ha M3XOAHMS TpakT Ha AK 1 pasanyHa
cTeneH Ha noaobpeHme Ha cumnTommte U QoL, BKAIOUMTEAHO eAHO
neamatpuuro npoyusare.”” > Cochrane pesio e HanpaBuAo
3aKAIOUEHMe, Ye AaHHMTE 32 MOA3MTE OT MelicMpaHeTo Cce OCHOBaBaT
Ha GU3MOAOTMUHM MEPKM, HO MpU TAX AWMCBA MHbOPMaUMs 3a
KAMHUYHO 3HaUMMM KpaiHM Touki.

Mpenopbku Tabauua 21 -MNMpenopbku OTHOCHO MOKa3aHU-
fATa 3a CbPAEYHO NMelcupaHe NpU NaLMUEHTHU C 06CTPYKLMUA

Mpenopbku Kaac®  Huso®
CekBeHumarHo AV neicrpare ¢ ontrmaseH AV

MHTEPBAA 32 HaMaASIBaHE Ha PAAMEHTA Ha M3XOAA-

st TpakT Ha AK 1AM 33 yAeCHsIBaHE Ha MEAVKAMEH-

TO3HOTO AeyeHUue ¢ 6eTa-bAoKepU M/MAM BepanaMmA

MOXE Aa CE B3eMe MPEABUA MpY M36paHu MaumeHTH

¢ LVOTO B nokoit nan npuosokauus =250 mmHg, C
CHHYCOB PUTBM M pedpaKTEPHM KbM AEKapCTBa

CUMMTOMM, KOMTO MMAT MPOTMBOMOKa3aHMs 3a ASA

WA CENTaAHA MUEKTOMMS, MAM Ca UBAOXKEHM Ha

BMCOK PUCK OT PasBUTHE Ha CbpPAEYEH BAOK CAEA

ASA 1AM cenTaAHa MuekToMms, 633719724

Mpu nauperTn ¢ LVOTO 250 mmHg B nokow man
MPU MPOBOKALWS,, CUHYCOB PUTBM U pedpaKTEPHM
KbM AEKapCTBa CUMMTOMM, MPU KOUTO MM MoKasaHue
3a ICD, Moxe aa ce obmucan aAykamepeH ICD
(BMeCTO YCTPOMCTBO C AVH OTBEXAALL, EAEKTPOA), 33
Ad Ce HaMaAM rPaAMEHTa Ba M3XOAHMS TpakT Ha AK
MAM 33 yAECHSBaHE Ha MEAMKAMEHTO3HOTO AEHEHME C
6eTa-6A0KepU M/MAM Bepamamy, 633719724726

ASA, aakoxoAHa cenTaAHa abAauus; AV, atpuoseHTpukyAapeH; ICD, uMnaaHTupyem
KapavosepTep Aeprbpuaatop; AK, asiea kamepa; LVOTO, o6cTpyKUMS Ha U3XOAHUS
TPaKkT Ha AsBaTa kamepa.

KAac npenopbku.

BAOKa3aTeACTBEHO HMBO.

CpedHO-KyXUHHA AeeoKaMepHa obcmpyKyus U anukaAHu

aHeepusmMu. CpepHO-KyxMHHATAa AeBOKaMepHa OBCTpyKuuMs ce
O, 727,728
cpeta npu ~10% ot nauperHtnte c HCM. [MaupeHTH cbe cpeaHo-
KyXVHHa OBCTPYKLMs ca OBUKHOBEHO C M3paseHa CUMMTOMATHKA U B
peAMLa NMPOyYBaHMS Ca MOKa3aAM MOBULLEH PUCK OT MporpecHpaLLa
727-729 o,

cbpAevHa HepocTatbuHocT UM BCC. MpubansuTeaHo 25% ot
naumMeHTUTE MMaT M anmkaAaHa AK aHeBpuama (Bx. Paspea
7.1.5) 77787 MajmenTite ¢ OBCTPYKLMA Ha CpepHaTa uacT Ha
KyxuHata Ha AK TpsibBa Aa 6bAAT AeKyBaHW C BUCOKM AO3M HeTa-
OGAOKEPU, BEPAMAMUA WAWM AMATMA3EM, HO OTFOBOPBLT € YecTo
HeonTuMaaeH. OrpaHUYEHUST OMUT, MPEAMMHO OT EAMHUYHU
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LIeHTPOBE, MOACKa3Ba, Ye CpeAHOKamMepHaTa OBCTPyKLMA MOxe Ad
6bae ObAekveHa upe3 TpaHCAOPTHAa MWEKTOMMWS, TpaHcarnukaAeH
AOCTBIM UAWM KOMBUHMPAHM TPAHCAOPTHM M TPAHCAMMKAAHK MHLM3UMK,
C AOBpK KPaTKOCPOUHM Pe3yATaTW, HO HECUrypHa AbAFOCPOYHa
npexwssemoct.”?

AnvKaAHWTE aHEBPU3MKM Ha AsiBaTa kamepa camu no cebe cu ce
HY)KAQST PSIAKO OT AedeHue. Maabk Gpol MauMeHTM passuBaT
MOHOMOP®Ha KaMepHa TaXMKapAMA, CBbP3aHa CbC ChbCeAHM anMKaAHK
LIMKaTPUKCK, KOMTO MOraT Aa 6bAAT MOAATAMBM Ha KapTorpadupaHe un
abaaums (BukTe Pasaen 7.1.5).”**Paako Mma Tpomb1 B aHeBpM3MaTa,
KOUTO TpsbBa Aa Ce AeKkyBaT C AbArOCpOYHa MepopaAHa
aHTuKoaryAaumsa.734,735 AHTUKOaryAaumsTa MOXe Aa ce uma
npeasua 1 npuy nauneHtt ¢ HCM 1 anmKkaAHW aHeBpU3MK MpU AMMCa
Ha AOKyMeHTMpaHu Tpombu.”*"

7.1.4.2. AeyeHue Ha CUMMNTOMMTE NMpMU NauueHTu 6e3
06CTPYKLMA B USXOAHUSA TPAKT Ha AiBaTa KaMepa
7.1.4.2.1. CbpOeyHa Hedocmamb4YHOCM U 2pbOHA 60AKA.
AeyeHUETO Ha CbpAeYHA HEAOCTATbYHOCT MpU MauueHT 6es
LVOTO Tpsbea pa caepBa ykasaHusTa B [1penopbku Ha ESC 2021 .32
AMArHOCTMKA M AEYEHME Ha OCTpa M XPOHUYHA CbpAevHa
HepocTaTbyHOCT, 0b6obuieHn B Paspea 6.10.2. Lleata Ha meam-
KaMeHTO3HaTa Tepanms e Aa Ce HaMaAu AMACTOAHOTO HaAsirare B AK u
Aa ce nopobpu AK mbAHeHe Ypes 3a6aBsiHe Ha CbpAeYHaTa YecToTa C
6eTa-OAOKEPY, BepanaMUA UAU AMATMA3EM (B MAEAAHWS CAyYai ce
MoHUTOpUpa uype3 ambyaatopeH EKI 3anuc) u npeanasavea
ynotpeba Ha 6pumkoBu aAuypeTuuun. BeTa-6AokepuTe MAM
KaALMEBUTE aHTArOHUCTM TpsibBa A2 Ce B3emaT MPeABUA Mpw
NauMeHTU C TMPOABAKMTEAHM €MU30AM Ha OOAKa MpU YCUAMS,

Mpenopbku Tabauua 22 - NMpenopbku Npu rpbAHa 60Aka
NpM ycUAMe NpU NaumneHTn 6e3 o6cTpyKUMA B MU3XOAHUA
TPaKT Ha AfiBa KaMepa.

Mpenopbku Kaac®  Huso®

BeTa-6A0KepUTE U KAALIMEBUTE aHTArOHUCTU (Bepa-
MaMUA MAK AUATMA3EM) TPSIGBA A CE UMAT MPEABMA
3a MOAOHPsABaHe Ha CUMMTOMMUTE MPU NaLMEHTU CbC
CTEHOKapAO-NOAODHa rpbaHa GOAKa, AOPY U NpU
anca Ha LVOTO wman obctpykTueHa KAB 740744

lla (o)

NepopaAHMTE HUTpaTK MOraT Aa Ce MMaT MPeABMA 3a
obAekyaBaHe Ha CUMMTOMKUTE MPU MALMEHTH CbC
CTEeHOKapAOTMIOACDHa rpbAHa 60AKa, AOPU M MpK
Avnca Ha obcTpykTueHa KAB, ako Hama LVOTO.

Moxe Aa ce MpueMe, Ye paHOAa3WH NoACHpsBa
CUMMTOMUTE MPU MALUEHTH CbC CTEHOKAPAOTIOAOOHA
60AKa, poopyt U npu Annca Ha LVOTO uan
o6cTpykTmeHa KAB, 738737

KAB, kopoHapHa apTepuaHa 6oaecT; LVOTO, o6cTpyKUMsS Ha U3XOAHUS TPaKT Ha
AsiBaTa Kamepa.

a
KAac npenopbku.
®AOKa3aTeACTBEHO HUBO.

nopobHa Ha Tesu Mpu CTeHoKapAMs, Aopu npu aunca Ha LVOTO B
MOKOW AU Npw NpoBokauus, A1 obcTpykTusHa KAB. Mpu Avnca Ha
LVOTO mosxe pa ce 06MUCAM NpeAnasAvBa ynoTpeba Ha MepopaAHim
HUTpaTW. Moxe Aa ce 06CbAM M paHOAA3WH 3a obAekvaBaHe Ha
CUMMTOMUTE MPU MALMEHTU C aHTMHOMOAOCDHA rpbaHa Hoaka He3
AaHHM 32 LVOTO.*™

7.1.4.2.2 CbpoeyHa pecuHxpoHusupawa mepanus.
PervoHanHa xeTeporeHHOCT Ha AK KOHTpaKLuMs 1 peAakcaLms Moxe
Aa ce Habaoaasa npu nauneHT ¢ HCM, a anccmnHxponmsaTa Ha AK
MoXe A2 6bAE Mapkep 3a AoLlia NporHosa.’” AaHHM 3a BAUSHMETO Ha
CRT Bbpxy cmntomuTe, AK dyHKLMSA M NpOrHosaTa npu NalumMeHTU
HeobcTpykTeHa HCM ocTaBaT orpaHuyeHu, HO ce MosiBMxa HOBM
AokasaTeAcTBa caep [penopbku Ha ESC 2014 r. 32 pAMarHocTuka u
AeUeHMe Ha XunepTpoduUHa kaparommonatua. ™ 1Ma eaHo MaAko
npoyuYBaHe, WM3MOA3BALLO 3aCAEMeH KPbCTOCAH AM3aMH Ha
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ABYKamMepHO 1 GaALLMBO MENCUPaHE, U NMPEABAPUTEAHO OMPEAEAEH
aHaAM3, CTpatUMLMpaH Cnopea NPOMEHUTE B KPaMHWUS AMACTOAEH
obem Ha AK (ABTAO) ¢ M3XOAHO ¢uM3Muecko HaToBapsaHe. "
AByKkamepHOTO neicupaHe € BUMAO CBbp3aHa CbC 3HAYMTEAHO
nosuwasaHe Ha AKTAQO 1 Ha yaapHUs o6eM Npuy NaumeHTH, KOUTO ca
MMaAn HamaaeHue Ha paboTHus AKTAO npean nercupaHeTo
(CbOTBETHO Ha OBAEKUEHOTO AMACTOAHO KAMEPHO B3AWMOAENCTBHE).
To e pooBeAO A0 MOAODpeEHME Ha NMKoBaTa MakcMMaAHa KMCAOPOAHA
koHcymaums (VO2) (1,4 ml/kg/min) 1 Ha ckoposeTe 3a Qol.748
3aeAHO Te MoACKasBar, e cMMNToMHKTe oTroBopu Ha CRT morat aa
Bb3HWMKHAT MPU OTAEAHM MALMEHTM, HO Te He Ca CBbP3aHW CbC
3aAbAXKKUTEAHU npomern Ha AKKMD umam pokasateAacTsa 3a
HamaAsiBaHe Ha MpoOrpecusTa AO KpaeH CTaAMMi Ha CbpaevHa
HEAOCTaTbYHOCT.

Mpenopbku Ha ESC 2021 r. 32 KapAMOCTUMYAALIMS M CbpAEYHa pe-
CMHXPOHM3MPpalla Tepanus MpenopbyBaT M3MOA3BAHETO Ha
cTaHAapTHU Kputepun 3a CRT npu naumentn ¢ HCM.* Pa6oTHata
rpyna cuuTa, 4Ye Te ca C orpaHuyeHa noasa npu HCM, Toit kato
XapaKTepHaTa 3a ToBa 3aDOASiBAHE MAaTOAOTMS O3Ha4aBa, Ye
NaLMeHTUTe C KOHTPAKTUAHO yBpexaaHe psiako umat AKN® <35%.
Bbnpeku npu1sHaHUETO, Ye TOBA € HEAOCTATbYHO M3CAeABaHA OOAACT,
paboTHaTa rpyna npeaAara mo-rparMatuyeH MOAXOA, MPU KOMTO
CRT moxe pa ce 1Ma NpeABUA MpW OTAEAHWM CUMITOMHM MaLMEHTH C
AK yBpexaaHe ( AKN® <50%), konTo otroBapsT Ha ceratHnTte ESC
EKI kputepuu (LBBB, QRS 130-149 ms). CovpaeyHaTa
PECMHXPOHM3MPaALLIA TEPArMs MOXe CbLLO Ad CE MMa MPEABUA NpU

naumeHTn ¢ HCM 1 HapyLueHa cCTOAHA GYHKLIMS, KOUTO CE HYXXAAAT
OT NOCTOAHHO KaMepHO nelicupare.”* B cboTeeTcTBMe C [penopbku
Ha ESC 2021 r. 3a cbpaAeYHO nelcupaHe U CbpaedHa pe-
CMHXPOHM3MPpALLA Tepanus, paboTHaTa rpyna He M BKAKOYM KaTo
crneurdUYHM NPENOPBbKM, MPEABMA OFpaHUYeHaTa AOKA3aTEACTBa .
7.1.5. NMpoduAakTMKa Ha BHe3anHaTa CbpAeYHa
CMBpPT NpU XMI'IePTPOd)M‘-IHa KapauomMuonatTua
B noBeyeTo cbBpeMeHHM cepum OT Bb3pacTHM nauueHTn ¢ HCM ce
CbOOLLABA 32 MOAMLLHA YeCTOTa Ha CbPAEYHO-CbAOBATA CMBPT OT 1-
2%, KaTo OCHOBHWMTE MpuyMHKM 3a cMbpT ca BCC, cbpaeuHa
HEAOCTaTbUHOCT U Tpomboemboams.”” Halit-uecto perncTpmpaHoTo
$aTaAHO PUTBMHO CbOUTUE € CMOHTaHHOTO kaMepHo MbxaeHe (VF),
HO ca onucaHu acncToams, AV BAOK 1 Be3nyAcoBa eAeKTpuyecka
akTveHOCT.” """ Mpu peta ¢ HCM, Bbnpeku Ye MbpBOHAYAAHMTE
Npoy4BaHuMs, OOUKHOBEHO MpU MaAku, A0Ope noabpaHu KOXOPTY,
cbobLLaBaT 3a ropMiHM Huea Ha BCC ao 10%,* " no-ckopoluHu,
no-mMaabHu MOMYAALMOHHM MPOYYBAHMS, MOKa3BaT TFOAMLLHM
pervoHaAHu Huea Ha BCC 1,2-1,5%5°%7* Makap 4e e MHoro no-
HUCKO, OTKOAKOTO Ce cMATaLLIe MPeAM, TO e Bee oLte >50% no-Bucoko
oT pokaaaBaHuTe npu HCM npu Bb3pacTHM  nonyAaumm. M3raexaa,
Ye BHe3arHaTa CbpAeYHa CMbPT € MHOTO PsSIAKA BbB Bb3pacTTa rnoa 6
I'OAI/IHI/I.81'759

OueHkata Ha pucka ot BCC e HepaspeAHa YacT OT KAMHWMYHOTO
noseaeHue. KAMHUYHKUTE XapaKTEPUCTUKM, KOUTO Ca CBbp3aHU C
nosuweH puck ot BCC 1 Te3n, KOUTO ca M3MOA3BaHU B MPEAULLIHM
yKa3aHusl 32 OLLeHKa Ha pUCKa, ca nokasaHu 8 TabAuua 19.

Table 19 OCHOBHM KAMHUYHMU XapaKTEPUCTUKU, CBbP3aHU C MOBULLUEH PUCK OT BHe3arnHa cbpAeYHa CMbPT

PuckoBu ¢paktopu

Bw3pact o EdekTsT Ha Bb3pacTTa BbpXy BCC e 13caepBaH B peauLa NMpoyyBaHMs
CUrHUUKAHTHA Bpb3Ka C nosuLleH puck oT BCC npu no-MAaaM naumeHTw.

o Hskou prckoBM GaKTOPK MU3TAEXKAAT MO-BaXKHM MPKU MO-MAAAM MaLmeHTH, Han-Bede NSVT,

HEOoBACHUM cuHKom. %84

* BHesamnHaTa cbpA€YHa CMBbPT € MHOTO PSiAKA MPW Bb3PacT Moa 6 roAMHM,

noackassat nuk Ha BCC npu HCM 8 aetckara Bb3pact mexxay 9 1 15 roamHy;

KomeHTap

86,525,584,760-764 1 ABE OT TSX MOKa3BaT

525,584

765 766

Texka AKX

535767 14 1ima M3BECTHU AAHHM, KOUTO

757 BLMpeKu TOBA, Bpb3KaTa MEXAY

Bb3pacTTa Ha AMarHocTuumpare 1 puckst ot BCC npu HCM B peTcka Bb3pacT ocTasar HesicHU.

NSVT ¢ NSVT (AeduHMpaHa KaTo =3 NOCAEAOBATEAHM KaMEPHU EKCTPACUCTOAM Mpu YecToTa =120 yaapa B MUHYTa C
npoabaxuTeaHocT <30 s) ce cpetua npu 20-30% ot naupeHTUTE NO Bpeme Ha aMbyaatopHo EKI™ MoHuTOpUpaHe 1

€ He3aBMCUM npeaukTop Ha BCC. 81525 535590764 765 768-773
* Hsama pokasaTeAcTBa, Ye YecToTaTa, TIPOABAKMTEAHOCTTA MAM ckopocTTa Ha NSVT BAmse Bbpxy pucka or BCC.

765,774

° NSVT, Bb3HWKBALL, MO BESGME Ha AU HEMOCPEACTBEHO CAEA TPEHMPOBKA, € MHOIO PAABK, HO MOXe Aa 6'bAe CBbp3aH

¢ Bucok puck ot BCC.”
MakcumaaHa pebeanHa Ha AK ©

TexxectTa 1 cTenenTa Ha AKX, nsmepenn ¢ TTE, ca cBbp3aHu ¢ pucka ot BC

C 81,535,592,593,763,765,770-772,775-780

. Hskoako npoyusaHus nokassat Har-roasm puick o BCC npu naupeHTH ¢ MakcmaaHa poebeArHa Ha cTeHaTa

230 mm; HO MMa MaAKO AaHHM MPU MALMEHTU C eKCTPEMHA XMMepTpodus (

®ammnaHa aHaMHe3a 3a BHE3arnHa °
CbpAEYHa CMBPT B MAaAa Bb3pacT

525,592,763,765,769,781-784
=35 mm).

Bbrpeku ye aAeduHmLpmTe Baphpar,” 2> °2 762782 hammaHata aHamHesa 3a BCC 0BUKHOBEHO Ce CUMTa 33 KAUHMYHO
3HaUMMa, KOraTO €AMH MAM MOBEYE POAHWHM OT MbpBa CTeMeH Ca MOUYMHAAM BHE3AMHO Ha Bb3pacT <40 rOAMHM C MAM

6e3 avarHoza HCM, nan korato BCC e HacTbnmAa Npu mbpBa CTerneH POAHMHA Ha BCsiKa Bb3PAcT C yCTaHOBEHA

AmarHosa HCM.

®DammaHara aHamHesa 3a BCC He usraexaa Hesasucmm puckos daktop 3a BCC npu HCM B petcka Bb3pact.

81,535

* Tosa Moxe Ad C€ AbAXM HA MO-TOAAMO Pa3rnpocTpaHeHue Ha de novo BapMaHTK Ha HCM g AETCKa Bb3pacT,
BKAIOYBaHe Ha He-CapKOMepHO 3aboAsBaHe U/MAK HEAOCTATbYHO OTYUTAHE Ha ¢aMl/IAHaTa aHaMHe3sa B

NEANaTPUYHUTE KOXOPTM.
CuHkon .

CuHkombsT e Yecto cpetuaH npu nauveHt ¢ HCM, Ho e TpyaeH 3a OLeHKa, Thit KaTo MMa MHOXKECTBO MPUYUHM. 7

85

o He-HeBPOKaPAMOFeHeH CMHKONM, 32 KOUTO HAMa obsicHeHme CAEA U3CAEABAHE, € CBbP3aH C NOBULLIEH PUCK OT

BCC

/\eBOMpeACbpAEH AMAMETBP .

EnusopunTe B pamkuTe Ha 6 MeceLia CAeA OLieHKaTa MOXE Aa ca no-npeackasyemu 3a BC

81,525,535,584,590,755,761,768,769,781,786—788

C.584

HAKOAKO MPOyUBaHMS CbOBLLABAT 32 MOAOXKMTEAHa BPb3Ka MEXAy pasmepa Ha LA 1 BCC 81525535584 772789 gy

AaHHU 3a Bpb3kaTa mexxay BCC u naowta nan obema Ha All. M3mepsaHeTo Ha pasmepa Ha LA cbluyo e BaXHO npu

oLeHKaTa Ha pucka ot M (Bx. Pasaea 6.10.3).

O6cTpykums Ha AK 13xoaeH TpakT

Peanuia npoyuBaHusa cbobLuaBat 3a 3HauMTeAHa Bpb3ka Mexxay LVOTO u pucka ot BC

86,525,590,762,768,790
C. Ocragat

HAKOAKO Bbrpoca 6e3 OTroBOP, BKAKOYUTEAHO NMPOrHOCTUHYHOTO 3HaA4YE€HWE Ha MPOBOKMPaHaTa LVOTO u Bb3AEM-

CTBMETO Ha A€YEHWUETO (MEAMLIMHCKO MAW MHBa3MBHO) Bbpxy BCC.

[pu HCM B peTcka Bb3pacT 1Ma NpOTUBOPEUMBU AaHHM 3a Bpb3kata Mexay LVOTO u pucka ot BCC.

81,535,772,777

MM, npeACbpAHO MbkAeHe; b.p.m, yaapa & MuHyTa; EKT, eaektpokapavorpama; HCM, xuneptpoduuna kaparommonatus; All, aseo npeacbpave; AK, asea kamepa; AKX, nesokamepHa
xuneptpodus; LVOTO, obCTpyKLMS Ha U3XOAHMS TPaKT Ha AsiBaTa kamepa; NSVT, HenpoabAxkuTeAHa kamepHa Taxukapans; BCC, sHesanHa cbppeyHa cmbpT; TTE, TpaHcTOpakaAHa

eXoKapAMorpama.

©ESC 2023
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7.1.5.1. ANMKaAHU aHEBPU3MHU Ha AfiBaTa Kamepa
AnvKaAHWTE aHEBPUM3MKM Ha AsiBaTa Kamepa ce AedUHMpAT KaTo
TBHKOCTEHEH AUCKMHETMYEH WMAM aKUHETUYEH CErMeHT B Haii-
AWCTaAHaTa 4acT Ha AsiBaTa KaMepa M 4ecTo ca CBbp3aHM CbC
CPEAHOKYXWHEH rpapMeHT. Pa3npocTpaHeHWeTo UM Mpu
HECEAEKTUPAHU MALIMEHTU € HECUTYPHO, HO Te Ca AOKAAABAHM Mpw
3% OT AvuaTa B MpOCMeKTMBHUS PerncTbp Ha xunepTpoduuyHaTa
kapanomuonatus (PXKMI)."™ Mbpeute onmcaHms Ha anmkaAHu
aHespusamu Ha AK npu HCM ca noackasaau Bpb3ka C
NPOABAXMTEAHaTa MOHOMOPdHa KaMepHa Taxukapama (SMVT)™ —
CpaBHUTEAHO psiako siBaeHMe mpu HCM — 1 peamua npoyysaHus
MPEAMOAAraT, ue Te ca NMOAE3eH MapKep 3a puck o1 BCC 72767772172
Ha 6asata Ha Te3n paHHW, aHeBpuammTe Ha AK Hsixa BKAIOUEHU B
HeoTaaBHawHMTe [lpenopbvkn 3a HCM Ha AmepukaHckata
KapAMOAOTMYHA acoLmaLms/AMEPUKAHCKIS KOAEXK MO KapAMOAOTUs
(AHA/ACC) 2020 r. kaTo OCHOBEH HE3aBMCMM PUCKOB $akTop 3a
BCC u 6sixa Bb3MpMeTM KaTo pasyMHa MHAMKaums 3a ICD.” B
NperAeA Ha Te3u Npenopbku Hellie HanpaseHa OLEeHKa Ha AAHHWUTE OT
ABe MyOAMKYBaHW MPOyYBaHWUS M MeTa-aHaAM3 (BXK. AOMbAHUTEAHM
AaHHU OHAaMH, Tabamua S2). Bcuukute Tesu npoyusaHus ca
PETPOCMEKTMBHU 1 aBCOAIOTHUST OpOlt CbOUTUS € TBbPAE MaAbK, 3a
A Obae HampaBeHa OLIEHKA Ha He3aBKWCKMMaTa MPOrHOCTUYHA
CTOMHOCT Ha anuKaAHUTE aHeBpu3MU. B ABE MaAKku cepuu onmceaLLm
nsbpara noarpyna ot naumeHTn ¢ HCM cbc cpepHokamepHa
Ob6CTpYKLMSA, HE € MMAAO yBeAMdeHue Ha yectotata Ha BCC. B
€AMHCTBEHATA CEepUsi, KOSTO TMPeAOCTaBs MOAPODEH aHaAM3 Ha
cayvamte ¢ BCC, 6oawmHcTBOTO ca 6uan ¢ noaxopsawm ICD
MHTepBeHLMK 3a MOHOMOpdHa VT, KoeTo Moackassa CUrHUGUKAHTHM
NpoTMBOpeUMs MpM BKAtouBaHeTo.” W Hakpas, roaama 4acT oOT
MHAMBUAWTE C UHLIMAEHTM Ca MMaAU APYTU BaXKHW PUCKOBU MapKepy,
BKAIOUUTEAHO MPEAXOKAALLIA MPOABAKMUTEAHA KaMepHa apuTMms. Ha
6asata Ha cerawHWTe AaHHW paboTHaTa rpyna npenopbysa
MHAMBUAYaAM3MpaHKTe petieHuns 3a ICD pa ce ocHoBaBaT Ha pAobpe
yCTaHOBEHM PUCKOBM GpaKTOPM, a HE CAMO Ha HAAMYMETO Ha arKaAHa
aHespumama Ha AK.

7.1.5.2. CuctoaHa AMcPYHKLUA Ha AiBaTa KaMepa

MaAbk GpoM peTpOCneKTUBHM MPOYYBAHUS M ABAa MO-TOAEMMU
perncTbpa Ca M3CAeABaAWM BPb3KaTa MexAy MporHosarta npu
nauneHT ¢ HCM u AK cuctoaHa ancoyHkums (Haml-vecto
AedunmpaHa ot AKM® <50%) (BmxTe AOMBAHUTEAHU AHHU
OHAaWH, Tabamua S3). Bcuuku npoyuBaHUs MOCAEAOBATEAHO
MoKasBeaT MosuLUeHa YecToTa Ha uHUMAeHTH ¢ BCC npu naumeHTH ¢
AeBOKaMepHa cucToAHa AucdyHKums (AKCA), Bapupalua ot 7 a0 20%
B CPaBHEHWE C Ta3uW Mpu naumeHTn ¢ HopmaaHa AK cucToaHa
byHKUMs. Bbrnpekn ToBa, He3aBMCHMATA U AOMBAHUTEAHA CTOMHOCT
Ha AKCA B cpaBHeHWe C HacToOALWMTE MHCTPYMEHTWU 3a
cTpaTudUKaLMs Ha pucka He e M3cAepBaHa. MMa camo epuH
MYATUBAapUaHTEH MOAEA, KOWMTO M3CAeABa HE3aBMCMMATa Bpb3Ka Ha
AKCA ¢ pucka oT mHumaeHTn Ha BCC, HO wm3caepBaHMTE KO-
BapMaHTM ca OUAM OrpaHuMyeHu (Bb3pacT, MOA U BpeMe Ha
npocaeaseare).” KakTo npu Apyr1 Hackopo MpeAAOXKEHM PUCKOBM
mapkepu npu HCM, paboTtHata rpyna 3anassa rmpernopbKata cu 3a
nbpBOHa4YaAHa oueHka Ha pucka oT BCC uype3 u3noassaHe Ha
nHctpymenTuTe HCM-SCD Risk 1 HCM Risk-Kids 1 caep ToBa pa ce
usnoassa HaanumneTto Ha AKMN® <50% npu cbBMECTHO B3eMaHe Ha
peLleHns 33 NMPOPUAAKTUMUYHO MMMAaHTUpaHe Ha ICD, ¢ mbAHO
pasKpMBaHe Ha AWMCaTa Ha COAMAHWM AAHHM 3a Bb3AEMCTBMETO My
BbPXY MPOrHosara.

7.1.5.3. KbcHO rapoAMHMEBO yCUMABaHe NMpU CbPAEYHO-
MarHuTeH pe3oHaHCc

B lMpenopvku Ha ESC 2014 r. 3a aAmarHoCTMKa M AeveHue Ha
XunepTpoduyHa KapaMommonatus crenerta Ha LGE npu CMP ce
CUMTa 3a MOAE3EH METOA 3a MPOrHO3MpaHe Ha CbPAEYHO-CbAOBATA
CMBPTHOCT, HO MO TOBa BPEME AAHHWMTE Ca MpeLeHeHU Kato
HEAOCTAaTbYHM, 32 A2 MOAKPensaT u3noAssaHeTo Ha LGE npwu
nporHosupaHe Ha pucka ot BCC. OTTorasa ca nybAvKyBaHW noseve
npoyusaHus (BuxTe AOMBAHUTEAHW AaHHM OHAaiH, Tabamua ST).
Kato usn0, AaHHUTE nokasear, Ye LGE e vecTto cpellaHo sBaeHue U,
KoraTo e ekcTeHsMBHO (M3paseHo kaTo mpoueHT oT AK maca), e

CBbp3aHO C nosuwasaHe Ha pucka ot BCC u apyrn cpbutus,
0COOEHO MPU HAAMUMETO Ha APYrM MapKepu 3a TeXecT Ha
3a60ASIBaHETO, BKAOUMTEAHO — cUcTOAHO AK HapylleHue. MeTa-
aHaAmM3 Ha 6Am30 3000 NaLmeHTH OT HAKOAKO MpOYYBaHMs MOACKa3Ba,
ye Haanumeto Ha LGE e cBbp3aHo ¢ 2,32-kpaTHO MOBMLLIEH pPUCK OT
BCC/aboptupara BCC/noaxoaswm ICD wokose u 2,1-kpaTHo
yBeAMUeHMe Ha obljaTta cmbpTHOcT. ' MMpeapmnoaara ce , ue
AobassHeTo Ha LGE kbM HacTOSLLMS aArOpPUTBM 33 BHE3amNHa CMbPT
AHA/ACC uan puckosus mopen Ha HCM-SCD nopobpsisat
cTpatuduUKaLmMaTa Ha MaLMEHTUTE, KOUTO Ca Ce CYUTAAM MHAYe 3a
HUCHK MAU CPeACH pUcK.””

Kakto 1 npe3 2014 r npoabAxaBaT peAMLa HECUTYPHOCTU. Te
BKAIOUBAT Hen3bexHWUTe 0ObpPKBaALLM GAKTOPU B PETPOCMEKTUBHUTE
MpOyYBaHWUs XapaKTepHM MO MPUHLMM 33 BUCOKOPUCKOBUTE
NauMeHTU WMAM MaLMEHTM, HACOYeHU crneupduuHO 3a CenTaAHa
MuekTomus. OcTaBa 1 U3BECTEH CTIOP BbPXY METOAMTE, U3MOA3BAHM
3a KoAMudecTBeHO onpeaeasHe Ha LGE ¢ TexHukata npwu
ABYCTAaHAAPTHO OTKAOHEHWE; EAMHCTBEHUSIT, KOMTO € BaAMAMPaH
cnpsmo HekponcusaTa.605 PetpocnektusHunTe ceprn CMP cbiio
CbObLLIABAT 32 OTHOCUTEAHO BUCOKM HMBA Ha MHLIMAEHTUTE, KOETO
MPEANOAara, Ye Te He Ca MPEACTaBUTEAHW 3a LUMPOKUA OOAeCTeH
cnektbp. B HCMR, npocnektueHo npoyusaHe ¢ CMP Ha 2755
naumerTy, LGE e Haamue npu 50% oT naupeHTUTe Ha 6asata Ha
BM3yaAHU KpuTepum 1 npu 60% Ha 6asata Ha >6 CUrHaAHU KpUTEPUM
3a BCC, Ho camo 2% ot naumeHtuTe ca umaam LGE >15% ot AK
Maca.124 B Haii-HOBWS AOKAQA OT PErmcTbpa € MMaAo 24 CMbPTHM
CAyYasi He3aBUCMMO OT MPUYMHATA CAEA CPEAHO MPOCAEAsBaHE OT
33,5 + 12,4 meceua (cpeaHo: 36 mMecela U pAnanasoH 1-64 meceua);
He ce cbobLLasa 3a Bpb3ka ¢ LGE.795 Mma MHOro orpaHuueHm AaHHM
3a poasta Ha CMP Hap BaAMAMPaHUTE PUCKOBM aATOPUTMU MpU
nporHosupate Ha pucka ot BCC npu peuia ¢ HCM. ™™

3a 6aAaHc, paboTHaTa rpyna rnoAAbpia rpernopbkata MbpBoO Aa Ce
HarmpaBu oleHka Ha pucka oT BCC ¢ momolita Ha pucKoBuTe
KaAkyAaTopu 3a HCM-SCD. 3a maumeHTH, KOMUTO ca B KaTeropus
HUCBK AO CPeAeH PUCK, HaAMuMeTo Ha ekcTeHsmBHo LGE (215%)
MOXE A3 Ce M3MOA3Ba MpW B3EMaHe HA PELLEHMS| CbBMECTHO C
nauneHTUTe 3a NPOdUAAKTUUHO MMMAaHTHpaHe Ha ICD, kato ce
MpM3HaBa AMMcaTa Ha COAMAHM AQHHU 32 BAUSIHUETO Ha KOAUYECTBEHO
OnpeAeAeHs Beaer BbpXy MepCOHAAM3MPaHWUTE OLIEHKM Ha pucKa,
reHepupaHu oT puckoBuTe KaAkyaatopute HCM-SCD.

7.1.5.4. A6GHOpMeH OTroBOp Ha KPbBHOTO HaAfiraHe Mnpu
HaToBapBaHe

[pubansnTeaHo epHa TpeTa oT Bb3pacTHUTE ¢ HCM mnmat abHopmeH
OTrOBOP Ha CUCTOAHOTO KPbBHO HAaAsraHe KbM HAaTOBAapBaHE, KOMTO
Ce XapaKTepu3upa C MPOrPecUBHa XMMOTOHUSI MAM Heycrex Aa ce
YBEAMUM CUCTOAHOTO KPbBHO HaAsraHe, MpUYMHEHO OT Crap B
CUCTEMHOTO CbAOBO CBMPOTUMBAEHME M HWUCBK Pe3epBEH CbpAEYEH
AcUT.*™” NoKAapBaHM Ca PasAMUHKM AeGUHMLMM 33 aBHOPMEH
OTrOBOP Ha KPbBHOTO HaAsiraHe Mpu matpieHT ¢ HCM®*™77¢7 35
LeAVTE Ha TOBa PbKOBOACTBO, ABHOPMEHUST OTFOBOP Ha KPbBHOTO
HaAsiraHe ce AeduHMpa KaToO HEBb3MOXHOCT 3a MOBMLUABaHE Ha
CUCTOAHOTO HaAsiraHe ¢ Hai-MaAko 20 mmHg oT nokol A0 MWKoBO
HaTOBapBaHe WAW MapaHe Ha MUKOBOTO HaAsraHe ¢ >20 mm
H .590,765‘76&782,800

ABHOPMHUAT OTTOBOP Ha KPBBHOTO HaAsiraHe Mpu GpU3MYECKO
HaTOBapBaHE MOXe Aa € CBbp3aH ¢ no-Bucok puck ot BCC npu
Bb3PACTHM MaLMeHTH Ha Bb3pacT <40 rOAMHM, HO MMa HUCKa
MOAOXKMUTEAHA MPOTHOCTUYHA TOYHOCT, KaTo MPOrHOCTUYHATA My
3HAYMMOCT MpU NaumeHTH Ha Bb3pacT >40 roAnHW e HeusBecTHa, a
HOBUTE AQHHM Ca MOACKa3aAM, Ye Makap Aa € CBbP3aH C MOBuLLEHA
oblia CMBPTHOCT AbAXKalla Ce Hal-BeYe Ha CbpAeYHa
HEAOCTATbYHOCT, TOM He e MOCTOSIHHO CBbp3aH C MOBMULLEH PUCK OT
kamepHa apuTMua uan BCC.***' Hama pokaszaTeAcTa, KOMTO Aa
npeAnoAarat, Ye abHOPMHUAT OTTOBOP Ha KPbBHOTO HaAsiraHe KbM
HaTOBapBaHe e CBbp3aH ¢ Mo-aucok puck ot BCC npu petia ¢ HCM.*
Mo Tasu npuymHa paboTHaTa rpyna He NpernopbHBa U3MOA3BAHETO Ha
abHOPMHMS OTrOBOP Ha KPBBHOTO HaAsraHe KbM ¢$u3MYeCKo
HaToBapBaHe KaTo MokasaHue 3a umnaaHTaums Ha ICD 3a mbpeuuHa
NpeBeHLMs MPU NaLMEHTM C HACKA MAM CPEAHO-PUCKOBA KaTeropus.
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7.1.5.5. CapkoMepHM BapuaHTH

MaAbk 6poit NpoyYBaHMs Ca U3CAEABAAM MPOrHOCTUYHATA CTOMHOCT
Ha capkomepHuTe BapuaHTM Ha HCM. Bbnpeku nbpeoHauYaAHUTE
OMUTU A2 Ce KAACUULIMPAT BapUaHTUTE KaTo "3AoKavecTBeHU" MAM
"sobpokavecteern”, ™ HaMa npoyuBaHMs, KOMTO Aa MOKa3BaT
HEe3aBMCKMMA POAS Ha CrieuMdUUHMTE CapKOMEPHM BapuaHTU 3a
nporHosupaHe Ha pucka ot BCC. BapuaHTuTe, MbpBOHa4aAHO
KAaCMULMPaHM KaTo "3AokadecTBeHU" UAM "poBpokavecTBeHM",
MOraT Ad MMaT MHOTO pasAMyHa GpEHOTUMHA EKCMPECKs, AOPU U Npw
UAEHOBE Ha EAHO M CbLLIO ceMelicTBo,”™'® a Thit KaTo BapMaHTUTE Ce
CpeLlaT 4ecTo B MHAMBMAYAAHM CEMENCTBA, OLEHKaTa Ha TexHWUTe
MPOTHOCTUYHM MOCAEACTBMSA € MpobAeMaTUyHa. [1o NopobeH HaumH,
AOKaTO HAaAMYMETO HA MHOXECTBO CapKOMEPHW BapuaHTW B
MHAMBMAA Ce MPEAMOAara Aa € CBbp3aHo C Mo-AoLLia nporHosa, "
APYTM KOXOPTM He cbobluaeaT 3a Tasu Bpb3ka.”” "' MocaepHuTe
MPOYYBaHUS Ca OLEHWAM MOTEHLMAAHATA MPOTHOCTMYHA POAS Ha
HAaAMYMETO Ha KOWMTO U A2 € CAPKOMEPEH BapuaHT. Haii-roaemust ot
TAX, KOMTO BKAKOYBA 2763 MauMeHTH, MoKassa CTaTUCTMYECKM
3HAUMMO Bb3AEMCTBYE BbPXY ObLLiaTa MPOrHO3a Npw Te3M CbC CMPSMO
Te3n 6Ge3 CapkOMepeH BapWaHT, HO He OLieHsBaT crielpduyHaTa My
Bpb3ka ¢ BCC.” Mo-MaAko mpoyusaHe Ha 512 mpobaHaa u 114
POAHMHU, OT KouTOo 327 ca MMaAM NpuuMHsaBaly, GoAecTTa
CapKOMepeH BapWaHT, MOACKa3BaT, Ye HAAMYMETO Ha MaToreHeH
BapMaHT € He3aBMCMMO CBbP3aHO CbC CMBPTHOCT MO BCSKaKBa
MPUYMHA, CbPAEYHO-CbAOBA M CbpPAEYHA HEAOCTATbYHOCT, KaKTO U
BCC/npepotepatena BCC (HR 2,88; 95% Cl, 1,23—6,71).817
[MaLupeHTUTe CbC capKOMepeH BapuaHT ca BUAK MO-MAAAM U € BUAO
no-seposTHO Aa umat NSVT, cuHkon u LVOTO, a Bpb3kata cbe BCC
e 3arybuaa ctatmuctuyecka sHadmmocT (HR 2,44; 95% ClI, 0,99 —6,01; P
= 0,052) cAep axycTupaHe 3a 22 OCHOBHU KAUMHWUYHWM PUCKOBM
dakTopa. PoAsiTa Ha CapKOMepHWUTE BapuaHTK KaTo MPeAMKTOp Ha
BCC HeszaBUCHMO OT MOAEAMTE 3a NMporHosupare Ha pucka ot BCC
(Hanp. HCM Risk-SCD 1 HCM Risk-Kids) octasa pa 6bae pokasaHa.
Ha 6aszata Ha HaAMYHUTE AaHHW, paboTHaTa rpyna He MpernopbYBa Ad
Ce M3MOA3Ba HAaAMUMETO Ha capkomepeH(HW) BapuaHT(M) npu
B3EMAaHETO Ha pelueHusi 3a umnaaHTupade Ha ICD 3a nbpeuyHa
MPOPUAAKTMKA MPK AMLIA C HUCBK MAM MEXAMHEH PUCKOB CKOP 3a
BCC.

7.1.5.6. MpeBeHUMA Ha BHe3arnHaTa CbpAeYHa CMbPT

Hsma paHAOMU3MpaHW, KOHTPOAMPaHWM AaHHM B MOAKpPEna Ha
nsnoassaHeto Ha AADs 3a npeseHums Ha BCC npu HCM.
AmMuopaapoH e 6ua cBbp3aH ¢ no-Hucka Yectota Ha BCC B epAHO MaAko
06cepBaLMOHHO MpOyYBaHe Ha MAaLMEHTU C HEMPOABAKMUTEAHA
kamepHa Taxukapaus (NSVT) npu XoATep MoHUTOpPUpaHe, HO
06cepBaLMOHHU AAHHM MOKA3BaT, Ye aMUOAAPOHBT YECTO He YCrsBa
aa npepotspat BCC.™™ Maraeaa, ye AM30MMPaMMABT HaMa
3HAYNMMO BAMAHME BbBPXY PpUCKa OT BCC.*? Bvnpekun Tosa, npu
naupeHTn ¢ ICD, KoMTO MpoabAXaBaT Aa MMaT CMMMATOMATUYHU
KaMepHM apuTMUK, MapoKcm3MaAHo M 1AM NoBTapALLM Ce LLoKoBe
BbMPeKM OMTUMAAHOTO AEYEHUE U MPernporpamMUMpaHeTo Ha
YCTPOWCTBOTO, Ce MpenopbyBaT 6eTa-6A0Kepy W/MAM aMoAapOoH.™
Hsma paHAOMM3MPaHW MPOYUBAHUS MAM CTATUCTUHECKM BAAMAMPAHU
MPOCMEKTUBHM MPOrHO3HU MOAEAM, KOUTO MOraT Aa Ce M3MOA3BaT
KaTo pbKOBOACTBO 3a UMMAaHTUpaHe Ha ICD npu naumenTr ¢ XKMTT.
BMecTo TOBa MpenopbkuTe Ce OCHOBaBaT Ha OOCEPBALIMOHHM,
PETPOCMEKTUBHM KOXOPTHM MPOYYBaHUS, KOWTO Ca YCTaHOBUAM
BPb3KaTa MEXAY KAMHWYHWTE XapakTepUCTWKM M MPpOrHosara.
Mpenopbkn Ha ESC 2014 r. 3a AMarHocTuka M AedeHue Ha
XUnepTpodmyHa KapAMOMMOMATUSA MPEnopbYBaAT MOAEA 3a
nporHosmpaHe Ha pucka — HCM Risk-SCD
(https://gxmd.com/calculate/calculator_303/hcm-risk-scd) — kowTo
MPEAOCTaBS UHAVBUAYAAM3MPAHK, KOAMHECTBEHW OLLEHKM Ha pUCKa,
M3MOA3BAMKM YCbBBPLLIEHCTBAH BeHOTUMEH MOoAXOA.” To3n MOAXOA
Bellie BAAMAM3MPAH CAeA TOBA B HE3aBUCUMM KOXOPTHU U MeTa-aHaAW3
Ha HaAMYHUTE MyBAMKYBaHU AaHHM, cBbp3aHu ¢ [penopbku Ha ESC
2014 r. 3a AMAarHOCTMKa M AevyeHWe Ha edeKTMBHOCTTA Ha
XUnepTpoduUHa kapavomuonaTus, 3a npoduaaktmka Ha BCC
rokasa, Ye obeAMHEHWTE OLLEHKM CbOTBETCTBAT Ha HabAOAaBaHUs
puck ot BCC npu naupeHTHt, 0603HaueHN KaTo BUCOKO MAM HUCKO-

puckosn.” ™ CrpatndmkaumaTa Ha pucka ot BCC npu aeliata ce

OCHOBaBa TPAAMLIMOHHO Ha PUCKOBM (PaKTOPW, EKCTPAMOAMPaHK OT
Bb3pacTHM ¢ HCM, HO TO3u MOAXOA He MAEHTUULMPA AeLiaTa,
M3AOXKeHUM Ha Han-roasm puck oT BCC. [Mpes 2019 r. bewe
pa3paboTeH MbpPBUAT BAAMAMPAH MEAMATPUYEH CNIELMPUYEH PUCKOB
moaen Ha BCC (HCM Risk-Kids; https://hcmriskkids.org), nsnoaseaty,
nopobeH Ha HCM Risk-SCD noaxoa,81 825 u ottorasa e
HE3aBUCUMO BBHLLHO BaAuaM3MpaH.” ** MMopobeH meamaTpuieH
MoAeA 3a mporHosupaHe Ha pucka (PRIMaCY Childhood HCM
Sudden Cardiac Death Risk Prediction tool) e cblio paspaboTeH,
KaTO Ce M3MOA3BaT MOAOBHM KAMHWUYHKM MapamMeTpu U e MoKasa
nopobHa pAokAapBaHa TodyHocT Ha HCM Risk-Kids
(https://primacy.shinyapps.io/calculator/).535

B Tasu akTyaAmsaums paboTHata rpyna nopAbpKa npuHLUMIa Ha
OLleHKa Ha PUCKa, WM3MOA3BaMKW BaAMAMPaHUS UHCTpymeHT HCM
Risk-SCD kaTo mbpBa CTbrMKa B NMPeBEHLMSATA Ha BHE3arHa CMbPT MpK
nauMeHTM Ha Bb3pacT 16 MAM MoBeye TOAMHU W Mpenopbysa
M3MOA3BaHETO Ha BaAmaMpaH puckos ckop (Harmp. HCM Risk-Kids
tool) mpu paeua u toHowmn <16 roapmHu. ToBa KOHTpacTMpa Ha
Mpenopbkute Ha AHA/ACC 2020 r. 3a AarHoOCTMKa U AeYeHue Ha
nauMeHTU C XMnepTpoduuHa KapAaMoMMonaTua, KbaeTo
MHCTPYMEHTBT Ce MpUema KaTo AOMbAHEHME KbM CMTOAEAEH MPOLiEC 33
B3eMaHe Ha pelueHne 3a noctaesHe Ha ICD npu naumeHTn c
KAMHWYHK pUckoBK Mapkepu. Tosu noaxoa Ha AHA/ACC otpassea
OTYACTM OMACEHUATA, Y€ OCAAHSHETO Ha TO3M MHCTPYMEHT Ha pMcKa
He OTUMTa MHAMBUAYAAHOTO BB3MPUATHE Ha MaLMeHTa U MPUEMaHeTo
Ha MPEABAPUTEAHO OMPEAEAEHW MparoBe 3a MeAMLMHCKA HaMeca,
KaKTO M Ha OTMAaAAHETO Ha MapKepuTe 3a KAMHUYeH puck, kKato AK
CUCTOAHO yBpexaaHe B Mopera HCM Risk-SCD.

PaboTHaTa rpyna npusHaBa MpeAW3BUKATEACTBATA, CBbP3aHU C
OMPEAEASHETO HA YHUBEPCAAHM TMParoBe 3a MPUEMAMB PUCK, HO
CMATa, Ye PasuMTaHETO Ha HEKOAMYECTBEHA OLleHKA Ha puUcKa He
MPaBM HMLLO 3a pa3peLLaBaHETO Ha TasW AuAema. Bmecto ToBa,
paboTHaTa rpyna MpernopbyBa MO-SBHO CMOAEAEHO B3eMaHe Ha
pelleHuns Ha 6asata Ha AQHHUTE OT PEaAHMs CBAT, KakTO W
MHAVBUMAYAAHWUTE MPEANOYMTAHUS, BSPBaHMS, OOCTOSTEACTBA U Te
TpsibBa A2 6bAAT CNOAEAEHM € NaumeHTHTe. [o cblums HaumH TpsGea
Ad Cce OBCBASAT KOHKYPEHTHU PUCKOBE, CBbP3aHM CbC 3aDOASIBAHETO
(cbpAEYHA HEAOCTATBYHOCT, MHCYAT) M C Bb3PacTTa M ChIbTCTBALLMTE
3ab0ASBaHMSA, KAKTO WM YCAOXKHEHUSTA, CBbP3aHW C YCTPOM-
cTBoT0. **** KpUTUUHO BasKHO 3HaueHMe uMa, Ye paboTHaTa rpyna
npu3oBasa 3a paspaboTeaHe Ha MOAODPEHM MOMOLLHM CPEACTBA 33
B3eMaHe Ha peLleHUs 3a MauMeHTUTe, CreupndUIHO HaCOUeHN KbM
MOAYYaTEAUTE Ha FPUXKM, KAKTO U MO-TPAAULIMOHHUTE MHCTPYMEHTH
romarallii 3a B3EMaHETO Ha PeLUEHUs OT MPaKTUKyBaLLMTE 3APaBHM
TPUXM.

Durypa 16 0606Lasa npenopbkuTe 3a UMnAaHTHpaHe Ha [CD 3a
nbpBuyHa npeseHums npu HCM BbB BCsKa puckoBa Kateropwus. Te
B3eMaT MPeABMA HE CaMO abCOAIOTHWS CTaTUCTUYECKU PUCK, HO U
Bb3pacTTa U OOLLOTO 3APABOCAOBHO CbCTOSIHME HA MaLMEHTa,
COLMAAHO-MKOHOMMUYECKUTE GaKTOPU M MCUXOAOTUYECKOTO
Bb3AEMCTBME Ha TepamusTa. [lpenopbkuTe MMaT LeAa Aa Obpat
AOCTaTbYHO IbBKABM, 33 Ad OTYETAT CLEHapUW, KOWTO He ca
obxsaHaTn ot mopeante HCM Risk-SCD man HCM Risk-Kids. Tesm
MOAEAM He TPsIGBa Ad CE M3MOA3BAT MPU EAUTHM CMIOPTUCTU MAW MPU
AL € METaBOAUTHU/MHPUATPATMBHM 3a60AsBaHMS (Hanp. BoAecT Ha
Anderson—Fabry) u cuHpapomu (Hanmp. cuHpapoM Ha Noonan).
MopeAUTE He U3MOA3BAT MHAYLIMPAHM OT YNPaXHEHUS TPAAMEHTH Ha
uaxoaswms TpaktT Ha AK M He ca BaAMAMPaHWM MpeAn M CAep
muektTomus. MopeasT HCM Risk-SCD e BaAnamampaH B eaHO
npoyusaHe npu Bb3pacTHM caep ASA,™ a cKOpOWHO MpoyuBaHe e
noAckasano, ye Texkara AKX un octatbyHata LVOTO ca cebp3saqu ¢
MOBMILEH puck OT BCC caep ASA, cbc ckpomHa C-cTatucTmka OT
0,68.
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[MbpeuyHa npeseHyus

O6xBaT Ha MUOKAPAHWSA LIMKATPUKC

l

5-ropmiien puck 26%

5-ropmien puck <4%

5-roamileH
AO <6%

nck >4
%

BmopuuHa npeseHyus

|

CnodeneHo
83emaHe Ha
(KAaC IIa) peweHue

.

@ESC

dDurypa 16 Auarpama 3a MMNAAHTMpaHe Ha UMMAAHTUPYeM KapAMOBepTep AePUBPMAATOP MPU MALMEHTU C XunepTpoduuHa kaparomuonatus. 2D,
asymsmepeH; CMP, cbppedeH marHmTeH pesoHaHc; EKT, eaektpokapamorpama; HCM, xuneptpoduuna kapamommonatus; ICD, nMnaaHTUpyem KapavoBepTep
Aepubpuaatop; LGE, kbcHo rapoamnHueso ycunsare; AK, Assa kamepa; AK®D, aeBokamepHa waTAacksala ¢pakums; NSVT, HenpoabAXuTeAHa KamepHa
Taxukapamst; BCC, BHesanHa cbpaeyHa cMbpT; KD, kamepHa dunbpuaaLms; KT, kamepHa TaxmKapams.

aKAVHWYHM prckosu dakToput: ekcTeHsmeHo LGE (>15%) npu CMP; AKM® <50%.

Mpenopbku Tabauua 23 -AOMbAHUTEAHU NPENOPBKU 32
npeBeHLMA Ha BHe3arnHaTa CbpAeYHa CMbPT NpuU
nauueHTU ¢ xunepTpoduuHa KapamommonaTmusa

MmnaaHTupane Ha ICD ce mpenopbyea npuy nauueHTw,
KOMUTO ca MpexwuBeAn cbpaedeH apect nopaan VT van
VF, 1AV KOWUTO MMaT crioHTaHHa MpoabAxuTEAHa VT ¢

532,534,726,831,832
XEMOAMHAMUYHO KOMIMPOMETUPAHE.

[Mpodbancasa

KaakyaatopsT HCM Risk-SCD ce npenopbuBa Kato
METOA 32 OLieHKa Ha p1CKa OT BHe3amHa CMbpT 3a 5
FOAMHM MPM MaLMeHTH Ha Bb3pacT 216 roanHu 3a
MbpBUUHA NpeseHLa, 2821824

BaAvAM3MpaHM NeAMaTPUUHM CrieLMbUYHI MOAEAM 3a
nporHosupaHe Ha pucka (Hanp. HCM Risk-Kids) ce
NpenopbyBaT KaTo METOA 33 OLieHKa Ha pycka oT
BHE3aMHa CMbPT 3a 5 FOAMHM NPU MaLMEHTU Ha
Bb3pacT <16 rOAMHM 3a MbpBMUHa mpeserLs, 833

podwancasa
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[Npenopbuga ce 5-roamnmsat puck ot BCC aa 6bae
OLIeHEH MpW MbpBaTa OL|eHKa W MPeoLIeHeH Ha
MHTepBaAM OT 1-2 FOAMHU MAW KOFaTo MMa MPOMsiHa

525
B KAMHM4YHMA CTaTyC.

MmnaanTupaneTo Ha ICD Tpsbea aa ce B3eme
MPEABUA MPU MaLMEHTU C USUMCAEH 5-TOAMLLIEH PUCK
OT BHe3amnHa cMbpT 26%, cAep MOAPOBHA KAUHUYHA
OLIEHKa, KOATO B3eMa MPEABMA;
N

(i) PUCKBT OT YCAOXKHEHWS MPE3 LIEAUS XKUBOT;

(i) KOHKYpeHTeH puck 3a cMbPT OT HoAecTTa U
CbMBTCTBALLUUTE 3aD0ASBAHMS;

(iii) BB3pevicTBKETO Ha ICD BbpXY HauMHa Ha XMBOT,
COLIMAaAHO-MKOHOMMYECKMS CTaTyC U

MCUXOAOTMHYECKOTO 3ApaBe. 81,521,525,726,832,833

[Mpu naupeHTn ¢ AK anmkaAHM aHEBpU3MU peLLeHus -

Ta 32 mbpsuyHa npeseHUus ¢ ICD Ha 6asata Ha oLeHKa
Ha pucka ype3 usnoassaHe Ha HCM Risk-SCD van Baau- lla
AMBUPAH MEAMATPUYEH UHCTPYMEHT 3a MPOTrHO3MpaHe Ha

pucka (Hanp. HCM Risk-Kids), kaTo ce B3ema npeasua He

CaMO HaAUYMETO Ha aHEeBpPU3Ma. 580728,737,791,792

MmnaanTrpaHeTo Ha ICD Moxe pa ce B3eMe NpeABMA
NPV OTAEAHU MALMEHTM C U3UUCAEH 5-TOAULLEH PUCK OT
BCC mexay 24% v <6% cAep NOAPOBHA KAMHUYHA
OL|eHKa, KOSTO B3EMA MPEABMA AOKMBOTHMUS PUCK OT
YCAOXHeHMs 1 Bb3aencTareTo Ha ICD Bbpxy HauMHa Ha
XMBOT, COLMAAHO-MKOHOMUYECKM CTaTyC U

81,521,525,726,832,833
MCUXOAOTMHECKOTO 3APaBe.

3a MaupeHTH, KOUTO Ca B KaTeropusiTa HUCHK puck (<4%
n3umncaeH S-ropuiuen puck ot BCC), HaaMumeTo Ha ekc-
TersueHo LGE (215%) 8 CMP moxe Aa ce B3eMe npeaBuA
MPM CbBMECTHOTO B3eMaHe Ha PeLleHue C MaLyeHTUTe 3a
NPOPUAAKTUYHO MMMAaHTHPaHe Ha ICD, oTunTaiiku Avn-
cara Ha HaA@KAHW AQHHM 33 Bb3AEMCTBMETO Ha KOAMUeC-
TBEHOTO OMpeAeAsiHe Ha LiYKaTPKKCa BbpXy MEPCOHaAU-
31paHKTE OLIEHKM Ha pucka, reHepuparu ot HCM Risk-
SCD wAM € BAAVAM3MPAH NeAUATPUYEH MOAEA

(Hanp. HCM Risk-Kids), 41:796.797.834-841

3a MauyeHTH, KOWTO Ca B KaTeropusita HUCbK puck (<4%
n3umncaeH S-ropuien puck ot BCC), HaamumeTo Ha
AKMD <50% mosxe Aa ce MMa NPeABMA MPU CbBMECTHOTO
B3eMaHe Ha PELLEHMs C MaLMeHTUTE 3a MPOPHUAAKTUUHO
nMnAaHTUpaHe Ha ICD, kato ce npu3sHaea Auncata Ha
COAMAHM AQHHM 32 Bb3AGHCTBMETO HA CMCTOAHATA
AMCHYHKLMS BbPXY MEPCOHAAHUTE PUCKOBE, FeHEpUPaHH
oT HCM Risk-SCD nAv BaAVAMPaH NeAMaTPUYEH MOAEA
(Harmp. HCM Risk-Kids), 82:315841-844

©ESC 2023

CMP, cbpaeveH MarHmuTeH pesoHarc; HCM, xuneptpoduina kapanommonatus; ICD,
MMMAHTUPYeM KapavosepTep pAedmbpuaatop; LGE, kbcHo rapoAvHMeBo ycuaBate;
AfBa Kamepa, AsiBa kamepa; AKM®, aeBokamepHa ppakLims Ha usTrackeaHe; BCC,
BHe3arnHa cbpaeyHa cMbpT; KO, kamepHa ¢ubpuaaums; KT, kamepHa TaxmkapAms.

*KAac npenopbku.
bAoKa3aTeACTBEHO HUBO.

7.2. AMAaTaTUBHA KapAMOMMHONATUA

7.2.1. AmarHosa

7.2.1.1. UHAEKceH cAyuyan

AvAaTaTrBHaTa KAPAMOMMONATUSA Ce AePUHMPA OT HAAUUMETO Ha
AvaaTaums Ha AK 1 cucToAHa AMCOYHKLMS, KOMTO He ce obsicHsBaT
€AMHCTBEHO C abHOPMHM YCAOBMA Ha HaToBapBaHe uAM KAB.
/\eBOKaMepHaTa AMAATaLMsi Ce OMPEAGAS YPe3 KPaiHWU AMACTOAHM
pasmepu 1A obemu Ha AK >2 z-ckopa Hap CpeAHWTe CTOMHOCTU Ha
MOMyAaLMsTa, KOPUrMpaHW 3a pa3Mepa Ha TAAOTO, MoAa W/MAW
Bb3pacTTa. 3a Bb3PacTHW ToBa npeacTaBAasiBa AK KpaeH AMacTOAeH
AvameTbp >58 mm mpu MbxkeTe U >52 Mpu KEHUTE U MHAEKC Ha
AKTAO =275 mL/m2 I'IEI/I MbxeTe M 262 mL/m2 npu xeHue,
mamepenn ¢ ECHO.**** [nobaAHaTa cucTOAHA AMCOYHKLMA Ha
AsiBaTa kamepa ce poeduHmnpa c AKUD <50%.

7.2.1.2. PoaocTBEHULMU

KAMHUYHWTE M3CAEABAHMS MPU POACTBEHMLIM YECTO pasKpuBeaTt
AEKU HEAMArHOCTUYHM MPOMEHU, KOUTO Ce MPUMOKPMBAT C
HOPMaAHUTE BapuaLMmM UAU UMUTUPAT NPOMEHM, HABAIOAABAHM NP
APYTM MO-4ecTU 3a60AABaHUSA KATO XUMEPTOHUS M 3aTAbCTABaHe. B
TO3M KOHTEKCT HaAMUMETO Ha n3oAnpara AK aAmMAaTaLps cbe 3anaseHa
CUCTOAHA YHKLMA MAM HAAMYMETO Ha daMUAEH MPUUUMHWUTEA €
AOCTaTbYHO 3a AuarHocTuumpaHe Ha DCM npu poaHuHa.
AOMBAHUTEAHU EAEKTPOKAPAMOTPadCkM MAM OBpasHM MPOMEHU B
KOHTeKCTa Ha paMmAHaTa aHamHesa 3a DCM noackassat 3aboasiBaHe
M M3nCKBaT BHMUMaTeAHo npocaepssare.”””® Mpu Aunca Ha
ybeanTeAHa reHeTUYHa MHpopMaLms B cemencTsoTo, DCM ce cumta
32 pamMuAHa, ako: (i) eAVH AW MOBEYE POAHWHM OT MbpBa MAK BTOpPa
creneH nmat DCM; mam (i) korato mHaye HeobscHuma BCC ce e
MOSIBKAQ NMPW POAHMHA OT MbPBa AMHMS BbB BCsIKA Bb3PaCT C AOKa3aHa
AmarHosa DCM

7.2.1.3. AmarHocTu4eH npouec

KAlouoBKTE €AEMEHTU Ha AMArHOCTUYHWS TPOLIEC MPU BCUYKM
naupeHTn ¢ DCM ca onucaHn B PasaeA 6 1 BKAIOYBAT KAMHMYHA U
$amMmAHa aHamHesa, AabopaTtopHu Tectose, EKI, Xoatep
MOHWUTOPWHT, CbpAeYHa OOpasHa AMArHOCTUKA M TEHETUYHO
uscaepBaHe. ExokapanorpagusaTa MMa LEHTPAAHO 3HaYeHWe 3a
amarHosata, a CMR npepoctass no-noppobHa mMopdorormyHa u
MPOrHOCTUYHA MHPOPMALS. AOMBAHUTEAHI AABOPATOPHM TECTOBE,
TecToBe C HatoBapBaHe, EMB, cvpaeyHa KT u cbpaedHa
KaTeTepum3aLms TpsibBa CbLLO Ad CE B3EMAT NMPEABMA, KaKTO € OMNMcaHo
noppo6bHo B Pazaen 6.

7.2.1.4. Exokapamorpadpus

Moapo6bHa TTE ce npenopbysa npu Beuuku naumeHty ¢ DCM, Toit
KaTo MpeAOCTaBs LsinaTa HeobxoamnMa MHPopMaLms 3a rhobaAHaTa u
pervioHaaHa AK aHaToMus, GyHKUMS U XEMOAMHAMUKA, KAAMHO
CbpAEYHO 3ab0AsBaHe, AACHA CbpAedHa PyHKLMS, GeAoApOBHO
HaAfiraHe, MPEeACbPAHA FEOMETpUA M CBbP3aHM XapakTepucTMKM.
[Mo-HoBM exokapamorpadcku TexHUkM (TbkaHeH AormAep u Specle
tracking exokapamorpadws) Morat Aa MO3BOAST PaHHO OTKpMBaHe Ha
CYyOKAMHUYHA MUOKapAHA AMCOYHKLMS B CMEUMPUUHM CUTYaLmm
(Hanp. reHeTn4HM HocuTean Ha DCM, peumnueHTV Ha M3BECTHa
KapAMOTOKCMYHa xuMuoTepanms).

Morart Aa ce B3emaT MpeABMA KOHTPACTHM BELLECTBa 32 MO-A06pO
ouepTaBaHe Ha eHAOKapAa, 3a MO-A0OpO M306passBaHe Ha HaAMuMe
Ha XMnepTpabeKyAaLms MAK 3a M3KAIOYBAHE Ha BbTPeKaMepeH TPOMO.
Psiako e HeobxoamMa TpaHcesodareaAHa exokapAnorpagus, OCBeH
KoraTo uma npeACbpAHM TpPOMOUM Npu NaumeHTH ¢ [1M, 1AM 3a oLieHKa
Ha KAanHaTa GyHKLMS W MPOBEXAAHE Ha TpaHCKaTeTbpHa Tepanus
Npv NauMeHTU C MPUAPYXKaBalla BTOPUYHA MWUTPAAHA WMAM
TPUKYCMMAAAHA PErypruTaLms.



Mpenopbku Ha ESC

61

7.2.1.5. CbpaeyeH MarHUMTeH pe3oHaHC

CbpAEYHMST MarHUTEH Pe30HaHC MPEAOCTaBS AOMbAHUTEAHA
MHOPMALMS 33 XapaKTepu3MpaHe Ha MUOKapAa MpW MauMeHTU C
DCM, BKAIOUYMTEAHO HAAMYMETO HA OTOK Ha MMOKApAR, KOETO MOXKE
Ad TIOACKA3Ba MWOKApAWMT WAM Bb3MaAuMTeAHa npuunHa, LGE 3a
OomnpeAeAsiHE Ha HaAMYMETO U cTemeHTa Ha ¢Mbpo3a, KakTo M
HEMHOTO PasnpoCTpaHeHKe, KOETO MOXKE Ad MO3BOAU U3KAIOYBAHE Ha
MUOKapAeH MHGApPKT M CbLLO Taka HacoyBa KbM crielmbuyHM
eTnoAaormu (Hanp. cybennkapaAHO pasmnpeAeAeHUue Mpu
CAEAMUOKAPAWTHM GOPMU, NOA GOpMaTa Ha KPBIIKM MPU CapKoMAO03a,
€KCTEH3MBHO MHPEPO-AATEPAAHO MPU AUCTPOPUHOMATUM, CEMTAAHO
WMHTpaMypaAHO Mnpu HocuTean Ha LMNA 1 npbcteHoBMAHO Mpu
HocuTean Ha DSP m FLNC-truncating sapuanTu) (ex. Pasaea 7.3).”"*"
KbCHOTO TapAOAMHWMEBO YCWMABaHE W pas3noCTpaHeHWe umat
MPOrHOCTUYHA CTOMHOCT 3a apUTMMS, KaKTO M 33 TexecTTa Ha
cbpaeyHaTa HepocTaTbuHocT.  *** Creundnunnte T2*
MOCAEAOBATEAHOCTM OMWCBAT OTAArAHETO Ha YKEAS30 B MUOKApA3,
KOETO € MOAE3HO 32 AMArHOCTULIMPaHe Ha XeMOXpoMaTo3aTa.”

7.2.1.6. HykAeapHa MeAMLMHA

Mma orpaHnyeHa poass DCM. VamepeHoTo ycBosiBaHe Ha 18F-
dayopoaesokcuraiokosa (18F-FDG) ¢ nomouyta Ha IMET, ¢ dokaaHu
MAM GOKaAHU BbPXY AMdY3HM MOaeAM Ha ycsosBaHe Ha FDG,
0COBEHO aKO MMa ChIMBTCTBALLO aHOPMaAHO ycBosiBaHe Ha 18F-FDG-
PET B ekcTpakapAMaAHW TbKaHW, MOXe Aa Obae MOAE3HO Mpwu
CbMHeHMe 3a CbpAeUHa capkomao3a.””

7.2.2. TeHETUUYHO U3CAEABaHE U CEMeeH CKPUHUHT
Etnororusata Ha DCM e cuMAHO XxeTeporeHHa W BKAlOYBA
HACAEACTBEHM (FeHETUUHM/GAMMAHI) 1 MPUACBUTH MpMUMHI. 5%
MpeknTe npuunHK 3a DCM BKAIOUBAT MaTOreHHW FEHHW BapUaHTH,
TOKCMHW, aBTOUMYHMUTET, UHeEKLMM, BOAGCTU Ha OTAaraHeTo U
TaxuapuUTMunU. MOHOreHHUTE reHHU BapuaHTU, NpuymHsBsalm DCM,
Ca CUAHO XeTePOreHHM, BKAIOUBALLIM MHOTO FeHW U PasAMYHM MBTULLA.
Hewo noseye, camo 30-40% ot cayvamnte Ha DCM ce abaxaTt Ha
MaToreHHW peAKM BapMaHTU, CbC 3HAYUTEAEH MPUHOC Ha
MOAUIEHHM/YECTO CpeLLiaHK BapuaHTW B Tasu nonyAauus. Hewo
roBeve, MOAMdUKATOPHTE Ha 3a00ASBAHETO MOraT Ad UrPasT POAS B
aKkceAepaLMATa Ha beHoTMnHaTa ussea Ha DCM."”** Toga Bkalousa
CbCTOSHUSA, KOUTO MOraT Aa BAOLLAT MAM Aa mpeaussukat DCM,
BKAIOUUTEAHO enureHeTUYHU $GakTopu U MpUACOUTU MoaUdU-
KaTopW, KaTo OpeMeHHOCT, XMNEPTOHMS, NpeKoMepHa ynotpeba Ha
ankoxoA M ApyrM Tokcukn. ™ BaxHo e Aa ce Bseme MpeABMA
B3aMIMOAEMCTBUETO MEXAY FEHETUUYHWU U MPUAOOUTU MPUUMHU MO
BpPEMe Ha AMarHOCTUYHMSA NpoLiec. MaeHTUdMKaLmsaTa Ha NpraoGKTa
MpUYMHA He U3KAIOYBA FeHEH BapMaHT KaTO OCHOBEH MPUUMHUTEA, @
MOCAEAHUAT MOXE Ad M3UCKBA AOMBAHUTEAHA MPUAOOUTA MpUYMHA
n/MAM MoaMPUKATOP Ha 3aBOASBAHETO, 3a CBOETO nosiesBaHe. [1pu
reHuTe, KouMTo Morat Aa npuunHaT DCM mma TakmBa, KOUTO CbC
CUFYPHOCT a CBbp3aHM C Kaachyeckata DCM'™, kakto u Apyri,
KAacuyecku cBbp3aHn ¢ ARVC, HO KOMTO MHOTO YecTo MoraT Aa ce
npeactassT ¢ AK anaataums u poommnnpatta AK ancdyHkums. Hewwo
noBeye, reHu OmmcaHu B KOHTeKCTa Ha xunepTpabekyraums/LVNC
(Hanp. NKX2.5 1 PRDM16) nan kouto morat aa npuumnst DCM cbe
MAM 6e3 3acsraHe Ha ckeaeTa (kato DMD nan EMD) TpsibBa cblio aa
ce cunTat 3a cBbp3aHu ¢ DCM reHu 1 pa ce M3cAeaBaT, 0COBEHO ako
beHOTUNBT e KOHKOpAAHTeH. Hal-yecTo cpellaHnTe reHeTUYHK U
npuaobuTu npuumHn 3a DCM ca nokasawn B Ta6auua 10 wu
Ta6auua 20. MoapobHM cnmcbuy Ha npuumHuTe 32 DCM ca
ny6AVKyBaHM Mpean Tosa. ™

Ta6bAuua 20 HereHeTUYHM NMPUYMHM 32 AMAATATUBHA
KapAuoMuonaTus

UHdekuun (cAep MUOKapAUT)

BupycHu (EHTEpOBMPYCH, AAEHOBUPYCH, EXOBUPYCH, XEPMECHU BUPYCH,
napsosupyc B19, HIV, SARS-CoV-2 u T.H.)

BakTepuaHa (Aaimcka 6oaect)

MukobakTepraHm

[b6UYHM

Mapasuthu (6oaecT Ha Chagas)

TokcUUHOCT U nperosapBaHe
AAKOXOA (ETaHOA)

KokauH, ampeTaMuHu, ekcTasm
Kob6aar

AHabOAHW/aHAPOTEHHM CTEPOUAM
XeMoxpomaTosa 1 APyr MPUUKMHM 3a MPETOBAPBAHE C XKEAS30
EHAOKPUHOAOrMYHMU

XUno- 1 X1NepTMpeouAnsbM
Boaect Ha Cushing/Addison
DeoxpomoLmTom

Akpomeraaus

3axapeH Anabet

XpaHuteaeH pepuumnT
AedbrumnT Ha cereHmit

Aedmumt Ha TMamuH (Bepu-bepu)
AedbrUMT Ha LMHK U MeA

AedrumnT Ha KapHUTUH

EAEKTPOAUTHM HapyLUEeHUA
XunokaAumemms

Xunodocdaremus

Mepunaptym

ABTOMMYHHU 60AeCTU

TUraHTOKAETBYEH MUOKAPAWT
Bb3naAuTeAHmn (AokasaHu ¢ Guoncus, HeMHPEKLIMO3EH MUOKAPAMT)
EosunHodmAHa rpaHyAOMaTO3a ¢ MOAMAHIUUT
CucTeMeEH AyMyC epuTeMaTosyc
Capkounposa

PeBmatonaeH apTput

LlboAmakusa

[MbpBryHa GuAnapHa Lmposa

MuacTeHus rpasmuc

Memuryc nemduroma

BoaecT Ha Crohn

VALEpaTMBEH KOAUT
MoArMMo3KT/AepMaToOMMO3UT

PeakTuBeH apTput

AekapcTBa

AHTUHEONAATMYHY  AHTPALMKAMHY; aHTUMETaBOAUTHY; aAKUAVPALLIN CPEACTBA;

AeKapcTBa TaKCOA; XUMOMETUAMPALL, ar€HT; MOHOKAOHAAHU aHTUTEAR;
TUPO3UH-KMHA3HWU MHXMBUTOPU; MMYHOMOAYAMPALLIA
cpeAcTBa

MenxuaTpriHm KAO3aMMH, OAAH3aMMH; XAOPMPOMa3H, PUCTIEPUACH,

A€KapcTBa AI/ITVII;I; MeTMAd)eHMAaT; TPULMKANYHN aHTUAEMNPECaHTH

Nsuano TPaHC-pEeTUHOEBA KNCEAMHA; aHTUPETPOBUPYCHU
CPeACTBa; ¢eHOTMa3I/IHM

Apyru AekapcTea

HIV, Yosewwku umyHopeduumteH supyc; SARS-CoV-2, TexbK OCTbp pecrnnpatopeH
CMHAPOM KOPOHaBMPYC 2.

©ESC 2023
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7.2.2.1.TeHeTU4YHO TecTBaHe

Kay3aAHu reHHW BapuaHTu ce cpewat B Ao 40% oT naupeHTUTE C
DCM B cerawnute koxopTu, ™" ™**** 11 mexay 10 u 15% npu
MHAYUMPaHa OT XMMWOTEPAMWs, aAKOXOAHA WAW MepumnapTaAHa
DCM.”"Bunpeku Ye pasnpocTpaHeHNeTO Ha reHeTUYHITE BapuaHTM
e no-eucoko npu ¢pammaHaTa DCM, kay3aAHM reHeTUYHU BapUaHTH
ce upeHTUdUUMpaAT B Hap 20% oOT HedpaMMAHUTE cAyyan Ha
DCM."™*** O1rpurBaHeTO Ha Kay3aAeH reHeH BapyaHT NpU NaLMeHT
¢ DCM nosBoAsiBa Mo-pA0b6pO MpOrHo3MpaHe Ha M3Xoaa WM
nporpecusTa Ha 3a00AsBaHETO, MOXe Aa AOMpMHece 3a
MHAMKALMUTE 33 WMMMAAHTMPaHe Ha YCTPOMCTBO, UHPOpMMpa
FEHETUYHO KOHCYATMPAHe W MO3BOASBA GAMUAEH CKPUHWMHI 3a
poAHMHUW. Helllo noseye, reHetnyHoTo TectBaHe npu DCM umma
ABATOCPOYHM MOCAEAMLM MO OTHOLIEHWE Ha edeKTMBHOCTTA Ha
pasxoAMTe Ype3 MAEHTUPULMPAHE HAa PUCKOBKM YAEHOBE Ha
CEMEMCTBOTO C MOAOXKWUTEAHWU TEHOTWUMOBE M MO TO3M HaYMH
HaMaAsBa 6pos Ha YAEHOBETE Ha CEMEMCTBOTO, U3MNCKBALLM CEPUMHO
KAMHUUYHO NpocAeasBaHe.”” CAeAOBATEAHO FeHETUUHOTO M3CAeABAHE
MOXe A3 MMa MOA3a Mpu Bcudku naumeHTn ¢ DCM, BraloumMTEAHO
Aeua,”® KakTo M Tean C aAKOXOA/XUMMOTEpPanUs MHAYLMpaHa W
nepunaptaaHa DCM. KoraTo pecypcuTe ca orpaHuyeHu, ckoposeTe
npeaHasHa4YeHn Aa uaeHTUdMUMpaT naumeHTM ¢ DCM ¢ Bucoka
BEPOSTHOCT 3a MOAOXWTEAeH reHoTun (Hamp. Maapuacku DCM
reHotuneH ckop [https://madridDCMscore.com]) Morat Aa ce cumTat
32 NPUOPWUTETHU MpM reHeTuuHoTo TecTBaHe.”™ Tpabea aa ce
oTOeAeXM, Ye Bb3pacTTa He € orpaHuyaBall, ¢pakTop, Korato ce
pewasa kou maumeHTM ¢ DCM Tpsbsa pa 6bAAT MOAAOKEHM Ha
reHeTUuHO M3caepBaHe,'

[MpenopbKMTE 3a KAMHWUYEH CKPUHUHT, FEHETUYHO KOHCYATMPaHe U
TecTBaHe ca onucaHu B Paspean 6.8.3 1 6.11. Mo-noppobHa oueHka
Ha NMPOBOAHUTE AEPEKTU MAM APUTMUATA, KOMTO MOTaT Ad CE U3SBAT
paHO Mpu onpeAeAeHU reHeTlyHK noatunose DCM, Tpsabea aa ce
B3eMe MPeABMA B KOHTEKCTA Ha OTPEAEAEHW TeHHM BapuaHTu (Harp.
LMNA, EMD, DES). Copaeuer AMP TpsbBa Aa ce 1Ma NpeABUA 1 NMpU
POAHWMHM C HOpPMaAHa CbpAeYHa GYHKLMS, KOMTO Ca HOCUTEAM Ha
NPUYUHHM FEHETUYHW BapUaHTW, CBbP3aHK C nosuiueH puck oT BCC
(Hanp. FLNC, DES, DSP, PLN, LMNA, TMEM43, RMB20). Ako Hama
AOMBAHUTEAHWN YAEHOBE Ha CEMEMCTBOTO, PasAUYHM OT NpobaHAa C
AKMTT, nepuoamyHaTa oLieHKa Ha pOAHWHM OT MbpBa CTeneH Tpsibea
Ad CAeABA ChLLMTE MHTEPBAAM CMOPeA Bb3pacTTa (BX. Pasaen 6.11),
HO MPMKAIOYBAHE Ha MEPUOAMYHOTO HADAIOAEHUE B CEMENCTBA, B
KOWUTO HE € UMAAO FrEHETUYEH BAPUAHT, MOXE Ad CE MMa NPEABUA NP
POAHUHM OT MbpBa AMHKA Ha Bb3pacT 250 ropnHu ¢ HopmaaHa EKI m
HOPMaAHU CbPAEYHK 0BpasHK TECTOBE.

7.2.3. OueHKa Ha cMMNTOMUTE

MaumeHTute ¢ DCM 4yecTo pasBuMBaT CUMMTOMM Ha CbpAEYHA
HEAOCTATbYHOCT, BbIPEKU Ye TOBA MOXE A Ce CAYUM MHOTO FOAMHM
caep noseata Ha EKI uan exokapamorpadcekm aHomaammn. Ouerkata
Ha CMMMTOMWUTE MPU MaLMEHTU C KapAMOMKOMATUKM € OrfucaHa B
Pasper 6.10.1.

7.2.4. AeueHune

KAMHUYHMAT NoAXOA MPU CbpAEYHA HEAOCTaTbYHOCT WU APYTH
nposen Ha DCM e onucan B [lMpenopbku Ha ESC 2021 r. 3a
AMArHOCTMKA U AEYEHME Ha OCTpa M XPOHMYHA CbpAEYHa
HeaocTatbyHOCT, [penopbkn Ha ESC 2020 r. 3a amarHocTuka w
AeveHMe Ha NpeACbpPAHO MbxXaeHe U [Mpenopbku Ha ESC 2021 1. 32
CbpA€YHa CTUMYAAQLMUS U CbPAEYHA pe-CUMHXPOHM3MPpalLa
Tepanua. " B Tesu npenopbkm nperopbkmuTe OBUKHOBEHO ca
HE3aBMCUMM OT ETUOAOTUSTA Ha CbpAEYHaTa HepocTaTbuHOCT, [TM 1
APYTM KAMHUYHM mposeu. KaTo TakuBa, Bbnpeku Ye obobliasat
FTOAEMU U CTabWMAHWM CBBKYMHOCTWM OT AAHHM W MPOyYBaHUS,
MPEMNopbKMTE 3a AeveHMe TPSBBa AQ Ce PA3rAEKAAT KaTo ObLLM, a He
crneumduyHM 3a pasanyHuTe popmu Ha reHeTrdHa DCM. Bunpeku
TOBa, TbM KaTO FOAEMM KOXOPTWU OT reHeTudHn DCM c epHaksu
reHeTUYHM XapaKTEPUCTUKM Ca CpaBHUTEAHO peaku, PKM ¢
AOCTaTbYHA CTaTUCTUYECKA MOLLHOCT MPU KapAMOMMOMATUM Cca
ockbAHU. Mo Tasu npuumHa paboTHaTa rpyna mnpenopbuBa
npuaaraHeTo Ha [lpenopwvkm Ha ESC 2021 r. 3a amarHocTuka U
AEYEHME Ha OCTPa U XPOHUYHA CbPAEYHA HEAOCTATBYHOCT, KOUTO

CbAbPXKAT MPEMOPbKM 32 A€YEHUE Ha MalpeHTU C MpU3HaLM U
CMMMTOMM Ha CbpAEYHA HEAOCTAaTbYHOCT, 32 KOHTPOAMpaHe Ha
cumnTommTe npu maupenT ¢ DCM.” MpenopbkuTe 3a AeveHuMe Ha
6e3cmntomHa AK AMCOYHKLMS MAM AMAQTALMS CA OCKBAHM, KOETO
NMpeACTaBASIBA MPEAM3BMKATEACTBO 3a reHeTuyHata DCM, kbaeTo
3HAUMTEAHA YaCT OT MaLMEHTUTE Ca MAAAM BE3 MAM C AEKM CUMITOMM
M KbAETO 6E3CMMMTOMHWUTE MALMEHTU CE OTKPMBAT YeCTo 4Ypes
KackapeH CKpUHUMH. penopbkuTe 3a $papMakOAOrMUYHO AedeHUe Ha
CMMMNTOMWUTE Ha CbPAEYHA HEAOCTaTbYHOCT MpWU MaLMEHTU C
KapAMoMmonaTum ca onucaHu B Paspen 6.10.2.
7.2.5. NMpeBeHUMA Ha BHe3arnHaTa CbpAeYHa CMbPT
npu AMAATaTUBHA KapaAuoMUuonaTusa
[MporHosnpaHeto Ha BCC e npeaM3BmMKaTeAeH acnekT Ha
KAVHUYHKUTE TpUxu npu naumentn ¢ DCM. MmnaaHTupyemute
KapaMoBepTep AedubpuAaTOpU ca ePeKTUBHM 33 AeYeHWe Ha
MOTEHLIMAAHO CMBPTOHOCHM KaMEPHU apUTMUU W MPEAOTBPATSIBaHE
Ha BCC, Ho ca cBbp3aHM CbLUO Taka C YCAOXKHEHMUS, 0COBeHO Mnpu
MA3AM MALMEHTU, KOWUTO LLie M3UCKBAT HAKOAKO MMMAAHTALMM Mpe3
LeAms cnxmBoT (Bx. Paspen 6.10.5).
7.2.5.1. BropuyHa npeBeHLUUs Ha BHe3arnHaTa CbpAeYHa
CMBPT
MMnAaHTUpyeMuTe KapamoBepTep AedubpuAaTopy HamaAsBat
CMBPTHOCTTA MPU MPEXMBEAU CbPAEYEH APECT U MPW MALMEHTH,
KOWTO Ca MMaAU MPOABAKMTEAHM CUMMTOMHWM KaMepHW apUTMUK C
xemoaMHaMuuHa komnpometatms.” |CD ce npenopbysa Npy TakmBsa
MaUMEHTU, KOraTO LiEATA € YBEAMYaBaHE Ha MPEXUBAEMOCTTa;
PELLEHMETO 33 UMMAAHTUpaHe TpsbBa Aa B3EMe MpeABMA TAeaHaTa
TouKa Ha MaumeHTa u HerosoTo QOoL, KakTO M AMMcaTa Ha ApYrut
3a00ASBaHMS, 32 KOMTO € BEPOSTHO Ad MPUHMHAT CMBPT B PaMKWTE Ha
CAeABaLLIATA FOAMHA.
7.2.5.2. MbpBUYHaA NpeBeHUMUA Ha BHe3anHaTa CbpAeYvHa
CMBbPT
Haanunmte PKW, mnscaepBawm noaesHoctta Ha ICDs 3a
npepoTepatsaeaHe Ha BCC n nopobpsBaHe Ha MPeXuBAEMOCTTa, ca
BKAIOUMAM camo naupeHTn ¢ AKM®D <35% npu npoTueopeumsm
pe3yATaTh. AOKaTO €AHO MpOy4BaHe, BKAIOYBALLO MaLMEHTU C
MCXEMUYHA U HEMCXEMMYHA CUMMTOMHA CbpAEYHA HEAOCTATBUYHOCT,
€ MOKa3aAo HaMaAsBaHe Ha CMBPTHOCTTA,”’ MPOyYBaHMSA, KOUTO Ca
BKAIOUBaAM camo naumeHTu 6e3 KAB, He ca mop0OpWAM 3HaUUTEAHO
ObLLMA PUCK OT CMBPTHOCT, HE3aBUCMMO OT daKTa Ye € MMaAo
abcoatoTHO HamaaeHme Ha BCC ¢ ICDs, a aHaAU3bT Ha MOATpynuTe €
MOACKa3aA, Ye MMa MOA3a MpU MPeXMBAEMOCTTa Ha naumeHTu <70
roanHn.*"** HesasucuMo OT ToOBa, B CKOPOLLEH MeTa-aHaAM3 Ha
Mpoy4BaHus, KOUTO ca u3caepBaAn edekTa Ha ICDs npu AKMIT, e
HabAlOAaBaHa MOA3a 3a MPEXMBAEMOCTTA, BbMPEKkM Ye edeKTwbT e
ckpoMeH B cpaHeHme ¢ AKM® <35% npu naupentu ¢ KAB.*™
Bovnpeku ve AKMN® <35% ce cbobluaBa KaTo HE3aBUCUM PUCKOB
MapKep 3a CMbpT MO BCsKaKBA MPUYMHA M CbpPAEYHA CMBPT Mpu
AKMIT, Toit cblio Taka MokasBa CaMO CKPOMHA CMOCOBHOCT 3a
naeHTMdUUMpaHe Ha naumeHt ¢ DCM ¢ no-sucok puck ot BCC,
KOETO MpeanoAara, Ye TpsibBa aa ce B3emaT MOA BHUMaHWeE
AOMBAHUTEAHU aKTOPW, KOraTo Ce B3eMa pelleHue 3a
umnaaHTupaHe Ha ICD npu 3aboasiBaHe CbC 3HaYMTEAHa
€TUOAOTUYHA XeTeporeHHOCT. CKOPOLUHM MPOyYBaHUs Ha XOA3 Ha
6oAeCTTa MOACKa3BaT, Ye PpeHOTUMBT urpae poAs B pucka 3a BCC,
KaTo MauMeHTUTe, HOCUTEAM Ha BoAecTOTBOPHM BapuaHTW B PLN,
DSP, LMNA, FLNC, TMEM43 1 RBM20, nmat 3Ha4MTeAHO NMo-BUCOK
MPOLEHT TOAEMM apUTMOTrEHHW CbOWUTUS B CPaBHEHWE C APYTWt
npuankm 33 DCM, Hesasucumo ot AKU®. ¥ Cykopouwno
peTpocnekTuBHO npoy4saHe Ha 1161 anua ¢ DCM nokasa, ue
naupeHT ¢ DCM un P/LP DCM-npuumHsBaLLy reHETUYHIM BapUaHTK,
MMAT MO-AOLLA KAMHWUYHA EBOAIOLMS U MO-BUCOK MPOLIEHT FOAEMM
apUTMOTreHHM CbOUTHS, OTKOAKOTO FEHOTUM-OTPULIATEAHM MaLIMEHTU
¢ DCM u ocobero npu maupeHt ¢ DCM u AKU® <35 %." B
npoy4saHeTo e HabAlopaBaH W MO-BUCOK PUCK OT CEPUMO3HM
apUTMOreHHW CcbbuTusa npu naumeHtn ¢ DCM 3acerHatn ot
BapuaHTU, NpuimnHsasaLLy DCM npu HSKoW reHOTUMOBE, HE3aBUCUMO
oT AKUO®. [eHuTe, CBBP3aHW C MO-BMCOK PUCK OT apuTMus, ca
BKAIOYBAAM TeHW, Koaupally HykaeapHa obsueka (LMNA, EMD,
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Durypa 17 ViMnaaHTvpaHe Ha MMNAGHTUPYEMM KapPAMOBEPTEPHU ACPUOPUMAATOPK MPU MALMEHTU C AMAATATMBHA KapPAMOMMOMATUS MAWM HEAWMAATATMBHA
AeBOkamepHa kapanommonatus. CMP, cobpaeyeH MarHuTeH pesoHarc; DCM, anaatatusHa kaparomuonatus; ICD, MMNAaHTUpyeM KaparoBepTep Aepubpuaatop;
LGE, kbcHo rapoamnHumeso ycmasare; AKM®, aesokamepHa msTaacksawja ¢pakupms; NDLVC, HepasiivpeHa AeBokamepHa kapanomuonatus; KE, kamepHu

ekcTpacncToan; KT, kamepHa TaxuKkapAms.
‘B Tabanua 21.
*CuAaTa Ha penopbKaTa 3aBUCH OT reHa M KOHTEKCTa.

AOTTBAHUTEAHUTE PUCKOBM PaKTOPU BKAKOUBAT CUHKOTM, HaAmume Ha LGE 8 CMP.

TMEMA43), aesamosomu (DSP, DSG2, DSC2, PKP2) u Hsakowu
LMTOCKEAETHU MpoTenHu. ™ B3eTu 3aeAHO, Te3M AaHHM MOACKa3BaT,
ye naupeHTuTe ¢ DCM, KOMTO HOCAT BapuaHTM, MPUUMHABALLM
AKMIT BB BUcOkopuckosu renn (LMNA, EMD, TMEM43, DSP,
RBM?20, PLN, FLNC-TepMuHupalLm BapuaHTL), TpsibBa Aa Cce cumTaTt
32 MaLUMeHTH C BUCOKOPUCKOB reHeTuyeH ¢poH 3a BCC u Tpsibea aa ce
B3eMe MpeABMA UMnAaHTaums Ha ICD 3a nbpeuyHa NpeseHLMs npu
nparose Ha AKN® no-sucokn ot 35%, ocobeHo npu HaAMuMe Ha
AOTbAHUTEAHU prcKoBU pakTopu (Harp. NSVT, nosuLueHn KamepHU
€KTOMUYHW CbKPALLIEHMS, MbXKHM MOA, 3HaumTeAHa LGE, cneupduyen
reHeH BapMaHT). 3a HAKOM BUCOKOpUCKoBM reHoTunose (Hanp. LMNA
[https://Imna-risk-vta.fr]*""), uaM, B cayuait Ha Bapuanta PLN
p.Argl4del, ca paspaboTteHn creumdpuyHM 3a BapuaHTa PUCKOBM
[https:/plnriskcalculator.shinyapps.ioffinal_shiny]™""), kouto oTumTat
XapaKTePUCTUKUTE Ha TEHOTUMA M AOMBAHUTEAHU GEHOTUMHM
XapaKTepuUcTUKM. KoraTo TakumBa pesyATaTi ca HaAUuHK, Te TpsibBa Aa
Ce W3MOA3BaT 3a HacodeHa WMnAaHTauma Ha ICD 3a mbpeuuHa
npoguraakTmka (Purypa 17). Kakro 6elue obcbaeHo B Pasaen 7.1.5,
paboTHaTa rpymna npu3HaBa MPeAM3BMKATEACTBATA, CBbP3aHM C
OMPEAEASHETO Ha YHWMBEPCAAHW MParoBe 3a MPUEMAVBUS PUCK MPU

pasAMYHM PEHOTUMOBE KapAMOMMOMATMS, HO € Ha MHeHMWe, 4ye
NMoAOGEH Ha TO3M MOAXOA , Bb3MPUET MPU prUCKOBaTa CTpaTUMKaLms
3a HCM, e pasymeH. Bonpeku ve lMpenopbku Ha ESC ot 2022 1. 32
AeyeHMe Ha MaLMEHTH C KAMEPHM apUTMUM U MPEBEHLMS Ha BHE3aMHa
CbpAEYHa CMBPT MpeAnoAaraT no-sucok mpar ot 10% puck 3a 5
roaMHu 3a usbop Ha wmmnaaHtaums Ha ICD 3a nbpsBuyHa
npoduaakTmka npu naumeHTr ¢ DCM u BapuanTt Ha LMNA3, Tasu
paboTHa rpymna npenopbyBa CMOAEAEHO B3eMaHe Ha PeLleHWs Ha
6aszata Ha AaHHM OT PEAAHMS CBAT, KAaKTO U UHAMBUMAYAAU3MPAHM
NpeAnoOYnTaHUSA, BAPBaHUSA, OBCTOATEACTBA M LLEEHHOCTMU.
Mponyckute B AOKasaTeAcTBaTa TpsbBa Aa ObAAT CMOAEAEHU C
nauneHTUTe 1 TpsibBa Aa ce OBCHAST KOHKYPUPALLM CBbP3aHU CbC
3260ASBAHETO PUCKOBE, (CbPAEYHA HEAOCTATBUYHOCT, UHCYAT), KaKTO U
C Bb3PacTTa M KOMOPOUAHOCTUTE, KAKTO U YCAOKHEHMSTA, CBbP3aHM C
ycTpoicTBoTo. B noakpena Ha TOBa, CKOPOLUHO MpOy4BaHe,
BaAmamsmpallo VTA kaakyaatopa 3a puck oT LMNA, HapueHssa
pU1CKa OT apUTMMS, KOraTO U3MOA3Ba KaTo Mpar 7% NpOorHosunpaH 5-
roamiieH puck (cneumduuHoct 26%, C-ctatmuctuka 0,85), Bbrnpeku
BMCOKaTa uyBcTBUTEAHOCT.”
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BaxkHo e cblLLo Taka, Ye MMa AaHHM, KOWTO MOACKA3BaT, Ye ApYru
reHoTunose (Hanp. TepMUHUPALLIM BapuaHTK Ha T TN) ca cBbp3aHu ¢
Bb3cTaHoBsiBaHe Ha AK® no cTaHaapTHUTE KPUTEPUM 3a CbpAEYHA
HeaocTaTbuHocT oT [Mpenopbku Ha ESC 2021 . 3a pAMarHocTuka m
AeUEHME Ha OCTPa U XPOHMUHA CbPAEUHA HEAOCTaTbuHOCT. = *
Mpu naumeHTn 6e3 Bucokopuckos reHotun u AKNDO >35%,
HaAMUMETO W CTEMEHTA Ha LIMKATPM3aLMA Ha MUOKapAA, OMpPeAeAeHa
ype3 LGE sbpxy CMR un3obpaxkeHus, MoraT Aa ObaaT MoAesHu npu
cTpaTudMKauMa Ha pucka npu mauneHtn ¢ DCMY*** Kuvcho
raAOAMHWEBO YCKABaHe ce HabAloaasa npu 25-35% oT naumeHTH ¢
DCM, a HeroBoTo HaAM4ME € MOLLEH PUCKOB MapKep 3a CMbPTHOCT
MO BCSKaKBa NMPUUMHA U KAMEPHM apUTMUU B PETPOCMEKTUBHM, KaKTO

Mpenopbku Ta6Aauua 24 — NMpenopbku 3a UMNAAHTUPYEM
KapauoBepTep AepubpuAaTOp NpU NaLUeHTH ¢
AWAATaTUBHA KapAMOMMONaTUA

Hugso®

Kaac?

Mpenopbku

BTopuuHa npeBeHLUsA

ICD ce npenopbyBa 3a HaMaAsiBaHe Ha puUcka OT
BHE3aMHa CMbPT U CMBPTHOCT MO BCAKAKBA MPUUMHA
npu naupeHTt ¢ DCM, kouTo ca npexweeAn
CbPAEYEH apeCT MAM Ca Ce Bb3CTaHOBMAM OT KaMepHa
apUTMMS, MPUYMHSBALLIA XEMOAVMHAMMYHA
HecTabuaHocr, >30:531884

MbpBUYHa NpeBeHLMsA

Tpsibea pa ce B3eme npeasup |CD 3a HamaasiBaHe Ha
pu1CKa OT BHe3arHa CMbPT W CMBPTHOCT MO BCSKaKBa
npuymHa npu nauneHtn ¢ DCM, cumnTomHa
cbpAeyHa HepocTaTbyHOCT 1 AKN® <35% Bbnpeku
>3 meceua OMT.861,885HecTabuaHOCT. EeLses

IMpu oueHkata Ha pucka ot BCC npu AKMIT Tpsbea

185,186,869,886
Aa Ce B3eMe MpeABUA FTEHOTUMDBT Ha MalmMeHTa.

lla

lla

ICD Tps6Ba Aa ce B3eMe NMpeABUA MPU MaLMEHTHU C
DCM c reHoTun, cBbp3aH ¢ Brcok puck ot BCC n
AKND >35% npu HaAuume Ha AOMbAHUTEAHM
pUCKOBU dpakTOpH
(Bx. Tabanua 21).

ICD moxe aa ce B3eMe MpeABUA Npy U3bpaHu

naupeHTn ¢ DCM c reHOTUM, KOWTO e CBbp3aH C

Bucok puck ot BCC u AKU® >35% 6e3 c
AOMBAHUTEAHU PUCKOBK GAKTOPU

(. TabauLia 21), 869873881886

ICD moxke Aa ce B3eMe MPeABUA MpU MaLMEHTH C

DCM 6e3 reHOTUM, KOWTO € CBbP3aH C BUCOK PUCK

ot BCC u ¢ AKUD >35% npu Haanuve Ha C
AOTTBAHUTEAHM PUCKOBM dakTopy, & 138873874

Ila (o)

541,542,867,869,873,878,881,886

CMR, cbpaeveH MarHuTeH pesoHaHc; DCM, auaatatueHa kapamomuonatus; ICD,
MMMAAHTUPYeM KapAvoBepTep Aepubpuaatop; LGE, KbCHO rapOAMHMEBO yCUMABaHE;
AKMO, reBokamepHa dppakLiys Ha usTAackeaHe; OMT, onTMaAHa MEAMLIMHCKA Tepanus;
BCC, BHe3anHa cbpaeyHa CMbPT.

* MpenopbumTeAeH KkAac.

© AoKa3aTeACTBeHO HHBO.

€ AOMbAHUTEAHUTE PUCKOBM PaKTOPU BKAKOUBAT CUHKOM, HaAnume Ha LGE npu CMR.

M B MPOCNEKTUBHW npoyyBaHus. CKOPOLUIHO MPOCMEKTUBHO
npoyuysaHe Ha 1020 naument ¢ DCM cbc cpepeH cpok Ha
npocAeasiBaHe 5,2 TOAMHM MoOKasa, Ye MUOKAPAHUAT LMKATPUKC €
MMaA CUAHA M HapacTBaLla MPOrHOCTMYHA CTOMHOCT 3a MpeACKa3BaHe
Ha BCC, aokato AKM® <35% He e cebpsan ¢ BCC.”™ B apyro
MpoyyBaHe e pa3paboTeH KaAKyAATOP Ha PUCKa, KOWTO HapeA C APYTu
BKAIOUBa HaAnumeTo Ha LGE Bbpxy CMR uzobpaxenms’™ Bbnpeku ue
TOBA BCE OLLLE He € BBHLLHO BaAMAMPAHO. VIMa Hall-MaAKO ABE TeKyLLM
m3nmTBaHua Ha ICD Tepanus crnopep HaAMUMETO Ha LIMKATPWKC B
CMR usobpaxeHus, BkAloUYUMTeAHO nauuneHTn ¢ DCM
(NCT04558723 1 NCT03993730), Ho cTaHOBMLLEETO Ha paboTHaTa
rpyna e, Ye CbLLECTBYBALLLOTO HMBO Ha AOKA3aTEACTBA MOXE Ad
pbKkoBoAM ynoTpebata Ha LGE 3a HacouBaHe Ha MMMAGHTUPAHETO Ha

Ta6Amua 21 BUCOKOPUCKOBU rEHOTUIMOBE U CBbP3aHUTE C
TAX NMPEAUKTOPM 3a BHE3anHa CbpAeYHa CMBbPT

len loauwHa

yecToTa Ha
BCC

MpeaunkTopu Ha BCC

5-10% M3umncasiBaHe Ha 5-roamiueH
PUCK OT XMBOTO3aCTPalLIaBa-
LA apUTMWS, U3MOA3BAMKM
ypes M3roA3BaHe Ha
puckoeus ckop 3a LMNA

(https://Imna-risk-vta.fr)

LGE npu CMR
AK < 45%

185,186,438,541,865,878,879
LMNA™>

FLNC TepmuHmpatup 5-10%

BapUaHTH 866,867,880

TMEM43868881 MbXKKM MOA

YKeHcKkm MoA U Hakoe oT
caepHuTe: AKND <45%,
NSVT, LGE npu CMR, >200

KE npu 24h Xoatep EKI

5-10%

PLN>*2882883 3-5% [MporHo3unpare Ha 5-ropmiu-
HWSI PUCK OT XMBOTO3ACTpa-
LUABALLIA APUTMUS, Ype3
n3noassaHe Ha PLN puckos
ckop (AKM® < 45% LGE
npu CMR NSVT
https://plnriskcalculator.
shinyapps.ioffinal_shiny)
Dsp1es186

3-5% LGE on CMR

AKND < 45%

LGE on CMR
AKUND < 45%

RBM20%¢° 3-5%

CMR, cbpaeueH marHuTeH pesoHaHc; DSP, aecmonaakuh; EKI, eaekTpokapanorpama;
FLNC, ¢uaamun C; LGE, kbcHo rapoanHueso ycuasaHe; LMNA, aamun A/C; AKUO,
AeBOKaMepHa M3TAackBala ¢ppakums; NSVT, HenpoAbAKMTEAHA KaMepHa TaXuKapAus;
PLN, pocdponramban; RMB, PHK cebp3satL, npotenn; BCC, BHesanHa cbpaeyHa cmbpT; KE,
KamMepHY €KCTPACUCTOAM.

ICD B noarpynu naupent ¢ DCM (@Purypa 17). AombAHUTEAHM
pUCKOBM akTOpU, KaTo CUMHKOM WAM HaAmume Ha NSVT u
HaToBapBaHe (B1COKa YecToTa) ¢ kamepHa ektonus (KE), cbLio morat
A2 MOMOTrHaT 3a Haco4BaHe KbM WMMMAaHTMpaHeTo Ha |CD.
[MoHacToALEM HAMA AaHHM, B MOAKPENa Ha KOHKPETeH mpar 3a
HatoeapeaHe ¢ KE, KOETO Lie 3aBMCM OT MOAAEXKALLMS FEHOTUN U
APYTM KAMHUUHK dakTopu.” " Tlpu naumeHT ¢ HeoBACHUM
CMHKOM, MpOrpamMmpaHaTa eAekTpuyecka ctumyaaums (PES) moxe aa
MPeAOCTaBM AOMbAHWUTEAHA MHGMOPMaLIMA 32 OCHOBHaTa MpuuMHa.””
Hsma kaTeropuyHm AaHHM NOAKpensLLy pyTUHHA ynoTpeba Ha PES 3a
CTpaTUdUKaLs Ha PUCKa KaTO MbPBUYHA MPEBEHLMSA MPU NALMEHTH C
DCM, Ho ToBa MOxe Aa 6bae OT moasa npu naumeHTu ¢ DCM u
MUOTOHMYHA AVMCTPODUS MPY HE3ABUCHMMATA MHAMKALIMS 33 EAEKTPO-
bUBMOAOTMUHO M3CAEABAHE C LIEA OLIEHsIBAHE Ha MPOBOAHWTE
HapyLueHns,”* BbMPeKM Ue KAMHMYHATA CTOMHOCT Ha TO3M MOAXOA He
€ curypHo AeMoHcTpupara.””

7.3. HeaAnAaTaTMBHa AeBOKaMepHa Kap-

AMoMMonaTunA

7.3.1. AnarHosa
7.3.1.1. UnpeKkceH cayyan

@eHoTUNBLT Ha HepuAaTaTmBHaTa AK KapavomuonaTus ce
OMPEAEAS OT HAAMUMETO Ha HeucxemuyeH AK LMKaTprKC MAM MacTHO
3amecTBaHe npu Amnca Ha AK aAMAaTaums, cbe nan 6e3 rAobanHu UAK
PEroHaAHM aHOMaAMM Ha ABMXKEHWE Ha CTeHaTa, MAM M30AMpaHa
raobaaHa AK xunokuHesus 6e3 upkaTpusaums (npeleHeHa no
HaanumeTto Ha LGE npu CMR), koeTo He ce 0b6sicHsBa € AMHCTBEHO C
HeobUYaMHU YCAOBMS Ha HaTOBapBaHe (XMMEPTOHMS, KAAMHO
3aboasisaHe) MAM KAB. TAobaaHata AK cucTtoaHa ancdyHKUmMs ce
onpeaeAs oT abHopmHa AKM® (T.e. <50%).”

©ESC 2023
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7.3.1.2. POAHUHMU

KAMHMYHOTO TecTBaHe MPU POAHUMHWM MOXE Aa paskpue
HEeAMAarHOCTUYHM MpOMeHn. B To3n KoHTekcT, Haanumeto Ha AK
rAOBaAHA CUCTOAHA UAW PETMOHAAHA AUCPYHKLMS MAU AOTTBAHUTEAHM
€AeKTpPOKapAMOrpadckM aHoOMaAMM (Hanp. PernoASpU3aLMOHHM
aHoMaAum, H1cbk QRS BoATax, 4eCTu kKamepHM ekcTpacucToAn [>500
3224 h] uar NSVT) npu poAHMHA OT MbpBa AMHKS Ha AAAEHO AMLIE C
NDLVC (1AM poapHMHa OT MbpBa CTEMEH C AOKasaHa Mpu ayTomncus
NDLVC) e cuaHo Hacousawy, kbM NDLVC 1 u3ncka BHUMaTEAHO
NpOCAEASIBaHe.

[Mpn AMMACa Ha OKOHYaTeAHa reHeTM4yHa WMHPOpMaLMs B
cemercteoTo, NDLVC Tpsibea aa ce cumTa 3a paMUAHA, aKO €AMH MAM
roBeye POAHWHWM OT MbpBa MAM BTOpa cTereH umat NDLVC, nan
korato BCC e HacTbnMAa Npy poAHMHA OT MbpBa CTereH Ha BCska
Bb3pacT C ycTaHoBeHa auarHosa NDLVC. ®@amuaHa 6oaecT cbLuio
TpsibBa Aa Ce MOAO3MPA, aKO POAHMHA OT MbpBa CTEMEH MMa BHe3arHa
CMBPT Ha Bb3pacT <50 roOAMHM U Ay TOMCUMOHHUTE HAXOAKM MOACKa3BaT
¢derotun 3a NDLVC.
7.3.1.3. AmarHocTmeH npouec

KAIOHOBUTE €AEMEHTU Ha AMArHOCTUYHMS MPOLIEC MPU BCUYKM
naupeHT ¢ NDLVC ca onucaHm B PasaeA 6 1 BKAKOUBAT KAMHUYHA
UCTOPUS, AABOPATOPHU TeCTOBE, XOATEP MOHUTOPUHT U CbPAEYHO
nsobpassBaHe U reHeTyHO TecTBaHe. Exokapanorpapusata u CMR
MMAT LieHTpaAHa POAs B AMarHocTukara. Morat pAa ce 0BMUCAST m
AOTbAHUTEAHU AAOOPaTOPHM TECTOBE, TeCTOBE C HaToBapBaaHe, EMB u
CbpAeYHa kaTeTepusaums (BuxTe Pasaen 6).

Mpenopbku Tabauua 25 — Mpenopbku 3a MOHUTOPUPaAHE
Ha eAeKTPOKapAMOrpamMaTa B MOKOW M Ha aMbyAaTopHaTa
€AeKTpPOKapAMOrpama npu nauueHTU C HepAuAaTaTUBHA
AeBOKaMepHa KapaAuoMMuonaTusa

Mpenopbku Kaac®* Huso®
[MpenopbuBa ce exeropHo ambyaatopHo EKI MoHM-
Topupare npwu nauneHT ¢ NDLVC nam korato nma c

NpoMaHa B KAMHUYHKMA CTATYC, 32 NOAMOMaraHe Ha
ACYEHMETO U CTPaTMd)MKaUMFITa Ha pucka.

EKT, erektpokapamorpama; NDLVC, HeamAaTaTVBHa A€BOKAMEPHA KapAMOMUOMATUS.
? MpenopbunTeAEH KAAC.
© AoKasaTeACTBEHO HMBO.

7.3.1.4. EAekTpOKapAMOrpagpcKu xapakTepucTUKm
MpenopbkuTe 3a EKI TecTBaHe B Mokol 1 aMbyAaTOpPHO ca onucaHu B
Pasaea 6.5 1 umat BaxkHo 3HaueHue npu naunentt ¢ NDLVC, Toi1
KaTo crneundUUHMTE MPU3HALM MOraT Aa MoKaseaT OCHOBHaTa
reHeTMuHa npuumHa. YabaxeHust PR uHTepBaa nan AV 6Aok ca
4ecTu nNpu HeBpoMyckyAHM npuuntu 3a NDLVC v npu capkomao3a.
/AaMmHonaTUMTe ce xapakTepusmpart ¢ yabaxeH PR uHTepsaa, M n
kamepHu ektonum (KE) n YecTo nokasBaT HUCBK BOATaX B
MPEKOPAMAAHUTE OTBEXAAHMA.” AEMOAAPU3ALMOHHUTE aHOMAAMM
Kato HuMcbk QRS BOATaXK Ca CbLLIO YeCTO CpeLliaHa HaxOoAKa Mpu
NDLVC, npuunrena ot DSP v PLN sapuarti.”? AmbyaatopHoTo EKI
MOHUTOpUpaHe e noAesHo npw naupeHT ¢ NDLVC 3a paskpueaHe
Ha HaAKaMEPHU W KaMEPHU apUTMUK UAK BpaarKapAMUY, AbAXALLIM Ce
Ha 6A0K Ha AV MpOBOAMMOCTTA, M CE MPEMOPBYBA MOHE BEAHBXK
FOAMLLHO MAM KOTaTO MMa MPOMSiHA B KAMHWYHMS cTaTyc. [1pu Hskou
nauneHT ¢ NDLVC c BMCOK pUCK OT pasBuUTME Ha MPOBOAHM
3a60AsABaHUA U/UAM APUTMUK (BKAIOYMTEAHO AAMMHOMATUM,
HeBpoMyckyAHW 3aboasBaHusa, PLN u FLNC-TepMmuHupalum
BapMaHTU), MOXE Aa Ce B3eMe MpeABUMA Mo-v4ecTo XOATep
MOHUTOpPUpaHe.

7.3.1.5. Exokapauorpagpusa

Mpenopwbusa ce noppobHa T TE npu Benuku naupent ¢ NDLVC, Toi1
KaTo ocurypsBa Lisinata HeobxoalMa MHOpMaLMs 3a raobaAHaTa U
pervoHaAHa aHaToMus, GyHKUMS M XeMoamHammka Ha AK; kaanHoO
CbPAEYHO 3ab0AsBaHE; PYHKLMSA Ha ASICHOTO CbpLe; 6eroppobHo
HaAfiraHe; MPEeACbPAHA FeoMeTpus; U ApPyrM XapakTepucTuki.”
YCbBBPLUEHCTBAHUTE €XOKAPAMOrPaPCKM TEXHWKM  (BKAIOUUTEAHO

©ESC 2023

n3obpassBaHe Ha AedpopMaumsTa C MOMOLLITA Ha TbKaHeH Aonaep u
CMEKbA-MPOCAEASIBAHE) MOTraT Ad MO3BOAAT PaHHO OTKpWBaHe Ha
CyOKAMHUYHA MUOKapAHa AMCOYHKLMA B CNeUMPUUHM CUTyaumm
(Hanp. reHeTMuHM HocuTeAn Ha NDLVC)."™

7.3.1.6. CbpaeYeH MarHUTeH pe3oHaHCc

CbpaAeUHUAT MarHuTeH pesoHaHc ¢ LGE e Hal-BaxHuAT obpaseH
metop npu NDLVC, Tbi KaTo ocurypsBa MOTBbpPXAEHWE 3a
HaAMUMETO Ha HEMCXEMWYHAa MUOKapaHa ¢ubpo3a, KosTo e oT
CbLLECTBEHO 3HayeHMe 3a AuarHoszata. CbpAEUHMST MarHWTEeH
PE30HaHC CbLLIO MOXe A2 6bAe MOAe3eH 3a OTKpMBaHe Ha HAAMYMETO
Ha MUOKapAEH €AEM, KOETO MOXE Aa MOACKAXKE Bb3MaAMTEAHA MAM
MMOKapAMTHA ETUOAOT S, KaKTO U Ad OMMLLIE CTEMEHTa M MOAEAA Ha
pasnpocTpaHeHue Ha ¢pubposata. ToBa MOXeE Ad MPEAOCTABU KAIOY
KbM MOAAEXaLLATa €TUOAOTMS (Hanp. cybenukappAHO pasnpo-
CTPaHeHWe MpU CAEAMUOKAPAUTHU GOPMU, KPbBMKKU MpPU
CapKomAO3aTa, OOLWWPHO MHPEPOAATEPAAHO MPU AMCTPODU-
HOMaTUK, CeNTaAHO MHTPaMypPaAHO Mpu HocuTeAacTBO Ha LMNA 1
NpbCTEHOBUAHO Mpu HocuTeAn Ha DSP 1 FLNC)71 1 Mmoxe aa nma
AOMBAHUTEAHA MPOTHOCTUYHA CTOMHOCT 32 apUTMKATA, KaKTO U 3a
TEXeCTTa Ha CbpaeUHaTa HepocTaTbuHocT. ™
7.3.1.7. HykAeapHa MepMLIMHA

Poasita Ha papMOHYKAMAHOTO u3o6passsaHe npu NDLVC e
orpaHuyeHa. MamepeaHeTo Ha norabwaHeto Ha 18F-FDG upes
usnoassaHe Ha MMET, ¢ pokaAHM UAU POKAAHO-AMPY3HIM MOAEAM Ha
norabliaHe Ha FDG, ocobeHo mpu CbMbTCTBALLO MATOAOTUYHO
norasliiaHe Ha 18F-FDG-PET B ekcTpakapAMaAHM TbKaHW, MOXe Al
6bAe MOAE3HO MPW CbMHEHME 3a CbpAeYHa capkomao3a.849
M130AMpPaHO CbpAEUYHO MOTABLUAHE € OMMCAHO W MPU MaLMEHTU C
NDLVC, npuimnHeHa ot BapuaHTy Ha DSP*
7.3.1.8. EHAOMMOKapAHa 6uoncus

EnpomumokappHata 6uoncus (EMB) ¢ mMyHoxMcCTOXMMMUHO
KOAMYECTBEHO OMpeAEAsiHe Ha Bb3MAAMTEAHU KAETKM OCTaBa 3AaTeH
CTaHAAPT Ha M3CAEABAHETO MAEHTUPULMPALLO CbPAEYHO
Bb3rMaAeHue. To MOXe Aa MOTBbPAM AMarHosata aBTOMMYHHO
3aboAsiBaHE MpPU MaLMEHTM C HeoDSCHKWMAa CbpAeYHa HeAoCTa-
TBYHOCT M CbMHEHME 32 MTMIraHTOKAETbYEH MUOKAPAMT, E03MHOPUAEH
MUOKapAMT, BacCKyAUT W capkouaosa. B onuTHu ueHTpose, EMB,
yrnpaBAsiBaH OT €AEKTPO-aHAaTOMWYHO KapTorpapupaHe Ha
HanpeXeHUeTo, MOXe Ad MOACDPU pesyATaTUTe OT AMArHOCTHKaTa Ha
NDLVC.*PuckoseTe 1 noasute ot EMB Tpsa6ea Aa 6bAaT OLIEHeHH, a
Tasu npoLieAypa Tpsibea Aa 6bAae 3anaseHa 3a CreUMPUUHN CUTYaLmu,
MPU KOUTO HEMHWTE Pe3yATaTh MOraT Ad MOBAUSIST AMarHosaTa MAu
AeverueTo (BX. Paspen 6.7.5).
7.3.2.TeHeTUYHO TecTBaHe

[enuTe, kouTO ca Har-yecto 3ameceHn B NDLVC ca DSP, FLNC
(Tepmunmpam BapuaHTn), DES, LMNA wuan PLN, Ho wuma
3HAYUTEAHO MPUMOKPUBAHE C reHeTUUHUA $oH, kakTo Ha AKMIT, Taka
nm Ha ARVC (Tabamua 10). MMo-crneumarHo AeCMOMAaKUMHOBMTE
BapuaHTK (DSP) npuunHsBat yHMKaAHa dopma Ha KapAMOMMOMaTHs C
BUCOKO pasnpocTpaHeHne Ha AK ¢ubposa u enmsopmte Ha
MUOKapAHO Bb3naseHme.™

MaeHTudmKaLmsaTa Ha reHeH BapuaHT P/LP npu naupent c NDLVC
MO3BOASBa MO-AOOPO MPOrHO3MpaHe Ha M3X0AA M MporpecusTa Ha
3aboAsiBaHETO, MOXe Aa AOMPMHece 3a MHAMKaLMMTE 3a
MMMNAQHTUPaHe Ha YCTPOMCTBO, MHGOPMUPA FEHETUYHOTO
KOHCYATVPaHe 1 MO3BOASIBA paMUMAEH CKPUHWMHT Ha POAHUHM (BUXKTE
Pazpen 6.8.3) . [Mopaawn ToBa ce npenopbyBa reHeTUUHO M3CAEABAHE
npu Bcudkum naupeHT ¢ NDLVC.

MpenopbKuTE 32 KAHUYEH CKPUHMHT, FEHETUHYHO KOHCYATUPAHE U
TecTBaHe ca onucanu B Paspean 6.8.3 n 6.11.0ueHKaTa 3a TpOBOAHM
HapyLLEHWUs U Ha MPEACbPAHW M KaMepHW apUTMUsKM e OT ocobeHo
3HadeHue npu naumeHTn ¢ NDLVC, TbiM KaTo TOBa YecTo MOXe Aa ca
paHHU GEHOTUMHKM XapakTEPUCTUKM. VIMa MHOMO MaAKo AaHHM 3a
€CTecTBeHaTa UCTOPUS Ha HOCUTEAWUTE Ha PEHOTUM-OTPULIATEAHU
BapMaHTU WMAWM 32 KAMHMYHMA pe3yATaT OT aMUAHMA KacKapeH
ckpuHuHr npu NDLVC, Ho npoyyBaHMsTa MpeAnoAarat CBbp3aHo C
Bb3pacTTa yBeAWUeHMe Ha neHeTpaHTHocTTa. CAeAOBaTeAHO ce
MpernopbyBa AbATOCPOYHO MPOCAEASBAHE MPU POAHWMHM OT MbpBa
AVIHUS.



66

Mpenopbku Ha ESC

7.3.3. OueHKa Ha CMMNTOMUTE

[Moseueto nmaumeHT ¢ NDLVC ca 6e3cMMNTOMHU, HO HSAKOM
pasBMBaT CMMMTOMM, CBbP3aHWU C apUTMUS MAM MPOBOAHA HoecT
(Hanp. cuHkon, cbpuebueHe) UAM AMACTOAHA CbpAEYHA
HeAOCTaTbYHOCT (Hanp. AMCrHes). [1poAbAXMTEAHA KamepHa
apuTMus, cbpaedeH apecT uan BCC moxe pAa 6bae mbpBOHavaAHa
M3sBa Mpu yvacT oT maumeHTuTe. OLeHKaTa Ha CUMMTOMUTE TMpU
naLMeHTH C KapArMoMmonaTum e onmcara B Paspea 6.10.1.

7.3.4. AeueHune

KAMHWYHOTO AeYeHMe Ha CbpAeYHaTa HEAOCTAaTbYHOCT W APYTU
npossi Ha NDLVC (npeacbpaHa TaxmapuTmus, GoAecT Ha
npoBoaMMocTTa) e onucaHo B [lperopbku Ha ESC 2021 r. 3a
AMArHOCTMKA M A€YEHME Ha OCTPa M XPOHWMYHA CbPAEYHA
HepocTaTbuHOCT, [penopskn Ha ESC 2020 r. 3a amarHocTmka u
AeveHMe Ha MpeACbpAHO MbxaeHe, [penopbku Ha ESC 2021 r. 3a
KapAMOCTUMYAALIMSl U CbPAEUYHA Pe-CMHXPOHM3MPpallid Tepanus U
Mpenopbku Ha ESC2022 r. 3a AeyeHMe Ha MALMEHTH C KamepHu
apuUTMMK U MPeBEHLMA Ha BHe3amHaTa CbpAeYHa CMBPT,
obcbaeHn B Pazpen 6.10.2.

7.3.5. NpeBeHUMA Ha BHe3anHaTa CbpAe€YHAa CMBbPT
npu HeAUAATATUBHA AeBOKaMepHa KappauoO-
MuonaTtma

[MporHosupaHeTo 1 npeseHumsaTa Ha BCC e KpaibrbAHUAT KaMbK Ha
KAMHWYHKTE rpuku npu naupeHT ¢ NDLVC.

7.3.5.1. BropuMuHa npeBeHUUA Ha BHe3anHa CbpAeYHa
CMBpT

KakTo mpu Apyr MoATWMoBe KapAMOMMOMATUS, UMMAAQHTMPaHe Ha
ICD ce npenopbysa Npu MPEeXMBEAUM CbpAEYeH apecT U Mpu
MaLMEHTH, KOMTO Ca NMPEXMBEAN MPOABAKMUTEAHN KaMEPHM apUTMMM
C XEMOAMHaMMUYHA HECTaBUAHOCT;” ' PeLIEHMETO 3a UMMAAHTUpaHe
TpsibBa Aa B3eMe MpeABUA MHEHWETO Ha MaumeHTa 1 HerosoTo Qol,
KaKTO M AMMCcaTa Ha APYri 3aBOASBaHUs, MPK KOUTO MMa BEPOSTHOCT
AQ MPUUMHAT CMBPT B paMKuTe Ha 1 roamHa.

7.3.5.2. MbpBMYHA NpeBeHUMUA HAa BHe3arHa CbpAeYHa
CMBPT

Hsma HaanuHm PKW, nacaepBalum noasata ot ICDs 3a npeBeHLus Ha
BCC npu naumneHtTn c Aeka uAn ymepera AK pucdyHKums.
MpenopbkuTe 3a uMnAaaHTHpaHe Ha ICD npu anua ¢ DCM 1 AKNO
<35% ca obcbaeHm B Pazpen 6.10.2 1 ca MPUAOKMMUM U MPU NMaLMEHTH
c NDLVC n AKND <35%. Moseueto naumeHtr ¢ NDLVC obaue
MMaT MAM HOPMaAHa, MAU AekO HapyliueHa AK cuMCTOAHa dyHKLmS.
foAssMa 4YacT OT AaHHMTE 3a ecTecTBeHaTa WMCTOPUA U
nporHosupaHeto Ha pucka nput NDLVC ca u3BAeUeHM OT KOXOPTH,
kouTo BKAtouBaT naumeHT ¢ DCM man c ARVC (Buxte Paspean 7.2 n
7.4), v cAepoBaTeAHO AaHHUTe nipu mauneHT ¢ NDLVC ca mHoro
orpaHuyeHn. HaanuHuTe pAaHHK obave NpeAnoAarar, Ye reHOTUMBT e
OCHOBeH orpeaeAsL, $akTop 3a pucka oT BCC, kato nauueHTUTE,
HocuTean Ha PLN, TMEM43, DES, DSP, LMNA, FLNC
(TepMuHMpaiy BapuaHt) 1 RBM20, umat 3HauMTEAHO MO-BUCOK
MPOLLEHT FOAEMU apUTMUUHM CbOWUTUS B CpaBHEHUE C APYru
npUUMHM, Hesaemcumo o AK®. % 33 yakou sucokopmckosm
reHotunose (Hanp. LMNAS541 https://Imna-risk-vta.fr), reHHo
cneunduyHmn (MAn, B caydait Ha PLN p.Argl4del BapuaHT,
cneunduyeH BapuaHT Ha https://plnriskcalculator.
shinyapps.io/final_shiny])*” ca paspaboTeHn puck-creunduyHm
CKOpOBE, KOMTO OTUMTAT XapaKTePUCTUKUTE Ha reHoTMma W
AOMbBAHUTEAHWTE PEHOTUMHU XaPaKTEPUCTUKM. OraTo Ca HaAuLe
TaKMBa PE3YATaTW, Te TPsGBa Ad Ce M3MOA3BAT KaTO PbKOBOACTBO Ha
umnaaHTupaHeto Ha ICD 3a mbpsuuHa npeserums (Purypa 12).
KakTo ce obcbkpa B Paspean 7.1.5 1 7.2.5, paboTHarta rpyna npmsHasa
TPYAHOCTUTE, CBbP3aHK C ONPEAEASHETO Ha YHMBEPCAAHM MparoBe 3a
MPUEMAMB PUCK MPU Pa3AUUHM GEHOTUMOBE KAPAMOMMOMATUS, HO €
Ha MHEHMe, Ye MOAXOA, KOWTO e MOoAODEeH Ha Bb3MpUeTUs Mpu
cTpatudmkaums Ha pucka ot HCM, e pasymeH , Bbrpeku ue
Mpenopbku Ha ESC 2022 r. 3a AeyeHWe Ha MaLMEHTU C KaMepHU
apuUTMKM M NPEBEHLMs Ha BHe3arHata CbpAeYHa CMbpT rpeaAarar
npar 3a nbpeuyHa [CD nMnaaHTaums npu puck Haa 10% 3a 5 roanHm
npu naumeHt ¢ BapuaHT Ha NDLVC 1 LMNA.3 Tasun paboTHa
rpyna mpenopbuBa MO-SIBHO CMOAEAEHO B3eMaHe Ha pelleHMs Ha
6asaTa Ha AaHHWM OT PEAAHMsA CBAT, KaKTO W MHAMBUAYAAHU
MPEANOUUTAHUS, BAPBaHMS, OOCTOATEACTBA U LIeHHOCTU. [pusHaTK
ca MpoMyckuTe B AOKasaTeACcTBaTa, KOWUTO Tpsbsa aa 6baaT
CMOAGAEHM C MaLMEHTUTE U TPsIGBA Ad Ce OBCLAAT KOHKYpUPpaLLMTe

Ce PUCKOBE, CBbP3aHM CbC 3aD0ASABAHETO (CbpPAEYHA HEAOCTATBUYHOCT,
MHCYAT), Bb3pacTTa W CbMbLTCTBALLMTE 3aDOASBAHMS, KaKTO W
YCAOHEHMSATA, CBbP3aHM C YCTPOMCTBOTO.

MMa MHOro OCKbAHM AQHHM 33 CTpaTUdMKALMA Ha pUcKa Mpu
naupeHT ¢ NDLVC 6e3 usBecTeH MpUYMHEH FeHEH BapMaHT, HO Ha
6azaTa Ha CbliecTByBallaTa AMTepaTypa paboTHaTa rpyna
MPeANoAara, 4e MoXe Aa € pasyMHO Aa e OBMUCAM MMMAGHTHPaHe Ha
ICD 3a mbpeuuHa npeseHums npu naumeHtr ¢ NSVT, damumaHa
aHamHesa 3a BCC uan 3HaumTeaHo LGE. AOMbAHUTEAHW PUCKOBM
¢dakTopu, kato obpemeHssaHeTo ¢ KE, cbLLLo MOraT Aa mOMorHar rpu
B3eMaHe Ha peLlleHue 3a uMmnAaHTauma Ha ICD, Ho moHacTosLem
HsIMa AQHHM, KOUTO A MOAKPENAT KOHKPETEH rpar 3a obpemMeHsBaHe
¢ KE, 1 T4 e 3aBMCK OT OCHOBHUS FEHOTUM U APYIU KAUHWUYHM
dbaktopn.”*"*”* Mpu naupeHT ¢ HeobscHUM cuHkon PES Moxe aa
OCHUrypU AOMbAHMTEAHA MHGOPMAaLMS 3a OCHOBHaTa mpuumHa.’”
HsMa oKoH4aTeAHWM AaHHK B MOAKPENa Ha peAOBHaTa ynoTpeba Ha
PES 3a cTpaTudmKkaums Ha pucka 3a MbpBMYHA MPEBEHLMs MpU
naupeHT ¢ NDLVC, Ho Moxe aa 6bAe OT MOA3a MpW MaumMeHTH C
NDLVC 1 MMOTOHUYHA AMCTPOPUS 32 HE3ABUCMMO HACOYBaHE KbM
EP npoyuBaHe 3a oLieHKa Ha MPOBOAHMTE HapylueHus,”* Bbripeki e
KAMHWYHATA CTOMHOCT Ha TO3M MOAXOA HE € KaTeropuyHo
aemoHcTpupaH.”’ Mmaiiku npeasua npunokpusaHeto ¢ DCM u
HaAMYHKTE AaHHM, U B cboTBeTcTBMe C [penopbku Ha ESC 2022 1. 32
AeYeHMe Ha MauMeHTU C KaMepHU apuTMWM W MPEBEHLMS Ha
BHe3anHaTa CbpA€YHa CMbpT, paboTHaTa rpyra NocTurHa Cbraacue, Ye
npenopbkuTe 3a MMNAaHTUpaHe Ha ICD 3a mbperYHa NpeBeHLms npu
NDLVC Tps6Ba pa 6baat cbiumTe Kato Tesm 3a AKMI (Purypa 17),
HO AOKa3aTEACTBEHOTO HMBO € CbC CUIYPHOCT MO-HUCKO.

Mpenopbku Ta6auua 26 — MpenopbKu 3a UMNAaHTaLMUA
Ha KapauoBepTep AepubpuaaTop Npu NaLUeHTH ¢
HeAMAATaTMBHA AeBOKaMepHa KapAMoMMonaTus

Mpenopbku Kaac® Huso®
BTopu4Ha npeBeHUMUA

ICD ce npenopbuBa 3a HaMaAsiBaHe Ha pucka oT

BHE3anHa CMbpPT M CMBbPTHOCT MO BCAKAKBa NpU4mMHa

npu naupeHT ¢ NDLVC, KouTo ca npexuseAn c

CbPAEYEH apPecT MAM Ca Ce Bb3CTAHOBMAW OT KamepHa
aPVITMl/IH, I'IPI/IHI/IHF!BaLLI,a XeMOAMHAMUYHA
HecTabMAHOCT.

MbpBUYHA NpeBeHUMA

Tpsbsa pa ce B3eme npeasua ICD 3a HamaAsiBaHe Ha

pu1CKa OT BHe3arHa CMbPT M CMBPTHOCT MO BCsKaKBa
npuunHa npu naumentt ¢ NDLVC, cumntomm Ha lla
cbpaeyHa HepocTaTbyHOCT 1 AKN® <35% Bbripeku

>3 meceuHa OMT, 861885

feHOTUMBT Ha naLyenTa TpsbBa Aa ce B3eMe MPeABMA - [1a C
npw oueHkara Ha pucka ot BCC npu NDLVC.

ICD TpsibBa pa ce B3eMe NPeABMA MPU MALMEHTU C
NDLVC c reHoTun, cBbp3aH ¢ Bucok puck ot BCC n
AKN® >35% npu HaAuMe Ha AOTTbAHUTEAHM

PUCKOBI GAKTOP 1o 164 436 c41 542,865-869,676-883
(x. Tabauua 21).

lla C

ICD Moxe aa ce vma NpeaABuA Nput U3bpaHu

naupeHTt ¢ NDLVC c reHoTun, cBbp3aH ¢ BUCOK b c
puck ot BCC u AKND >35%, 6e3 AOMbAHUTEAHM

puvickoBu dakTopu (Bx. TabAuua 21).

ICD moxe aa ce B3eMe NMPeABUA NPY MaLMEHTHU C

NDLVC 6e3 reHoTuWM, CBbp3aHa C BUCOK PUCK OT b c
BCC u AKMD >35% npu HaAn4Me Ha AOMTBAHUTEAHM

pUCKOBYM daKkTOpw.©

ICD, umnaanTupyem kapanosepTep Aepnbpuraatop; AKND, aeokamepHa mM3TAackBsalla
dpakums; NDLVC, HepmAaaTaTiBHA AeBOKaMepHa Kaparommonatus; OMT, onTumaaHa
MeamLmHcka Tepanus; BCC, BHe3anHa cbpaeyHa CMbpT.

2 [NpenopbunTereH KAac.

b AokasaTeAcTBeHO HUBO.

€ AOMTBAHUTEAHM PUCKOBM GaKTOPM BKAIOHBALLM CHHKOM, Haanune Ha LGE 8 CMR.
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7.4. ApuTMOreHHa pAecCHOKaMepHa KapAUuo-
mMuonarms

7.4.1. AnarHosa

7.4.1.1. HAEKCeH cAyYan

ApuTMoreHHata aAecHokamepHa kapanomuonatus (ARVC) ce
XapaKTepusunpa CTPYKTYPHO C MPOrpecBHa MUOKapAHa aTpodus ¢
$ubpo-MacTHO 3amecTsaHe Ha AK Muokapa.” Aesun Moxe Aa MMa 1
B AK muokapa; npeobaapasawo AK 3aboAasiBaHe Moxe Aa
CblLeCTBYBA €AHOBPEMEHHO B €AHO U CbLLO CEMEMCTBO.
ApUTMOreHHaTa AeCHOKaMepHa KapAMOMMOMaTHS OOUKHOBEHO ce
MpOsBsABa Mpe3 BTOPOTO AO YETBBPTOTO AECETUAETHE OT KMBOTA.
MbikeTe ca 3acerHaT Mo-4ecTo OT KEHUTE 1 MMa AOKa3aHa CBbp3aHa
C Bb3pacTTa MEHETPAHTHOCT C BWMCOKA KAMHMYHA W reHeTUyHa
BapUabUAHOCT.

AmarHosata ARVC TpsibBa pa ce MOAO3MPa NMpU KOHOLLM MAM MAGAM
Bb3PACTHM CbC CbpLEOUEHE, CUHKOM UAM MPeAOTBpaTeHa BHE3arHa
cmbpT. Yectute KE mam VT ¢ mopdonrorus Ha ABB ca cpep Hait-
YeCTUTe KAMHWUYHM MposiBu. HaAnumeTo Ha AficHa MpekopAMaAHa
TWI (V1-V3) npu pyturHo EKT m3caepsaHe TpsbBa cblio Al e
noaosputeaHo 3a ARVC." " Mo-paako cpeluaHute npomerm B EKI
BkAtouBaT Hucku QRS BoATaxM B nepudepHuTe OTBEXAAHMA W
3a0aBsiHe Ha TEPMMHAAHOTO aKTMBUPAHE B AECHUTE MPEKOPAMAAHM
oTBexAanmna.”” AecHokamepHaTa aMAaTaums npu 2D exokap-
Aviorpadus CbLLO € YecTa MpUYKHA 32 HACO4BaHe Ha rnauueHTa. [o-
psiAko cpewlaHuTe nposieu ca AK MAM ABykamepHa CbpAevHa
HEeAOCTaTbYHOCT, KOSTO Moxe Aa umutrpa DCM man NDLVC.”*
CuunTa ce, Ye MauLMeHTUTE C MHOXECTBEHW BapyaHTK pasBMBaT Mo-
TeXxbK peHoTmn, a naumerTmuTe ¢ DSP nam DSG2 BapuaHT ca no-
CKAOHHM A2 Pa3BUST CbPAEYHA HEAOCTATBYHOCT.

Mpy AeLa M MAAAM Bb3PACTHU CUHKOMDT, C'bJ)LI,e6MeHeTO "
KaMepHMTE apUTMUM Ca CbLLO O6MUaliHK cumnToMu.” Bbnpeku Tosa,
1Ma YeCTH CbOBLLEHNS 3a TPbAHA HOAKA, AMHAMUYHUTE MPOMEHM Ha
ST-T BbaHata B M3xopHaTta EKI B 12-oTBEXAaHMA M MOBMULLEHMU
MMOKapAHM E€H3UMU TPWU HOPMaAHKM KOPOHapHW apTepuu, KOeTo
M3MCKBa AMPEpPEHLMaAHa AMArHO3a C MWOKAPAMT WMAM OCTBHP
MUOKapAEH MHBAPKT.

7.4.1.2. PoAHUHM

KAMHUYHUTE M3CAEABAHWMA MPU POAHMHM 4HeCTO pasKkpueat
HEAMarHOCTUYHKM MpoMeHn. B Tosm KoHTekcT, HaanumeTo Ha AK
CUCTOAHA TAODaAHA AU PETMOHAAHA AUCHYHKLIMS MAV AOTTBAHUTEAHM
eAeKTpOoKapAMorpadpcku aHoMaAmu (Hamp. PenoAapu3aLMOHHU
NMPOMEHU, YABAXKEHO TEPMUHAAHO akTuBMpaHe, HUCbK QRS BoATax,
YyecTn kaMepHu ekctpacucToan [>500 3a 24 h] nan NSVT) npu
POAHMHa OT MbpBa cTeneH Ha Anue ¢ ARVC (MAM popHMHA OT MbpBa
cTeneH ¢ pokasaH npu aytoncus ARVC) e crAHO HacouBalla KbM
ARVC 1 131CKBa BHUMATEAHO MPOCAEASIBAHE.

7.4.1.3. AmarHocTuuUeH npouiec

KAlOUOBMTE €AEMEHTU Ha AMArHOCTUYHMS MPOLLEC MPU BCUUKM
naumeHT ¢ ARVC ce onpeaeAsT OT AMarHOCTUYHUTE KPUTEPUM,
M3MOA3BaHM 32 MAEHTUPMKALMA Ha 3acerHaTuTe Auua. PesusmpaHuTe
KpuTepuu Ha paboTHata rpyna 3a AuarHocTtmka Ha ARVC,
ny6AukyBaHu ot Marcus et al. npe3 2010 r. ce 13noA3BaT noseve oT
AGCeTUAETME 3a AMarHocTUupmpaHe Ha ARVC. Cbecem Hackopo
KpuTepumTe OT [Mapya NPeAAOXMXa aKTYaAM3MPaHOTO U3AaHME Al
BKAlOYBa 3acsiraHe Ha AK, HO Bce ole MpPeACTOM BbHLIHA
BaAMaM3aLMA. KAIOUOBMTE €AEMEHTM Ha AMArHOCTMUHMA MpoLlec
BkatouBaT EKI, XoaTep MoHMTOpupaHe, cbpaedHa obpasHa
AMArHOCTMKa, FeHeTUYHO TecTBaHe W NpM cneunduyHu
obcTosTeactsa, EMB."** AombAHMTEAHM AabopaTOpHM TecToBe,
TECTOBE C HaTOBapBaHe U CbpAEYHa KaTeTepusaLims TpsbBa ChLLo A
Ce MMaT NMPEABUA, KaKTO e onmcaHo NoApobHo B Pasaen 6.

7.4.1.4. EAekTpoKkapamorpadpus u Xoarep MOHUTOPUHT
[TpoMeHuTe B pernoAspu3aumsaTa U AEMOASPU3ALMATA, KAKTO M
APUTMUKUTE Ca KAIOYOBM 32 AMArHOCTUMLMPAHETO Ha ARVC.’
AunarHocTMyHaTa MOA3a OT KbCHUTE MOTEHLMAAM Ha CUTHAAHO-
ycpeAHeHa eaekTpokapamorpama (SAECG) ce ocnopsa npwu
naumeHTn ¢ ARVC, Tbil KaTo MokasBa HWMCKa YyBCTBUTEAHOCT W

5899
CI'IeLLVIq)MHHOCT. Ot6enssBa Ce, 4e €erncnAOH BbBAHUTE Y4YeCTO Ca

CBPBbX-AMArHOCTULMPAHK M Ye MMa CAaBO Cbraacue AOPU MEXAY

€KCMepTU MO OTHOLLEHWE Ha TAXHOTO HaAuuume. OcseH ToBa e

AOKa3aHo, Ye Te Ce MOSBABAT MPU HAAMYME HA TEXKO CTPYKTYPHO

3aboAfiBAHE W MO TO3M HAYMH WMMAT MaAbK MPUHOC KbM
900,901

AMarHosara. ChaepoBaTeAHo, encrAoH-BbAHKTE W SAECG Tpsibea

Aad C€ N3MOA3BAT C NOBULLIEHO BHMMaHME 3a AMArHOCTUYHU LIEAN.

Mpenopbku Ta6auua 27 — Mpenopbku 3a MOHUTOPUPaHe
Ha eAeKTpOKapAMorpamarta B MOKOM M aM6yAaTOpPHO
exoKapaMorpa¢pcko MOHMTOPUPaHe NMpU NaLMUeHTHU C
apuTMOreHHa AeCHOKaMepHa KapAuomuonaTus

Mpenopbku Kaac® Huso®
MpenopbuBa ce exeropHo ambyaatopHo EKI

MOHUTOpUpaHe npu nauueHTn ¢ ARVC 3a c
MOAMOMaraHe Ha AMarHo3ata, AeHeHMETO U

cTpaTudmKaLmsTa Ha pucka.?02

ARVC, apuTMoreHHa pecHokamepHa kaparomuonatus; EKT, eaekTpokapanorpama.
? MpenopbumTeAeH KAAC.
© AoKasaTeAcTBeHO HMBO.

7.4.1.5. Exokapauorpa¢mus u cbpAevYeH MarHUTEH
pPe30HaHc

[MpenopbuBa ce M34epriaTeAHa CbpaedHa obpasHa OLieHKa 3a
BcMukM MatpeHT ¢ ARVC."” CTpykTypHUTE M dyHKLMOHAAHM
NMPOMEHM, OLieHeHN Ype3 exokapakorpadus n CMR, ca katoHoBM 3a
AnarHocTuumpaHeTto Ha ARVC." KalouosaTa xapakTepucTuka e
HAaAMYMETO Ha HapyLUEHMst Ha KuHeTukaTa kato AK akuHesus,
AMCKMHE3US, a OMpeAeAALMaT $akTop 3a epeKTUBHOCTTA Ha
AVarHocTUKata e HMBoTo Ha AK AMAaTaums MAM AMCOYHKLMS (roremm
1 MaAku KpuTepum). CbpAEUHUST MarHUTEH pe3oHaHc Tpsabea Aa ce
CuMTa 3a MbPBOCTEMNEHEH TeCT 3a OLeHKAa Ha KpUTepuuTe 3a
bYHKUMOHAAHM M CTPYKTYPHU aHOMaAMM Ha AK, Tbi1 KaTo e nokasaa
no-smcoka uyBcTBuTeAHOCT.” CMR € KOHTpacTHO ycWABaHe e
€AVHCTBEHWUST MHCTPYMEHT, NMO3BOASIBALL, OTKPVMBAHETO Ha 3acsraHe
Ha AK KoeTo MHaye OCTaBa MOALLEHEHO 4Ype3 fpuAaraHe Ha
Kputepunte Ha paboTHata rpyna ot 2010 r. XapakTepusmpaHeTo Ha
TbkaHuTe ypes CMR MAM MHAMPEKTHO YpEe3 EeAeKTPO-aHATOMUYHO
KapTorpadupaHe Ha HarpexeHUeTO MOXE Ad MOKaxe MpU3HaLy Ha
$MOpO-MaCTHO 3aMeCTBaHE, KOETO MOXE Ad € HAAMLIE BbB BCSKA EAHA

889,903,904
OT KamepuTe.

7.4.1.6. EHpoMMOKapAHa 6uoncus

AvdepeHupaaHaTa AMarHosa npu naumeHTM CbC CbMHEHME 3a
ARVC BKAIOYBa Bb3MAAMTEAHM MPOLIECH, 3acsArally AfCHaTa Kamepa
KaTo MUOKapAMT U capkomnaosa. B Hakou caydaun, ocobeHo KoraTo ce
paboTu ¢ npobaHam cbe criopapmyiHa ¢opma, EMB morxe Aan%eg
MOAE3Ha 3a M3KAIOYBAHE Ha MMOKAapAMT M Capkouaosa. =
EHAOMMOKapaHaTa 6roncus Moxe pAa 6bae MOAE3HA U MpU 1436paH“|42
MaLMeHTH, MpU KOUTO HEMHBA3MBHATA OL|EHKA € HEeOKOHYaTeAHa."
EMB HanpaBAsiBaHa OT eAeKTpO-aHaTOMUYHO KapTorpadupaHe Ha
HarmpexXeHUeTO MOXe A3 Ce MMa MPEABMA B M3OpaHu CAydaw,
ocobeHo B cAyyait Ha oTpuuateaeH CMR ™

7.4.1.7. HykAeapHa MepAULIMHA

M3mepBaHeTo Ha morabliaHeTo Ha 18F-FDG upes u3noAssaHe Ha
MET, c dokaAHM MAM GOKAAHM BbPXY AMY3HM MOAEAW Ha MOTABLLAHE
Ha FDG, moxe pa 6bae MOAE3HO MpW CbMHEHME 3a CbpAeYHa
capkomnpo3a.”” AokazaHo e obaue, ue maumeHTuTe ¢ ARVC morat
CbLIO Aa MOKaXaT MMOKapAHO noemaHe Ha 18F-FDG-PET. "
CAeAOBaTEAHO, MMa OrpaHMuYeHa POASl 33 PaAMOHYKAMAHOTO
nsobpasssaHe npu ARVC, oceH ako HSMa CbMbTCTBALLO aBHOPMHO
noemaHe Ha 18F-FDG-PET B ekcTpakapAMaAHUTE TbKaHU MAWM APYTU
KAMHWUYHW XapakKTEePUCTUKKM, MPeAMoAaralym CbpAeyvHa

904908
CapKonAaO3a.

7.4.1.8. deHOKONUA Ha APUTMOreHHa AeCHOKaMepHa
KapAuoMuonaTus

[Mpu nopospeHue 3a ARVC TpsibBa Aa ce MpeAnpUeMe cucTeMaTUYeH
MOAXOA KbM M3CAeABaHeTO Ha deHokonuaTa. AudepeHumasHaTa
AMarHosa npu naumeHT cbc cbMHeHue 3a ARVC BkAlouyBa
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MuokapamT, capkonpo3a, AK mHpapkt, DCM, 6oaect Ha Chagas,
6eroppobHa xuneptoHus n BC3 ¢ obemHo npeToBapBaHe (kaTo
aHoMaAms Ha Ebstein, poedekT Ha MexAynpeAcbpaHaTa nperpasa u
4YacTUYHO AHOMAAHO BEHO3HO BPbLLAHE, ASBO-AECEH LUBHT U
nepukapaHa areresns)”™”"’ DeHokonmaTa Ha 6oAecTTa BKAIOYBAT M
HEeCTPYKTYpHU 3aboAsiBaHMA. BcbuiHOCT epHa OT OCHOBHUTE
AVAarHOCTUYHU AMAeMM e A ce pasrpaHuyn ARVC oT namonatuyHa
VT Ha naxopHus TpakT Ha AK, Tbit KaTo nocAepHaTa OGUKHOBEHO €
AO6POKa‘48CTBeHa.4V]AI/IOI'IaTl/I‘vIHOTO ectecTBo Ha VT ce noakpens oT
AMncarta Ha $pamMMAHa aHaMHesa, HopMaAHa 6asaAHa 12-kaHaaHa EKT,
HOPMaAHa KaMepHa CTPYKTYpa 4pe3 CbpAEYHO W306passiBaHe M
€AeKTPO-aHaTOMUYHO KapTorpapupaHe, eauH sua VT mopdororms
He-MHAYLIMPYEMOCT MK MpOrpammpanHa kaMepHa CTUMYyAALMSI.

Mpy BUCOKO TpeHUpaHW CbCTE3aTEAHU CMOPTUCTU TpsibBa Aa ce
MMa NPeABMA AVPEPEHLIMAAHA AMArHO3a C U3MOAOTMYHA aAaNTaLMs
KbM TPEHUPOBKa.  YBEAWYABAHETO Ha ASiCHaTa Kamepa, aHOMaAMKUTeE
Ha EKI 1 aputMumTe OTpassBaT MOBMLLEHOTO XEMOAMHAMWYHO
HaTOBapBaHe Mo BPEME Ha TPEeHMPOBKA. AOKaTO rAOHGaAHaTa CUCTOAHA
amcoyHkumsa Ha AK u/man RWMAs, kato AUCKMHe3Us WAn
aHeBpM3MM, OTroBapsAT B no-roasma creneH Ha ARVC, avncata Ha
SBHM CTPYKTYPHU MPOMEHM Ha AscHata Kamepa, dectr KE umam
MHBEPTHW T BbAHM B MPEKOPAMAAHUTE OTBEXAAHMS MOTBbPXKAABAT
AOBpOKayecTBeHaTa MpUpoAa (T.Hap. cnopTHo cbplie). "

7.4.2. TeHeTUYHO TecTBaHe U paMUAEH CKPUHMUT

[eHuTe, AexxaLum B ocHosata Ha ARVC, kopanpaT OCHOBHO MpOTEUHM
Ha cbpaevHaTa Ae3mosoma: naakoduamH-2 (PKP2), aeamonakuH
(DSP), aesmoraeun-2 (DSG2), aesmokoanu-2 (DSC2) wu
naakoraobuH (JUP). B pombAHeHMe kbM pecMosoMHMTe reHu, P/LP
BapMaHTM Ca OMWCaHM W B APYrM reHu, BKaloumTeaHo DES,™
TMEM®?" 1 PLN."”*** MaToreHHM MAM BEPOATHO MaTOreHHM
BapMaHTWM MoraT Aa 6bAaT MAeHTUdUUMpaHu npu po 60% oT
naumeHTMTe c amarHosa ARVC.”" KaTo ce uma npeasua
AMArHOCTUYHOTO 3HaYeHWe Ha reHeTM4HOTO TecTBaHe mpu ARVC,
BAXHO € TeHeTUYHWUTE BapuaHTWM YeCTO Ad Ce MPEeoLieHsBaT Mo
OTHOLLIEHME Ha TAXHaTa NaToreHHOCT. * MOAGABT Ha yHacAeAABaHe B
noseveto cemenctea ¢ ARVC e aBTO30MHO AOMMHAHTEH.
MeHeTpaHTHOCTTA Ha 3a6OASBAHETO B FEHETUYHWM HOCUTEAM 3aBUCK
OT Bb3PaCTTa, MoAa U pramyeckaTa akTueHoCT.” "

MpenopbkuTe 32 KAUHUYEH CKPUHMHT, FEHETUHHO KOHCYATUPAHE U
TecTBaHe ca onucaHu B Paspean 6.8.3 1 6.11. CopaeyHarta oueHka
TpsibBa A2 ObAe aAANTUPAHA KbM KOHKPETHUS PUCK OT YCAOXKHEHM S B
cemencreoTto. OueHka Ha Bcekn 1-2 roamHm, BkaroumteaHo EKT, EXO
1 Xoatep/EKI" MOHUTOpUpaHe ce MpenopbyBaT Npu POAHUHM C pUCK
OT pasBuTMe Ha 3aboasBaHeTo. CbpAEUHMSAT MarHUTEH Pe3OHaHC
TpsbBa Aa ce B3EME MPEABUA MPU U3XOAHATA OLIEHKA.

7.4.3. OueHKa Ha CMMNTOMUTE

MaumenTnTe ¢ ARVC 06MKHOBEHO MOAy4YaBaT CbpLiebueHe 1 morat
A3 PasBUAT CUMMTOMM Ha CbpPAEYHA HEAOCTATbYHOCT, BbMPEKU Ye
TOBa MOXE€ A3 Ce CAYYM MHOTO TOAMHM CAep MosBaTa Ha
nbpBoHavaAHUTe npomeru. OueHkaTa Ha CUMMNTOMUTE MpU
naLMeHTH C KapaMoMMonaTum e onmcana B Pasaea 6.10.1.

7.4.4. AeueHue

Lleata Ha AeyeHueTo Ha ARVC ce ocHoBaBa Ha mopobpsiBaHe Ha
CMMMNTOMUTE, HaMaAsiBAHE Ha CKOPOCTTa Ha MporpecupaHe Ha
3a60ASIBAHETO U MPEAOTBPATsABaHE Ha YCAOXKHeHUATA. [penopbki 3a
$apMaKkoAOTUYHO AeYeHUEe Ha MPEACBPAHM APUTMUM 1 CUMITOMM Ha
CbpA€YHa HEAOCTATBUYHOCT MPW MALMEHTU C KapAMOMMOMATUM Ca
onucaHu B Paspean 6.10.2116.10.3.

7.4.4.1. AHTMApUTMHUYHA TepanuA

BeTa-6A0KepuTe ca nbpBaTa Bb3MOXHOCT 3a HaMaAsiBaHe Ha
apUTMOTreHHWs TOBap Ype3 HamaAsiBaHe Ha aAPEHEPTUYHMS TOHYC,
ocobeHO Mpu HaToBapBaHe. TUTPUPAHETO AO MaKCMMaAHO
TOAEPMPaHa AO3a € CBbP3aHO C MOAOGPSsIBaHE Ha MPEXMBAEMOCTTa OT
CUTHUUKAHTHM KaMepPHU apUTMUU B PeTPOCMEKTUBHMU
o6cepBaLMoHHM NpoyysaHms.””

AMUMOAAPOHBT Ce M3MOA3Ba YeCTO, Korato beTa-OAoKkepuTe He
ycnsBat aa koHTpoAupaT aputmumTe.”””" " Toit Tpabea obaue Aa ce
M3MOA3Ba C MOBULLEHO BHUMAHWE MPU ABATOCPOYHOTO AeYeHMe Ha
KaMepHW apuUTMuUK, ocobeHo npu MAaam maupeHT. COTaAOABT €
M3MOA3BaH B NMPOABAXEHWNE Ha MHOTO TOAMHM, HO AOKa3aTeACTBaTa 3a
HeroBaTa epMKaCHOCT OCTaBaT OFpaHMYeHW W MpoTuBopeumsn.”
DAeKaMHUABT TPsIOBA AQ CE UMA MPEABUA, KOraTO AGYEHMETO C EAMH
AreHT He € YCMSAO A2 KOHTPOAMPA CBbP3aHUTE C apUTMUST CUMIMTOMM
npu naupeHTn ¢ ARVC MAM KOraTo aBTOHOMHUTE CTPaHUYHK epekTH
orpaHMyaBat yrotpebata Ha 6eTa- 6a0kepu.”>™ OnUTLT ¢ ApyrM
AHTUAPUTMUYHU CPEACTBA (AODETUAMA, PAHOAA3MH) € OTPaHUYEH A0
MHOTO MaAKM cepum oT nauperT.””

YacT oT naumeHTUTe Cce HYXKAAAT OT WMHBA3UBHU U/UAK
mmnaaHTupaHe Ha ICD. Moxe apa ce npernopbya KOMMAEKCEH
EHAOKApPAEH WM/MAW eNUKapAEH MOAXOA, PbKOBOAEH OT TPUM3MEPHO
(3D) eAekTpO-aHaTOMUYHO KapTorpadrpaHe, HO C BUCOKA YecToTa Ha
peumamen (30-50% B onutHM LenTpose).” ™" snoassaHa e u
cuMnaTMKoBa AeHepBaums.”” TakuBa MpPOLIEAYPM He OCMrypsBaT
apekBaTHa 3awmTa cpetty BCC, Ho MoraT Aa 6bAaT MHOTO MOAE3HM 32
HamaAsiBaHe Ha obpemersBaHeTo ¢ KT 1 pucka OT eAeKTpuyecka
6ypa.”” MpeKkpaTABaHETO Ha MHTEH3UBHWUTE GUIMUECKM YNIPaXKHEHMS
€ MOKa3aA0 MoTeHLIMAA 32 3ab6aBsiHe Ha TEMMOTO Ha MpOrpecHpaHe Ha
3a60ASBAHETO M HaMaAsiBaHe Ha OOPEMEHABAHETO C KamepHa

917919
apuUTMUA.

Mpenopbku Tabauua 28 - MpenopbKKu 3a aHTUAPUTMUY-
HO AeYeHMe Ha MaLlMeHTU C apUTMOreHHa AeCHOKaMepHa
KapAuMoMMonaTus

Mpenopbku Kaac® Huso®

TepanusaTa ¢ 6eTa-bA0OKep ce NpenopbyBa npu

c
naumenTn ¢ ARVC 1 ¢ KE, NSVT u VT, 7207

AMKropapoH Tpsibea Aa ce B3eMe MPeABKA, KOraTo
peAOBHaTa Tepanus ¢ 6eTa-6AoKepy He ycnsiBa pa a C
KOHTPOAMPA CUMMTOMMUTE, CBbP3aHK C apUTMKS, Npu

naupeHTn ¢ ARVC. 2Lz

DAeKanHMA B AOTIbBAHEHME KbM HeTa-bAokepuTe
Tps6Ba A2 Ce B3eMe MPEABUA, KOraTo TepanmaTa ¢
€AMH MEAVKAMEHT He € YCMAAa Aa KOHTPOAMPa lla C

CMMNTOMUTE CBBP3aHN C AapUTMUATA MPU NaALUEHTU

¢ ARVC. 923,924

KaTeTbpHaTa abAaLis ¢ Bb3MOXHOCT 3a enuKapAeH

MoAXOA, pbkoBoaeH OT 3D eAekTpo-aHaTOMUUYHO

KapTorpadupane Ha VT, Tpsbsa Aa ce B3eMe NMPeABUA

npu naupeHTn ¢ ARVC c npoabaxasatua VT mAm lla C
YecTn yMecTHM eAekTpoLlokose Ha ICD 3a VT,

BbMPeKN papMakoAOrMUHaTa Tepanus C

925,929-934
6eTa-6A0Kepy.

3D, TpumsmepeH; ARVC, apuTMoreHHa pAecHokamepHa kapanommonatus; ICD,
MMMAQHTMPYeM KapanosepTep Aedprbpuaatop; NSVT, HenpoabAXMTEAHA KaMepHa
Taxukapans; KE kamepHu ekcTpacucToan; VT, kamepHa TaxmKapAms.

* MpenopbumTereH Kaac.

® AOKa3aTeACTBEHO HMBO.

7.4.5. TpeaoTBpaTABaHe Ha BHe3arnHa CbpAeYHa
CMBLPT NPU apUTMOreHHa AECHOKaMepHa KapAMWO-
MuonarTms

ApVITMOFeHHaTa A€CHOKaMepHa Kapaunomumonatma ce
XapakTepusnpa C BUCOKA YecTOTa Ha KaMepHW apuTMuu n BCC.’™”
B'bl'lpeKM 4Ye Ce OLeHABa KaTO PAAKO 3a6OAﬂBaHe, TA NOCTOAHHO Ce
cbobLLiaBa KaTo eAHa OT Hal-4ecTuTe npuunHm 3a BCC B permctpute
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935-93
no cBeTa. > BHesanHaTa CbpA€YHA CMBbPTTa U3rAEXAa € Mo-

pasnpoCTpaHeHa MpU MAAAM aTAETUYHWM WUHAMBUAM, 3acerHatu oT
935,938
6oAecTTa.

7.4.5.1. BropuuHa npopmuAaKTUKA Ha BHE3arNMHa CbpAeYHa
CMBLPT

MMRAaHTUpyeMuTe KapAMOBepTEp AeUOPUAATOPU HamaAsBaT
CMBPTHOCTTA MNpU TMPEeXMUBEAN CbpPAEYEH apecT U MpU MauneHTH,
KOUTO Ca MMaAU NMPOABAXKUTEAHU CUMMTOMHU KaMepHU apl/ITMl/Il/I.531
ICD ce npernopbyBa Npu TakMBa MaLMEHTH, KOraTo LIeATa € Aa ce
YBEAUYM MPEXMBAEMOCTTA; PELLEHMETO 32 MMMAAHTUPaHe TpsibBa Aa
B3EeMe NpeABUNA TA€AHATa TOYKA Ha NaLlneHTa M HEroBoTo QOL, KaKTO
M AUMCATa Ha APYTU 3a6OAF|BaHM$I, KOUTO € BEPOATHO Aa NPUYMNHAT
CMbBpPT Mpes TeKyLlaTa roAnHa.

7.4.5.2. MbpBMUYHa NpodurAaKTUKA Ha BHE3aMNHa CbpAeYHa
CMBPT

[MoBeyeTo OT HACTOSLMTE AOKAa3aTEACTBA 3a pe3yATaTUTe MpU
naupeHTn ¢ ARVC 1 TeXHUTE NPEANKTOPM Ca OrpaHUYEHN AO MaAKM
06CepBaLMOHHIM PETPOCMEKTUBHI KOXOPTHM NpoyysaHms.”” Mo Tosu
HauYuH 6pOAT Ha KAMHWUYHWUTE MPEAMKTOPU, KOUTO MoraTt aa 6bpart
M3CAEABAHM C MOMOLLTA Ha MYATUBApPUaHTHU MOAEAM € MHOTO
OrpaHUYeH 1 NMOBEYETO U3CAEABAHUSA HE MOTaT Ad CE CPaBHSIBAT EAHO
c aApyro. CuctemeH nperaep M MeTa-aHaan3 (n = 18 mpoyusaHus)
rMokasaxa, 4e CPEAHUSAT PUCK OT KaMepHa apuTMKsA Bapupa oT 3,7 A0
10,6% ropMLWHO 1 Ye MBXKUAT MoA, AK AncyHKUMA 1 MpeaxoaHa
HEMPOABAKMTEAHA WAM MOBTapALM Ce MPOAbAKUTEAHU KT/KD
npeACKa3BaT KaMepHU apUTMMK B MomyAaLim ¢ ARVC.”

[TbpBOTO M34YEepraTEAHO YCMAME 3a MPEeAAAraHe Ha MOAXOA 3a
CTpaTUdUKaLMA Ha PUCKA B KOHTEKCTA Ha B3EMAaHETO Ha pelleHue 3a
umnaaHtTupaHe Ha ICD 6ele HampaBeHO B KOHCeHCycHaTa
AekAapaums Ha MexayHapoaHata pabotHa rpyna (ITFC) ot 2015 1.
oTHocHO AeveHmeTo Ha ARVC/aMcnAasms, kbaeTo 6sxa HanpaBeHu
MPEnopbKM CMOPeA HAAMHMETO Ha PUCKOBK GakTOpH, KOUTO Buxa
XapaKTepM3upaAM HMBOTO Ha PUCKAa Ha BCEKM nauueHT.””
[MocaeaBalLo npoyyusaHe (N = 365) e MPeAAOXKMAO MOAMDUKALMS Ha
MOAXOAA Ha MEXAYHAPOAHATa paboTHA rpyna, KOSITO € AOBEAA AO MO-
Aobpo pasrpaHmuasare.”” Mpenopbkute Ha AHA/ACC/HRS 2017 .
32 A€YEHWE Ha MaLMEHTU C KaMEPHU apuTMUKM U MPEBEHLMS Ha
BHe3amHaTa CbpAeUHa cMbPT 1 EkcriepTeH koHceHcyc Ha HRS ot
2019 . OTHOCHO oOueHKaTa, cTpaTudMKauMaTa Ha pucka U
ynpaBAEHMETO Ha apUTMOreHHaTa KapAMOMMOMaTMa' Cbulo
MPEAAOKMXA AATEPHATMBHM MOAXOAM KbM TO3M mnpobAem. belue
pa3paboTeH MOAEA 32 MPOrHO3WMpaHe Ha pUCKa B PE3yATaT Ha
MHoOroLeHTpoBa koAabopauus (n = 528); Tol 13noA3Ba Nnoa, Bb3pacrT,
ckopouleH cuHkon, NSVT, 6pont KE, 6por oteexxpanms ¢ TWI m
M3TAackBallata ¢pakums Ha AscHata kamepa (AKM®), kato
MPEAMKTOPU 3a OCWUrypsiBaHE Ha MHAMBUMAYaAM3MpaHa OLIeHKa Ha
NMPOABAKUTEAHUTE KaMepHU apuTMmm npu nauneHTn ¢ ARVC
(arvcrisk.com).””

[MpoyusaHe (n = 617), cpaBHsABALLO MPEAMLUHUTE MOAXOAM 3a
cTpaTudMuMpaHe Ha MauMeHTUTE C PUCK, pPaskpu, 4ye
mMoanduumpanuaT ITFC noaxoa ocurypsisa Hali-BUCOKA HETHA MOA3a,
AO M34UCAeH 5-ropmiueH puck ot 25%, aookato AHA 1 HRS paboTsaT
Hal-po0bpe Mpu MaumeHTU C MNpUbAM3UTEAEH 5-roauLleH puck
>25%.° B CbLIOTO MpOyuUBaHe M3UMCACHMAT 5-TOAMLLEH pUCK OT
12,5% e BEpOATHO OMTUMAAHMST Mpar, OTBbA KOWTO MOAEABT 3a
MPOrHO3MpaHe Ha pWCKa MMa Hai-A0bpo MpeackassaHe. BbHLIHO
cpasHerue (n = 140) Ha pasanyHUTe HMBa Ha puck oT ARVC nokasa,
Ye Hal-BMCOKA HeTHa MoAsa e umaro npu npar ot 10%, npwu
M3MOA3BaHe Ha puckoBus kaakyaatop ARVC ot 2019 r.**, B cblioTo
npoy4saHe, nparst oT 10% e 6uA no-p06bp oT noaxoante HRS 1
ITFC.** Apyro mpoyusaHe cC BbHLWHO BaAMpMpade (n = 128) Ha
puckosus mMoaea 3a ARVC ot 2019 r. e nokasaa, Ye Bbrpeku
OTAMYHATa pasrpaHuyMTEAHA crocobHOoCT (c-uHaeke 0,84), MopeAbT
U3rAEXKAQ HaALLeHsBa CUTHUUKAHTHO pUcka nNpwu nauueHTu ¢ 50% 5-
roauilieH puckos npar.”” Hackopo 6ellie ny6AMKyBaHa KOpeKLus Ha
KaAkyAaTopa Ha pucka 3a ARVC ot 2019 ™ My6aukysaHu ca Ase
FOAEMW BBHLUHM MPOYYBaHUS 32 BAAUAM3IMPAHE Ha aKTyaAM3MPaHMs

KaAnkyaaTop Ha pucka 3a ARVC ot 2019 r, noackassaitku Ao6pu
PasrpaHUYMUTEAHM BB3MOXHOCTH, HO MO-KbCHO MPOY4BaHE PasKpwt
HaaleHsBaHe Ha pucka.”*** Tosa Mopaxaa oraceHns no oTHoLLeH e
Ha TOYHOCTTA Ha MOAEAA MPEAAAralL, UHAVBMAYAAM3MPaHa NPOrHO3a,
KOSITO 61 MOrAa A2 MOMOTHE 3a MHPOPMMPaHe Ha MalMeHTUTe B
npolLieca Ha B3eMaHe Ha PeLLEeHWE; BbMpekn TOoBa, TOM MOXe Al
ocTaHe MHPOPMATMBEH MOPaAM OTAUYHOTO CW PasrPaHUUUTEAHO
npeactasaHe. OcBeH ToBa, €AHO MpOy4BaHe MPEAMOAara, e
aKTYaAM3MPaHUAT KaAKyAaTop Ha pucka oT 2019 r. ce npepcTaBs Haii-
Aobpe npu naumeHtTm ¢ PKP2, Ho edekTuBHOCTTA My e mno-
OrpaHMyUeHa Mpy reHHO-OTpULIaTeAHM AMLA.

CAepOBaTEAHO, 32 MHAMBMAYaAM3MPAHE Ha KOAMYECTBEHOTO
OrpeAeAsiHe Ha PUCKa, KOETO MOXE A MOMOTHE Ha KAMHULMCTUTE 3a
6aAaHcHpaHe Ha pUCKOBETE U MOA3UTE OT UMMAAHTUpaHeTo Ha ICD,
ce npernopbyBa KOMOGWHALMA OT Te3n noaxoan. OKOHYaTEeAHOTO
pelleHye TpsibBa Aa Ce B3EME CbBMECTHO C MaLMEHTa, KaTo Ce B3eMaTt
NpPeABMA APYTM KOHKYPEHTHWM PUCKOBE U TOAEPaHTHOCTTA Ha
naumeHTa kbMm pucka. Kakto bewe obcbpeHo B Paspea 7.1.5,
paboTHaTta rpyna npusHaBa MPeAM3BMKATEACTBATA, CBbP3aHM C
OMPEAEASHETO Ha YHWBEPCAAHW MParoBE 3a MPUEMAMB PUCK MPU
pasAMYHUTE GEHOTUMOBE KapAMOMMOMATUS, HO € Ha MHEHMWe, ye
MOAXOABT, KOUTO € NMOAOGEH Ha Bb3MPUETMS MPU CTPaTUGUKALMS Ha
pucka 32 HCM, DCM u NDLVC, e pasymeH. B TO31 koHTekcT
paboTHaTa rpyna npenopbyBa CMOAEAEHO B3EMaHe Ha peLleHus Ha
6asata Ha AQHHM OT PEaAHMs CBAT, KaKTO M Ha MHAMBUMAYAAHUTE
NpeAnoOYUTaHUSA, BApBaHUSA, OBCTOATEACTBA U LLEEHHOCTM.
HeaocTaTbuHKTe AOKasaTeAcTBaTa TpsbBa A2 Ce CMOAEAST C
naumeHTUTe M TpsibBa Aa ce OBCBAAT KOHKYPEHTHW PWCKOBE,
CBbP3aHM CbC 3a0OASBAHETO (CbpAEYHA HEAOCTATBYHOCT, MHCYAT),
Bb3PACTTa W CbITBTCTBALLMTE 3a0OASBAHMSA, KAKTO U YCAOXKHEHUATA,
CBbP3aHU C YCTPOMCTBOTO. [TPEAAOKEHUST MOAXOA € 0606LLEH BbB
durypa18.

Mpenopbku Tabauua 29 - Mpenopbku 3a NpeBeHUMUSA Ha

BHe3anHaTa cbpAeYHa CMBPT NpU NnauyuMeHTUu € apuTMoO-
reHHa pAoeCHOKaMepHa KapaAuoMuonaTua

Hugo®

Kaac?

Mpenopbku

BTopuuHa npeBeHuMs

Mpenopbuga ce ICD 3a HamaAsBaHe Ha pucka OT
BHE3aMHa CMbPT M CMBPTHOCT MO BCAKAKBA MpUYMHA
npw naupeHTr ¢ ARVC, KOUTO ca npexuBeAn
CbPAEYEH apecT AW Ca Ce Bb3CTaHOBMAM OT KamMepHa

ApUTMUA, MPpUHMNHABALLLA XEMOAMHAMUYHA
HECTABUAHOCT. 939,943,944,948,949

ICD TpsibBa Aa ce MMa NpeABUA MPpU NALUEHTU C
ARVC, KOWUTO ca MpPeTbpreAn XeEMOAUHAMUYHO

nonocuma KT. 522,939,943-945,948-950

n'bPBMHHa npeseHuus

BucokopuckosuTe XapakTepucTuku © Tpsibsa Aa ce

MMaT MPEABMA 32 MoAMOMaraHe Ha MHAMBUAYAAU3MPa-

HOTO B3eMaHe Ha pelueHue 3a MMMAaHTMpaHe Ha |[CD
538,939

npwv naupeHtn ¢ ARVC.

AkTyaAnanpaHmaT kaakyaatop 2019 r. Ha pucka oT

ARVC TpsbBa Aa ce B3eMe MPeABUA KaTO MOMOLL, Mpu

B3EMaHETO Ha MHAMBMAYAAV3MPAHW PELLEHMS 32

mmnAaHTpaHe Ha ICD npu naupeHTn ¢
ARVC, 8524526,536-539

ARVC, apuTMoreHHa aecHokamepHa kapanomuonatus; |CD, umnaaHTMpyem Kapamosep-
Tep Aepubpuraatop; AKND, resokamepHa maTAacksatLa dpakums; NSVT,
HEMPOABAKMTEAHA KamMepHa Taxukapaus; PES, nporpamupaHa eAekTpuyecka CTUMyAaLms;
AKND, ppakums Ha n3TAacKBaHe Ha AfcHa Kamepa; SMVT, NpoAbAXMTEAHAa MOHOMOPdHA
KamepHa Taxukapawus; KT, kamepHa Taxvkapams.

? TperopbunTeAeH KAAC.

b AoKasaTeAcTBEHO HMBO.

< Bucokopuckosm xapaktepucTuku: aputMmden cunkorn, NSVT, AKUD <40%, AKND
<45%, SMVT npu PES.

d BupkTe TekcTa 32 O6CHKAAHE Ha reH-CneLmdrUHI Pasavkv B edeKTUBHOCTTa Ha
akTyaAmsmpanuma 2019 r. kaakyaaTop Ha pucka o ARVC.
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-
PecTpukTuBHa cbpaeyHa boaecT
MuokapaHU
MuoumTHa AUCHYHKLMS EHAOMMWOKapAHU HapyLLeHWs EKCTPaLLeAyAApHU
HapyLUEHWs Ha MaTpUKca
[eHeTUUHM MHUATPATUBHM
KapuuHoua Capkounaosa
EHpoMmoKapAHa drbpoeaacTosa
Hatpynsare EHAOMMOKapAHM HEOMAA3MM Dunbposza
ﬂTPOI’eHHa//\eKaPCTBeHa TOKCUYHOCT —
XumuoTepanus
— — CucreMHa ckaeposa
Bb3naAuTeAHa/rpoHyAOMaTO3Ha
AnabeTHa cbpaeyHa 6oaecT
[NpeToBapBaHe
C eAs30/6oAecTH
Ha CbXpaHEHUETO
He-renetnynm
/\ekapcTBa (Hanp. XAOPOKBMH
@ RCM
. BoAectnt Ha MMOKapAa CbC CAy“Ial‘/'IHa PECTPUKTMBHA qDMBMOAOFMFl, yecTo B KOHTekcTa Ha AKX
.

@ESC—

Durypa 19 Cnexrbp Ha pecTpUKTUBHMTE CbpaeuHM 3a60AsiBarma. AFD, 6orect Ha Anderson-Fabry; AKX, aesokamepHa xuneptpodus; PRKAG2, Mpoteunt
kiHa3a AMP-akTuBMpaHa HekaTaAUTUuYHa CybeamHumua rama 2; RCM, pecTpukTiBHa KapaloMMOnaTHs. 3a NO-NOAPOGEH CMeKTbp Ha PECTPUKTUBHU ChPAEUHM

3260AABaHMSA, MOAS, BUXKTE AOMBAHUTEAHU AQHHW OHAaMMH, TabAnua S4.

PecTpukTuBHaTa KapavoMMOMaTMs MOXe Aa Obae CBbp3aHa C
MHTPaMMOLIMTHO HATpyMBaHe Ha pasrbHaTM AEPEKTHM MPOTEMHM,
XapaKTEPUCTUKA, KOSTO BCE MOBEYE CE AEMOHCTPUPA MPU HOCUTEAM
Ha aedektn B DES, FLNC u BAG. Tesu 3aboasBaHus umar
3HAYMTEAHM MOCAEAMLM 32 MPOTHO3aTa M HABPEMEHHOTO B3EMaHe Ha
PELLIEHMS, KaKTO MpU AeLd, Taka M MpuW Bb3PacTHU. PecTpukTHBHa
KapAMOMMOMATHS MOXE Ad Bb3HWMKHE U MPU MHAMBUMAM C paMMAHA
aHamresa 3a HCM™ uan DCM.™ HabaiopeHmeTo Ha pasamuHm
beHoTUNOBE KAPAMOMMOMATUS B CEMENCTBATA MpeAmnoAara
NMPOMEHAMB OTFOBOP Ha BapuaHTa M BKAIOYBA $aKTOPU W3BBH
CcreumduUHUs BapuMaHT MPU OMPEAEASIHETO HAa OKOHYaTeAHaTa
KAMHMYHA nposiBa Ha 3a6oAsBaHeTo.” HacreacTBeHUTE MHOUATPa-
TUBHM 3aD0ASIBaHMSA CbLLO MOraT Aa NpUYMHAT RCM, Hait-yectaTa ot
KOUTO € aMMAOMAO3aTa, MPUUMHEHA OT MaToreHHW BapuaHTh B T TR
reHa, BbMpekM 4Ye ToBa OBWMKHOBEHO e B mpucbeTaMeTo Ha AKX
(BxTe Pazpen7.7).7°%

7.5.3. OueHka Ha cMMNTOMUTE

|_|aLI,M€HTl/ITe ¢ RCM vyecto pa3suMBaT CUMMTOMU Ha CbpAEYHaA
HEAOCTATbYHOCT, B'bl'lpeKl/I 4Yye TOBa MOXe Aa ce CA)’HM HAKOAKO
TOAMHW CAeA MOsBaTa Ha I'I'prOHaHaAHMTe I'IpOMeHVI. OLl,eHKa Ha

CUMMNTOMWTE MPW MaLMEHTM C KApAMOMMOMATMK e onmcaHa B Pasaen
6.10.1.

7.5.4. AeueHue

[MpuAaraHeTo Ha AeKkapcTBa 3a CbpAEYHA HEAOCTATbYHOCT W
MMMAQHTMPaHe Ha YCTPOWMCTBO, BKAKOUMTEAHO YCTPOWMCTBO 3a
KaMepHO acMCTMpaHe, KaTO MOCT KbM TPAHCMAGHTALIMA Ce PbKOBOAM
OT cuMnTOMUTe U deHoTUMa M TexecTTa Ha CbpAevHaTa
HepocTaTbuHocT, U ce onucea B Pasaea 6.10.2.TounaTta AvarHosa
(beHOTUN M MpUUKMHA) MMA KAIOYOBO 3HaueHWe 3a HaBPEMEHHOTO
MAaHMpaHe Ha CbpAeYHa TPaHCMAAHTaLWs, Tbil KaTo rapaHTMpa
M3KAIOYBAHETO Ha BCWYKU TEHETUYHU U MPUACOUTU peHOoKoMUs,
KOWMTO MoraT Aa 6bAaT MOAATAMBKM Ha AATEPHATMBHO A€YEHMe.
OcHoBHaTa LieA Ha aATEPHATUBHOTO A€HEHME NMPU BCUYKM Bb3PACTHU
1 neapmaTpuyHn naumeHT ¢ RCM e npepoTepataBaHe Ha CbpaeyHa
TPaHCMAAHTaLMS.

[peumsHaTa AMarHosa e CblO OT CbLUECTBEHO 3HadeHWe 3a
reHeTUUHUTE EHOKOMUA C HaAMYHM TapreTHu AedeHus: ERT sa
6oAaectTa Ha Anderson—Fabry umAm rAvkoreHosaTta kato Harnpumep
6oaectTa Ha Pompe; TepanesTuuHata dpareboTOMMA MpU
XEMOXPOMATO3a; MMyHOCYNPECUBHUTE TEPAMEBTMLIM 32 CAPKOUAO3A;
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M3BecTHO e, Ye maupeHTuTe ¢ ARVC noAyyaBaT NPOAbAKUTEAHM
KT, kouTo Moxe aa ca Aobpe noHocumu, 6e3 pa BoasT Ao BCC.
AokasaHo e, Ye U3MoA3BaHeTO Ha noaxoasm ICD mHTepBeHLMM
Kato cyporat Ha u3xopa ot BCC HaaLeHsBa BCC.”” Kato ce uma
MPEABMA Ye B MOBEYETO LIEHTPOBE MpU FOASM GPOM MaLMeHTH C
ARVC e 6bpe mnaanTupat ICD, e pazbupaemo 3aLo ToBa Moxe
Aa Bb3MpenaTcTBa cTpatudmKaumaTa Ha pucka ot BCC npu
naupeHTnTe ¢ ARVC. Yemans 3a appecpaHe Ha Tasu CUTyalms ca
HanpaBeHW B paMKMTe Ha HAKOAKO mpoyusaHua,’ "7 kpaeto
06eKT Ha HTepec e no-ckopo 6bvp3ata KT (>250 bpm), a He kakeaTo
1 pa e npopbmkmTeaHa VT. Hali-roasmoto ot Tesu npoyusaHus (n =
864) e poBeAO AO pa3paboTBaHETO Ha OTAEAEH CKOp 3a
nporHo3upaHe Ha HecTabuara KT/K®D.*Mopaam AvncaTa Ha BbHLLHM
MpOyYBaHUs 3a BAAMAMPAHE, HAMA AOCTaTbYHO MHOpMALMS B
NMOAKpena Ha MPUAOXKMMOCTTA Ha TO3M PUCKOB CKOP M3BbH KOXOPTUTE
¢ TakaBa Taxukapams. OcseH ToBa, CneLUUHMAT Npar Ha CKOpocTTa
CbLLO He e AoDpe 6asnpaH Ha AOKAa3aTEACTBa, a Bb3MOXHOCTUTE 3a
nporHosupaHe Ha BCC ocTagat HesicHu. Bbnpeku e e BeposTHO Mno-
6aBHUTE MpoabAXUTEAHM VT camm no cebe cu Aa He ca
KMBOTO3ACTpaLLaBalli, OCTaBa HEWU3BECTHO KOAKO 4ecTo Te 6Guxa
AereHepupaan kbM no-6vp3ant KT nan KO. CaepoBaTeAHO e pasyMHO
Aa Ce NMPEAMOAOXM, Ye Ha BCUUKM MALMEHTH C PUCK OT KaKBaTo U Aa €
MPOABAXKMTEAHA KaMepHa apuUTMKs Tpsibea Aa ce npeaAoxart [CDs 3a
MbPBUYHA MPOPUAAKTHKA.

Poasita Ha PES B puckoata cTpaTudmKaLms Ha nauueHTUTe C
ARVC He e pobpe peduHMpaHa, ocobeHO Mpu Tesu, KoUTo ca
6escumnTomHn.”™” HacTosuata npaktika obade Moackassa, uye
nHayumpyemoctTa Ha SMVT npu PES 61 Moraa poa poobaBu cTomHocT
MpY MaLMEHTU CbC CMMMTOMM, CbOTBETCTBALLM HA MPOABAXKMUTEAHA
KaMepHa ap1TMUSI, 1 TOBA CE MOAKPENS AOMbAHUTEAHO B HACTOSILLMTE
npenopbku.’

7.5. PecTpuMKTUBHA KapAMOMMONATUA
7.5.1. AmarHosa

MauneHTnTe C M3seHa PKMI nposesBaTt npmsHaLy U CUMITOMM,
TUMUYHM 32 HFpEF.3°6CMCTeMHMﬂT MOAXOA KbM AMArHOCTULMPAHETO
TpsibBa Aa BKAOYBA KAMHUYeH niperaep, EKI exokapavorpadus m
CMR.”' DuzmkaaHmaT nperaea MOXe Aa MOKaxe 13paseH toryAapeH

BEHO3eH MyAC. B HanpeaHaAuTe dasu MyACOBUAT OBeM e HUCBK,
YAQPHUAT OOEM HaMaAsiBa, a CbPAEYHATa YecToTa MOXe Ad Ce
yBeArun. [pu AEKOMMEHCHMPaAM MaLMEHTM YECTO MMa XernaTtomera-
AMS, acumT M nepudepHu oTouu. ExokapanorpadusTa e 3aateH
CTaHAApPT 32 AMArHOCTMKA; KPUTEpUUTE 33 AMArHOCTMKA W
CTerneHyBaHe Ha AMACTOAHA AMCOYHKLMS 6sxa OMMcaHu npean
ToBa.”" BaxHo e, Ye CTemeHTa Ha AMACTOAHA AMCOYHKLMS MpM
naumeHtn ¢ PKMIT yecTo e WMCTUHCKM pecTpMKTMBHA camo B
HanpeAHaAM CTaAMM, a MOBEYETO MALMEHTWM MOKa3BaT MO-AEKM
CTEMeHM Ha AMACTOAHO YBPEXAAHE MpU NOCTaBAHE Ha AvarHosaTa.”
CopaeyHa kaTeTepusaLs TpsbBa A2 Ce M3BbPLUU B CAyYamTe, KOrato
AMarHosaTa e o BbMPOC, KAKTO W 3a MOAMOMaraHe Ha oLeHKata u
BPEMETO Ha CbpApeuHaTa TpaHcnaaHTauma.” CopaeunusTt AMP
pasrpaHuyasa PKMI1 oT KOHCTpPUKTMBEH MNEpUKapAMT, AaBa
MHbOPMALMSA 33 HAAMUMETO 1 06XBaTa Ha MUOKapAHaTa ¢rbposa u
AOMPpMHAcCs 3a pasrpaHuyvaBaHe Ha MeTabOAUTHUTe OT
Bb3MaAMTeAHUTE 3a60AABaHMA.”"™ EHpOMMOKapAHaTa 6uoncus e
MPEeLM3eH AMarHOCTUYEH MHCTPYMEHT MPU PECTPUKTUBHM KapAMO-
AECMUHOMaTUM; ™ MpeToBapBaHe Ha MMOKApAQ C KEAS30, KaKTO
MHTPaMMOLIMTHO MPU XEMOXPOMaTo3a ', Taka U MUTOXOHAPMAAHO
npu KapaMoMmMonaTsa Ha Friedreich;™ umcTiHosa; ™ reHepaanampana
apTepuaAHa KaAUMbMKALMA B paHHa AeTcKa Bb3pacT;
AM3030MHM 3260AsBaHMS Ha HaTpyneaHeTo (LSDs).”*™' AbaGokoTo
deHoTUNU3UpaHe npu npobaHaMTe TpsabBa Aa HAAXBBPAM
CbpAEUHUTE MPOSIBU U AQ M3CAEABA EKCTPaKAPAMAAHUTE MPOSBU MPU
CUHAPOMHM 3a60AsBaHMA 1 Npy RCM, cBbp3aHM C HEPBHO-MYCKYAHM
HapyLueHus (Bx. Pasaen 6).”

7.5.2.TeHeTHYHO TecTBaHe

Korato e yHacarepeHa, RCM Hali-4ecTo ce MpeACTaBs KaTo aBTO30MHO
AOMMHAHTHO 3a60ASIBaHE U MO-PSAKO KAaTO aBTO3OMHO PELECUBHO
MAM criopaamnyHo. leHuTe, cebp3aHn ¢ RCM, koampat capkomepHu
CTPYKTYPHM U PETYAATOPHWU MPOTEMHU U LIUTOCKEAETHWU MEXAMHHM
duramertn (Tabauua 10). Bvnpekn ye BCUYKM OCHOBHMU
CapKOMepHM reHu MoraT Aa NpuunHaT RCM, ™ Hait-yecTo cpetlijaHuaT
60oAecteH reH e TNNI3, koitTo koavpa TbHKMS GUAAMEHT TPOMOHMH
17 Apyrn no-psako cpelijaHu remn Bkaousat TNNT2, ACTC1,
MYH7, MYBPC3, TTN, TPM1, MYPN, MYL3 u MYL2.
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Durypa 18 AAroputbm 3a MOAXOAR KbM B3EMAHE Ha PELLIEHME 32 UMMAAHTUPYEM KapAMOBEPTEP AePUBPUAATOP MPU MALMEHTM C apUTMOreHHa AECHOKaMepHa
kapanomuonatua. ARVC, apuTMoreHHa pAecHokamepHa kapavomuonatus; ICD, nmnaaHTupyem kapanosepTep aepunbpuaatop; AKIN®D, ceBokamepHa M3TAAaCKBaLLI
dpakums; NSVT, HenpoabAKMTeAHa kKamepHa Taxukapaus; PES, nporpamupana eaexktpuuecka ctumyaams; AK®, pecHokamepHa u3TAackBatla dpakums; SMVT,

NMPOABAXMTEAHA MOHOMOPdHA KamepHa Taxmkapams; KT, kamepHa TaxXukapAm.

aKAI/IHMLLMCTMTe TpﬂsBa Aa Ce CTPEMAT KbM KOHTPOA Ha KaMepHaTa aputMma C (I)apMaKO/\OFM“IHI/I VAU UHBA3MBHU aHTUAPUTMUYHK Tepannn B AOMbAHEHWE KbM

npeaAoxeHueTo 3a |CD.

bBucokopuckoBuTe XapakTepUCTUKK ce AeduHmpar Kato cbppedeH cutkor, NSVT, AKM® <40%, AKND <45%, SMVT npu PES nan cnopea akTyaansmpaHms

539

KaAKyAaTop Ha pucka oT ARVC o1 2019 .
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HOBUTE BMOAOTUYHM AEKapCTBa 3a CUCTEMHM 3aDOAsiBaHMs (Harp.
ABTOWMMYHHM 3a00AsBaHMA CbC CbPAEYHO 3acsiraHe, KOWTO MoraT Aa
NpeTbpnAT obpaTHO pasBuUTME WMAM Aa ce cTabuAmsmpar upes
AeYeHMe Ha CaMOTO 3ab0ASBaHe); U OTCTPAHSBAHETO Ha TOKCUYHUTE
npuumHn (Bx. DPurypa 19 1 AOMbAHUTEAHM AQHHWM OHAAMH,
Tabamua S4). peumsHaTa AMarHosa AHeC € OT CbLLECTBEHO
3HayeHue, MopaAM HapacTBallata HaAMYHOCT Ha creLMduyHK 3a
3a00ASBAHETO AEYEHUS U AMATHOCTUYHU MHCTPYMEHTU 3a
M3KAIOYBAHE Ha reHo/peHoKkonusTa.
PecTpukTiBHaTa kapaMOMMOMaTMA € CBbp3aHa C Hali-AoluaTa
MPOrHO3a OT BCWMYKM EHOTUMOBE KapauMoMMonaTus. AaHHWTe 3a
MPEXMBAEMOCTTa Ca OrPaHMUYEHN AO MaAKM CPOKOBE Ha HabAloAeHMe.
[MporHosata npnt RCM Ao roAsiMa cTemneH 3aBUCK OT peCTPUKTUBHATA
bU3MOAOT A, HE3ABUCMMO OT OCHOBHaTa MpuunHa.™ "' Mosede ot
50% ot peuata ¢ RCM ca 13A0kEHM Ha PUCK OT CMBPT (BKAIOUUTEAHO
BCC) mAM TpaHCMAaHTaLMs CKOPO CA€A AMArHOCTULMPAHETO;
KAVHWUYHUTE XapaKTepPUCTUKM, CBbP3aHM C MOBULLEH PUCK OT CMbPT
MAM TPaHCMAaHTaLMsA, BKAIOYBAT: CUMMNTOMW Ha CbpAeYHa
HEeAOCTaTbYHOCT; HaMaAeHa cUCTOAHA AK PyHKLMS; yBEAUYEH pasmep
Ha ASIBOTO MPEACBPAME; CUHKOM; MCXEMUS; U HapyLUeHa AUACTOAHA
dyHkuma Ha AK mpu exokapamo-rpadusaTa.’®” 7> Ao 75% ot
KMBUTE MaLMEHTN AEMOHCTPUPAT CbPAEYHA HEAOCTaTbYHOCT, KaTo
PE3YATATHT € MAM CMBPT, MAM CbPACUHA TPAHCMAAHTALMA B pamkuTe
Ha HAKOAKO TOAMHU CAeA AuarHocTuumpaHeto.  [loBuiieHo
6eroppobHO cbp0BO cbripoTreaeHue (PVR) npucbeTsa B Ao 40% ot
Aeuata ¢ PKMI 1 moxe aa ce nosuim 6bp30, AOPH NMpK AMMCa Ha
APYTM KAMHWYHM MPOMEHM, KOETO OKa3Ba BAWAHME BbPXY
NMPUrOAHOCTTa M BpPEMeTO 3a CbpPAEYHA TPaHCMAaHTaLMA.
CAepOBaTEAHO CbpaeuHa KaTeTepu-3aums € oueHka Ha PVR ce
nperopbyBa NpM BCUYKM A€Ld MPK MOCTaBAHE Ha AMarHosaTa U Ha

Mpenopbku Tabauua 30 — Mpenopbku 3a AeyeHUe Ha
MauueHTU C peCTPUKTUBHA KapAMOMMUONATUA

Hugo®

Kaac?

Mpenopbku

[pernopbyBa ce MyATUMOAAAHOTO M306passBaHe Ad
Ce M3MoA3Ba 3a pa3rpaHuyasare Ha RCM ot HCM
A DCM ¢ pecTpuKTUBHA GUBMOAOTHS.

[NpenopbuBa ce Aa ce M3BbLPLLIAT 6a3aAHU CbPAEYUHU M
HECbPAEYHM M3CAEABAHMS, 38 AA CE OLIEHM YHaCTUETO
Ha HEPBHO-MYCKyAHaTa CMCTEMA MAU APYTU
CUHAPOMHU HapyLLEHMS.

ChbpaeyHa KaTeTepusaLms ce MpernopbyBa Npy BCUYKM
Aetia ¢ RCM 3a n3mepBaHe Ha HaAsiraHeTo B
6eroppobHata aptepus 1 PVR npu nocrassHe Ha
AvarHosata M Ha 6—12 MeceuYHu MHTEpBaAW 3a
oueHKa Ha mpomsHata B PVR. >3

MmnaanTupare Ha ICD ce npenopbysa 3a HamaAsBa-
He Ha p1CcKa OT BHe3arnHa CMbPT U CMBPTHOCT MO
BCsIKaKBa NpuymHa npu naumeHt ¢ RCM, kouto ca
NPEXMBEAM CbPAEYEH APECT MAM Ca Ce Bb3CTAHOBUAM
OT KaMepHa apuUTMUSI, MPUYMHSBALLIA XEMOAMHAMUYHA
HECTabUAHOCT.

. ?
0
©ESC 2023

EHaoMMOKapaHa Buoncus Tpsibea Aa ce B3eme
npeasuA npu naumentn ¢ RCM, 3a pa ce uskatouat
cneundUYHU AMarHo3M (BKAKOUUTEAHO HaTOBapBaHe C
KEASI30, HapyLLEHWS B HATPYMBaHETO, MUTOXOHAPUAA-
HU LMTOMATUK, aMUAOMAO3A U FPaHYAOMATO3HM
MUOKapAHM 3a0OASIBaHUS) U 33 AMArHOCTULMPAHE Ha
PECTPUKTUBHO MUODUOPUAAPHO 3aboAsiBaHe,
NPUYMHEHO OT BapUaHTU Ha AECMUH.

lla (o

MmnaanTupare Ha ICD Moxe pa ce oB3eMe NpeaBMA
npu Aeua ¢ RCM, KOMTO UMaT AaHHM 32 MUOKapAHa
nexemma 1 cunkon. 262

DCM, anAatatueHa kapanommonatus; HCM, xuneptpoduuna kapanommonatus; ICD,
MMMAQHTUPYeM kapauosepTep aedpubpuaatop; PVR, 6eA0APOBHO CbAOBO CbMPOTUBAEHME;
RCM, pecTpukTHBHa KapArOMMONaTHS.

? MpenopbunTeAeH KAaC.

b A\oKasaTeAcTBEHO HMBO.

Bcekn 6 Ao 12 Meceua.” OcHoBHaTa MpUYMHA 3a CMBbPT NpU
Bb3PACTHM NaLMeHTH  reHeTuHa RCM e cbpaeyHa HeAOCTaTBUHOCT
(noseye ot 40%), ¢ 5-roamiHa npexuesemoct ~50% B KOXOpPTH,
KOWTO BKAIOUBaT MaupeHT ¢ HCMu pecTpukTieHa dusmonorma.”

7.6. CUHAPOMHM U MeTabOAUTHU KapAMO-

MUonaTum

/138bH 06XBaTa Ha TE3W NPENOPbKK € MPEAOCTABAHETO Ha MOAPOGeH
nperAep W Mpernopbky Mpu CNeLUPUUHK KapAMOMUOMNATUYHM
reHokonus 1 peHokonus. BMmecto Toea, paboTHaTa rpyna npenpatia
YUTATEAS| KbM MO3ULM HA EKCMEpU M KOHCEHCYCHM AOKYMEHTH,
ny6AVKYBaHW OT UMeTO Ha paboTHaTa rpyna Ha ESC no MnokapaHu u
nepukapaHu 3aboasBaHus (Hanp. 3a 6oaecTTa Ha Anderson-Fabry u
ammaomposata).”**” Tosu pasaer mopdepTaBa CaMoO KAIOUOBMUTE
BbMPOCK 332 AMArHOCTMKA W AedeHue. TabAauua 22 obobliasa
KAMHUYHUTE XapaKTePUCTUKM U AEYEHUETO Ha CUHAPOMHU M
METabOAUTHM KAPAVOMUOMATUM.

7.6.1. Boaect Ha Anderson—-Fabry
7.6.1.1. OnpepeAeHue

BoaectTa Ha Anderson—Fabry e BpoaeHa rpetika Ha MeTaboAv3Ma,
NpU KOATO HEAOCTATbYHMAT UAWM AMMCBALL €H3UM aAda-
ranaktosmnaasa A (a-Gal A), nopaam naToreHeH reHeTUYeH BapUaHT B
GLA reHa, npuimMHsABa HaTpyrBaHe Ha HAKOW KAETbYHM MPOAYKTM Ha
pasrpaxaaxe, rAasHo raoboTpuaosnatepamma (Gb3) B ansosomuTe
Ha naupeHTa.”” ToBa HaTpynBaHe MPUYMHABA KAETBYHA AUCHYHKLIMS
cama no cebe cM M aKTMBMPa MBTULIA Ha KAETbYHA XMMEepTpodus,
HECTV MPU APYTA MPUMHK 32 HCM, KakTo u Bb3MaAeHue 1 UMyHHa
akTMBaumsa.  Ta e MyATUCUCTEMHO 3abOoAsBaHe, 3acarawjo no-
CneumaHo cbpueTo, 6bbpeumTe 1 Mo3bka.”” YHacreasBa ce Mo X-
CBbP3aH HauMH; CAEAOBATEAHO MbXETe Ca BMHArM 3acerHartu, AOKaTo
3aCAraHeTo Ha XEHCKMTE OpraHit OBUKHOBEHO Ce pa3BiBa MO-KbCHO B
KMBOTA, HO MOXe Ad CTaHe NMOAOBHO Ha TOBa MPW MbXKETe, MOpaan
dbeHoMmeHa Ha AvoHusauma.”””

Morat pAa 6bAaT pasrpaHuyeHn ABa deHoTuna Anderson—Fabry B
3aBUCMMOCT OT MOA2, PEeHOMEHa Ha AMOHM3aLMS U MaToreHHUs
reHeTuueH BapuanT:

Texxbk KAMHWYEH ¢GEeHOTUM, M3BeCTeH KaTo "KAacuyecku"

Anderson—Fabry, xapakTepusupall, ce ¢ AMMCBAaLLA MAM CMAHO
. HamareHa (<1% oT cpeaHaTa Hopma) akTuBHOCT Ha a-Gal A,
noaYepTaHo HatpyneaHe Ha Gb3 1 nosea Ha CUMMTOMU B AETCKA
MAM OHOLLIEeCKa BbB3PacCT, MOCAEABAHM OT MPOTpPecHBHa
MYATMOPraHHa HeAOCTaTbYHOCT, Hal-4ecTo ce HabAloaasa npu
MbiKe (HO He camo) 6e3 OCTaTb4Ha EH3UMHA aKTUBHOCT.
"Hekaacuyeckun" eHoTmn Ha Anderson—Fabry nam ¢peHoTumn ¢ no-
KbCHa MOSIBa C HEMbAHO CHCTEMHO 3acsiraHe, KOeTo ce HabAoaasa
KaKTO MPU MbXe, Taka 1 NMpw KeHM, C U3BECTHO HUBO HA OCTaTbYHA
€H3MMHA aKTMBHOCT W B MOBEYETO CAyYau Ce MposiBsBa KaTo
M30AMPAHO CbPAEYHO 3acsiraHe

7.6.1.2. AnarHocTuka, KAMHU4YHa o6pa6oTka u AudepeH-
LMaAHa AMarHosa

Boaectta Ha Anderson-Fabry TpsbBsa aa ce mopo3upa mnpu
naupeHT ¢ AKX M A3 ce TbpCAT AOMBAHUTEAHW CbPAEYHU M
eKCTpaKapAMaAHK YepBeHn ¢paarose (Bx. Tabauua 23) (Purypa
20). AmarHosaTta ce NMocTaBs Ypes OLeHKa Ha akTMBHOCTTa Ha a-GalA
1 M3MepBaHe Ha AM30-Gb3 Npu NauMeHTH OT MBXKKM MOA; NP KEHUTE
OBUKHOBEHO CE U3UCKBA FEHETUYHO M3CAEABAHE 3a MOTBbPKAABAHE
Ha AMarHosaTa. Texka AKX (>15 mm) e maako BGEOHTHO Aa ce
HabAlOAaBa MPY MauMeHTH Ha BbapacT <20 roammn.”” Mpu peua u
IOHOLLIM AMarHo3saTa ce MoCTaBsi Bb3 OCHOBA Ha paMMAHA aHaMHe3a
MAM Ha 6asaTa Ha APYrM eKCTpakapAWaAHM CUMNTOMM, HO siBHa AKX
OBMKHOBEHO He e HaAULLE.

7.6.1.3. KAMHMYHO NpoTUYaHe, U3XOA U CTpaTUdUKaLmA
Ha pucKa

CbpAEUHO-CbAOBOTO 3acsiraHe OBMKHOBEHO Ce MposiBsBa KaTo
AKX, MrokapaHa ¢prbposa, Bb3naseHHe, CbpAeHHa HEAOCTATbYHOCT
M apuTMKK, kouTo orparuyasat Qol u ca Hal-yecTaTa NpuyMHa 3a
cMbpT. KAMHMUHOTO HabAloAeHME € OT ChLUECTBEHO 3HadeHWe 3a
oueHka Ha nporpecuaTa Ha 3a6o0A9BaHETO M M3MCKBaA
MYATUAMCLIMMAMHAPEH MOAXOA.
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T36AMLI,B. 22 KAMHMYHMU XapaKTepUCTUKU U AeYeHue Ha CUHAPOMHU U MeTaboAUTHU KapauMoMuonaTtmum

KAMHUYHMU YepBeHU
¢Aarose

AHOPMaAHM YepTH Ha
AVILIETO
Kpuntopxusbm

CreHo3a Ha 6eroppobHaTa

KAana

BpoaeHo cbppeyHo
3a60AsABaHe

EkcTpeMHa AeBuaums Ha
AfcHata oc Ha EKI
AumdbaHrmekTasms
XeMoparuyHa pnatesa
[MetHa Café au lait
AeHTUr1Hec

3abaeH pactex CeHso-
HeBPaAHa rAyxoTa

Kbc PR nHTepBaA

KpaeH crapmi,
xunokuHeTmueH HCM
AV 6A0K (CMHAPOM Ha
Kearns—Sayre)
AakTaumposza

CeH3opHa rayxota
HeyTponeHus (crHapom
Ha Barth)

AvabeTHU UHCyATO-
noAo6HM Ae3un npu MP
Ha MO3bKa

Xenatomeraaus
[MoBuLLEHM aMUHOTpaHC-
bepasHu eH3umm
3abaBeHn ABUraTEAHM
eTanu

XunoToHus

Kpatbk PR nHTEpBaA
EKT kputepuu 3a
ekcTpemHa AKX

Kbc PR nHTepBaA
MacusHa AKX
CkeaeTHa M1onaTh
MosuweH cepymeH CK
eH3UM

MHTeAekTyaAHa
HEMbAHOLIEHHOCT

X-CBbP3aHO yHacAeAsBaHe

Kpatbk PR nHTepBaA
PaHHO Havaro Ha
NPEACBPAHO MbXAEHe
AV 6rok

MosuieHa cepymHa KK

ABTO30MHO AOMUHAHTHO

YHacAepsBaHe

AwuarHosa

TectsaHe Ha NGS naHea 3a

RASonatus

NGS naHea 3a mtDNA n
HykaeapHa AHK
Buoncus Ha ckeAeTHU MycKyAu/

€HAO-MUOKapAHa 6uoncus

CkpuHuHr: GAA aKTUBHOCT npw
DBS naAu poo3mpaHe AeBkoLMTH/
Glc4 AvarHoctnyHo
MOTBbPXKAEHUE:

aHaAW3 Ha KMCEeAVHHA aAda-rAIOKO-
31AQa3a, U3BbPLLIEH BbPXY KOXHM
drbpobaacTu (NpeanoymTaH

METOA) MAW MyCKyAHa Broncus

NGS mAu LeAeBo TecTBaHe 3a
BapuaHTu Ha LAMP-2

NGS nan LeaeBo TecTyBaHe 3a
PRKAG2

CneunduuHm npuumnHU

CuHapom Ha Noonan
Cunapom Ha Costello
Kapauno-dacupaneH-
KOXeH CMHAPOM
CuHapom Ha Noonan ¢
MHOXECTBEH AEHTUMMHM

MELAS crHapom
MERRF cuHapom
CMHAPOM Ha Leigh
APpyr MUTOXOHAPUAAHM
3ab60AsBaHUA
HapyLlueHus Ha 6eTa-

OKUCAEHUNETO

BonaecT Ha cbxpaHeHue Ha
ravkoreH Tun |l (boaect Ha

Pompe)

Boaect Ha Danon

MyATu-

AUCLMIMAUHAPEH

MM

Kapauonor
[eHeTmK
EHAOKpUHOAOT
[Meanatsp
Aepmatonor
Paamonor

Kapawvonor
Hespoaor
EHAOKpHHOAOT
[Neanatbp
CneumaancT no
MeTaboAM3bM

Paamonor

Kapawonor
O6u, neanatbp/
HeoHaToAOT
lacTpo-
EHTEpOAOT
CneumaAmncT rno
HEBPOMYCKYAHU
3a60AsABaHMS

Kapawvonor

CneupaAncT no HeBpo-
MYCKYAHW 3a60AsBaHMS

[NHeBMOAOT

CI'IeLLMa/\MCT no Han-
peAHaAa CbpAeYdHa
HEAOCTAaTbYHOCT

Kapavonor

Ekcnept no HeBpomyc-
KYAHU 3200AsBaHUs

MoBepeHue

Beta-6A0kepu/CCBs

CenekTuBHO AeveHme Ha RVOTO/
MYAMOHAAHa BaABYAOMAACTMKA
Crpatudukaums Ha pucka ot BCC

M3bsreaHe Ha AeKapcTBa MAM
CUTYaLWOHHW CTPECOPU
HapyLueHus Ha 6eTa-oKUCAEHWETO:
YNpaBAEHWE Ha XPaHEHETO,
u3bsreaHe Ha rAapyBaHe,
arpecyBHO AEYEHME MO BPEME Ha
noBuLLEH METAaBOAUTEH CTpec
AobassiHe Ha KapHUTUH

(136paHu cAyyam)

EHBMMO-BaMeCTBaUJ,a Tepanua

Be3 reueHue

Bes aeueHue

[podbarncasa
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[NporpecyBHa atakcus Ha
KpanHuumTe

3axapeH aAvabet

Pes cavus

HamaaeH ectectser T1 B

nsobpaxerusTa cec CMP

ABycTpaHeH CHAPOM Ha
KapraAHUsi KaHaA
AyMbaAHa CcnnHaAHa
CTeHO3a

ABTOHOMHa AMCHYHKLMS
[MNepudepHa Hesponatus
OTHOCUTEAHO LLIAAALL,
anekca MOAEA
OTHolueHne ¢pakums Ha
U3TAACKBaHe/CTpenH >5
MceBpO-HEKpOTUUHM Q
3b6UM

Huckun BoaTaxm Ha EKI
AN

[MoAOXKMTEAHA MOHOKAOHA-
AHa CEPYMHa MAU YpUHHA
Bepura nput MMyHoduKca-
ups

CromaluHo-4peBHM
CUMMTOMM
Angiokeratoma
Cornea verticillata
XpoHuyHo 6bOpeUHO
3ab0AnBaHe
[poTtenHypus
CeH30-HeBpaAHa
XUMOoaKy3ust
MHcyat/TIA
HesponatiyHa 6oaka ¢
X-CBbp3aH MOAEA Ha
yHacAeAsiBaHe

Kbc PR nHTepBaA
Hucbk HatueeH T1 npum
cbppever CMP

CkeAeTHa MyonaTma
MoaeA Ha 3apAHO-AaTepaA-
Ha MCeBAOHEKPO3a
3aAHO-AaTEpPaAHA UAM
AOAHO-AATEPaAHA
aKMHe3Us

CkeAeTHa MuonaTms

AV 6r0k
[pexAeBpeMeHHO
NPEACBPAHO MbXAEHE
3AOKaYECTBEHM KaMepHM
apUTMUM

ABycTpaHHa XuAapHa
AviMdaaseHomaTus
BeroapobHUM MHPUATPATH
Veeut
CromaluHo-4peBHO
3acsiraHe
Bucoko-cTeneHeH AV
60K

Yectn KE

M3TbHeH HasaneH
MeXAyKamMepeH cenTym
Pasimpero LGE npu
nsobpasseare cec CMP

NGS TecTyBaHe 3a penetuTMBHa Artakeus Ha

6u-aneAHa ekcraHsns Ha GAA Friedreich

nosTopeHusTa B FXN reHa

DPD/HMDP Tc?® cumHTUrpadms
MmyHodukcalms Ha ceobopHaTa

CobpaeyHa aMm1AoMAO3a
(AL nan ATTR)
Aeka Bepura/cepyma U Ha ypuHara (Bx. Paspen 7.7)

EHaoMMOKapaHa 6uoncus

CKPUHUMHT NPy MbXKe: AO3MpaHe Ha
lyso-Gb3

CKPVIHVIHI’ npu )KeHVI/AVIaI’HOCTM‘-IHO

Boaect Ha Anderson—Fabry

NOTBbPXKAEHUE! T’EHETUYHO

M3cAeABaHe 3a BapuaHTh Ha GLA

[eHeTWMYHO TecTyBaHe 3a DMD

AVCTPOGUHOMNATUM

'NGS TecTyBaHe LMNA kapamo-
muonaTus
MyckyAHa AucTpodus Ha

Emery-Dreifuss

18F-FDG-PET

EHaoMMOKapaHa 6uoncus

Capkonposa

BeroapobHa buoncus

Kapamonor
Hespoaor

EHaOKpHHOAOT

OpToneanyeH xupypr

Ekcnept no Hespo-

MYCKYAHU 3a6OAsIBaHMS

Kapawvonor
Hespoaor
Hedponror
Xematonor (AL
aMKUAOMAO3a)
Odraamonor

Kapauonor
Hedponor
Hespoaor
Odrarmonor
Ayamnonor
lacTpo-eHTeponor

Aepmatoror

[MHesmoAor
Excriept no Hespo-

MYCKYAHWU BoaecTh

Kapawvonor

Hespoaor

Kapauonor
[MHeBmMoAOr
Hespoaor

[acTpo-eHTepoaor

Hsma cneupduyHo AeveHne

Tapamuamc

Matncnpara

MHotepceHa (ATTR-CA)
AN

CneumnduyHa xrmuoTepanms
(AL ammaonpo03a)

EH31MO-3amecTUTEAHA Tepanis
(araacupasa aada/bera)

Mwuraaacrar

Crepouam (MpeAHU30H MAM

AedAazakopT)

NpeBeHums Ha BCC

I_IeﬁcwpaHe, aKO € MokasaHo

Creponam
Crepoua-criecTsiBaLLy

MMYHOCYMPECHBHU A€KapCTBa

[podbancasa
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MpeaLuecTsaLLm XenaeseH craryc HartoeapsaHe c »xeAsz0 Kapavonor XeAsi30-xeAaTHM AekapcTBa
TpaHcdy3um [bAHa KpbBHA KapTUHA XeMatoaor DreboTomus
XPpOHUYHO YepHOAPOBHO  [NoBuLLIEHM CTOMHOCTM Ha T2* B EHaoKpHHOAOT
3aboAsBaHe CMP uzobpaxeHusTa [MNeanatbp
[MurmeHTaums Ha koxata  [eHeTuuHo TecTysaHe 3a HFE, HJV, [acTpoeHTeporor
Aunaber PELLEenTOp 32 XEnCUAWH ,

XunoroHapoTponeH ¢deponoptuH, HAMP ren
XMMOrOHAAN3bM Hatpueka ot nepudepHa kpbs
MoBuLeH dpepuTrH EAekTpodopesa Ha xeMorrnobuH
AV 6A0K [eHeTMYHO M3cAeABaHE 3a

HACAEACTBEHU XeMOrAobuHoMaTUm

18F-FDG-PET, 18F-pAyopoae30KCHTAIOKO3a MO3UTPOH-eMCMOHHA Tomorpadus; AL, ammuaomnaHa aeka sepura; AT TR, TpaHcTUpeTUHOBa amuAomnpo3a; AT TR-CA: TpaHCTUpeTMHOBa
CbpAeYHa aMUAOMAO3a; AV, aTpuoseHTpukyAapeH; KA, kaaumes aHTaronuct; KK, kpeatnHuH kiHasa; CMP, cbpaedeH MarHuTeH pesoHaHc; DBS, AbAGoka Mo3buHa cTumyAaums; DMD,
MyCcKyAHa AncTpodus Ha Ajowen; DPD, 3,3-andocdoHo-1,2-nponaHopmkapbokenana kinceamHa; EKT, eaektpokapanorpama; Gb3, raobotpuaosmauepammna; HCM, xuneptpoduyHa
Kapavomuonatus; HMDP, xuapokenmetnaen pndocdonat; LGE, kbcHo rapoamHmeso ycuasare; LMNA, aamun A/C; AKX, aeBokamepHa xuneptpodus; MELAS, MuToxoHApHaAHa
eHLepaAOMMONATHS, AAKTaTHA aLIMAO3a U MHCYAT-MOAOGHM enumsopn (cuHApom); MERRF, MUTOXOHAPMAaAHA €MMAENCHS C HaKbCaHM YepBeHi BAakHa; MP, MarHuTeH pesoHanc; mtDNA,
mutoxoHapuaaHa AHK; NGS, caepgatio nokoaeHme ceksenmpare; PRKAG2, npotent kunHasa AMP-akTuBKpaHa HekaTaAnTUuHa CybeamnHmua rama 2; RVOTO, obcTpyKLUMs Ha U3XOAHUS
TPaKT Ha AsicHaTa Kamepa; BCC, BHe3anHa cbpaeyHa cMbpT; TIA, npexoaHa ncxeMuyHa ataka; KE kamepHm ekcTpacucToan.
3MaTucHpaH 1 MHOTEPCeH, KOUTO ca OAOGPEHM 3a AeueHMe Ha dbaMUAHA MOAUHEBPONATUS /63 KapAMOMUONATHS.

TabAunua 23 YepBeHu ¢paarose npu 6oAect Ha
Anderson-Fabry

ExcTpakapAnaAHu YepBeHu ¢pAarose

Hsma npepaBaHe oT MbX Ha MbX B POAOCAOBMETO

Bv6peuHo 3acaraHe (AvaAusa, 6bbpeyHa TpaHcrnAaHTaums), AKX npu poaHUHM
HesponatHa 6oAka

AHrvokepaTomut

ANOYMUHYpUS

Cornea verticillata

XUNOXMAPO3a, TOMAMHA/CTYA M HEMOHACSHE Ha PpU3NYECKO HaTOBapBaHe
[acTpo-MHTECTUHAAHM CUMMTOMM (FaAeHe, MOBpPbLUAHE, HecreLmduiHa
KopeMHa B0AKa, 3anek, AMapws)

3ary6a Ha cAyxa (Mporpecupallia MAW BHE3ArHa), LLyM B YLLWTE, CBETOBBPTEX

CbpAeYHM YepBeHu ¢pAarose

EKI Kbc PQ 1HTepBaA nput MAAAM MaLpeHTH
ATPUOBEHTPUKYApPEH BAOK MPU Bb3PacTHU MaLMEHTU
Bpaavikapaus
XpOHOTpOI‘IHa HEKOMMETEHTHOCT

AKX

Exokapavorpadceka AKX ¢ HopMaAHa c1cTOAHa yHKLMS
XunepTpodus Ha ManmAapHMUTE MyCKyAU
3apebeAsiBaHe Ha MUTPaAHaTa M AOPTHATA KAAMa C Aeka
AO YMepeHa peryprutaups
HamaneH raobaeH HapABXKEH CTpeitH

CMR Ea3aAHO-AOAHOAaTepa/\HO KbCHO rAAOAMHMEBO YCUABaHE
Hucka HatveHa T1 (BHUMaHWe npy "nceBAOHOpPMaAM3aLms”
B 0bAACTH, 3acerHatt oT ¢pubposa)
Bucoka dokaaHa/rnobaaHa T2

NabopaTopHm [NoBuLLEH BUCOKO-YYBCTBUTEAEH TPOTOHWH

Mosuien NT-proBNP

CMR, cbppeyeH MarHuTeH pesoHaHc; EKT, eaektpokapanorpama; AKX, aesokamepHa
xuneptpodust; NT-proBNP, N-TepMuHareH npo-MosbueH HaTpUypeTUUeH NemnThA.

7.6.1.4. AeueHue

CrneunduuHnTe CTpPaTernn 3a AeYeHMe, BKAOUMTEAHO EH3UMHO
3aMecTBaHe WAM (PapMaKOAOTMUEH LIamnepoH, MMaT orpaHuyeHa
epMKaCHOCT NMPpU HaMpeAHaAM CAyvam € HeoOpaTUMO yBpexAaHe Ha
OpraHuTe, Taka Ye paHHOTO 3aroyBaHe e BEPOATHO BaXKHO. EH3nMo-
3aMeCcTUTeAHa Tepanus e rnokasaHa MpW BCUYKM CUMMTOMHMU
MaLUMeHTU C KAACMYeCKO 3a0OAsIBaHe, BKAIOUMTEAHO AeLia, MpW Hali-
PaHHWUTE MPM3HaLM Ha 3acAraHe Ha opraHu.”  TepaneBTUuYHWTE
cTpaTervMu, KOMTO B MOMeHTa ce pa3pabortsart, BkAatousaT ERTs or

©ESC 2023

BTOPO MNOKOAEHUE, TEPArNMK 3a HAMAAABAHE Ha C)’6CTPaTa N FTEHHU U

mRNA tepanmu.”

7.6.2. RAS-onatum
7.6.2.1. OnpepeAeHue

RAS-onatumTe cbCTaBASBaT rpyna OT MyATUCUCTEMHU CUHAPOMMU,

MPUYMHEHU OT BapuaHTM B kackapata Ha RAS-mutoren-
984-986

akTueMpaHata kuHasa (RAS-MAPK), BKAIOUMTEAHO CMHAPOM Ha

987-989
Noonan,
992,993

cnHapoM Ha Costello,”™ " 11 cbpAEUHO-AMLLEBO-KOXEH CUHAPOM.

CMHAPOM Ha Noonan ¢ MHOXecTBO AEHTUTUHW;

990,991

994-996

7.6.2.2. AuMarHocTuka, KAMHUYHa o6paboTka u

AndepeHLMarHa pAuarHosa

CbMHeHMeTO 32 nopAexata RASonatus Tpsbea pa ce noBaurHe
npu HCM ¢ HavaAo B KbpMavecka 1 AeTCKa Bb3PacT CbC CbITBTCTBALLM

3262,263,991,997-1000
BC

MAW €KCTPaKapAMaAHM aHoMaAmu (B. Tabamnua 22).

[eHHOTO M3CAEABaHE CE TMpernopbyBa 3a AMArHOCTWMKA, KOrato ca

HaAWLe (EeHOTUNHU XapakTepucTuku. B cpaBHeHue

CbC

capkomepHata HCM, acoummparata c RASonatus HCM (RAS-HCM)

NOKa3Ba MoO-paHHa BbB3PACT MpU MOCTAaBAHE Ha AMArHO3aTa,

261, 999

noBMLUEHa YeCTOTa M TEXECT Ha AdABaTa UAU 6l/IBeHTPVIK)’Aa|DHaTa

258,262,1001

obCTpyKLMS, M YECTU PaHHW XOCMWUTAAM3aLWM 32 CbpAEYHA
HEAOCTATBYHOCT UAM HEOBXOAMMOCT OT WMHTEPBEHLMOHHM
npoLieAypy 1AM orepaumsa.”™® BeroapobHaTa CTeHO3a e Hali-uecTo
acoummpaHoTo BC3, c yectoTta Mexay 25% v 70% 1 HebaaronpusTeH

256,1002-1004
N3XOA Ha 6erApo6HaTa BaABYAOMAACTUKA.

7.6.2.3. KAMHMYHO NpoTHU4YaHe, AeYeHue U cTpatudurkaums

Ha pUCKa OT BHeé3arnHa CMbpT

AaHHlflTe oT CeBePHoaMePVIKaHCKVIH PErncTbp Ha NeAMaTpUYHUTE

1005
KapanoMmonatum MOKa3BaT MO-HUCKM HKMBA Ha Npexusae

MOCT

cpea naupeHTn ¢ RAS-HCM B cpaBHeHue ¢ HecrHppomHa HCM,
0COBEHO MPU MaLMEHTH, KOUTO ca BUAU AMArHOCTULIMPaHK Npean 1-
roAvLIHa Bb3pacT. [MoHacTosLeM creumduyHmTE 32 3a60AsIBAHETO
puckosm dakTopm 3a BCC ca npeameT Ha AebaT 1 MoraT Aa BKAIOYBAT
creneHTa Ha AK xunepTtpodus, yabaxeHus QTc MHTepBaA, pUCKOB

ckop Ha EKT"3a HCM,”'ut ckop HCM Risk-Kids >6%.%**

7.6.2.4. AeveHue

He-BasoamaaTaTueHUTE HGeTa-OAOKepU TpsbBa Aa ce TUTPUPAT AO
MaKCMMaAHa NnoHocuMma ao3a npu naupeHT ¢ RAS-HCM, ocobeHo 8

248,1002,1006-1008
CAy4au Ha TexKa AByKamepHa OOCTPYKLMS.

Kaauuesute

AHTArOHWCTM MOraT A Ce PasrAeXAAT KaTO Bb3MOXHOCT OT BTOpa
AVIHMS MPU NaLMEHTU >6-MeceyHa Bb3pacT, KOraTo TepanusTa c beTa-

267,639
6AOKepU e HeedeKTMBHA WMAM He Ce TOAepupa.

Xupypruura

MMEKTOMMSA M OPTOTOMHA CbpAEYHA TPaHCMAAHTALMA MoraT Aa ce
B3emMaT MPeABMA B LIEHTPOBE C rOASAM ODeM CAeA MYATUAMC-

265,266,1009-1011
UMMAMHApHaA OLeHKa OT CbpAEYeH eKun. EerAp

obHa

BAaABYAOTMAQCTMKa MOXE Aad Ce B3EME MPEABUA NMPU AeLia U KbpMayeTa C

1012-1015

Texka obcTpykums Ha AK nsxopeH Tpakt (RVOTO).

©ESC 2023
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Durypa 20 AropuTbM 3a AMarHocThka Ha 6oaecTTa Ha AHaepcbH-Dabpu. a-Gal A, arda-rasaktosmpasa A; AFD, 6oaect Ha Anderson-Fabry; CMR, cbpaeden
MarHuTeH pesoHaHc; Gb3, raobotpuaosuauepammp; HCM, xuneptpodpuuHa kapamomumonatus; AKX, aesokamepHa xunepTpodus; amso Gb3,
rano6oTpraosnacduHrosmH; P/LP, natorereH/ BeposiTHo natoreHeH; VUS, BApMaHT ¢ HEM3BECTHO 3HAYEHME.

Bx. TabAnLa 23.

brereruurmar aHaans TpsbBa Aa BKAIOYBA M3CAEABAHE Ha Bb3MOXKHU FOAEMM ACACLIMM MAW BapUaLIMs B OPOs Ha KOMUSATA, KOUTO He Ca OTKPUTU C METOAA Ha Sanger.
CHaMMpaHeTO Ha MOBMLUEH MAa3MeH W/nAn ypuHeH Gb3, nan naasmer anso Gb3 1 HeroBuTe aHaAO3M MpUW OLIEHKaTa Ha MaLMeHTU MbxXe MAM xeHn ¢ VUS u
HOPMaAHa (Mpwu KEHUTE) MAM MOHMXKeEHA akTMBHOCT Ha a-Gal A AaBa AOMBAHUTEAHA AMATHOCTUYHA MHPOPMALMS, HO POASiTAa Ha BMOMapKepuTe Mpu TakMBa
NaLMEeHTU CE HYXKAAE BCe OLLIE OT BAAUAM3ALIMS.

HuckuTe HaTuBHK cTOMHOCTM Ha T1 3aCMABAT MAM MOPaXXAAT MOAO3PeHMe 3a 6oaecT Ha Fabry. HopMaAHMTe HaTyBHM cToMHOCTM Ha T1 He M3kAlouBaT boAECTTa Ha
Fabry, Tbi1 KaTo ce HabAIOAABAT PSAKO MPU HeAeKyBaHM naumeHTH ¢ aeka AKX (MpeArMHO KeHW) 1AM MPU HanpeAHAAO 3a60AsBaHe NOPaAn NCEBAOHOPMaAM3ALIMA.
enpel'lop'b‘-lBa ce eHAOMMOKapAHa BUONCHS, HO MOXKE Ad CE HarpaBu W Ha APYTV 3aCErHaTh OpraHu, Kato 6bpbpeLTe 1 Koxara. Ts Tpsibea Aa GbAe OLjeHeHa oT
MaTOAO3M-EKCMEPTU U BUHATM AQ BKAIOUBA M3CAEABAHUS C EAEKTPOHHA MUKPOCKONMMS 33 OTKPUBAHE Ha AAMEAAPHU TeAA 1 BBTPEKAETbYHM BKAIOUBaHUs. Tpsibsa Aa ce
oTOeAeXKM, Ue HAKOWM AeKapCTBa MOraT Aa MPEAM3BMKAT AEKAPCTBEHO MHAYLIMPaHa GpOCHOAMUMMAO3A C BETPEKAETBUYHO HATPYyMBaHe Ha GpOCHOAUMMAM B PasAUUHM
OPFaHM, KOUTO MOFaT MPU EAEKTPOHHA MUKPOCKOMSA AA UMUTMPAT TeAa Ha 3e6pa.” "™

<

<

7.6.3. ATakcus Ha Friedreich © TUYHA MPOTPecUs B KPaiHUA CTaAMM Ha 3a6OASBAHETO U HapyLueH
7.6.3.1. OnpeaeAeHue . nepdysunoHeH pe3eps1026, KOETO BOAM AO HampeaHaAa CbpaevHa
B 248,1005,1027-1029
ATtakcuaTa Ha Friedreich e aBTo30MHO-peLlecuBHO pa3cTpoiicTBo, . HEAOCTaTBYHOCT M CMBPT. M3raexaa, Ye Hama cnepduiHa
MPUYMHEHO OT eKCMaH3Ms Ha XOMO3UIOTHO TPUMAETHO MOBTOPeHMe :  BPB3Ka M@XKAY CTEneHTa Ha HEBPOAOrMYHO 3acAraHe 1 CbpACqHUA
. 1016-1019 . 248,1005,1027-1029,1005,1027-1030,1030 H
Ha GAA B reHa frataxin (FTX), koeTo Boan Ao HCM, :  deHoTun. aTpynBaHETO Ha XXeAs30 B
NPOTPECUBHI HEBPOMYCKYAHU CUMMTOMM M EKCTPAaKapAMaAHM . MWTOXOHAPUMTE € MaTOAOTMUYHMAT OTAMHYMTEAEH MPW3HAK Ha
Ger, 01610201021 . 3aboasaHeTo."”
MPOSIBU, BKAKOUMTEAHO 3aXapeH Auaber. : -
7.6.3.2. AMarHoCTUKa, KAMHMUHA 06pa6oTka u AudepeH- : 7.6.3.3. KAMHMUYHO NnpoTuUaHe, AeueHune n cTpaTudumkaums
LMaAHA AMArHoO3a . HapMUCKa .
Bbrpeku ve ca npeAAOKEHM HAKOAKO AMArHOCTUUHM KPUTEPUA NPU HaakamepHute aputmmnu, ocobero MMM ce oTkpusar uecTo.
CyCrMeKTHa aTakcma Ha Friedreich,mn’wn 1Ma M3MCKBAHE 3a FeHeTMUYHO . DBBMPEeKM AMncata Ha AbATOCPOYHM MPOCAEAABALLIM AOHTUTYAVHAAHM
TecTBaHe C MAEHTUOUKALIMA Ha ABYKO-aAeAHa ekcrnaHsus Ha GAA B MPOY4BaHMA, PUCKBT OT KaMEPHU aPV‘TN}(‘)’mOQ%BCC M3rAeXAa HACBK B
MbpBMS UMHTPOH Ha reHa FTX WAM cbcTaBHa xeTeposurosa ca . CPaBHEHWE CbC CapkOMepHaTta HCM. M3acaepoBaTenckaTa
HeOBXOAMMM 3 ArarHosata ., ' . Tpyma B u3nuTBaHeTO MUTOXOHAPMAAHA 3alimTa C MAeOEHOH 3a
N 1034
CbpAeUYHO-CbAOBOTO 3acsAraHe OOMKHOBEHO ce MposBsiBa kato . CPPAEHEH WA HEBPOAOTMHEH M3XOA (MICONOS) ™ npeanosu

XUMEpPTPOGHUIHA HEOBCTPYKTUBHA KAPAMOMMOMATHS C XWMOKMHe- - CTAAMPaHe Ha CbpPAEYHOTO 3acsiraHe Bb3 OcHoBa Ha AKN® u
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KpaiHaTa AnacToaHa pebeAnHa Ha cteHaTa. CreneHTta Ha TWI B EKT,
AKN®D, kparHaTa AMacToAHa pebeAmrHa Ha 3apHaTta cTeHa Ha AK,
¢ubposata usobpaseHa ¢ CMR u hs-TnT Hsxa nNpepAOkKeHU KaTo
HEeraTMBHM NMPOrHOCTUYHM c|>ar<Top|4.1035

7.6.3.4. AeueHune

[MoHacTosLLEeM He € HAAMYHO CreLMPUUHO AeUEHME 3a aTakcus Ha
Friedreich. AeuerneTo c naebeHoH, aHaror Ha koeHsnm Q10, mokasa
noTeHuUMaA 3a nopobpseaHe Ha AK Maca 1 CbpAeYHUTE pesyATaTH B
NpOyYBaHMs C OTBOPEeH MPOTOKOA;' " BbMpekM ToBa, YeTUpH
PKIN'"®"" He mokassaT 3HauMTEAHa MOA3a BbPXY CbpPAECUHUTE MAU

HEBPOAOTMYHUTE PE3YATATM.
7.6.4. HapylwieHus B CbXpaHEHUETO Ha FAUKOIeH

7.6.4.1. OnpeaeAeHue

HapyweHusTta Ha cbxpaHeHueTo Ha ramkoreH (GSDs)
MPEACTaBASBAT XETEPOreHHa rpyna oT MeTaboAUTHM 3ab0ASBaHMS,
BKAIOUMTEAHO 6oAecT Ha Pompe B paHHa AeTcka Bb3pacT (7GSD, ™n
Ila), 6oaecT Ha Danon (GSD, Tvn IIb) 1 6oaecT Ha PRKAG2.

7.6.4.2. AnarHocTuKa, KAMHMYHa obpaboTka u pudpepeH-
LUMaAHA AMArHo3a

Bbripeku roasiMaTa KAMHUYHA XETEPOTreHHOCT, U3s1Ba B paMKUTE Ha
MbPBUTE HAKOAKO Mecelid OT >KMBOTA, XWMOTOHWUS, HapyLUueHue B
pacTex, reHepaAusMpaHa MyCKYAHa CAABOCT M Texka HeobCTpyk-
TMBHa HCM C KOHLEHTPUYEH MOAEA, MOCAEABAHA OT XMMOKMUHE-
TUYHA KAPAMOMMOMATHS B KpaeH CTaAMM, OBMKHOBEHO B paMKmTe Ha
MbpBaTa roAMHA OT XKMBOTA, ca TUNKYHK 3a GSD [l 2781 2 Ky emar
PR uHTepBaa M noBulweHnTe BOATaxM Ha EKI morat aa
NPEACTABASIBAT MOAE3HM AMArHOCTMUHM MpmsHaumM 3a GSDs."™'"*"
CunapombT Ha PRKAG2 Tpsibea pa ce Mopo3Mpa Mpu yCTaHOBSIBaHe
Ha aBTO30MHO AOMWHAHTHO MpeaaBaHe WM Bpb3ka C BoAecT Ha
NMpOBOAHATA CUCTEMA, BKAOYMTEAHO KaMepHa MpeekcumTaLms,
CMHAPOM Ha GOAHMA cuHycoB Bb3eA, [1M, AV 6ok, 3abaeHo
BLTPEKaMEpHO MPOBEXAAHE WMAU CUHOATPUaAHK Baokose. ™7 X-
CBBP3aHUAT MOAEA Ha YHacAepsiBaHe € TWMMYeH 3a HGoAecTTa Ha
Danon (GSD IIb). CkeAeTHaTa Mwuonatus, KOMOBWHMpPaHa CbC
3aTpyAHeHUs B 0ByYeHMETO, 3aCAraHeTo Ha peTuHaTa M KamepHara
npe-ekcuMTaLms ca OTKPUTK MPU MbXe, 3acerHaT oT BoAecTTa Ha
Danon, AOKaTo Mpu 3acerHaTuTe KEHU CbPAEYHUSAT GEHOTUM MOXKE
Aa 6bae n3oAmpaH. ™™

7.6.4.3. KAMHMYHO NpoTHUYaHe, AeYeHUEe Hu
cTpaTtupmKaLmua Ha pucKa

[pu AMnca Ha TepaneBTUYHA MHTepBeHLMS, HoaecTTa Ha Pompe
MMa AOLa MPOTHO33, MPEAM BCMYKO MOPaAM kpaeH CTapAMM Ha
CbpPAEYHA HeAOCTaTbYHOCT.  Hackopo, AaHHM OT roAsm
MHOTOLIEHTPOB €BPOMEMNCKM PerncTbp Mokasaxa, Ye boaectra Ha
Danon 1ma 3r0kadecTBeH GEHOTUM, HO HSAMA AOCTaTbYHO AaHHM 3a
MAeHTM(j)MLLMpaHe Ha MOTEHLIMAAHU PUCKOBM GpaKTOPK 3a BHE3AMHA
cmbpT.”” BHesanHa cbpAeYHa CMBPT HacTbrmea npu noutn 10% ot
naupeHTuTe cbc cuHpapoM PRKAG?2, raaBHO kaTo nocaeamua ot
HarnpeaHaA AV BAOK, HapkaMepHa TaxuKapAua pereHepupana oo KO
WAV MacMBHa xunepTpodua, ™o

7.6.4.4. AeueHue

[Mpn nauperTn ¢ GSD lla ce npenopbuBa eH3MO-3amMecTBaLLA
Tepanua T IIIISNIE e M AHeWwHa aaTa HAMAa 0AO0BpeHM
eTmororununHmn Tepanum 3a PRKAG2 cuHapom m 6oaect Ha Danon.
TepanusTa 3a CbpA€HHa HEAOCTaTBYHOCT, aHTUAPUTMUYHATA Tepanus
M MOKa3aHMsTa 33 MMMAAHTUPaHEe Ha YCTPOMCTBA Ca BKAIOYEHM B

Pazaen 6.10.

7.7. AMuAoup03a

[MpeAOCTaBAHETO Ha KOHKPETHM MPEMOPbKM 32 OLIEHKA U AeUeHUe
Ha CbpA€YHA aMMAOMAO3a € U3BbH OOXBaTa Ha TO3M AOKYMEHT.
Bmecto ToBa, paboTHaTa rpynma mpernpaiia 4MTaTeAs KbM
ussBAeHWeTo 3a no3uums ot 2021 r. Ha paboTHata rpyna Ha ESC no
MUOKAPAHU U NMepUKapAHU 3200ASBaHMSA 32 AMArHOCTUKA U AeUeHMe

375
Ha CbpA€4YHAaTa aMMAOUAO3a. HaCTOFILLI,l/IFIT paspeA noApvepTaBa CaMo
KAKOHOBUTE I'IpO6AeMl/1 Ha AMArHOCTUKaATa N AEY4EHMETO.

7.7.1. OnpeaeAeHue

CbpaeyHaTa aMMAOMAO3a Ce XapaKTepu3sMpa C M3BbHKAETBYHO
OTAaraHe Ha HEMpaBMAHO HarbHaTU NMPOTENHM B KAMEPHUS MUMOKapA C
NaTOrHOMOHUYHOTO XUCTOAOTMYHO CBOWMCTBO HA 3€AEHOTO ABOMHO
rnpedvyrnBeaHe, KOrato ce HabAOAABA MOA KPBCTOCAHO MOASPU3MPaHa
cBeTAMHa caep ougeTasaHe ¢ Congo Red.”

Bbrnpekn uye Ha BpeMeTO ce cCMsTalle 3a PSAAKO 3abOAsiBaHe,
MOAYYEHUTE MPE3 MOCAEAHOTO AECETUAETME AAHHM, MOKa3BaT, Ye
CbpAeYHaTa aMMAOMAO3a CE MOALEHSBA KaTO MpUYMHA 33 YeCTo
cpeLLaHn CbpAeYHU 3aboAsBaHKs MAK cHAPOMM KaTo HFpEF aopTHa
CTeHo3a UAM HeobscHUMa AKX, ocobeHo npu BbapacTHM xopa.'™
Bbrnpekn 4e ca onmucaHW AeBET PasAMUHM BMAOBE CbpAEYHa
aMMAOMAO33, MOBEYETO CAyYaud CbOTBETCTBAT HA MOHOKAOHAAHA
MMYHOTAOBYAMHOBA AeKO-BepuxXHa amumaomposa (AL) waum
TpaHCcTUpeTuHOBa amMnAomA03a (AT TR), MAM B HElMHATa HACAEACTBEHA
(ATTRV), uan npuaobuta (ATTRwt) dopma.” Gopmara ATTRwt,
KOSITO € CBbp3aHa CbC CTapEEHETO, MOHACTOSALLEM Ce CYMTA 3a Hal-
yecTaTa popMa Ha CbpAEUHA aMUAOMAO3A B CBETOBEH MalLab.

7.7.2. AmarHocTukKa, KAMHMYHA o6pa6oTka M
AudepeHLMaAHA AMArHo3a

CobpaeyHa amnAoMAO3a TpSIBBa Aa Ce 3aMOAO3PE MPpU MaLMEHTH C
nosuLleHa AebeAnHa Ha cTeHaTa Ha AK npu HaAMuMe Ha CbpAEUHM
MAM EKCTPaKapAMaAHU YepBeHU ¢Aarose W/MAM B crielnduyHM
KAMHUYHM CUTYaLMK, KakTo e onmcaHo noapobHo sbe Purypa 21,
0COBEHO MY MaUMEHTH Ha Bb3pacT >65 ropuHin.””

CbpaeyHaTa aMMAOMAO3a MOXE Aa ObAe AMArHOCTUUMpaHa C
MOMOLLTA Ha WMHBAa3MBHM, KaKTO M Ha HEMHBA3WMBHWU AMArHOCTUYHM
kpuTepMn.” VIHBa3MBHIUTE AMArHOCTUUHM KPUTEPUM CE MPMAAraT 3a
BCUUKM GOPMM HA CbpAEYHA aMMAOMAO33, AOKATO HEWHBA3MBHM
KpuTepuu ce npuemat camo npu ATTR. VHBasuBHWTE KpuTepum
BKAIOYBAT AEMOHCTPALMA Ha aMUAOWMAHM GUOPUAM B CbpaeuHaTa
TbKaH WAM, KaTO AATEpPHATMBA, AEMOHCTPALMS Ha aMUAOWMAHU
OTAaraHus Mpu eKcTpakapAWaAHa OuOoMCUs, NPUAPYKEHU OT
XapaKTepHW MpU3HALM Ha CbpAEYHA aMWAOMAO3a MpMU
exokapamorpadusa uan CMR.”* HenHeasmeHMTE KpUTeprM BKAIOYBAT
TUNUYHK exokapamorpadckn/CMR HaxoakW, KOMOWMHMPaHW C
MAaHapHa M eAHOGOTOHHA EMMCMOHHA KOMMIOTbPHA ToMorpadus
(SPECT) cTeneH 2 umAM 3, norabliaHe OT MUOKapaa Ha
paarodapmatieBTMLmTE: 99mMTexHeumeB nupopocdat (99mTc-PYP)
uan 3,3-pndocdoro-1,2- cumHTUrpadus ¢ NponaHoAMKapOOKCHAHa
knceanHa (DPD), nan xuapokcumetuaeH andocpoHat (HMDP) u
3aABAKMUTEAHO M3KAIOYBAHE Ha KAOHAaAHA AMCKPa3us Ypes BCUUKMUTE
CAEAHM TecToBe: CBOOOAHWM AeKW BepuUru, eaekTpodopesa Ha
CEPYMHUTE M YPUHHM MPOTEMHM C uMyHobMKcaums,'™ Tpabea aa ce
B3eMe NMpeABMA TOMorpadcka CLUMHTUIpadus, 3a Aa ce HaMaAn bposT
Ha norpewHuTe KAacudukaumm.' ™’ DaaliMBO OTpULATEAHM
CKaHWpaHUs MOraT Aa HacTbnAT psiAko npu Hakou AT TRv
reHOTUMNOBE; PaALUMBUTE MOAOKMUTEAHWM PE3yATaTM MoraT Aa ce
AbAKaT Ha AL, ckopolleH MMOKapAeH WMHQapKT MAM AbArOCPOYHA
ynoTtpeba Ha xaropokuH.” CaepoBaTeAHO nAaHapHata u SPECT
CUMHTUrpadus, CbyeTaHa C OLeHKa 32 MOHOKAOHAAHM MPOTEMHM,
nocAeABaHa, ako e Heobxopmmo, oT CMR u/uam cbpaedHal/
eKCTpakapAMaAHa OWOMCKs, MO3BOASIBA, KAaKTO € OMWCaHO BbB
Durypa 22, npaBuAHa AMarHo3a npu MaLMeHTU C NMPeAMNOAaraeMm
npusHaty/cumntomu.”” Ckarmpaneto ¢ DPD/PYP/HMDP He moxe
Aa Hampaeu pasavka obade Mexay AvB Twn u mytupaa ATTR u
CAEAOBATEAHO € HEODXOAMMO reHETUYHO M3CAeABaHe. TpsbBa Aa ce
OTOEAEXKM, Ye FeHETUUHOTO M3cAeABaHe Ha T TR ce npenopbysa npu
BCWYKM MALMEHTU C TPAHCTUPETUHOBA AMUAOMAHA KAPAMOMMONATUS
(ATTR-CM), He3aBUCMMO OT Bb3pacTTa, Tbit KaTo 5% OT maumeHTUTE
¢ ATTR-CM Ha Bb3pact 270 ropmHu (a 10% npwu »keHuTe) mMmat
ATTRV.375,1061
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AebeanHa Ha
cTeHarTa Ha

-+ >1om

AsiBaTa Kamepa
>12 MM

(

.

CybeHpokapaHo/TpaHcMypaaHo LGE nan nosuwer ECV

HamaAeH HapAbXeH CTPEiiH C OTHOCUTEAHO 3amaseH CTPeVH Ha anekca

CobpaeyHa HeAOCTaTbYHOCT Ha 265 roamMHM

AopTHa cTeHo3a Ha =65 roamHum

XUMOTOHUA UAU HOPMOTOHMUA,
Npu NpeALlecTBalla XMnepToHna

CeH30pHO 3acsiraHe, aBTOHOMHA AUCPYHKLIMS
[NeprdepHa NoAMHeBpONaTUS
[NpoTenHypus

CUHUHM No KOXaTa

PaskbcaHo cyxoxuamne Ha buuenca

ABYyCTpaHeH CUHAPOM Ha KaprmaAHWs TYHeA

HamaaeHo cboTHolueHne QRS BoATaxk KbM Maca
[Mcespo Q-BbAHU B EKI
HapyweHns Ha AV nposoammocT
BbvamoxHa pammaHa aHamHesa npu ATTR
XPOHUYHO MOBULLIEHWN HMBA HA TPOMOHUH

N3BecTeH MHOXecTBeH MueAom nam MGUS

@ESC—

d>urypa 21 CKpUHUHT 3a cbpaedHa amuaomposa. AT TR, TpaHcTMpeTMHOBa aMmAomMa03a; AV, atpuoseHTpukyaapeH; EKI, eaektpokapaumorpama; ECV,
n3BbHKAeTbYeH 0beM; LGE, kbcHo rapoanHmeso ycmasane; MGUS, MOHOKAOHAAHA raMomMaTyis C HEOTNPEAEAEHO 3HAUEHME.

7.7.3. KAMHMYHO npoTuyaHe U ctpatudpu-

KaLMA Ha pUcKa

CbpaeyHata amMmAoMAO3a e Mporpecupallo 3aboasiBaHe C AOLU
M3XOA, aKO He Ce AeKyBa. AMUAOMAHATA AEKOBEPUMXHA CbpAEUHA
aMMAOMAO3a € CBbp3aHa C Mo-6bp3a Mporpecus Ha CbpaedHaTa
HEAOCTaTBUHOCT M MO-AOWa MporHosa ot AT TR, 33 jacTme,
nporHosata Ha AL amuaompo3a ce e MopobpMAa 3HAUMTEAHO C
BbBEXAAHETO Ha MHOTO eeKTUBHM Tepaniu, CMOCOBHU Aa HAMAAST
APaCTUYHO MPOU3BOACTBOTO Ha KaPAMOTOKCUYHU Aeku Bepuri. 1064
[NporHosarta npu AT TR 3aBucK OT BapuaHTa, CTEMEHTa Ha CbPAEYHO
sacaraHe M HespoAoruunus derotun.  '°*° Hakoako
MYATMMapaMeTpudHu CUCTeMM 3a CTapuMpare, 6asnpaHu Ha
61omapkepu, ca paspaboteHn 3a AL u ATTR cbpaeuHa

1066-1068 “
ammaomaosa " (B3, AOMBAHUTEAHM AaHHM OHAaH, TabAMUa S5).

7.7.4. AeueHune

AEUEHMETO Ha CbpAEYHaTa aMMAOMAO3A BKAIOYBA AeHeHMe U
NpeAOTBpaTABaHE Ha YCAOXHEHMSTA M CriMpaHe MAM 3abaBsHe Ha
OTAaraHeTo Ha amuAOMA upes crieunduuHo Aederme.” ' Hama
AOKa3aTeACTBA B MOAKPENa Ha M3MOA3BAHETO Ha CTAHAAPTHA Tepanis
3a CbpAEGUHA HEAOCTATBYHOCT, KOSTO YeCTO He ce MoHacs Aobpe, ¢
M3KAIOUEHMe Ha AMypeTuLTe (BX. Pasaen 6.10.2)."7'"

EcTecTBeHaTa MCTOPHMA Ha CbpACUHATA aMUAOMAO3a CBbp3Ba GOACCT
Ha eAeKTpUUeckaTa MPOBOAMMOCT Ha CbPLETO CbC CMMMTOMHA
6paankapana 1 HampeaHar AV 6a0k. "7 KAHUURMAT npar Ha
MOKA3aHMETO 3a MOCTaBAHE Ha MeiicMeiikbp TpAGBa Ad € HMCBK,
3aUl0TO C HanpepBaHeTo Ha 6oAecTTa MMMAAHTaLMATa Ha
YCTPOMCTBOTO AaBa Bb3MOXHOCT 3a YECTOTEH OTFOBOP MpW
dU3MYeCKO HaTOBApBAHE M KOPEKLUMA AO3aTa Ha MeAMKa-
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s N
MpusHaum n cumntomu, EKT ECHO mnan CMP, npeanoaaraliy cbpaeyHa aMMAOMAO3a
99mTc-DPD/PYP/HMDP + XeMaTOAOTMYHM TecToBe

(KOAquCTBeHO OMNpeAeAsHe
CUMHTUrPadUs Ha cBOOOAHM Aema Bepuma U
| cbe CIMEKT MMYHODUKCALIMSA Ha CEPYM WU YPUHA) J
Cumntnrpadpcka crenen O Cunntnrpadpcka crenen 1-3 Cumnrurpadpcka crenen O Cuynnturpadeka crenen 1-3
XeMatoAoruuHu Tecrose - Xemarororuunu Tecrope - XeMatonornuuu Tecrose + Xematonornunu tecrope  +
£ l { AL amyloidosis?)
CreneH 2-3 CreneH | CMP - CMP + wan
HeybeauTeAeH
AMarHocmu,MpaHe |_|0ATVII'|
é,Lé':!LE CobpaeyHa §g$;$$§£2::2 AmAoAosaTa Ha XHUCTOAOTUMHO XUCTOAOTUYHO
aAaMNAOMAO3a ATTR (c'prequ/ S RERE no(l,i;i)gs:g?e MOTBbPXKAEHNE
MaAko aMMAOMAO32 M3BBHCHPAEUHO) BEpRANIAE) M3BLHCHPACHHO (06bmKHOBEHO
EEPRATITHE Ha AMarHosarta Ha AuarHosata CbPAGUHO)
Ako
NOAO3PEHUETO TTR
I'IP%.%T:’/I\él%Ba, reHeTUYHO
TecTyBaHe
npeABu
I'IOBTgPEH MP, ATTRwt/
MOCAEABaH ATTRv
oT buorncus
\

@ESC—

Durypa 22 CkpuHUHT 3a CbpAeuHa ammaouposa. ATTR, TpaHCTUpeTHHOBa aMuAoMA03a; AV, aTpuoseHTpukyAapeH; EKT, eaekTpokapaunorpama; ECV,
n3BbHKAeTbYeH 0beM; LGE, kbcHo rapoanHmneso ycmasane; MGUS, MOHOKAOHAAHA raMOmMaTyis C HEOTNPEAEAEHO 3HAUEHHE.

375,1074
MeAMKaMeHTUTE. Poasta Ha ICD npu cbpaeyHa aMMAOMAO3a 3a

npeseHums Ha BCC He e HambAHO U3siCHEHa, HO HAAUYHWUTE AQHHW He

1076,1077
MOAKPENAT U3MOA3BAHETO MY 3a MbpBUYHA NPEBEHLIUA.

7.7.4.1. CneundpunyHm Tepanmm

TepanusTa 3a AL cbpaeyHa aMMAOMAO3a Ce OCHOBABA Ha AeYeHUue
Ha MOAAEXALLMA XeMaTOAOrMYeH MpobAem ¢ XAMUOTEPANNS AU
ABTOAOXHA TPAHCMAAHTALMS HA CTBOAOBM KAETKM.

CTabuAM3MpPaHETO Ha TPaHCTUPETMHA W PeAyKLMATa Ha
NMPOU3BOACTBOTO My Ca B OCHOBaTa Ha AeveHueTo Ha ATTR
CbpA€YHaTa aMMAOMAO3a. TadaMMAMC HamaAsBa obLaTa CMbPTHOCT
M CbPAEYHO-CbAOBUTE XOCnuTaAm3aumm npu AT TR, KaTo Halt-roasm
edekT ce nocTura nNpu naumeHTn ¢ yHKUMoHaseH Kaac | u Il no
NYHA.1078 [MpoBexaaT ce AOMbAHUTEAHM MPOYYBaHUA C APYTU
cTabuAV3MpalLM areHTU W APYrM MOAEKYAM, KOUTO HaMaAsBaT
npoussoacTeoTo Ha TTR.'™*

8. Apyr1 npenopbKu

8.1 CnopToBe

8.1.1 CbpAeYHO-CHAOBU MOA3U OT PU3UYECKHU
ynpa>kHeHus

PepoBHaTa du3MUecka akKTUBHOCT U CUCTEMHUTE YMPaXXHEHUS
MMAT HSIKOAKO MOA3M 32 CbPAEYHO-CbAOBATA CUCTEMA, MCUXOAOTUSITA
n Qol. Ypes orpaHu4yaBaHe Ha pUCKOBUTe PaKTOpU 3a
aTepOCKACPO32, KATO 3ATABCTABAHE U MHCYAMHOBA pesuctenTHocT,””
XUMEPTOHUSA, U XUMEPAUMUAEMUS,  pepOBHATa du3Myecka
aKTUBHOCT € CBbp3aHa ¢ A0 50% HamaAsBaHe Ha p1cKa OT HEXEAAHO
cbbuTre ot KAB npu xopa Ha cpepHa Bb3pacT WM MO-Bb3PaCTHU
Amua. " Auuata, KOUTO CMOPTYBaT PEAOBHO, XMBEAT 5—7 FOAMHM
MO-ABAFO OT CBOUTE 06Ee3ABMKEHM KOoAerM, ' ca € MO-HICBK prCK OT
MO3bUYHO-CBAOBU UHLUMAEHTU ®° 1 HAKOM 3AOKaYECTBEHM
3a60AsBarma. " Tesn noAsu, KOMTO MoraT A2 GbAAT M3BAEUEHM
MO-KbCHO B XKMBOTA, CE& OTHACSAT U 32 AMLIA C YCTAHOBEHO CbpPAEYHO-
CbAOBO 3260AfBaHE . 32 OMPEAEASIHE Ha HMBATA HA MHTEH3UBHOCT Ha
YNPaXHEHUATA, MOAS, BUXTE AOMbAHUTEAHW AAHHWM OHAAMH,
TabAmua Sé.
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8.1.2. Cebp3aHa ¢ ynpa>xHeHUs BHe3amnHa cbpAeYHa
CMBPT U MPEeAMULLHU Mpernopbku 3a ¢U3UUECcKo
HaToOBapBaHe Npu NaLmMeHTU C KapaAnomMmonaTma
VIHTEH3MBHUTE ynpa)KHEHMsi MoraT Aa MPEeAM3BMKAT MMOKapAEH
MHGAPKT U GpaTaAHM APUTMUM CPEA AMLIATA C MOAAEXKALLO CbPAEYHO-
cbA0BO 3a60AsBaHe. """ HaroxeHO BbpXy NaTOAOTMUHMS Cy6CTpaT
Ha camaTa 6OAECTHAa EAMHMLIA, HATOBAPBAHETO MOXE Ad MPEAM3BUKA
BHe3aneH CbpPAEYEH apecT Ype3 MeXaHWYHW HaTOBAapBALLM CUAM B
KOPOHapHWUTE apTepuu, edeKTUTe OT BMCOKWUTE KOHLIEHTPaLMK Ha
LMPKYAMPALLMTE KaTEXOAAMUHM, YCAOBMATA Ha MOBMLLUEHOTO
CbPAEYHO HATOBapBaHe, MOBMWLLEHATA BbTPELUHA TEMMepaTypa,
€AEKTPOAUTHUTE MPOMEHM U KMCEAUHHO-AAKAAHU HapYLLIEHUS.
KapaMoMmuonaTumTe ca BoAeLlaTa MpUYMHA 3a CBbp3aHa C
¢usmnyecko HatosapsaHe BCC npu MAapm xopa B 3anapHus
ceat. " \ctaHoBeHaTa Bpb3ka MexAy HaTosapsaHeTo M BCC ot
KapAMOMMOMATMS M KOHCTATaLMsATa, Ye MpU HAKOW deHoTUnoBe
KapAMOMMONATUS GU3MUECKOTO HATOBapBaHe MOXe Ad YCKOpW
nporpecusTa Ha OCHOBHUSA KapAMOMMOMaTHYeH BOAeCTEH MpoLIeC €
AOBEAA B MMHAAOTO AO PECTPUKTUBHU MPEMOPBbKM 3a YrpaKHEHMS
NPV BCMYKM 3aCerHat MauMeHTW, He3aBWCMMO OT MaTOAOTUSTA,
TeXecTTa Ha 3a00AABaHETO, CUMMTOMATUYHWS CTATYC, OBLLMS PUCKOB
NMPOGUA MAV MPEAMLLIHN TEPANEBTUYHU MHTEPBEHLIMM, BKAOUUTEAHO
ICD."™" Mo Tasu npuumHa xopaTa C KAPAMOMMOMATHA YECTO Ce
06e3ABMKBAT, MopaaM CTpax oT noTeHumaHa BCC u Hatpynsat
pUCcKoBK dakTopu 3a aTepockaepoTnyHa KAB, koeTo kpue no-aoLua

1099-1102,1096,1097
NporHo3a.

8.1.3. MNMpenopbku 3a $pU3NYECKO HaTOBapBaHe MNMpwU
XunepTpodpuyHa KapAMoMUonaTms

CKOPOLUHU NPEAKAMHUYHM'™ UM KAMHUUHM AQHHU MOACKA3BaT, ue
yMepeHUTE YrpaxHeHUs MoraT Aa 6bAaT MOAE3HM 1 Ge3onacHu npu
naupentn ¢ HCM."* " udopmaumata 3a 6esonacHata Ao3a
MHTEH3MBHM YNpaXKHEHMs BCe OLLLE € OrpaHn4eHa, HO XeTeporeHHaTa
mMopdoaorus u natopusmororns Ha HCM osHauasa, ve HsKOM AnLa
MOTaT A2 B3EMAT y4aCTME B MHTEH3UBHM YTIPAKHEHMS, BKAOUMTEAHO
CbCTE3aTEAHM CMOPTOBE C BMCOKA WMHTEH3MBHOCT. [loBeueTo
CMOPTUCTH, CMOCOBHM A2 TPEHWpAT WMHTeH3WBHO, mmaT Aeka AK
XUNepTpOuUs, HOpPMaAeH pa3mep WMAM yBeanueHa AK, HopmaaHa
AMacTOAHa dyHKUMA M ca 6e3 pAaHHM 3a LVOTO." " HaanunuTe
AaHHM MOKa3BaT B MOMEHTa, Ye Y4aCcTMETO B WMHTEH3MBHU
YNPaXKHEHWS W CbCTE3aTEAEH CMOPT MOXE Ad CE B3EME MPEABMA B
u3bpaHa rpyna NMpeAMMHO Bb3PACcTHM MaLMEHTH, KOUTO MUMaT Aeka
MopdoAOrMA U HUcko-puckos mpodua.' "' Bunpekn Toea,
MPOYYBAHUATA, M3CAEABALLM edeKTa OT UHTEH3UBHUTE YNPaXHEHUS
MAW CbCTE3aTEAHUTE CMOPTOBE C yMEPEHA AO BMCOKA MHTEH3MBHOCT
BbpXY ecTecTBeHaTa eBoAloLms Ha HCM, HAMaT NOAXOASLL AM3aWH 1
AOCTaTb4Ha CTATUCTUYECKA CUA], He Ad OTFOBOPST Ha BbMpOCa 1 MMaT
NOTEHLMAAHK MPOBAEMM, CBBP3aHKM C MPUCTPAcTMA npu nopbopa.
HesaBucrmo oT ToBa, Ha 6asata Ha M3HWKHAAMTE AOKA3aTEACTBa,
paboTHaTa rpyna ce CbrAacu A2 Bb3MpUeMe CPaBHUTEAHO AMOepaAeH
MOAXOA, KaTO Ce 3aCTbMM 3a TOBA, Ye CAEA MOAXOASLL, MOAOOP, HAKOM
AV C HUCKO-PUCKOB MPOGUA MOraT Ad y4acTBaT B YrpaXKHEHMs C
BMCOKA WHTEH3MBHOCT M CbCTE3aTEAEH CMOPT CA€A LAAOCTHA
eKCrepTHa OLleHKa M CMOAEAEHA AMCKYCMs, KaTo Ce MoAvepTaBa
HeMpeACKasyeMums XapakTep Ha cBbp3aHarta ¢ HatosapeaHe BCC npu
HCM. He ce npenopbyBaT CMOPTHU AMCLMMAAMHUK, MPU KOUTO
CUHKOMBT MOXE Ad AOBEAE AO $aTaAHO CAy4alMHO HapaHsBaHe WAK
OMacHOCT 33 OCTaHAAUTE.

[MaumeHTUTEe C MOAOXKUTEAEH FeHOTUM/OTpULIATEAEH deHOTMN
MOraT A y4acTBaT BbB BCUYKM CbCTE3aTEAHM CMOPTOBE; BCE Mak ce
MperopbyBa roAMLLIHA OLIEHKA, 33 Ad Ce Harpaeu MpoBepka 3a
pasBUTME Ha GEHOTUMHM BOACCTHM XapaKTepUCTUKIL. '

8.1.4. MNpenopbku 3a pU3MUECKU yNparKHEHUA NpU
apuUTMOreHHa AeCHOKaMepHa KapAMoMMHoNaTUs
ApUTMOreHHaTa AECHOKaMepHa KapAMOMWOMaTWs € Mpu3HaTa
npuYMHa 3a cBbp3aHa ¢ pusmyecko HatosapsaHe BCC nmpu maaam
6e3CUMNTOMHM Al/ILI,a,éO‘890 3a KOATO Ce MOCTYyAMpa, Y€ € pe3yATaT oT
KaMepHO pa3TAraHe, BOAELLO AO MWOLMTHO YyBpexXpaHe C
MOCAEABALLLO Bb3MaAeHME U ¢M6pO—MaCTHO 3aMecCTBaHe Ha KaMepHuA

Muokapa. DaTaAHU apuUTMKMKM MOTaT A2 Bb3HMKHAT MO BpeMe Ha
BB3MAAMTEAHMS MPOLEC WMAM MOPaAM MMOKApAEH LMKaTpukc. B
AOMbAHEHUE, UM AQHHM, KOUTO MPEAMOAArarT, Ye yrpaxHeHuaTa ¢
BMCOKa MHTEH3MBHOCT Ca CBbP3aHM C YCKOpsiBaHe Ha GOAECTHMSA
dbeHoTvn npu Avua ¢ ARVC, BKAIOUMTEAHO Te3u, KOUTO ca FreHOTHM-
MOAOKUTEAHN/GEHOTUM-OTPULIATEAHM, 1 OCOBEHO Te3n C BapuaHTU
Ha PKP2.""""*""|\ma ocBeH ToBa AOKa3aTeACTBa, Ue OrpaH1YaBaHeTo
Ha YNPaXXHEHMATa NOAOBPABA KAMHUYHWTE PE3YATATH MPY MaLmMeHTH
c ARVC. """ Bys ocHoBa Ha Tesu AaHHM paboTHaTa rpymna
MperopbuBa Aa He Ce MPaBAT WHTEH3UBHM YMPAXKHEHUS WAM
cbcTe3aTeAHM criopTose npu Avua ¢ ARVC, Kato yacT oT npoueca Ha
B3eMaHe Ha pelueHus. AoKasaTeACTBaTa 3a Bb3AEMCTBMETO Ha
YMPaXKHEHUATA MPU AMLA C MOAOKMTEAEH TEHOTUM/OTPULIATEAEH
deHoTUN ca no-orpaHuudeHn. B Teau cayuan paboTHata rpyna
NpernopbyBa MPEANasAMB MOAXOA B KOHTEKCTA Ha CbBMECTHOTO
B3EMaHe Ha peLLeHus, KOraTo ce OBChXAR Y4acTHe B CbCTE3aTEAHM
cnoprose. Aekata A0 yMepeHa duanuecka akTMBHOCT A0 150 MUHYTH
Ha ceaAMMUA ce cuMTa 3a 6esonacHa v ce MperopbyBa Mpy AMLA C
HeratueeH peHoTmn.' "

8.1.5. MNpenopbku 3a pusnMUecKn ynpa>kHeHUsA Mpu
AVWAATaTUBHa KapAMOMMOMNATUA U HeAUAATaTUBHA
AeBOKaMepHa KapAMoOMMONaTUs

IMa AOKa3aTeACTBa, Ye yMEPEHUTE YMPAXXHEHMUS MPU OMTUMAAHO
AekyBaHu naupeHT ¢ DCM nopobpssat GyHKLUMOHAAHMS KarnaLmTeT,
kamepHata dyHKUMA M QoL;"” HO MHTEH3MBHUTE ynpaXHeHWUs u
CbCTE3aTEAHWUTE CMOPTOBE MOTaT CbLUO A3 MPEAM3BMKAT (paTaAHU
apuTMum npu DCM 1 NDLVC, ™1

Mo npuHumn, cumnTomumTe AmMua c DCM 1 NDLVC Tpsbsa aa ce
Bb3ABPKAT OT MOBEYETO CbCTE3ATEAHW M aMaTbOPCKM CMIOPTOBE UAW
YNPaXXHEHWS, CBbP3aHM C YMepeHa WAM BMCOKA WHTEH3MBHOCT.
M3bpara rpyna ot 6escumnToMHmn uHAMBUAM ¢ DCM 1 NDLVC,
KoUTO MMaT Aeko HapyweHa AK ¢yHkums 6e3 mMHAyuMpaHu oT
YNPXKHEHWUS apUTMUM MAM 3Ha4YMTEAHA MUOKapAHa $nbposa, Morat
AQy4acTBaT B MOBEYETO CbCTE3aTEAHM CMIOPTOBE.

Bbnpekun uye ecrecTBeHaTa MCTOpPUs Ha MOBEYETO MATOrEHHM
BapuaHTH, cnocobHu aa npuumHaT DCM n NDLVC e HeunssecTHa, 61
6UAO PasyMHO Aa Ce paspellaT WMHTEH3UBHU YMPaXxHeHUs U
CbCTE3ATEAHM CMOPTOBE TMpW MOBEYETO WHAMBMAM C MaTOTEHHM
BapuaHTW, KOraTO AMMCBAT SIBHWM XapakTepucTuku Ha AKMIT mam
NDLVC. CneuuaAHo BHWMaHWe Tpsbea aa ce obbpHe obaye Ha
MHAVBMAM C MAaTOrE€HHW BAapWaHTK HA FeHW, KOMTO Ca CBbp3aHM C
MOBULLIEH PUCK OT KMBOTO3ACTPaLLABALLM apPUTMUM, KaTO BapUaHTH
Ha AaMuH A/C™"""* yan TMEM43, 32 KOMTO MMa HOBM AOKA3aTeACTBa,
ye PU3UYECKOTO HATOBApPBaHE MOXKE Ad MMa HebAAronpusaTeH edpekT
BbPXY CbpA€YHaTa OYHKUMS M PUCK OT MOTEHLMAAHO daTaAHM
apuUTMUU. Bb3AeMCTBMETO HAa WMHTEH3WMBHMTE YMPaXHEHWs Mpu
NaLMEHTH C MaTOreHHM BApUAHTU B APYTM BUCOKOPUCKOBM FeHM, KaTo
BapuaHTi Ha duaammn C,""* npossasawm DCM mam NDLVC
deHOTMMOBE He e HaMbAHO M3SCHEHO; HO eKCTparnoAaumsTa Ha
HalleTo pa3bupaHe 3a epeKTa OT yrpaxHeHMsTa BbpXy Hskon ARVC
1 DCM ¢peHoTUMOBE M3MCKBA MOBULLIEHO BHUMAHUE.

Mpenopbku Ta6auua 31 — Mpenopbku 3a pusnueckun
yNpaXkHeHUA NPy NaLuUeHTH C KapaAuomMuonaTmsa

Mpenopbku Kaac® Huso®

Bcuuku KapauoMuonaTtum

[MpenopbuBaT ce peAOBHM GUIUHUECKM YNIPAXKHEHUS C
HUCKa AO YMEPeHa MHTEH3MBHOCT MpU BCUYKM
CMOCOBHN MHAMBUAM C KAPAMOMMOMATHSL.

[podbaxcasa
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[Mpu BCUYKM MaLMEHTU € KapAMOMKOMNaTHS ce
NpenopbYBa MHAMBMAYAAHA OLIEHKa Ha pUCKa 3a
NPeANMcBaHe Ha GpM3MYECKO HaToBapBaHe.

0

HCM

VnpaxKHeHUsATa C BUCOK MHTEH3UTET M CbCTE3ATEAHUAT
CropT TpsibBa Aa Ce B3eMaT MPEABUA MPU AMLA C
MOAOXKMUTEAEH FEHOTUMN/OTPULIATEAEH PEHOTHI, KOUTO

ce cTpemaT aa rv npassa. ' 124

lla C

Vnpa)KHEeHMs C BUCOK MHTEH3UTET W CbCTe3aTeAeH
CMOPT MOTaT Aa Ce B3eMaT MPeABUA MpU 6e3CMMMNTOM-
HU HUCKOPUCKOBM © AMLIA C MOPGOAOTUUHO AeKa
XUMNEepPTPOPUYHA KAPAUOMUOMATHS MPU AWMCa Ha
OBCTPYKLMS Ha ACBOKAMEPHMS U3XOA B MOKOM MAM
MPU MHAYKLIMS U NPEAU3BUKAHN OT YrpaxKHeHUs

KOMMAEKCHN KaMepHW apUTMUU. QO ze A

VnpaxKHeHUs C BUCOK MHTEH3UTET, BKAIOYMTEAHO
CbCTE3aTeAHM CMOPTOBE, He Ce MPEernopbYBaT Npu
AMLIA C BUCOK PUCK M MPU AWLIa C OBCTPYKLMS Ha
AEBOKaMEPHMS U3XOAEH TPaKT U MHAYLIMPaHU OT
YMPaXHEHMS KOMMAEKCHWU KaMEPHM apUTMUM.

0

ARVC

M36srBaHe Ha BUCOKO-MHTEH3UBHU YMPaXXHEHWs,
BKAIOYMTEAHO CbCTE3ATEAHM CMIOPTOBE, MOXE Ad CE
B3EME MPEeABUA MPY MHAMBUAM C MOAOXKUTEAEH
reHOTUN/OTpULIATEAEH GEHOTUM B CEMEICTBA C
ARVC, 111111161117

VMepeHU W/MAU BUCOKOMHTEH3MBHU YMPaXKHEHWS,
BKAIOYUTEAHO CbCTE3ATEAHU CMIOPTOBE, He Ce

npenopbysat npu AMua ¢ ARVC. HSRAITR)

0

DCM u NDLVC

TpsbBa a2 ce B3eMaT MPeABUA YNPAXXHEHUS C
YMEpeHa U1 BCOKA MHTEH3MBHOCT MpU reHHO
MIOAOXKUTEAHM U GEHOTUM-OTPULIATEAHM AWLIA

(c m3KAtOYeHMe Ha maToreHHu BapuaHTy Ha LMNA 1
TMEMA43), kouTo ce cTpemaT Aa npasat Tosa.''?3

lla C

VrpaxHeHUs C BUCOKA MHTEH3MBHOCT M CbCTE3aTEAEH
CrMOPT MOTaT A2 Ce B3eMaT MpeABMA Mpyu M3bpaHa
rpyrna oT 6e3CHMMTOMHU 1 OMTUMAAHO AEKyBaHM
UHAVMBUAM C GPaKLWS Ha M3TAACKBAHE Ha AsBaTa
Kamepa =50% npw AMMca Ha MHAYLMpaHK OT
YMPAXKHEHMS KOMMAEKCHW apUTMMU.

VrpaxHeHUs ¢ yMepeHa MHTEH3MBHOCT MOraT Aa ce
MMaT MPEABMA MPU BE3CUMMTOMHM M OMNTUMAAHO
AeKyBaHW AMLA C GppaKLMs Ha M3TAACKBAHE Ha AsiBaTa
Kamepa 40—49% npu A1Mca Ha NpeAM3BUKaHU OT
YMPAXKHEHWS KOMMAEKCHU apUTMMU.

B1COKO-MHTEH3MBHI YrpaXXHEHUS, BKAOUUTEAHO
CbCTe3aTeAeH CMOPT, He Ce MPernopbyBsaT Npu CUMNTO
MHM AML, Te3M C GPaKLIMA Ha M3TAACKBAHE Ha AsiBaTa
Kamepa <40%, NpeAV3BMKaHM OT yrpaxXHEeHUs apuT-
MWUM MAM NaToreHHM BapuaHTL B LMNA m1an TMEMA43

©ESC 2023

ARVC, aputMmoreHHa AecHokamepHa kapavomuonatusi; DCM, amAataTvieHa kapAMOMUO-
natus; HCM, xuneptpoduuna kapamommonatus; LMNA, aamun A/C; NDLVC,
HeAWAATaTUBHA AeBOKaMepHa kapauommonatus; TMEMA43, TpaHc-MeMbpaHeH npoTenH 43.
2[penopbunTeAeH KAAC.

AOKa3aTeACTBEHO HMBO.
Bx. Paspea 7.1.5 3a puckosa oueHka npu XKMTT.

8.2. PenpoAyKTUBHM Npo6AeMu

BpeMeHHOCTTa 1 CAeA-POAOBMST MEPUOA Ca MEPUOAM Ha MOBULLIEH
PUCK OT CBPAGYHO-CBAOBM YCAOXKHEHUA MPU XKeHU C
KapAVMOMMOMaTUK. KapaviomumonaTusTa Moxe CblLO Aa Obae
AMarHOCTMLMpaHa 3a MbpBK MbT MO BpeMe Ha 6PeMeHHOCT MAM Ad
Bb3HMKHE MO BpeMe Ha 6peMeHHOCT, kakto PPCM."™

PucKbT, cBbp3aH ¢ 6peMeHHOCTTa MPU NaLMEHT C KAPAUOMMONATMS,
Ce MpeLeHsBa C MoMoLLTa Ha MoanduMumparaTa Kaacudumkaums Ha
CeeToBHaTa 3apaBHa opraHuzaums (MC30)."™ BpemeHHocTTa e
npoTMBomnokasaHa npu xeHu B kaac [V no C30, BkAUMTEAHO
naupmeHT ¢ DK <30% man NYHA kaac -1V, uan npeamianm PPCM ¢
nepcucTmpatlo yepexaane Ha AK gyHKUms.

8.2.1. KoHTpauenuus, onaoXXxpaHe MH BUTPO MU
XOPpMOHAAHO AeYeHue

KoHcyaTaumm 3a GesomacHa W epekTMBHA KOHTpauenums ca
HEOOXOAMMM MPU BCUUYKM KeHU BbB epTMAHA BbB3pacT.
KoHTpaLenT1BmTe, CbAbPKALLM ETUHUAECTPAAMOA, KPUAT Hall-TOASIM
pUCK OT TpOM603a' 11 He ce MpenopbYBAT MPY KeHM C BUCOK PUCK OT
TPOM60O-eMOOAMYHO 3aboAsiBaHe. KOHTpaLenTUBUTE, CbAbPIKaLLM
CaMO MPOTeCTUH, Ca aATEPHATMBA, TbiA KaTO UMAT MaAbK MAM HUKaKbB
epeKT BbpXy KOAryAaLUMOHHUTE ¢$aKkTOpW, KPbBHOTO HaAsiraHe U
AMMUAHUTE HUBa. BasvpaHuTe Ha AeMCTBALLM Ha AEBOHOPrecTpeA
0bpaTMMU KOHTPALEMNTUBHU WMMMAAHTM WAM BbTPEMATOYHU
YCTPOMCTBA Ca Har-6e30omacHUTe U epekTUBHM KOHTpaLLEnTUBU U
MMaT MaAKO CTPaHWYHWM epeKTU MO OTHOLUEHWE Ha KapAMOMWO-
natuuTe.

MeAMLMHCKM MOAMOMAraHoTO pasMHoXaBaHe AODaBs PUCKOBe,
OTBbA Te3W Ha camaTa OpPeMeHHOCT; CymnepoByAauusTa e
NpoTpoMbBOTUYHA U MOXKe Aa ObAe YCAOXKHEHa OT CMHAPOM Ha
OBapUaAHa XWMMEPCTUMYAALMs, CbC 3aBEAeXKMMU MPOMEHU B
nAasMeHusi obeM M Aaxe Olle MO-TOASM PUCK OT Tpombosa.
XopMoHaAHaTa CTUMyAALMS TPSOBa BHUMATEAHO Aa CE€ OOMUCAM MpU
XeHu, konTo nmat 3aboassaHe kaac lll no C30 (KT nan HCM) man
KOWTO Ca Ha aHTUKOAryAaHTU.

8.2.2. AeueHue BbB Bpb3Ka c GpeMeHHOCTTa

8.2.2.1.Mpea-6peMeHHOCT

MaumeHTH C M3BECTHA KAPAMOMMOMATMS U C PUCK OT PasBUTHE Ha
KapAMomuonaTus Tpsabea Aa MOAyYaT KOHCYATALMS MpeAu
6PEMEHHOCTTA OT MYATUAUCLMIAVHAPEH EKUM: KAPAMOAOTUYEH KM
C OnuT MNpu GpeMeHHOCT. MIHAMBUAYAAHUST PUCK Ha XKeHaTa npu
6peMeHHOCT TpsibBa Aa ce OBCbAM M3MOA3BaNKM KAACUdUKALIMATA Ha
C30, B aOMbAHEHME KbM ODOCBHXKAAHETO Ha BEPOSTHOCTTAa OT
npeaasaHe Ha 6OAeCTTa Ha MOTOMCTBOTO U Kak Ad Ce HaMaAW TpaHC-
reHepaTUBHUAT PUCK OT MPeAaBaHe Ha 3a60AABaHETO.

3a MHAMBUAYaAHa OLLeHKa Ha puUcKa, MUHUMYMbT e EKT,
exoKkapaMorpadums 1 TecT ¢ HatoBapeaHe. HakoAko acrekTa Tpsibea
A2 6baaT OBCAEHM C XKeHaTa, BKAIOUMTEAHO AbATOCPOYHA MPOrHo3a,
AEKapCTBeHa Tepanus, MpPeLeHeH PUCK M M3XOA 33 Maikata, u
MAQHOBE 3a FPUXKUTE MO BpeMe Ha BPEMEHHOCT M paxAaHe.

8.2.2.2. BpeMeHHoOCT

Mpu xern ¢ MC30 kaac [ T IV (BratoumTeaHo xermn ¢ XKMI,
KT n ®UN <35%), aeueHreTo no Bpeme Ha OPEMEHHOCT U OKOAO
pakpaHeTo TpsbBa Aa Ce M3BbpLUBA B EKCMEpPTEH LEHTbp OT
MYATUAMCLIMMAMHAPEH €KUM KapPAMOAOTMUYHUSAT €KUM C OMMT Mpu
6PEeMEHHOCT, BKAOUUTEAHO KapAMOAO3M C OMUT MPU KapAMOMMO-
maTMM W apuUTMUK; aKyLEp-TMHEKOAO3M; M aHecTe3noAosn. B
3aBUCMMOCT OT KOHKPETHWs CAyYait MoraT Aa 6baaT BKAIOYEHM M
APYTM CMeLpaAncTi (TeHETUK, KapAMO-TOPaKaAeH XWPYPT, AETCKM
KapAMOAOT, CreLMaAmncT no $eTarHa MeAULIMHA, HEOHATOAOT U AP.).
TpsibBa pa ce Cb3pape MAAH 3a PoAOpaspelleHue, KOUTO BKAKOYBA
AETaMAM 33 MHAYKLMATA; MOAXOA MO BPEME Ha MPOLieca Ha paxAaHe,
CaMOTO PaXXAaHE; 1 CACA-POAMAHO MPOCAEASBAHE.

8.2.2.3. OnpeaeAsiHe Ha BpeMETO M HAYMHA Ha paXKAaHe
BpemMeTo M HauyuMHBT Ha paxpaHe Tpsbsa apa 6baaTt
MEepPCOHAAM3MPAHKU CTOPeA BMAA KapAMOMWOMATUS, KaMepHata
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byHKums, kaaca no NYHA, apuTMUuHMs prUck M TPOMBOEMOOANYHMS
pyuck. BarMHaAHOTO paxaaHe e CBbP3aHO C Mo-MaAKa 3ary6a Ha Kpbs 1
MO-HUCBK PUCK OT MHEeKUMs, BeHO3Ha TPOoM603a M eMBOAMS B
CpaBHEHMe C LLe3apoBOTO ceveHue 1 TpAbBa A2 ce MpenopbyBa npw
noseyeTo xeHu. LlesaposoTo ceveHue TpabBa Aa ce B3eme MPeABMA
MPM aKyLUEPCKM MOKa3aHWs, MaupeHTU C Texka oBCTpyKums Ha
M3XOAHMA TPaKT MAW B CAyHau Ha TeKKa OCTpa/HeAeurMa CbpAedHa
HEAOCTATbYHOCT, MAM B CAyYaM C BMCOK PUCK OT 3acTpallasalla
apUTMMA M MPM MaLMEHTU, KOMTO PaxAaT Ha MEpOpaAHM
aHTukoaryaaHT.™ Mo Bpeme Ha paxxaaHETo, XemoaMHaMuKaTa W
CbPAEUHMAT PUTbM TpABBA A2 CE MPOCAEASBAT Ha WMHAMBMAYaAHa
OCHOB2 MPU MaLMEHTU C KAPAMOMUOMNATUS.

8.2.2.4. Caep parxkpaHeTo

CAeA-NApPTAAHUAT MEPUOA € CBbP3aH CbC 3HAYMTEAHM
XEMOAMHAMUYHWU MPOMEHWN U PEAWUCTPYOYLMS Ha TEYHOCTMUTE,
ocobeHo npe3 nMbpeuTe 24—48 h cAep paxAaHETO, KOETO MOXe Ad
npeAausBMKka cbppedHa HepocTaTbuHocT. CAepOBATEAHO
XEMOAVHAMUYHOTO MOHUTOPUPaHe TPSBBa Aa MPOABAXM Hai-MaAKO
24-48 yaca npu pUcKoBM MaLmeHTU. [MoBeYeTO AeKapCTBa HaBAM3AT B
MASIKOTO M MO TO3M HauMH Morat A2 GbAaT MPOTUBOMOKA3aHME 3a
KbpMeHe (Bx. Paszaer 8.2.2.5).

8.2.2.5. ®apMaKOAOrMYHO Ae€YEHME: O6LLM acneKTU

DapMaKkOAOTMYHOTO AedeHue Mpu BpeMeHHU TpsibBa pa Hbae
CbLLOTO, KaKTO MpU HeOPeMeHHW MNaumeHTH, C mu3bsareaHe Ha
AeKapCTBa, NPOTHBOMOKA3aHM MO BpeMe Ha 6pemeHHocT, kKato ACE-|,
ARBs 1 peHrHOBM MHXMEMUTOPK.> MTbPBUAT TPMMECTBP € CBbp3aH C
Hal-roAsM TepaToreHeH puck. [penopbysa ce papmakorormyHaTa
Tepanus Aa 3aro4He Bb3MOXHO Hali-KbCHO Mo Bpeme Ha bpeMeHHOCT
M C Ha-HMCKaTa epekTUBHA AO3a. EKCNo3uLmMsTa Ha AeKapCTBOTO MO-
KbCHO Mpe3 BpeMeHHOCTTa MOXEe Ad AOBEAE AO HebAarompusTHU
edeKTH BbpXy pacTexa 1 pasBUTUETO Ha NAoaa. [1penopbusa ce aa ce
MPOBEPAT A3HHWTE 33 AEKapCTBOTO M 6e3onacHocTTa npeawu
3aMoYBaHe Ha HOBO AEKApCTBO MO BpeMe Ha GPEMEHHOCT; BKTe
Ta6Aumua 7 8 [Npenopbku Ha ESC 2018 1. 3a AeveHMe Ha CbpAeYHO-
CbAOBM 3a60ASIBAHUA NO BpeMe Ha 6pemeHHOCT. ™ OT To3m ciMChK
aHTU-apUTMUYHKUTE CPeACTBa MoraT Aa 6baaT 0bO0bLLeHM, KakTo
cAepBa:

® C p06pa MOHOCKMMOCT: COTAAOA, MEPOPAAEH BEPATaMUA.
® AoKaTo MOA3MTE U pUCKOBeTe TPsIbBa Aa Ce OLIEHSBAT BbB BCEKM

OTAEAEH CAyYail, CAGAHUTE AeKapCTBa YecTo MoraT Aa Obaat

MPOABAKEHM, aKO MMa SICHM MOKa3aHus 3a ynoTpeba no Bpeme Ha

OPEMEHHOCT: BUCOMPOAOA, KapBEAMAOA, AMIOKCUH, AMATMA3EM

(BB3MOXHW TepaToreHHW edeKTu), AM3onMpamua (MaToUHU

KOHTPaKLmu), GAEKaMHUA, AMAOKAMH, METOMPOAOA, HAAOAOA,

MPOMPaHOAOA, BEPANaMUA, XMHUAVH.
® HepocTaTbyHO AaHHM: MBabpaAMH, MEKCUAETUH, MpornadeHoH,

BEPHAKAAAHT.

e [1poTMBOMOKAa3HWU: aMMOAAPOH, aTEHOAOA, ApoHepapoH, ACE-Is,

ARB, UHXUBUTOPU Ha PEHMH 1 CIMPOHOAAKTOH.

TekyLLLOTO AedeHMe ¢ beTa-OAOKep MpU KapAMOMMOMNaTUK TpsbBa
Ad TMPOABAXM MO BpeMe Ha GpeMeHHOCTTa, MpU CTPOro
MOHWTOPMpaHe Ha pacTexa Ha naoaa. Caep paxaaHeTo ce
MperopbyBa MPOCAEASIBAHE HA CbPAEYHUsS pUTBM Ha 6ebeTo B
npoabAXeHWe Ha 48 h. YnoTtpebaTta Ha GeTa-6Aokepu U
AHTUKOAryAaHTM Mo Bpeme Ha OpeMeHHOCT e onucaHa B [penopbku
Ha ESC 2018 r. 3a AeveHMe Ha CbpAEYHO-CbAOBM 3ab6OASBaHMA MO
Bpeme Ha 6pemenHocT. ™

YnotpebaTa Ha aHTaroHUCTU Ha BUTaMUH K nMpes mbpeums TpPUMeCTbp
BOAM AO eMbpuonaTus (AePeKTM Ha KpalHULMTE, XMMOMAA3MUs Ha
Hoca) B 0,6-10% ot cayuante.'””'"" 3a pasamka ot Tax,
HedpakumoHupaHuat xenapuH (HOX) 1 xemapuHBT C HWUCKO
MoAaekyaHo Terrno (LMWH) He npemuHaBaT npes naaleHTaTa;
cAepoBaTeAHO, 3amecTBaHeTo Ha VKA ¢ HOX nan LMWH B cepammum
6—12 NoYTH eAMMKHMPa prCKa OT eMEpronaTus. To3u PUCK 3aBUCH W
or poszata (0,45-0,9% npu Hucka po3a BapdapuH). BarnHaaHoTo
paxkpaaHe, AokaTo Mankata e Ha VKAS, e mpoTrBonokasaHo nopaau
pucka OT ¢eTaAHa WMHTPaKkpaHMaAHa Xemoparus. XeMmoparndHu
YCAOXKHEHMS MPU MaikaTa Bb3HMKBAT MPU BCUUKM ACHEOHU pexmnmu,

HO YectoTaTa e no-Hucka npu VKA, otkoakoTto rnpy LMWH/HOX
npes usaata 6pemeHHocT. ™

[MpuemsT Ha VKA Tpsbea Aa MPOABAXM AO HAcTbMBaHE Ha
6pemeHHOCT. TpsibBa Aa ce 0OMUCAM MPOAbAXKABaHe Ha Mpuema Ha
VKAs npes LsAaTa GpeMeHHOCT, Korato Ao3aTa € Hucka (BX.
Ta6aumua 7 8 Npenopbku Ha ESC 2018 1. 3a AeveHue Ha CbpAEYHO-
CbaOBM 3a60AABaHMA MO Bpeme Ha 6GpemerHocT ™. TapreTHoTo
MEXAYHapOAHO HopMaAmsupaHo cboTHoleHue (INR) Tpsbea apa
6bAe M36paHO B CbOTBETCTBUE C HacTosLMTe ykasaHus, kato INR ce
NMpOCAEASBA CEAMUYHO MAM Ha BCeku 2 ceamumum. [penopbusa ce
camokoHTpoA Ha INR npu noaxoasLum naumeHTH. Kato aATepHaTuBa,
B 3aBMCMMOCT OT MOKa3aHUATA, MOXE Ad Ce OOMUCAM MpeMUHaBaHe
kbM LMWH ot ceamunum 6-12 nop cTporo HabAopeHWe mnpu
MauUMeHTU C M3MCKBaHE 3a HMcKa Ao3a. Korato e Heobxoamma no-
Bucoka pAo3a VKAs, Tpsibsa aa ce B3eMe npeasua crivipaHe Ha VKAS
MexAy 6-Ta n 12-Ta cepamumLa U 3aMsiHa C KOpUTMpaHa Ao3a iv. HOX
uav LMWH aBa mbTM AHEBHO C KOPeKLMS Ha AO3aTa Cropea
NMUKOBUTE HMBA Ha aHTK-Xa (3a LMWH).

B cAyvalt Ha parkaaHe Npu aHTUKOAryAVpaHu »eHu (He ce oTHacs
32 MeXaHWYHMUTE KAAMu) C MAAHMPAHO LLe3apOBO CEYeHUe,
TepaneBTUYHOTO Ao3upaHe Ha LMWH moxe npocto pa 6bae
nponycHato 24 h npean onepaumsTa. AKo paxaaHeTo Tpsibea Aa
ObAE U3BBPLLEHO MO-PaHO, TAMMUHIBT HA MPOLIEAYPATa MOXKE A2 Ce
OnpeAeAM OT aHTK-Xa aKTUBHOCTTA.

AHTMApUTMMYHA Tepanus Mo BpemMe Ha OPEeMEHHOCT, OCBEH
MeamKkameHTo3HaTa. MMnaaHTupaHe Ha ICD 1 kaTteTbpHa abaauus B
MAGAAHUSA CAyYait TpsbBa Aa Ce UMaT NpeABUA Npean OpeMeHHOCTTa
MpY MALMEHTU C BUCOK PUCK OT KAMEPHM apUTMIMMU, 33 Ad Ce u3berHat
MMMAGHTaLMM 1 MHTEPBEHLIMM MO Bpeme Ha bpemeHHocTTa. - Ako no
BpeMe Ha OpeMeHHOCT mMMa nokasaHus 3a ICD, nMnAaHTMpaHeTo Ha
ICD TpsbBa pa ce M3BbPLUM CAep 8-Ta recTaLMOHHa CeAMMLA MOA
PaAMaLMOHHA 3allTa - a MoKasaHMeTo TpAGBA Aa Ce MpeTerAt
CMPSIMO OrpaHUyeHus HaAudeH oruT. [1pu GpeMeHHM NauMeHTH Cbe
cbluectsysa, ICD TpsbBa pa ce npasu pyTuHHa nposepka Ha ICD u
A2 CE AAAAT CbBETU MPEAM PAXKAAHETO.

8.2.2.6. CneuundpmyHu KapaAMoMmMonaTumn

Moseueto xeHn ¢ HCM noHacat pobpe 6pemerHocTTa.'
YCAOXKHEHMS MO BpeMe Ha GPEMEHHOCT Ha-4eCTO Bb3HMKBAT Mpu
KEHU, KOUTO UMAT CUMMTOMM, APUTMUKN UAM HapyLLleHa GyHKLMS Ha
AK npean 6peMeHHOCTTa. [papAMEHTUTE HAa AEBOKAMEPHMS M3XOAEH
TPaKT MoraT Aa Ce yBEAMYaT AEKO MO BpemMe Ha OpeMeHHOCT, a
BMCOKMTE rPaAMEHTH MpPeAn 6peMeHHOCTTa ca CBbP3aHM C MoBeye
yCAOXKHeHMs. ~ KeHuTe Tpsbea Aa 6bAAT OLEHEHW Cropea
puckoBms kaac no C30, kaTo ce MocoyBa TPUMECTBP MPU MaLMEHTU C
HUCbK puck (kaac Il) n exemeceuyHO WMAM AByMeceuyHO npwu
BucokopuckoBu naumeHTn (kaac lll). Mpu naumenTtkn ¢ MM ce
npenopbyBa TepaneBTMYHa aHTMKoaryAaums ¢ LMWH man VKAs B
3aBMCMMOCT OT CTapMs Ha 6pemeHHocTTa. [pu AoWO MoHocKMMO
nepcuctmpatto MM no Bpeme Ha 6peMeHHOCTTa TpsibBa Aa ce B3eMe
npeaBuna kapamosepcus. [pu maumeHTn ¢ Texka LVOTO, Ha
MEPOPaAHM aHTUKOAryAaHTU MAM TeXKa CbPAEYHA HEAOCTATbYHOCT
XMMOBOAEMMATA HE Ce MoHacs A0Ope 1 TpsibBa Aa Ce B3eMe NMpeABUA
Llesaposo ceverie. " EnmaypaaHa 1 cniHaAHa aHecTesus TpsbBa aa
Ce MpuAarat C MoBULLIEHO BHKMMaHWe, ocobeHo npu Texka LVOTO,
nopaAu MOTEHLMAAHA XMMOBOAEMMS, 2 EAHOMOMEHTHATA CMIMHAAHA
aHecTe3us TpsAbBa pa ce n3bsrea.

BpemeHHocTTa mpu ARVC u3raexxpa OTHOCUTEAHO MOHOCKMMa,
KaKTO Mokasaxa HAKOAKO NpOy4BaHus, 6e3 npekoMepHa CMbPTHOCT U
6e3 sceH oTpuuaTeAeH AbArocpoyeH pesyatat. ="
Mpeawectsawwmte KT npeacTasaseat puckos kaac lll Ha C30, koeTo
O3HauaBa NMpoCAeAsBaHe B €KCMEPTEH LIEHTbP Ha BCEKM ABA MeceLia
MAW BCEKM MeceLl,

AKenwnte c DCM ca U3A0XKEHM Ha PUCK OT MO-HATaTbLUHO BAOLLABaHe
Ha AK ¢yHKUMAT No BpemMe Ha OpeMeHHOCTTa. AaHHUTE MOACKa3BaT,
ye OpeMeHHOCTTa MOXE U Ad He e CBbp3aHa C AbArOCPOYHA
HebAaromnpusTHa Nporpecus Ha 3abOASIBAHETO WMAM MPEXMBSEMOCT
6e3 cbO6UTMA MPU XeHU C moroxmTeeH reHotmn LMNA."™
[MpeankTOpU Ha MaiumHa cMbpTHOCT ca kaac lII/IV no NYHA u ®M
<40%. CuAHO HebAaronpusTHUTE PUCKOBKM pakTopu BKAtousaT DL
<20%, Texxka MuTpaAHa peryprutaums, AK HepoctatbyHoCT, [1TM
n/ian xmnotorma,’ ™
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8.2.2.7.NMepunapTaAHa KapAuoMHoONaTUs

[eHeTUYHUTE M3cAepBaHMA npu naupeHTM ¢ PPCM paskpuxa
reHeTuuHo cxopcTBo Mexpay PPCM u DCM [lo-koHkpeTHO,
CBPBXMPEACTaBAHE HAa TEPMUHMPALLM BaPUAHTU € AEMOHCTPUPAHO 3a
TTN, FLNC, BAG3 v DSP, kato Hal-4ecTo y4yacTsaT TepMUHUpaLLm
BapuaHTM Ha TTN (oTkputu npu ~10% ot maumentute).’ *
[Npeanoaara ce, Ye MOAXOAMTE KbM reHeTUUHO TecTBaHe npu PPCM
TpsbBa A3 Ca OTPaXeHWe Ha TesW, KOUTO Ca B3eTW Mpu DCM.®
MeaUKaMEHTUTE, M3MOA3BAHM 3a AeYEHWEe Ha CbpAeYHa
HEeAOCTaTbYHOCT MO BpemMe Ha OPEMEHHOCT, M3UCKBAT CreLpaAHO
obcbxkaaHe. [pu HaAMYMe Ha MepCUCTUpPaLLA ChbpAEYHA AMCPYHKLMA
AeveHWeTo TpsibBa Aa MPOABAXKM. YroTpebaTta Ha GpOMOKPUNTUH
KaTo creumdmyHa 3a 3a60AsBaHeTO Tepanus npu nauneHTn ¢ PPCM
KaTo AOMbAHEHWE KbM CTaHAApTHaTa Tepanus 3a CbpAeYHa
HEAOCTaTbYHOCT MOKa3a OOellaBallM PE3YATATU B ABE KAMHWYHM
manmteaHma. " Mpu Texkm cayuam Ha PPCM, BpemerHuaT MCS e
M3MOA3BaH yCrellHO U TpsbBa Aa ce MMa NMPeABUA MPU MaLMEHTU C
XeMOAMHAMUYHA HeCTabUAHOCT, BbMPEKUM MHOTPOMHATA
r|o,m<per|a.1146 Mpn naumeHtn ¢ PPCM, nparoeeTe 3a paHHMU
uMnaaHTaumm Ha ICD TpsbBa aa ca Mo-BUCOKM, OTKOAKOTO MPU APYTH
CbCTOAHMS, NOPaAM BUCOKATA CTEMEH Ha CMIOHTAHHO Bb3CTaHOBABAHE
CAEA POXKAQHE.

8.3.MNMpenopbku 3a HeCbpAeUHa XMPYpPrusa
KapAMOMMOI‘IaTMl/ITe KaToO LUAAO Ca CBbP3aHK C NOBULLIEHA YECTOTa
Ha nepuonepaTrBHaTa CbpAEYHa HEAOCTATBYHOCT M apUTMUU, MaKap

Mpenopbku TabAauua 32 — MpenopbKu NpU penpoAyKTU-
BHU BBMPOCK MPU NALLUEHTU C KApAUOMMONATUA

Mpenopbku Kaac® Huso®
[MpenopbyBa ce oLieHKa Ha prcka Npear GPEMEHHOCT:
Ta U KOHCYATMPAHE NPy BCUUKM KEHM, M3MOA3BALLM
MoamdULMpaHaTa KaacudmkaumsaTa Ha C30 3a puck

Npy Mankara.

0

©ESC 2023

KOHC)’ATaLI,MM 3a 6esonacHa u ed)eKTMBHa KOHTpaven-
LnAa ce nMpenopbv4BaT Npu BCUYKK XKXEHU BBB ¢ePTM/\Ha
Bb3PacCT U TEXHUTE NMapTHbOPU.

KoHcyATMpaHe BbpXy p1CKa OT yHacAeAsiBaHe Ha
3a60AsIBAHETO Ce MPEMNOpbYBa MPU BCUUKU MbXE U
)XEHU MPeAU 3a4eBaHETO.

BarnHaAHO paxaaHe ce npenopbysa npu noBeveTo
XEHM C KapAVOMMOMATMM, OCBEH akO MMa aKyLLEpPCKM
MOKa3aHMs 3a Lie3apoBO CeYeHMe, TeXKa CbpAeUHa
HepocTatbuHocT (P <30% man kaac llI-IV no
NYHA) vaAn Texkm obCTpyKLMM Ha U3XOAHMS TPaKT,
WAV MPU XKEHM, KOUTO PaXAAT Ha GpOHa Ha MepOpPaAHM
aHTUKOAryAaHTY.

[MpenopbyBa ce AekapcTBOTO Aa 6bae BHUMATEAHO
peBM3MpaHo 3a 6e30MacHOCT NpeAn BpeMeHHOCTTa U
KOPWUTMPaHO CropeA MOHOCKMOCTTA MO Bpeme Ha
6peMeHHOCT.

Mpu naupenTkm ¢ MM ce npenopbysa TepanesTUIHa
aHTMKoaryaaums ¢ LMWH uan VKASs B 3aBrcrmoct
OT CTaAWs Ha BpeMeHHOCTTa.

0

TpsibBa pa ce B3eMe MpeABMA NMPOAbAXKaBaHe Ha beTa-
BGAOKEpUTE MO BpEME Ha GPEMEHHOCTTA MPU KEHU C

KapAMOMMOMATKK, CbC CTPUKTHO MPOCAEASIBAHE Ha lla C
pacTexa Ha MAOAA M CbCTOSIHUETO Ha HOBOPOAEHOTO,

KaKTO W1 ako MOA3MTE MPEBULLIABAT PUCKOBETE.

[Mpu naumeHTH ¢ NeprnapTaAHa KapAMOMMONaTUSA

TpsbBa Aa CE MMa MPEeABMA FEHETUYHO KOHCYATVPaHe lla Cc

M TecTBaHe.

MM, npeacbpaHo MbxaeHe; DU, dpakums Ha usTaacksaHe; LMWH, xenapuH ¢ Hucko
MonekyAaHo Terno; C30, CeeTosHa 3ppaBHa oprarmsaums; NYHA, Hioltopkcka cbpaeyHa
acoumaums; VKA, aHTaroHmncT Ha sutammH K.
MpenopbumTeAeH KAaC.

A\OKa3aTeACTBEHO HMBO.

ye TpsbBa Aa Ce MMa MpeABMA 3HAYMTEAHATa BapUabMAHOCT BbB
deHoTMNHATA eKcrpecust Ha KapAMomuonatuute. Tpsiba aa ce
OObpHE CMeLuaAHO BHUMaHME Ha KAMHUYHUS cTatyc, AKNO,
06eMHOTO ObpeMeHsIBaHE U MOBMLLEHUTE HMBA HA HATPUYPETUUHUTE
nentuan. B neprnoaa caep HecbpaeuHa xupyprust (NCS) TeuHocTuTe,
A3AEHM MO BPEME Ha orepauysTa, MoraT A2 6bAaT MOBKAM3MPaHH,
KOeTO MpuuuHsABa Xunepsoremus u 6eroppobeH 3acToMn.
CAeAOBATEAHO MOBMLLEHOTO BHMMAHME KbM HaAaHCa Ha TEYHOCTUTE
nMma cbliecteeHo 3HaveHune. " O6cTpykTiBHaTa HCM 3acayxaea
CneuMaAHO BHMMaHWe MopaaM cBosTa cneumduyHa natopu-
3MOAOTUS, C AOCTATbYHA MHTPAoMepaTMBHA BAUTEAHOCT, 13bsreaHe
Ha ¢aKkTopu U AekapcTBa, KouMTO MoraT aa yseAamuatr LVOTO u
He3abaBHO (apMaKOAOTMYHO AeveHue M OBeMHO 3aMecTBaHe C
TEYHOCTM aKO € HeOOXOAMMO (BXK. AOMBAHUTEAHU AQHHU OHAQAMH,
Tabanuia S7)."5

KoHLeHTpauumTe Ha HaTPUypPETUYHMUTE MENTUAM Ca KOAUHECTBEHU
naasmMeHn OMOMapKepu 3a HAAMUMETO U TexecTTa Ha
XEMOAMHAMUYHUS CbPAEUEH CTPEC M 33 CbpAEUYHA HEAOCTATBYHOCT, a
nosuileHuTe koHueHTpaumm Ha NT-proBNP Morat aa yaecHsT
YCTaHOBSIBAHETO Ha CbpPAEYHaTAa HEAOCTAaTbYHOCT, OMTUMAAHOTO
MHTPAOMEPaTUBHO MPOCACASBAHE M 3AMONBAHE AU OMTUMMUMPAHE
Ha TepanusTa 3a CbpPAEYHA HEAOCTATBYHOCT CAEA OnepaLmsTa.
Hewo noseye, nosuwerute ctonHoctn Ha NT-proBNP npu
MALMEHTM C KAPANOMMONATHS Ca CMAHM MPEAVKTOPM Ha LIAAOCTHATa
MporHosa.

[MaumeHTUTe C POAHMHM OT MbpBa AUMHUSA C reHeTU4YHa
Kapavomuonatus Tpsbea pa 6baaT oueHeHu ¢ EKT
€XOKapAMOrpadCko M3CAEABAHE, 32 M3KAIOUYBAHE HA HAAMUMETO Ha
3aboAsiBaHe, HE3aBMCMMO OT Bb3pacTTa (BX. Pasper 6.11). Hama
cneunduyHn paHHM 3a puckosete oT NCS npu deHotun-
OTPULIATEAHM YAEHOBE Ha CEMENCTBOTO; BbMPEKM TOBa, Te ca
M3AOKEHW Ha PUCK OT pPasBUTME Ha 3aDOASIBAHETO, KOETO MOXE Ad
6bAEe CYyOKAMHWYHO MO BpeMe Ha NCS." AanHuTe npu aeuia ¢ HCM,
MOAAOXKEHM Ha OOLa aHecTe3ns 3a CbPAEYHM U HECBPAEYHM
npoLeAypM, mokassaT, 4e B CMeLMaAU3UPaHU YCAOBMUS C
MYATUAMCLIMMAMHAPHO y4acTWe Nepu-onepaTmeHaTa 3a60AeBaeMoCT

11587
M CMBPTHOCT Ca U3KAIOHYUTEAHO HUCKU.

Mpenopbku Tabauua 33 - Mpenopbku 3a HECbpAEYHA
XUPYPrus npu naLmMeHTU ¢ KapAMOMMUONATUA

EKT, enektpokapamorpama; HCM, xuneptpoduuna kapavomuonatus; CH, copaeyHa
HepocTatbiHOCT; AK, AsiBa kamepa; LVOTO, o6CTpyKLms Ha U3XOAHMS TPAKT Ha AsiBaTa
kamepa; NCS, HecbpaeuHa xupypruts; NT-proBNP, N-TepmuHareH npomMosbueH
HaTpuypeTuydeH nentup; TTE, TpaHcTOpakaAHa exo-kapauorpadus.
MpenopbumnTeAeH KAaC.

AOKa3aTeACTBEHO HMBO.

b
Mpenopbku Huso
Mepu-onepatueHo EKI MoHUTOpUpaHe ce npenopby-
Ba 32 BCUYKM MALMEHTU C KAPAVOMMOATHS,
MIOAAOXKEHM Ha OMepaLiys.

C

[pu NaLmeHTH ¢ KapAMOMMONATHA U MOAO3MPaHa
uAm uzsectHa CH, nAaHMpaHa 3a MEXXAMHHO MAM
sucokopuckosa NCS, ce npenopbysa NOBTOpHa
oueHka Ha AK dyHkumMs ¢ exokapanorpadus (oLeHka
Ha LVOTO npu nauperTtn ¢ HCM) 1 usmepBaHe Ha
HuBaTa Ha NT-proBNP/BNP, ocseH ako He e

1151,1153-1156,1158-1165
U3BbPLLUEHO HAaCKOPO.

[MpenopbyBa ce MaLMeHTU C KAPAMOMUONATUS C
BMCOKOPWCKOBU TEHOTUMOBE MAM aCOLMMpaHmt
$aKTOPU 32 YCAOXKHEHMSI OT aPUTMUSI MAU CbPAEUHA
HeaocTaTbuHOCT, MAM Texxka LVOTO, aa 6baar
HaCoYeHM 32 AOMbAHUTEAHU CreLMaAUBUPAHU
M3CACABaHMS B OTAGAEHME 32 KAPAVOMMOMATUS,
NpeAr Aa ce noaAokar Ha rnaaHosa NCS.

[pu naupeHTH Ha Bb3PacT <65 roANHM C POAHUHK OT
MbpBa AMHUS C KapAvoMKonaTus ce npenopbysa EKM
1 TTE npepant NCS, He3aBUCMMO OT CUMMITOMMTE.

©ESC 2023
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9. M3nuckBaHMA KbM cneumaAmsm-
PaHUTE OTAEAEHUA NOo KapAMO-
MuMonaTus

Tbll KaTO FEHOMHUTE TECTOBE WM MHGOPMALMS Ca BKAIOYEHW B
CTpaTermu 3a pyTMHHa AMarHOCTUKAa M AEYEHME Ha KapAMOMMO-
maTUMTE M OLIEHKa Ha PUCKa OT 3a00AsIBaHe, KAPAMOAO3UTE TpsbBa Ad
ce 3ano3HaAT C ObWMTE MPUHLMMM, KOUTO ca B OCHOBAaTa Ha
TbAKYBAHETO Ha pe3yATaTUTE OT TeCTa U TpAGBa A2 MOTaT A2 NMpeAaAaT
MOCAEAMLIMTE Ha MaLpeHTUTE. Te CbLLo TPABBa A2 MOTaT A MPaBST U
MHPOPMMPaHM MPELIEHKM 3a TOBAa KOW TECTOBE Ca MOAXOASLLM 32
PasAMUHM MaLMEHTU U KAMHWUYHM cuTyauun. Puckst o BCC
BB3MOXHOCTTA YAEHOBE Ha CEMEMCTBOTO AQ YHACAEAAT 3a0OAsiBa-
HETO MPaBu MYATMAMCLMMAMHAPHATA EKCMEPTU3a, BKAOYMTEAHO
FEHETUUHO KOHCYATMPAHE, MCUXOAOTUUHA TPV M acoupaupuTe 3
MOAKPENa Ha MaumeHTWTE, peluaBsall, acrekT Ha rpuxuTe. B
PE3YATAT Ha TOBA MMa HapaCTBALLA HY)KAQ KAUHULMCTUTE AQ Pas3BusT
Pa3bMPaHETO CM 32 OCHOBHUTE MPUHLMMM HA KAMHUYHATA FeHETHKa 1
PasHOOBPa3HUTE KAMHWUYHKM MPOSBU HAa OTAEAHU TEHETUUHM
3a60AﬂBaHMH.54,964"\166"\167

KapaMoMuonaTUmMTe MMaT CMAHO XETEPOTreHHO KAMHUYHO
MPEACTaBAHE WM EBOAIOLMSA, KOATO MOHAKOra € TPpyAHa 3a
nporHosupaHe. PeHOTUMBT Ha 3a6OASBAHETO MOXe Aa Obae
Pe3yATaT OT PasAMYHM NPUACBUTU GaKTOPU UAM reHeTUdeH
npomsxoa. CMeceHW $eHOTUMOBE MAM ABE CbCTOSIHWA MPU EAWH U
Cbll, MaLMEHT WMAM CPeA CEMENCTBOTO MOraT Aa CbLUECTBYBaT
eAHOBpeMeHHo. leHeTMYHaTa AMArHOCTMKa MosAura obuiu
AOTUCTUYHM M €TUHHM MPOBAEMM MPU HEMHOTO M3MbAHEHME, KAKTO U
MpU ThAKYBaHETO U cbobLUaBaHeTo Ha pesyatatuTe.* AnarHocTiu-
HUAT MPOLLEC, AGYEHMETO HA CUMMTOMMTE U CTpaTUdMKALMATA Ha
PUCKa YeCTO M3MCKBAT LIAAOCTHA OLIEHKA Ha MaLMEHTa 1 CEMENCTBOTO
MY C YHYaCTMETO Ha MYATUAMCLIMMAMHAPHYK ekunu. OT apyra cTpaHa,
MHTEPBEHLMOHHMTE MPOLIEAYPU (CenTaAHa abAalps, MUEKTOMMM U
T.H.) M3WCKBAT OMUT, KOMTO MOTaT A2 MOCTWUIHAT CamMO LIEHTPOBE,
KOMUTO AeKyBaT MHOro mauueHTu. CrneumaamsaumaTa B Tasu obAacT
M3UCKBA U MOCTOAHHA aKTYaAM3aLMs, 32 TOYHO XapaKTepuaMpaHe Ha
6oAecTHaTa MpPOrHo3a, Aa 6bAe rapaHTUpaH M3bOpBT Ha Hal-A06pUs
TepaneBTUYEH BapMaHT BbB BCEKM OTAEAEH CAYYal, a M3MbAHEHWUETO
Ha TO31 M36OP A2 CE rapaHTKpa OT eKUM C OMWT B Ta3n 0BAACT.

Tesan xapakTepUCTUKM O3HAYABAT, Ye AAEKBATHOTO ACUEHME Ha TE3U
3a60ASIBAHUS M3UCKBA CMELMPUUHU MHCTPYMEHTH, GoraT onuT M
MYATUAMCLIUMAMHAPEH OCHOBEH KAMHUYEH MOAXOA, KOMTO Ca TPYAHM
3a MocTuraHe.

3BEHOTO 32 KAPAMOMMOMATHM OBUKHOBEHO € UHTETPUPAHO B OBLLIO
KapAMOTreHEeTUYHO (MAM HACAEACTBEHO CbPAEYHO 3abOAsiBaHE)
OTAEAEHUE, KbAETO Ca UHTETPUPAHM APYTM CMIELMAAMUCTH, YUYaCTBALLM
B HAaCAEACTBEHM CbPAEYHM U CbAOBM 3aBOASBAHMSA, KATO
KaHaAOMaTUM, FEHETUYHU AOPTONATUM, GaMUAHM AUCAUMUAEMUU U
peAmMLa FeHETUYHM METABOAUTHU U CMHAPOMHM 3ab0AsBaHUsA C
BKAIOYBAHE Ha CbPLETO. Te MPeACTaBASBAT OPraHM3aLMOHEH MOAEA,
HacoYeH KbM OCUIypsBaHE Ha LSAOCTHA CbpPAEYHO-CbAOBA W
reHeTUYHa OLEHKa U MEepCOHAAM3MPAHO A€YEHME MPU MaLUeHTH C
HACAEACTBEHM CbPAEYHO-CbAOBM 3aboAsBaHusA. CrieupaansmparmnTe
MYATUAMCLIMMAMHAPHWM KAMHUKM OTA2BHA Ce MPEropbyBar Kato
MAEAAEH MOAEA 32 YMpaBAEHME Ha MaLUMEeHTM U CeMencTea C
HACAGACTBEHU CbpaeuHM 3a6oaasaHma.* > Takbe Mopen
OCbLLECTBSBA LUSAAOCTHATA PUXKA 32 MALMEHTUTE U TEXHUTE
M3AOKEHM Ha PUCK CEMEMHU YAEHOBE, MPUEMaMKu MaLMeHT -
LIEHTPUPaH MOAXOA M OLEHKa Ha KAMHUYHW, FEHETUYHM U MCKUXO-
couMaAHu pesyATatu. [lo-paHo belue AOKAaABaHa MoA3a OT
cneupaAmsmpaHara KAvHuKa 3a Aederue Ha HCM, kato naupeHTute
nokasgart no-A06po npucrnocobsBaHe 1 NO-MaAKo HE3MOKOMCTBO OT
Te3u, KOWUTO He ca si nocellaBaan.”*OcseH ekcriepTisaTa B obAacTTa
Ha HAaCAEACTBEHWMTE CbPAEYHM 3aB6OASABAHWS, HAAMYMETO Ha
MYATUAMCLIMIAMHAPEH TEKWM, AOCTBMBLT AO AOOPM TEXHUYECKM
PecypcH, YHacTUETO B CMELMAAUBUPAHU M3CAEAOBATEACKU MPOEKTH,
HAAMYMETO HA FEHETUYHO KOHCYATMPAHe M CeMeeH CKPUHUHI ca
BCUYKMTE MPEAMOCTABKM 332 OPraHM3MpaHe Ha KapAMOTeHeTMYHa
KAMHWMKA. CNnocoBHOCTTa Aa ce ocuUrypu obpa3soBaHue 1 oby4deHue Ha
MEAMLMHCKM CMELMAAUCTU U CBTPYAHMYECTBOTO C acoupaummTe Ha
MaLMEHTUTE € OT UBKAOUMUTEAHO 3HAUEHME.

AONBAHUTEAHU AaHHU OHAaMH, Tabaumua S8, cuHTesupar
M3WUCKBAHMATA WM YMEHUSTA U MPENOPbKUTE 33 MPOdeCcroHaAHO
obpasoBaHue/0byveHne, HEOOXOAMMO 3a KapAMOTeHeTMYHa
KAVMHMKa, KakTO MPEAAOXKMXa MEXAYHAPOAHM EKCNEPTHM acoLmaLmm.

10. XXuBoT ¢ KapaAuMoMMuonaTuUsN:
CbBETU 3a NauUeHTUTe

[MoBeyeTo Xopa C KapAMOMMOMATUS BOAST HOPMAAEH U
NMPOAYKTUBEH KMBOT, HO MaAbk OpOW M3MWUTBAT 3HAUYUTEAHM
CUMMTOMMU U Ca M3AOXKEHU HA PUCK OT YCAOXKHEHMS, CBbP3aHW C
6onecTTa. BaxkHO e xopaTa A2 MOAyYaBaT MOAKPEna 1 TOYHW CbBETU
OT CMEeLMaAUCTH MO KAPAMOMUOMATUS U APYTU 3APABHM CMELMAANCTH
1 A2 6bAAT HACbpYaBaHM Aa pasbmMpart 1 yrpaBAsBaT camu HOAECTTa,
HE3aBMCMMO OT TEXKECTTa Ha 3a60ASBAHETO UM (BXK. AOTTbAHUTEAHM
AaHHM OHAalH M Tabanua S9 3a onmcaHue Ha npoueca Ha obyyeHue
Ha nauueHTuTe).

TabAuua 24 O6WM NpenopbKU 3a eXKeAHEBHA aKTUBHOCT
MpU NauLUeHTU ¢ KapAuoMmonaTum

Tema O611,0 PLKOBOACTBO

VnpaxHeHus « BuxTe npeaMLLHMA paspeA OTHOCHO Mpenopb-
K1Te 3a GU3NYECKM YPaKHEHN.

AveTa, * [laumeHTuTe TpsGBa Aa ObAAT HACbpYaBaAHU Ad
ynoTpeba Ha NMOAABPXKAT MpenopbYaHust MHAEKC Ha TeAeCHa
AAKOXOA U TErAO Maca.

* VzbsarsaiiTe pAexuapaTaLys, MpeKOMEpPEH MpreM
Ha aAKOXOA M yrnoTpeba Ha AekapcTBa

TioTioHoMyLLEeHe Hsma AaHHM, KOMTO Aa MOKa3BaT B3aMMOAENCT-
BME MEXAY TIOTIOHOMYLLEHETO U KapAMOMMONa-
TUATA, HO Ha MaumeHTUTe TpsbBa Aa 6baaT
A3AEHM OBLLM CbBETU OTHOCHO PUCKOBETE 32
3APABETO, CBbP3aHM C TIOTIOHOMYLLUEHETO,
BKAIOUUTEAHO MPOAPUTMUUHM U NPOBB3MAAUTEA-
HU edeKTU U1, KoraTo MMa Takasa, MHOpMaLMS

1168-1171
3a CrMpaHe Ha TIOTIOHOMYLLEHETO.

PenpoaykTrBHM * Ha naupeHTute Tpsibea Aa ce AaA€ Bb3MOXHOCT

npobaemu Ad ODCHASIT CBOWTE OMACEHUs CBbP3aHM C
PEMpOAYKTUBHWTE MPOGAEMU. TPEBOXHOCTTA U
AerpecusiTa CAeA MOCTaBsHE Ha AMarHosaTa ca
YECTU U HAKOW MALMEHTU MOXE AQ MU3PasAT
BMHA UAU CTan OTHOCHO reHeTn4yHaTta cu
AVArHo3a v p1cKa OT MpeAaBaHe Ha
MOTOMCTBOTO.

CekcyaAHa akTUBHOCT — * [MaumeHTHTe TpsibBa A2 GbAAT KOHCYATMPAHU
OTHOCHO MOTEHLMAAHMS ePEKT Ha TAXHOTO
AEKapCTBO BbPXY CEKCyaAHaTa aKTUBHOCT.

* [NoBeyeTo xopa ¢ KapAUOMMONATHS LLE MoraT

A2 MMaT HOPMaAHa CEKCyaAHa aKTUBHOCT.
TpsbBa a2 ce NPEAOCTaBAT MHAMBUAYAAHM
CbBETU OTHOCHO Heroeara 6e30MacHOCT U
Bb3MOXHOTO Bb3AEMCTBME HA CEKCyaAHaTa
aKTMBHOCT BbpXY p1CKa OT Mporpecus Ha
3a60AsBaHETO, KaMepHK apuTMum u/nan ICD
LLIOKOBE.

/AekapcTBa * Ha naupeHTuTe Tpsbea pa Obae NpeaocTaBeHa
MHOPMALIMSA 32 TEXHUTE AEKapCTBa,
BKAIOYUTEAHO MOTEHLMAAHM CTPAHUYHU U
TepaToreHHu epeKT 1 B3AUMOAEMCTBIS C
NPeAnMcaHn AeKapcTBa, AekapcTea 6e3 peLienTa
1 APYTU AOTTBAHUTEAHM TEPanuu.

BakcuHauus  [lpu AMNCca Ha NPOTMBOMOKA3aHWS, MALMEHTUTE
TpsibBa Aa 6bAAT MOCHBETBAHM Ad MPaBAT
PEAOBHM MPEMNOPBLUNTEAHM BaKCMHALIMM (Harmp.
rOAMLLIHA BakcUHaLms cpely rpun 1 SARS-
CoV-2).

[podbancasa
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Wodupare [NoseyeTo nauueHTH TpsbBa Aa OTroBapAT Ha
YCAOBMATA 33 OBMKHOBEHA LLIOGOPCKA KHIMXKKA
1 MoraT Aa MPOABAXAT Ad LIOGUPAT, OCBEH ako
He MOAyyYaT pa3ceiBallm MAK MHBAAMAM3ZMPALLM
CUMMTOMM.

CbBeTnTe OTHOCHO LIOGLOPCKUTE KHIKKM 3
TEKKOTOBAPHM AW MBTHUYECKM MPEBO3HM
cpeACTBa TpsbBa Aa Ca B CbOTBETCTBME C
MECTHOTO 3aKOHOAATEACTBO.

3a AOMbAHWTEAHA MHPOPMALIMA OTHOCHO
wodmpaHeTo ¢ ICDs BuxTe MecTHUTE
npaBuAa.

Mpodecus MoBeyeTo Xopa ¢ KAPAMOMMONATHS LLie MoraT
A M3MbAHABAT HOpPMaAHaTa cu paboTa.
[NocAeaCTBUSATA OT TeXKa puUsMyecka paboTa,
KOSITO BKAIOYBA HarperHara AeMHoCT, Tpsibea Aa
ce 06CbAST CbC CbOTBETHMS CMELMAANCT.

3a HaKoM NpOodecm, KaTo MUAOTH, BOEHEH
MEPCOHaA U MEPCOHaA Ha CAyXBUTe 3a crieluHa
MOMOLL, MMa CTPOTU MPEMOPbKY MAM MPaBuAa 3a
AOMYCTUMOCT.

CoumaaHuTe 1 GUHAHCOBK NMOCAEACTBUSA OT
AWarHosata KapAMOMMoMaTHs Tpsibsa Aa GbaaT
BKAIOYEHU B KOHCYATUPAHETO Ha POAHMHUTE
MPEAU KAMHUYEH UAM FEHETUYEH CKPUHUHT.

[NoBeyeTo 6E3CMMMTOMHM MAW AEKO CUMMTOMHM
naLyeHT MoraT Aa AeTaT 6e3onmacHo. 3a AOMbA-
HUTEAHA MHPOPMALIMA OTHOCHO AeTeHeTo ¢ ICD
BuxTe "[PUrOAHOCT 32 A€TEHE Ha MBTHULM CbC
CbPAEYHO-CbAOBM 3a60AsBaHMA". "
3acTpaxoBaTeAHWTE KOMMaHMK MOXe Ad
TaKCyBaT MOBEYE 3a 3aCTPAXOBKA MPU MbTyBaHe.
B HsiKoM Abp)KaBK OpraHusaLmMuTe 3a MOAKpena
Ha MaLWEHTH MOraT AQ MPEAOCTABAT CbBETH
OTHOCHO MOAYYaBaHETO Ha pa3yMHa 3aCTPaxOBKa.

Mounekm 1
TYPUCTUYECKM
3aCTPaxXOBKM

KusoTo-
3acTpaxoBaHe

AmMarHosata KapAMOMMONATHA LLie AOBEAE AO
3aTpyAHEHUs MPM MOAyHaBaHe Ha 3aCTPaxoBKa
XMBOT MAM unoTeka. CbBETM OTHOCHO
MPpaBMAaTa, KOUTO CE MpUAAraT B pasAvuHUTE
CTpaHu, TpsbBa Aa 6bAAT NPEAOCTAaBEHM Ha
MaLMEHTUTE MPU AMATHOCTULIMPAHETO.

BpemeHHoCT 1 Bx. Pasaen 8.2

pakpaHe
O6paszosaHue/ e YunTteAuTe n Apyrute AULA, KOUTO Ce rpuxat
VyeHue 3a TAX, TPSIGBA Ad MOAyYaT CbBETM M MUCMEHa

MHPOPMALIMS, CBbP3aHa C IPUXKIUTE 33 AeLia C
KapAMOMMUOMATMS.

Mpu AMMCca Ha CUMMTOMM U PUCKOBK GaKTOPH,
Ha AeLiaTa TpsibBa Aa Ce MO3BOAM AQ M3BbPLUBAT
HICKO AO YMEPEHO HMBO Ha aepobHa ¢puamyecka
aKTMBHOCT, B CbOTBETCTBME CbC CbBETA HA
TEXHWS MeAMaTbp Kapavonor. CbeeTuTe 3a
YMPAXKHEHWS C BUCOKA MHTEH3MBHOCT Mpu AeLia
TPpsiGBa Ad Ce PbKOBOAST OT GeHOTHMA Ha
KapAMOMMOMATUATA M HAAMYMETO HA CUMMITOMM
1 PUCKOBM PaKTOPU B PaMKMUTE Ha CMIELMAAM3M-
paHa neAMaTpuyHa KapAMOMMOMATUYHA CPEAA.
TpsbBa A2 ce MPEABMAST MEPKM 3a AeLid C
0ByUNTEAHMN 3aTPYAHEHWS 1 APYTW CMIELIMAAHM
HY>KAM.

PoaAWTeAUTE, yunTEAUTE 1 MEPCOHAABT Ha
CMOPTHUTE CbOPbXeHUs Tpsibea Aa Gbaar
obyuenn 3a CPR u 8 13noassaHeTo Ha AED:s.

AED, aBTomaTuueH BbHLWeH pAeprbpuaatop; CPR, copaeuHo-6eroapobHa peaHmmaums;
ICD, umnaanTupyem kapanosepTep peprbpuraatop; SARS-CoV-2, Texbk ocTbp
pecrnmpaTopeH CMHAPOM KOPOHaBMpYC 2.
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Tabamua 24 ob6o6LaBa HAKOM OT KAIOYOBMTE BBMPOCH, KOUTO
Tpsbea Aa 6bAAT OBCBAEHM C MALUEHTUTE, POAHUHUTE W
60AHOTAepauUTE. KoraTo e MoAXOAALLO (Harp. nMpu oOMUCASHE Ha
6peMeHHOCT, BX. Touka 8.2), nauueHTHTe TpsbBa A2 GbAAT HaCOUEHM
KbM APYTU CMELMAAU3UPAHI CAYXKOU.

11. NMoaAoBu pa3zAnumusa npu Kap-
AMOMMONaTUUTE

MoAOBWTE pasAu KM BbB pEHOTUMHATA EKCMPECKS U MOCAEACTBUSATA
ca AOOpe AOKYMeHTMpaHW B CbpAEYHO-CbAOBATA MEAMLMHA.
PasAvkuTe B KAMHWMYHOTO MPOTUYaHe, MPOrpecusTa U U3XOAa MpU
KapAMOMMOMATUMTE MEXKAY KEHM M MbXe MOraT A3 Ce AbAXAT Ha
reHETUYHU U XOPMOHAAHM PasAMUMs, HO CbLLO M Ha BapuaLmu B
AEYEHMETO, AOCTbMa AO 3APaBeonasBaHe WMAM OTFOBOPa KbM
cneumduunn Tepariun.”'” EAUMUHMpaHeTo Ha Tesu Bapuaumu
NMPEACTaBAsIBA FAABHA HE33AOBOAEHA HYXAa MpW rpuxkara 3a
KapAMOMKonaTUmTE.

Kaparomuonatumnte obuYaiMHO ce yHacAeAsBaT Mo aBTO30MHO
AOMUHaHTeH MbT. CAepOBaTEAHO BU TPSOBAAO pasnpOCTpPaHEHUETO
Ad BbAe eAHAKBO MexAy noAoseTe. )KeHWTe ca MOCTOSIHHO MO-MaAKO
NPEACTaBEHN OT MBXKETE B KAUHWYHU MPOYYBAHWS HA PasAMYHM
kapavomuonatum (30—40%). Bbnpeku ToBa, pasamkata 61 Moraa pAa
6bae ObsCHeHa C MPWUCTPAcTUS MPWU B3aMMOAEMCTBMETO CbC
3APaBHUTE 3aBEAEHUSI MAM C KPUTEPUMTE 33 AMArHOCTULMPAHE,
6asmpaHyM Ha HeaxycTUpaHW CbpAEYHM OOpasHW M3MepBaHUS;
AAHHUTE OT FTOAEMU POAOCAOBUS M3TAEXKAQ MOAKPENST XMMOTe3aTa,
4e MMa peaAHo 3abaBsiHe BbB Bb3pacTTa Ha GpEHOTUMNHATA EKCPecKs
NPU XXeHCKU HocuTeAn (noHe 3a HCM). 7717

AKenunte ¢ HCM ce pMarHocTuumpaTt no-kbcHo oT MbxeTe (8-13
FOAMHM MO-KBCHO), 3aCErHaTh ca Mo-TeXKO, no-4ecto umat LVOTO,
MMaT MO-TEXKM CMMMTOMM B HA4YaAOTO M MO-YeCTO pas3BuBat
HanmpeAHaAa CbpAeYHa HEAOCTAaTbYHOCT MO BpeMe Ha
npocaepassaHeTo.'”"* Xenm ¢ LVOTO m nokasaHua 3a MHBa3WBHM
MPOLIEAYPU YeCTO ca Mo-CTapu M C MO-M3paseHU CUMMTOMM OT
mbxkeTe. """ MeHuTe 1 MbeTe U3rA©XAA MOKA3BAT CXOAHA MOA3a 3a
NpeXmBAEMOCT oT uHBasmeHata SRT.”""™ Cebp3aHaTa cbc cMbpTHOCT
KapAMOMMOMaTKS, MOKa3Ba, Ye € MO-BUCOKA MNP KEHWUTE Ha CpeAHa
Bb3pacT ¢ HCM ot Tasu npu MbxeTe 1 06LLOTO HaCeAeHME; TOBa Ce
ABAXM Ha MO-BMCOKATa CMBPTHOCT MOPaAWM CbpAeYHa
HeaocTaTbuHOCT. Hama AemoHcTpupara pasavka e BCC mexay
noaoseTe npu HCM, """

XKenunte c DCM mMoxe pa MMaT no-A06bp OTrOBOP KbM TepanusiTa 1
U3rAEXKAQ MMaT NMO-6AAronpuUsTHO KAMHUYHO NPOTUYaHE, OTKOAKOTO
npu mbxete. "™ Chobluasa ce, Ye MBXKMAT MOA € MOCTOSHHO
cBbp3aH ¢ nosuLueHa Yectota Ha BCC npu DCM (06Lwm koxopTu m
cepun cbe creundmuHm reHotunose), AT epppT ot
CbpAEYHA HEAOCTATBYHOCT MAM TPaHCMAAHTaLMS B OOLLMTE KOXOPTH
DCM'HBS,‘HE‘)

MBXKKMAT MOA M CMOPT CE MAEHTUPULMPAT MO TPAAMLIMA KaTo
MPOMEHAMBM, CBbP3aHWM C MO-paHHa PpEHOTUMHA MEHETPaHTHOCT U
No-TeXKa eKcrpecus Ha 3abOASBaHETO MPU FrEHETUUYHWU HOCUTEAU M
Ca He3aBUCUMM MPEANKTOPU 3a 3A0KAYECTBEHU KaMEPHU apUTMUYHM
cbbuTMa nput ARVC 1 Kayro npu HCM, serin ¢ ARVC mose
A3 MMaT MOBMULUEH PUCK OT PasBUTME HAa CbpAEYHA HeAOCTa-
TbyHocT."”

AoKAaaWTe 32 MOAOBUTE PasAMKM MPU GaMUAHU MAM FEHETUYHM
PKMIM ca ockbaHn.”"™* B cpaBHeHMe C ApPYrM BMAOBE KapAMO-
MUOMATUM, KEHWUTE UBFAEKAAT EAHAKBO MPEACTABEHM, KAKTO MbXKeTe
B cepuaTa c RCM.™

12. Komop6buaAHOCTU U CHpPAEUHO-
CbAOBU PUCKOBU PaKTOpu Npu
KapAMOMMONaTHUM

12.1. CbrpAeYHO-CbAOBU PUCKOBU paKTOpHU
rleHeTpaHTHOCTTa Ha 3a60ASIBAHETO B HOCUTEAUTE Ha MaTOreHHM
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FEHeTUYHM BapWaHTM, CBbP3aHW C KapPAMOMMOMATWS, € HEMbAHO.
BsanmopencTBmaTa reH—cpepa MoraTt Aa OBSCHAT 4acT oT
XeTepOreHHoCcTTa Ha ¢$eHOTUMHATa eKCMpecus Ha BCUYKM
beHOTUMNOBE KapAMOMMOMATUS, BBMPEKM Ye MyOAVKYBaHUTE AaHHM
ce dokycupar npepnmto Bepxy HCM, DCM u ADCM.

12.2. AMAaTaTUBHA KapAMOMMHONATUA

MHAMBMA)’aAHOTO FeHETUYHO NPpeApPasnOAOXKeEHNE 6AaFOI'IpMFITCTBa
AUNAATATMBEH ¢eHOTMI’I B ﬂpl/IC'bCTBMeTO Ha OTKAKO4YBaALLIM CI)aKTOpM,
KaTO Bb3MaAeHUe, l/lHd)eKLl,l/Iﬂ, TOKCUYHU VIHC)’ATI/I OT aAKOXOA UAU
AEKapCTBa U TaXMAPUTMUN.

12.3. XunepTtpodunuHa KappAMomMmonaTms
XMNepTOHUATA U 3aTABCTABAHETO CE CBbP3BAT C MEHETPAHTHOCT U
deroTunHa excnpecus Ha HCM."™ Pesyatatute B Peructbpa 3a
Kapanomuonatus/mukapamt Ha EORP nokaseat, ye maumeHTUTE C
HCM ca 6uAn ¢ no-Brcoka 4ecToTa Ha CbpPAEYHO-CbAOBM PUCKOBM
baKkTopM B CpaBHEHME C AaHHWTe Npu oblata monyaaums.' ™
XunepToHWnTa, AMabETHT M 3aTABCTABAHETO ca BUAM CBBP3aHM C Mo-
HarmpeAHaAa Bb3pacT , MO-HUCKA YecToTa Ha ¢pamMmAHaTa aHaMHe3a 3a
HCM n BCC, noseye cumntomu, yecto MM u no-aowa AK apma-
cToAHa byHkuma.™” XunepToHMaATa 1 3aTABCTABAHETO Ca CBbp3aHM
ChLLO € MO-BUCOKM rpaarenTu Ha LVOT npu nposokams u AKX,

12.4. ApuTMOreHHa AecCHOKaMepHa Kap-

AnomMmumonaTuma

PoAsiTa Ha MHTEH3UBHUTE YNpaXKHEHWS B eKcripecusTa Ha 6oAecTTa
nusxopa e npoy4eHa npu HCM n DCM, Ho Bb3AEMCTBMETO Ce OKa3Ba
ocobeHo BaxkHo nput ARVC (Tabamnua 25). Bonpeku sHaunteaHnTe
nscaepBaHus, natodpusnororusta Ha ARVC e croxHa 1 He e pobpe
M3sCHeHa. TbPCEHETO Ha FEHETUYHWM WAM EKOAOTUYHM TyCKOBMU
MeXaHW3MK, KaTo BUPYCM U UMYHeH OTroBOp, He Yycns Aa
naeHTUMLMpa puckosn ¢daktopu. Cuuta ce, 4e poasTa Ha
Bb3MaAEHMETO BbPXY NaTOGUIMOAOTMATA € KAloHOBa.

Mpenopbku Tabauua 34 — NMpenopbku 3a AeyeHUe Ha
CbPAEYHO-CbAOBUTE PUCKOBU (PaKTOPM NMpU NaLLUEHTH
c KapAMoMMonaTus

Mpenopbku Kaac® Huso®
MaeHTUdUKaLMS U AeUeHUe Ha pUCKOBUTE dakTopH
1 MPUAPY>KaBalLMTE 3a00AsIBaHMSA Ce MPenopbyBa -

KaTO HEpPa3A€AHa YacT OT MOAXOAA NPpU MauMUeHTH C

KapAMOMMONaTus.

? MNpenopbunTeAEH KAAC.
b AokasaTeAcTBeHO HUBO.
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13. KopoHaBupycHa 6oAecT
(COVID-19) u kappnoMmmonaTum

MHbekumaTa C KOPOHaBMPYC 2 C TeXbK OCTbP PecrmpaTopeH
cnHpapom (SARS-CoV-2), mssectHa kato COVID-19, ce
XapaKTepu3aupa C BUCOKA BaPMAOMAHOCT Ha KAMHWUYHWTE MPOsBU U
M3XOA C HeBAAronpusTHA BPb3Ka MEXAY MOAAEXALLIOTO CbPAEYHO
3a60AsIBaHe, BKAKOUUTEAHO CbpAEYHaTa HepoCTaTbyHOCT, M SARS-
CoV- 2-cebp3aHata cmbpTHOCT.”"*? Hesasucumo ot Tosa,
nscaeppaHeTo 3a SARS-CoV-2 nHbeKLMa Mpr MOAAEKALLM MPUUNHIA
32 CbpAeYHa HEAOCTaTbYHOCT, OCOBEHO KapAMOMMOMATUW, e
OrpaHMyeHo.

AHaAV3UTE Ha MEXAYHAPOAHM PETMCTPU 33 KapPAMOMMOMATUM U
SARS-CoV-2 oT npeBakCMHALMOHHMA NEPUOA Ca MAEHTUDULIMPAAM
HAKOAKO Mapkepa 3a HebaaronpuaTeH maxoa.” MpeallecTeallaTa
aHaMHe3a 3a CbpAEYHa HEAOCTATbYHOCT U OMpeAeAeH! GpeHoTHMnoBe
(ammnronpo3za 1 DCM) ca cMrHUMUKAHTHO CBBP3aHWM C MpUEMaHe B
WMHTEH3UBHO OTAEAEHWE U cMbpT B cpaBHeHue ¢ HCM, ARVC u
obuata nonyaaums. 3a HCM Bb3pacTTa, U3XOAHUAT GYHKLMOHAAEH
kaac, LVOTO u cncToAHaTa AMCHYHKLMS ca HE3aBUCUMM MPEANKTOPU
3acmbpT.™

BakcmHaupmsTa cpety SARS-CoV-2 belue pookasaHa kaTo 6e3onacHa
B FOAEMM MOMYAALIMOHHM NPOYYBaHMS, @ AOKAGAUTE 33 YCAOKHEHMUS,
CBbP3aHM C BaKCMHALWMATA MPU MaLMEHTU C KapAMOMMOMATMA, ca
MHoro peaku. KaTo ce MMa MpeaBKA TOBa M MOTEHLMAABT 3a MO-AOLLIK
PEe3yATaTV NMpW NaLMEHTH C KapArommonaTus, 3apaseru ¢ COVID-19,
BaKCMHaLMATA Ce HacbpyaBa MPM BCMYKM MaLMEHTU C
KapAMOMMOMaTUA U MO-CMELMAAHO MpWU Te3M C MpM3HALM WMAW
CMMMTOMM Ha CbPAEYHA HEAOCTAaTBYHOCT.

14. KAIOUOBM NOCAQAHUA

1. KapavomuonatumTe ca no-4ecTu, OTKOAKOTO Ce CMATaLLe AOCera,
M OBUKHOBEHO M3MCKBAT HIOAHCMPAH MOAXOA, KOMTO MOXE Aa Ce
pasAMyaBa OT KOHBEHLIMOHAAHWMSA MOAXOA MPW MauUMEHTU C
ApUTMUS UAU CbPAEYHA HEAOCTATBUYHOCT.

2. ETuonorusTa e pyHAAMEHTAAHA 32 A€YEHMETO Ha MaLMEHTU CbC
3ab0AfiBaHE Ha CbPAEYHMS MYCKYA, KakTO M BHUMATEAHOTO W
CUCTEMHO OMMCaHMe Ha MOPPOAOTUUHUA U YHKLIMOHAAHMUS
dbeHOTHN e peLuaBallia MbpBa CTbIKa B AMArHOCTUYHUS MbT.

3. penopbusa ce MOAXOA KbM HOMEHKAATYpaTa 1 AMarHOCTMKaTa Ha
KapAMOMMONaTUUTE, KOMTO ce Gasupa Ha npeobaapasallus
$EHOTUN MpU NMPEACTaBSHETO.

4. MaumeHTUTe C KAPAMOMMOMATUS MOTaT Ad MOTBPCAT MEAMLIMHCKA
MOMOLL, MOpPaAM MosiBa Ha CUMMTOMM (CBbP3aHM CbC CbpAEYHA
HEAOCTaTbYHOCT MAWM apUTMMS), CAyYalMHUM aBHOPMHM HaxXOAKM
WAM B PE3YATAT Ha PpaMUAEH CKPUHUHE CAEA AMArHO3aTa MpU YAEH
Ha CEMENCTBOTO.

Tabauua 25 MoayAaTopu Ha peHOTHNHATA eKCnpecUs Ha KapAMOMMUOMNaTUUTe

CbcrosAHMe HCM DCM
XunepToHus Siatst Siats
Anabet ++ +
3atAbcT it i
TokenyHocT = et
Cnop + A
Bupyc - ++
BpemenHocT - ++

ARVC Ekcnpecus
? Xuneptpodus, Auaataums, ancdyHkums, MM
? Xuneptpodus, anchyHkums, MM
? Xuneptpodus, LVOTO, MM
? Awviaataums, AMchyHKLMS

+++ AmaaTaums, AMC¢)’HKLI,MF|, KamMepHa apuTMua
+ Avaataums, AMCPYHKLMS, KaMepHa apUTMUS

- Awvaataums, AMchyHKUMS

MM, npeacbpAHO MbxAeHe; ARVC, apuTMoreHHa pecHokamepHa kapanomuonatus; DCM, anaatatusHa kapavomuonatus; HCM xuneptpoduuna kapavommonatus; LVOTO,

O6CTP>’KLI,MR Ha U3XOAHMA TPaKT Ha AABaTa Kamepa.

+, CTeMNeH Ha NOAOXKMTEAHA aCOLMALMS; — AMMCA Ha OKOHYaTeAHa acoumaums; .7, HeWM3BeCTHa acouumauma.

©ESC 2023
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5. Heobxoamma e MyATUMOAaAHa obpa3Ha AMArHOCTMKA 3a
XapakTepusupaHe Ha CbpaedHus deHoTun (Mopdoaorus u
bYHKLMS) — BKAKOUMTEAHO TbKaHHA XapakTepPUCTMKA 33 OTKPUBAHE
Ha HEWCXEMMYEH MMOKApAEH LMKATPUKC — B KOMOMHaums ¢
NoApoOHa AMYHA U PaMUAHA aHAMHE3a, KAMHWYEH TMPErAea,
eAeKTpOKapAMorpadusi u AabopaTopHU M3CAEABAHUS.

6. PesyataTuTe OT 0bpa3HaTa AMarHocTmKa TpsibBa Aa ce MHTeprpe-
TUpPaT BUHAarK B OBOLMA KAMHUYEH KOHTEKCT, BKAIOUMTEAHO
PE3YATATUTE OT FreHETUYHUTE U3CAEABAHUS, @ HE U3OAMPAHO.

7. XapakTepuanpaHeTo Ha TbkaHuTe cbc CMR e oT moasa mpwu
AMArHOCTULIMPAHETO, MPOCAEASBAHETO Ha MpoOrpecusTa Ha
3a60AsIBAHETO M CTpaTudmKaLMaTa Ha puMcKa MpU BCEKWU OT
OCHOBHMWTE GeHOTUMOBE KAPAUOMMOTATUS.

8. DPD/PYP/HMDP koctHa cumHTurpadpums mam SPECT npea-
CTaBASIBAT 3AATEH CTAHAAPT 32 AMArHOCTUKA HA TPAHCTUPETUHOBA
CbpAEYHaTa aMUAOMAO3A.

9. HaAnumeTo Ha HemcxemMuueH KamMepeH LMKATPUKC MAM MacTHO
3amecTBaHe B CMP 1/MAM NaToOAOTMUYHO M3CAEABAHE, KOMTO MOraT
A3 BB3HUKHAT C MAM 6e3 KamepHa AMAATaLMS W/MAM CUCTOAHA
AVMCHYHKLUMSA, MOXe Aa ObAe EAMHCTBEHWMAT KAIOY 3a
AVArHOCTULMpaHe Ha KapAMOMMOMATUS U MOXE Ad MMa
MPOrHOCTUYHO 3HAYEHWE, KOETO Bapupa B 3aBUCUMOCT OT
eTMoAOTUSTA.

10. LleATa Ha TO3M MyATMMapamMeTpU4eH U CUCTEMEH MOAXOA € Al
reHepupa 6asvpaHa Ha ¢eHOTMMNa ETMOAOTMYHA AMArHO3a,
MHTEPMNPETUPANKM HAAUYHUTE AQHHU C OPUEHTUPAH KbM
KapAMOMMOMATUA HAYMH Ha MUCAEHe, KOMTO KOMOMHMpa
KapAMOAOTMYHA OLIEHKa C HECbPAEYHM MapameTpu.

11. HeobxoaMM € MyATUAMCLMIMAMHAPEH MOAXOA KbM FPUXUTE 32
NauMeHTUTE U TAAAKO MPeMMHaBaHe OT MeAMaTPUYHA MPUKa KbM
PpVKa Mpy Bb3PaCTHM C KAPAMOMMOMATHS.

12. Tlpy naumeHTU C KapAMOMMOMaTUA TpsbBa Aa Ce M3BbPLLM
FEHETUYHO M3CAEABAHE, KOETO MOXE Ad MOBAMSIE Ha CTPaTUdU-
KaLMSTa 1 YNPaBAEHMETO Ha pHCKa.

13. [eHeTUYHOTO KOHCYATMPAHE, BKAIOUMTEAHO KOHCYATMPAHETO
MPEAU U CAEA TECTBAHETO, KaKTO W MCUXOAOTMYECKaTa MOAKpena
Ca CbLIECTBEH aCMeKT OT MYyATMAWCLMMAMHApHATa rpuxa 3a
NaLMEHTH C KAPANMOMMUOMATHS U TEXHUTE POAHUHM.

14. TlepnaTpUYHUTE KapaAMOMMOMATUMU AO TFOASIMA CTereH
NPEeACTaBASBAT YaCT OT CbLUMS KAMHUYEH CMeKTbp KakTo Tes,
HabAIOAABAHM MPU MO-Bb3PACTHU IOHOLUM M Bb3PACTHWU, HO
KapAMOMMOMATUIUTE C HAYaAO Mpe3 MbpBaTa rOAMHA OT XMBOTA
4ecTO Cce CBbp3BaT C TEXKM EHOTUMOBE W BUCOK MPOLIEHT
CBbP3aHM CbC CbpAEYHATA HEAOCTATBYHOCT 3abBOAEBAEMOCT W
CMBPTHOCT.

15. Caep nbpBaTa ropMHa OT KMBOTA, FEHETUYHWTE MPUUMHK 3a
KapAMOMMOMATUKM B AETCKA Bb3PacT ca MOAOOHM Ha Te3u Mpu
Bb3PaCTHM.

16. \eyeHMETO Ha CUMMTOMUTE, AEHTUDULIMPAHETO W MPEBEHLIMATA
Ha CBbp3aHMTe C GoAecTTa ycAoxHeHus (BkatoumTeaHo BCC,
CbpAEYHA HEAOCTATBYHOCT WM MHCYAT) Ca KPabrbAHUST KaMbK Ha
MOAXOAQ NP BCUYKI KAPAMOMUOMATUM.

17. CbpaeyuHUTE MUO3MHOBM MHXMOUTOPU (MaBakamTeH) TpsibBa Aa
ce B3emaT npeasua npu nmaupentu ¢ HCM u LVOTO, kowuto
OCTaBaT CMMMTOMHM BbMPEKM ONTUMAAHATA MEAMLIMHCKA TEPATUS.

18. BaAnampaHu MHCTPYMeHTHM 3a nporHosupare Ha pucka ot BCC
(HCM Risk-SCD n HCM Risk-Kids) ca nbpBata cTbnka B
npeBeHUMsTa Ha BHe3arnHaTa cMbpT npwu naumeHT ¢ HCM.

19. Tlpy NaUMeHTU C HUCBK MAWM CPEAEH PUCK MOXeE Ad Ca MOAE3HU
AOMBAHUTEAHW PUCKOBU MapKepU, HO AUMCBAT YOEAUTEAHM AAHHM
32 Bb3AEWCTBMETO Ha Te3W MapamMeTpU BbpXy NEPCOHAAUBMPaHUTE
OLleHKM Ha PpUCKa, FeHEpWPaHW OT MHCTPYMEHTUTe 3a
MPOrHO3MpaHe Ha pucka.

20. ®apMaKoAOrMYHOTO AeveHue Ha naupeHT ¢ DCM He ce
pasAM4aBa OT MPENoOpPbYBAHOTO MPU XPOHUYHA CbpPAEYHA
HEAOCTATbYHOCT.

21. Pucksr ot BCC npu naumentn ¢ DCM u NDLVC Bapupa B8
3aBMCHMOCT OT OCHOBHATa MPUYKMHA U FEHETUUHMS MOATUN.

22. Pesyatatte or CMR wurpasT BaxkHa pOASi MPU HACOYBAHETO 3a
nmnaaHTrpaHe Ha [CD Ha naupeHT c DCM uNDLVC.

23. Mpu naupenT ¢ DCM 1 NDLVC ICD Tpsibea A2 ce mMa MpeABMA

32 onpeAeAeHU reHeTUYHK popmu, Aopu U korato AKM® e >35%.

24. BaxxHO e Aa Ce OMpeAeAn ETMOAOTUSATA 32 HACOUYEHO AeHeHMeE NMpU
NaLMEeHTH CbC CUHAPOMHM 1 METAOOAUTHM KapAMOMMONATHM (T.e.
ERT/wanepoH npu AM3030MHa OOAECT Ha HaTpYyMBaHETO;
Tadammamc npu AT TRwt nap.).

25. BpeMeHHOCTTa U CAEA-POAMAHMAT MEPMOA Ca CBbP3aHW C
MOBULUEH CbPAEYHO-CBAOB PUCK MPU XKEHW C M3BECTHA
KapAvoMMonaTus.

26. MyATUAMCLIMMAMHAPEH eKkun TpsGBa Ad OLIEHW pUCKa, CBBP3aH C
6peMeHHOCTTa MPU MaLMEHT C KAPAVOMUOMATUS.

27. TepanusTa c 6eTa-6A0KEPU MPU aPUTMUYHK MOKa3aHMs MOXKE Ad
NPOABAXM 6e30MacHO Mo BpeMe Ha OPEeMEHHOCT; MpeAu
3anoysaHe Ha HOBM AEKapCTBa MO BpeMe Ha GpemeHHOCT Tpsbsa
Ad Ce MPOBEPAT AaHHWTE 3a 6€30MacHOCT.

28. 3ApaBut Bb3PaCTHM OT BCMYKM Bb3PAcTU M AMLA C M3BECTHO
CbpaevHO 3aboAsiBaHe TpsibBa Aa CMoOpTyBaT C yMepeHa
MHTEH3MBHOCT, 0610 Hai-MaAko 150 MUHYTU Ha ceamULia.

29. Beuukm maumeHTU ¢ kapAMoMUonaTus TpsibBa Aa UMaT MHAMBM-
AYaAHa OLleHKa Ha pMcKa 3a MpeAnucBaHe Ha ¢usnyecko
HatoBapeaHe. OueHkaTa TpsabBa Aa Ce PBKOBOAW OT TpU
npurumna: (i) nNpeaoTBpaTsiBaHe Ha >KMBOTO3aCTPalLABALLM
apUTMUK MO BpeMe Ha TPeHUPOBK3; (i) AeUeHKne Ha CUMMITOMUTE,
3a A2 ce noseoau cnopT; u (i) NpepoTBpaTaBaHe Ha MpeAus-
BMKaHaTa OT CropTa NMPOrpecust Ha apUTMOTEHHOTO CbCTOSIHUE.

30. MIHAMBUAM, KOUTO Ca C MOAOXKMUTEAEH TeHOTMM/OTpULIATEAEH
bEHOTUM MAKM MMAT GEHOTUM 3a AeKa KapAVOMMOMATUSA U AMMCa Ha
CMMMTOMW MAM KaKBUTO M Ad € PUCKOBM (akTOpW, MoraT Aa
y4acTBaT B CbCTE3aTEAHW CropTOBe. [MpU HAKOW BUCOKOPUCKOBM
naupment ¢ HCM, ARVC 1 NDLVC TpsbBa pa ce obescbpyasat
YNPaKHEHUATA C BMCOKA MHTEH3MBHOCT WM CbCTE3aTeAHUTE
cnopToBe.

31. MaumeHTH C BUCOKOPUCKOBM FEHOTUMOBE UAM CBbP3aHK GakTOpU
32 APUTMUYHK YCAOXKHEHMS UAM CbPAEYHA HEAOCTATBYHOCT, UAM
Texkka LVOTO Tpsbsa pa 6bAAT HACOUEHM 32 CreumMaAM3npaHm
M3CAEABaHMSA, MPpeAn yrpaxkHsiBaHe Ha naaHosu NCS.

32. IaAeHTUPMLMPAHETO U YNPABAEHUETO Ha PUCKOBUTE GaKTOPH U
NPUAPYaBaLLuTe 3a60AsIBaHMS Ce MPEnopbYBa KaTO HEPA3AEAHA
4aCT OT Ae4YEHMETO Ha MALMEHT C KAPAMOMMUOTIATUS.

15.MNMponycku B AoOKa3aTeAcTBaTa

Bbnpeku Ye npes MocAeAHWUTE HAKOAKO FOAMHWM HACTBMM FOASM
HanpeAbK B reHeTUKaTa, AMarHOCTMKaTa U AEHYEHUETO Ha MALMEHTU C
KapAMOMMOMATKS, MMa PeAMLIa OBAACTU, B KOUTO BCE OLLiE AMMCBaT
COAMAHM AOKa3aTeACTBA W 3aCAY)XaBaT Aa ObaaT appecMpaHu B
6bAELLM KAMHUYHU M3CAEABAHMS.

1. ®eHoTUMNOBE KApAMOMMOMATHS.
2. Enmaemumonorus:

(@ [Mpeobaapasare Ha peHoTna NDLVC (aeua v Bb3pacTHu).

(b) CuctemaTnyHa oueHka Ha pa3npOCTPaHEHWETO Ha
KapAMOMMOMaTHKTE GEHOTUMOBE B ACTCTBOTO.

3. VIHTerpupaH noaXoa KbM MaLyeHTa:

(9 BrpaxkaaHe Ha TeAe-MeAMUMHA B MPEXWTE 3a KapAMO-
MUoMmaTUM.

4. TlaumeHTCKM MbT:
NabopaTopHu TecToBe:

(@) HeobxoanMK ca npoyuBaHuWs BbpXy HOBM "omic"
6romapkepu (MpOTEOMMKA, METABOAOMMKA W TPaHCKpUI-
TOMMKA), 33 OLieHKa Ha TAXHAaTa MOTEHLMAAHA CTOMHOCT 3a
AVMArHOCTUYHM M MPOTHOCTUYHWU LIEAV TPU KapAMOMM-
onaTuu.

MyATUMOAQAHO M306pa3siBaHe:

(@ VYcbBbpLUEHCTBAHUTE €XOKapAMOTPadCKM TEXHWUKM, BKAIO-
ynteaHo STE, ca obellaBaly, HO MM AMMCBA CTaBUAHO
BaAMAVPAHE MPpu KAPAMOMUOMATUM.

(b) Auncea yHMBEpCaAHO MPWET, CTaHAAPTU3MPaH METOA 3a
KOAMYECTBEHO OMpeAEASHE Ha M1OKapaHaTa $prbposa ypes
ckeHupaHe cbc CMP.

() CkaHupaHe cbc CMP Moxe Aa ce M3BbpLUM MPU MaLMEHTM CbC
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CbBMECTUMU MMIMAGHTUPYEMM YCTPOMCTBA, HO Ka4eCTBOTO €
OrpaHMYeHO OT apTedaKTy.

(d)  TMoacKAeHaTa C M3KYCTBEH MHTEAEKT EAEKTPOKapAMorpadus
1 obpasHa AMArHOCTMKA 3a OLieHKa Ha KapAMOMMOMNaTUMTE
Ce OKa3BaT HOB MHCTPYMEHT 3a 3HA4YMTEAHO NOAOOPSBaHe Ha
AMarHosaTa 1 MporHo3ata; HEOHXOANMM Ca AOMTBAHUTEAHM
MNpoOyYBaHUs 33 PYTMHHO BbBEXAAHE B KAMHMYHATA
MpaKTHKa.

(e)  Poas Ha CMR npu CKpMHMHIa Ha POACTBEHMLM Ha AMLA C
KapAMOMMOMATUS C MOAOKMTEAEH FEHOTUM U B CEMENCTBA,
MPU KOUTO HSIMa CUrYPHO MaTOreHeH BapuaHT.

[eHeTuKa:

(@  TMeHeTpaHTHOCTTa e CAabO XapaKTepu3mpaHa Npu NoBeveTo
MaTOreHHW BapWaHTW. TOBa BaXkKM 3a BapMaHTU, OTKPUTMU
4pe3 KacKaAE€H CKPUHWMHI Ha POAHMHM Ha MaLMEHT C
KapAMOMMOMATMS, KakTO W 3a BapuaHTW, OTKPUTKM B Mo-
LUMPOKATa MOMyAALMs, KOUTO MOXKe Ad 6bAAT CEKBEHUPAHM
C APYro rokasaHue WAWM MoraT Aa u3bepat ceKBeHVpaHeTo
Ha reHOMa KaTo CKPUHWHIOB TECT.

(b)  He cawusBecTHW NOA3UTE, BpeAWTE U LieHaTa Ha CKPUHMHIA Ha
FEHW, CBBP3aHM C KapAMOMMOMaTMs Mnpu Auua 6es
nepcoHaAHa AU GaMMAHa aHaMHe3a 3a KApAMOMMOMATHS.

OB6LLUM NPUHLMNK Ha AeYeHUEeTO:

(@  AeyeHneTo Ha AK HEAOCTAaTBYHOCT OCTaBa AO FOASIMA CTerMeH
He-6a3KpaHo Ha AOKa3aTeACTBa.

(b) HeobxoapuMMu ca wuUpokomawabHW MpoyyBaHMa 3a
OMPEAEASHE HA AEYEHWETO Ha KaMEpHWUTE apUTMWUU Mpw
NaLMEHTH C TEHETUYHU KaPAMOMMONATUM.

(9  OnTtumaneH koHTpoA Ha CH 1 AADs npu CbOTBETHMS MOATHN
KapAMOMUOMaTH.

(d) PoasHalCDs npu naumeHT c KT c Aoobpa moHOCUMMOCT.

(e) Bcuukm KaakyaaTopu Ha pucka ca paspaboTeHu upes
M3MOA3BaHe Ha M3XOAHUTE AaHHW. CAeAOBaTEAHO MoA3aTa
OT TAXHOTO MPUAOXKEHWE MO BPEME Ha MOCAEABALLM
MocelLeHns Ha MaLMeHTUTe OCTaBa HesicHa M Tpsbea Aa
6bAe NpoyYeHa.

(f)  TporHosupaHeTo Ha pucKa Mpu KapAMOMUOMATUM B AETCKa
Bb3pacT, pasanyHu ot HCM, octaBa emnupuueH — 3a
pasbupaHe 1 paspaboTBaHe Ha puckoBu MopeAn 3a BCC B
AETCTBOTO € HEOOXOANM MHOTOLLEHTPOB MOAXOA.

(g) /AMIncBaT KOHTPOAMPaHU MPOYYBaHMA 3a edpekTa OT abAaLmsTa
npu nauperT ¢ MM 1 kapamMomMuMonaTus.

(h) Moaeaute 3a nporHosmpaHe Ha peupmamBa Ha 1M He ca
BAAMAMPAHW MPU MaLMEHTU C KAPAMOMUOTATHS.

() Aunca Ha paHAOMMU3MPAHM MPOY4YBAHMSA, OLEHSBALLM
epMKacHOCTTa Ha CbpAEYHAaTa CMMMATUKOBA AeHepBaLms 3a
npeseHLMs Ha peLmamem Ha KT/KD.

MoaxoA MpU NeAMaTPUYHU KAPAMOMUOMATUM:

(@ /Awvnca Ha paHAOMM3MPaHU MPOYUYBaHUS MAK FOAEMU PETUCTPH,
Haco4YeHM KbM MOA3aTa M OMTUMAAHOTO AO3MPaHe Ha
AeKapCTBeHaTa Tepanus Npu neaMaTpuyHaTa nomyAaLms.

5. XuneptpoduyHa kaparomMmonaTus:

Envaemmonorus:

(@) O6pasHM M TeHOTUMHU MPOY4UBAHUSA MpeAmnoAarat
nonyAaumoHHa 4Yectota Ao 1 Ha 200 Aywm HaceAaeHue.
[MpoyuBaHusTa, 6asnpaHu Ha HER, obave npeanoaarat MHoro
no-Hucbk 6pon ot 3-4/10 000. Heobxoammu ca
AOMBAHWUTEAHW MPOYYBaHMA 33 Pa3npOCTPaHEHMETO Ha
KAMHWYHO 3Ha4MMM 3a6OASBaHUS.

TUOAOTUSI:

ETnonorus Ha 3aboasiBaHe 6e3 AOKa3aHW reHETUYHM BApUAHTU.

PoAs Ha noAureHHMs purck.

B3sanmopeicTBue Mexpy KOMOPOUMAHOCT WM M3XOA OT

3aboAsiBaHeTO.

(d) TeHETUYHM M EKOAOTUYHU AETEPMMHAHTK Ha EKCMpecmsTa Ha
60AeCTTa NPpK BApUaHTHU HOCUTEAM.

DIGOM

AA
RSN

* /\eyeHune Ha CUMMNTOMMITE:

(@) OntumaaHo BpeMe 3a MHTepBeHLmsa npu LVOTO u HelHoTO
Bb3AEMCTBIME BbPXY MPOrpecksTa Ha 3a00AsBaHETO.
(b) MpodwaakTuka Ha MM 1 cbpaeUHaTa HEAOCTATBYHOCT.

[MpeBeHLMs Ha BHE3aMHaTa CMbPT:

(@) Bw3peiictene Ha reHetukata (MeHAEAOBA M KOMIAEKCHA)
BbPXY PMCKa OT CBbP3aH C GOAECTTA U3XOA.

(b) TMopobpeHM MoaeAM 3a MPOrHosMpaHe, KOMTO HaMaAsBaT
OCTaTbYHWUS PUCK WM MPEAOTBPATABAT HEHYXKHOTO WMMAQH-
TupaHe Ha ICD.

() YcbBbpLUEHCTBaHE Ha MOAEAMTE 3a MPOrHO3KpPaHe Ha puUcka
A BKAIOYBAT CEPUMHM AQHHM.

(d) Poas Ha LVOTO npu nporHosupaHe Ha pucka Mpu Aelia
(BMAHO HECLOTBETCTBME B CPABHEHWE C TO3M MPY Bb3PACTHM).

Hosu Tepanuu:

(@) KAMHMYHA MOA32 OT MMO3UHOBUTE MHXMOUTOPU, APYTU MAAKM
MOAEKYAM M HOBOBB3HMKBALLMTE FEHHM Teparnmu.

6. AMAaTaTvBHa KapAMOMMONATUS:

« [eHeTnyHaTa ocHoBa Ha ¢amuaHata DCM Bce oue e

HEW3BECTHA B FOASIM OPOIt CAyHau.

* Hsma noappobHM AaHHM 3a CNeUUPUUYHOTO KAUHWUUHO
MPOTUYAHE MPU PASAUYHK TEHETUYHU W HETEHETUYHU GOPMM
Ha DCM.

He e usBectHo paam nauumerTute ¢ DCM pearvpar no
PasAMYEH HauMH Ha (PaAPMAKOAOTUYHOTO AEYEHME CrIOpPeA
OCHOBHaTa ETMOAOT U

e OntumumsmnpaHata ctpaterns 3a npeseHums Ha BCC octasa
HepelleHa. HsamMa AaHHM OT MPOCMEKTUBHU KAMHUYHU
Mpoy4BaHWUsS B CbBPEMEHHU KOXOPTW CbC CbBPEMEHHO
MEAMLIMHCKO AeveHue. Tasu npasHuHa B 3HaHUATa € 0cobeHO
BaXkHa 3a naumeHTn c DCM u AKUD > 35%.

» [lpenopbku 3a cropTyBaHe M MOA3a OT MPOPUAAKTUUHA
dapmakoAoTMH4Ha Tepanus 3a NpeAOTBpaTsBaHe Ha MosBaTa Ha
DCM npu reHeTUYHU HOCUTEAM.

.HeamnaatatueHa AeBOKaMepHa KapAMOMUONaTHSL:

* PasnpocTpaHeHue Ha 3aboAsiBaHeTO.

+ EcTecTBeHa UCTOpMSA U OTTOBOP Ha A€HEHUETO.

« [lpepoTepatsBaHe Ha BCC.

« [penopbku 3a cnopTyBaHe.

8. ApUTMOreHHa AeCHOKaMepHa KapAMOMUOMATUS:

* Aunceat PKW Bbpxy TepanuuTe 3a AeUeHME Ha apUTMKUU U

CbpAEYHA HEAOCTATBYHOCT.

 [poy4yBaHusTa BbpXy edeKTa OT CropTa OCTaBaT AO rOAsMa
CTeneH peTPOCMEKTUBHM.

 [poy4BaHusTa BbpPXy YecToTaTa M MpPOrHo3aTa Ha CbpAeyHaTa

HEAOCTaTbYHOCT OCTABAT OrPaHUYEHM.

AMNCBAT NpOyYBaHMS 3a YecToTaTa M HauMHA Ha KAMHWYEH

CKPUHWMHT 32 6E3CMMMTOMHM YAEHOBE Ha CEMECTBOTO.

9. PecTpuKTHBHA KapAYOMMONaTUS:

* [peenuums Ha BCC.

10. CHAPOMHM 1 MeTaBOAUTHU KapAMOMUMOMATUM:

* Aunca Ha pPaHAOMW3MPaHW MPOYUBAHUA MAU TOAEMMU
06cepBaLMOHHU KOXOPTHM MPOYYBaHUs, OLLEHSIBALLM POASTA
Ha HOBWTE TapreTHW Teparnuu, HACOYEeHU KbM MbTA Ha
RAS/MAPK (T.e. TpaMeTUHMO).

* VIMa MaAKO ABATOCPOYHM MPOYYBAHMS, HACOYEHWM KbM
KamepHo peMoaeArpane npu RAS-HCM.

« HCM Risk-Kids He e BaAMAM3MpaH Mpu MeAMATPUYHMU
naymeHtn ¢ RAS-HCM. Aunceat pAaHHM BbPXY
cTpatuéukaumaTa Ha pucka ot BCC, Bbnpeku ye uma
NAEHTUOULIMPAHM MOTEHLIMAAHK PUCKOBU GaKTOPH.

* /\unca Ha NpoyU4BaHus, HaCOYEHU KbM OMTUMAAHOTO BpPEME 3a
3anoysare Ha ERT npu toHOLLIM M Bb3PACTHM C KbCHO HAYaA0 Ha
6onecTTa Ha Pompe.

o Aunca Ha CTaHAApTU3MPaHW MPOTOKOAM 3a AeYeHue Ha
KPbCTOCAHO PEAKTUBHWM UMYHOAOTUYHM MaTepUAA-HEraTUBHM
NauneHT.

« AMnca Ha CTaHAAPTM3ALMS Ha KAMHUYHUTE KpaliHU TOYKM B
npoyysaHusTa 3a ERT/aneporosa Tepanus.

o AUMca Ha AMPEKTHW CPaBHEHUS MEXAY araAcupasa aada u
GerTa.

«  OnTuMaAHO BpeMe 3a 3arnovBaHe Ha AeyeHue npu bescnmnTo-
MHU MaLMEHTU OT KEHCKM MOA C HE-KAACUYECKO 3ab0AsIBaHE.

~N
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11. AMuaoma: * PoasTa Ha ¢usMueckoTo HaTOBapBaHe B eKcrpecusTa U
+  HeobxoAVMM ca AOMbAHUTEAHM MPOYYBaHMA 32 OLieHKa Ha . NporpecpaHeTo Ha boAecTTa.
ebukacHocTTa M 6HesonmacHocTTa Ha TapaMMAMC MpU + HeobxoamMMM ca roAremu paHAOMU3MPAHM MPOCMEKTUBHM
naumerTr B kAac [l mo NYHA. : MpOyYBaHMs, 3a Cb3paBaHe Ha Mperopbku, HasvpaHM Ha
+  Crpatudmkaumsata Ha pucka oT BCC u uHpMKaummTe 33 AOKasaTeACTBa 3a OMTMMAAHO MpeAnucaHMe 3a criopT, 6es
umnaanTupaHe Ha ICD Tpsbsa pAa ObAaT BHMMATEAHO ! KOMMpOMeTHpaHe Ha 6e3omacHocTTa.
AebUMHMPaHM, KaTo Ce B3eMa NMPEABMA OYaKBaHaTa 13. PenpoayKT1BHM NpobAemu:
MPOABAKUTEAHOCT Ha KMBOTA, KOHKYPEHTHATa HECbPAEYHO- ! ¢ [TpK1 HAKOAKO KapAMOMMOMATUM AUMCBAT KOHKPETHM AQHHM 32
CbAOBAa CMBPTHOCT M BMCOKaTa 4ecToTa Ha 6esnyacosa - M3XOA MO BpeMe Ha bpeMeHHOCTTa.
€AEKTUYECKA aKTUBHOCT. : « AvnceaT paHAOMM3MPaHW Mpoy4BaHWs 3a ynoTpebata Ha
HykaaTa OT AekapcTBeHa Tepanus MpU MaLMEeHTM CbC AADs, AekapcTBa 3a CbpA€YHa HEAOCTATbYHOCT U
CbpAEYHA aMUMAOMAD3A U CYOKAMHWUYHO CbPAEYHO 3acsiraHe . MHTEPBEHLIMM MO BpeMe Ha OPEMEHHOCT.
(T.e. 6€3CMMMNTOMHU MALMEHTH, MOAOKUTEAHA CLUUHTUIPadUs 14. He-cbpAeUHM MHTEpBEHLMM:
c otpuuateaHa ECHO) He e sicHo poepurHmpaHa. . * /AMNCBaT AAHHM MO OTHOLLIEHWE Ha PUCKOBETE OT HECbPAEUHMU
12. Crnoprose: WMHTEPBEHLMM.
* '"BpbliaHe KbM urpata’ Mpu MaLMeHTU C HUCKO-PUCKOBM ! 15. Moaxoas KbM CbPAEYHO-CHAOBUTE PUCKOBM aKTOpWU
KapAMOMMONaTUM (M Kak A ce AePMHMPA HUCBK PUCK BbE NPUMALMEHTU C KAPAVOMMUOMATUM:
BPb3Ka CbC CMOPTA). . * /AWNCBAT AAHHW 32 BB3AEMCTBMETO Ha MPUAPYKaBaLLMTe
* Puck or BCC u npenopbku 3a cnopT npu deHoTwn- - 3a60ASBaHUS BbPXY MEHETPAaHTHOCTTA, TEXECTTa U U3XOAA
HEraTUBHMW reHHU HOCUTEAN. . MPpU KapAMOMMOMATUMTE.

16. NMocaaHua "Kakso pa npaBuM” u "KakBo pa He npaBuM” B
Mpenopbkure

Mpenopbku KAac®  Huso®

npenopu(u 3a NpeAoOCTaBsAHE Ha YCAYrM Ha MYATUAUCUUNAUHAPHU TUMOBE 32 KapAuoMUonaTusa

I'IpenoprBa C€ BCUYKM MALUMEHTU C KAPAMOMUOMATUA U TEXHUTE POAHUHU Ad UMAT AOCTBM AO MYATUAUCUMMAMHAPHU €KUM C ONUT B

C
AMArHOCTMKATa U ACYEHWMETO Ha KapAUOMMOMATUMTE.

C
Mpenopbku 3a AMArHOCTUYEH NMOAXOA NPU KAapAUOMUONATUM
[MpernopbyBa ce BCUUKM MALMEHTH CbC CyCMEKTHA MAM AOKa3aHa KapAMOMMOMaTHS Ad GbAAT MOAAOKEHM Ha CUCTEMHA OLIEHKA, KaTo ce
M3MOA3BA MYATUMAPaMETPUYEH MOAXOA, KOMTO BKAKOUBA KAMHWMYHA OLIEHKA, aHaAM3 Ha popOcAoBureTo, EKI, Xoatep MoHUTOpUpaHe, C
AabOPATOPHY TECTOBE 1 MyATUMOAAHO M306passBaHe.
Ipenopbyea ce BCUUKM MALMEHTH CbC CbMHEHME 3a KAPAMOMMOATUA A2 BbAAT MOAAOKEHM HA OLIEHKA Ha paMMAHATA aHAMHESa U Ad Ce c
Cb3A3AE POAOCAOBHO AbPBO OT TPU AO YETHPU MOKOAEHMS, 32 A C& MOAMOMOTHE AUArHOCTULIMPAHETO, A Ce MPEAOCTABAT ykasaHus 3a
OCHOBHATa ETUOAOTUS, Ad CE OTIPEAEAN MOAEABT Ha YHACACASBAHE U AQ CE MAEHTUOULIMPAT POAHMHUTE B PUCK.
Mpenopbku 3a Aa6opaTOpHU U3CAEABAHUA 32 AMArHOCTULMPAHE Ha KapAMOMMONaTUK
PyTUHHM (MbPBO HKBO) AAGOPATOPHY TECTOBE Ce MPEnopbYBAT MPY BCUUKM MALMEHTHU CbC CbMHEHWE MAW MOTBbPAEHA KAPAMOMMOMATHS
33 OLIEHKA Ha ETMOAOTMSITA, OLIEHKA Ha TEXECTTa Ha 3aDOASBAHETO M MOMOLL, MpU OTKPMBAHE HA EKCTPAKaPAWAAHW MPOSIBU M OLieHKa 32 Cc

BTOPUYHA OpraHHa AMCOYHKLIMS.

ﬂpenop‘bl(a 3a exoxapAuorpaq)CKa OLLeHKa npu nalmeHTU ¢ KapaomomuonarTmsa

M34epnateAHa oLieHKa Ha cbpaedHuTe pasmepu n AK 1 AK cuctoaHa (raobaaHa u pervoHaaHa) n AK AMacToaHa GyHKLMs ce mpenopbysa
MPY BCUYKM MALMEHTM C KAPAMOMMOMATUS NMPU MbPBOHA4AaAHATA OLIEHKA 1 MO BPEME Ha NMPOCAEASIBAHETO, 3a Ad CE MPOCAEAN MPOrPecUsTa;
Ha 3a60ASIBAHETO M Ad CE MOAMOMOTHE CTPATUGUKALMATA M YMPABAEHUETO Ha pUCKa.

ﬂpenop'u(u 3a MHAMKaLlMK 3a CbpA€eY€eH MarHUTeH pe3oHaHC Npu NnauueHTU ¢ KapamomMumonaTus

CMR ¢ ycuAeH KOHTPACT ce MpenopbyBa Mpy MbPBOHA4YaAHA OLIEHKA Ha MaLMEHTUTE C KAPAVOMUOMATUS.
Mpenopbku 32 KOMNIOTbpHA TOMOrpadus U HyKA€apHO U3o6passBaHe

KoctHa cupnHTurpagus ¢ DPD/PYP/HMDP ce npenopbuyBa npu NaupeHTH CbC CbMHeHWe 3a cBbp3aHa ¢ AT TR cbpaeuHa aMmMAoMa03a, 3a
NOAMOMaraHe Ha AMarHosara.

I'Ipenop'bl(u 32 reHeTUYHO KOHCYATUPaHe U TeCcTBaHe NpU KapAUoOMHUONaTUm

FeHeTUuHO KOHCYATUpPaHe

I'IpenoprBa C€ reHeTUYHO MU3CAEABaHE 3a KAPAMOMUOMATUA Aa CE€ U3BBPLLBA C AOCTBIM AO MYATUAUCUMUMAMHAPEH €KUM, BKAKOYUTEAHO
TaKbB C OMUT B METOAOAOTMATA Ha T’EHETUYHOTO M3CAEABAHE, CEKBEHLIMAAHATA MHTEPMPETALMA Ha BAPUAHTUTE, U KAMHUYHOTO
NPUAOKEHME HA TEHETUYHOTO TEeCTBAHE, obuyaiHo B CrneunaAmsnpaHo 3B€HO NO KapAMOMUOMATUM UAU B MPEXKOB MOAEA C AOCTBIM AO
€KBMBAAEHTHA eKCrnepTmsa.

[podbarncasa
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I'Ipenopwsa Ce reHeTUYHOTO U3CAEABaHE 32 KapAMOMMOMNATUA Aad C€ U3BDBPLLIBA C AOCTBI AO MYATUAUCLIUIMAMHAPEH €KUM, BKAKOUUTEAHO
TakuBa C ONUT B METOAOAOTMATA Ha NrEHETUYHOTO U3CAEABAHE, MHTEPMPETALMATA Ha BAPUAHTUTE HA MOCACAOBATEAHOCTTA U KAMUHUYHOTO
NMPUAOKEHME HA TEHETUYHOTO U3CACABaHE, OBUKHOBEHO B cneunaAmsmpaHa C/\)’)K6a 32 KApAMOMUMOMATUA UAU B MPEXOB MOAEA C AOCTBIMN
AO €KBMBAAEHTHa eKkcrnepTusa.

I'Ipenopbqsa Ce€ FeHETUYHO KOHCYATUPAHE NMPEeAU U CACA TeCTa MPU BCUYKM AULIA, MOAAOXKEHM HA FrEHETUYHO U3CAEABAHE 3a KapAMOMMOI‘IaTVIFI.-

Ako NPeHaTaAHOTO AMArHOCTUYHO U3CAEABaHE TPFI6Ba Ad 6'bAe NnpeAnpueTo ot CEMENCTBOTO, NPenopbyYNTEAHO € TOBa Aa C€ U3BBPLLM B
Ha4YaAOTO Ha 6PeMeHHOC'I'I'a, 332 AQ MOraT Aa Ce B3eMaT peLUeHUA 3a NPOAbAXKaBaAHE MAU KOOPAUHMPaHE Ha 6peMeHHoc1'ra.

UHAEKCHM NaLUeHTHU

[eHeTU4YHO U3CAEABaHE Ce Mpernopbysa NMpu NaLmneHTH, OTroBapAaM Ha AMArHOCTUYHUTE KPUTEPUM 32 KAPAMOMMOMNATUA, B CAyHanTe,

KOrato rnosBOAABaT AMArHOCTUKA, NPOrHO3MpaHe, TepanesTUYHa CTpaTM(')MKaLJ,MFI NAU PEMPOAYKTUBHU HACOKU Ha MaLlMeHTa, MAM KOorato

MO3BOASIBA KaCKaAHA F€HETUYHA OLIEHKA Ha TEXHUTE POAHUHU, KOUTO UHAYe 6uxa BUAM BKAIOYEHM B AbBAFOCPOYHO Ha6/\IOAeHVIe.

[MpernopbyBa ce reHeTUHHO M3CAEABAHE 3a MOUMHAA MHAMBMA, 32 KOWMTO € YCTaHOBEHO, Y€ MMa KAPAMOMMOMATUS CAEA CMBPTTA, ako

C

FEHETUYHATA AMArHO3a 61 YAECHUAA MOBEAPHUPTO MPK OLIEAEAUTE POAHUHM.
YaeHoBe Ha ceMeMCTBOTO

lMpernopbyBa ce KACKAAHO FEHETUYHO U3CAEABAHE, C MPEA- U CAEATECTOBO KOHCYATMPAHE, Ad CE MPEAAAra Ha Bb3PAaCTHU PUCKOBU POAHMHM,

aKO e yCTaHOBEHA CUrypHa reHeTUYHa AMarHosa (T.e. P/LP BapuaHT) npum AMLa ¢ KapAMOMMONATUS B CEMENMCTBOTO (3aMOYBaMKM C POAHMHM

OT MbpBa CTEMeH, ako MMa TaKMBa, 1 MOCAEAOBATEAHA KACKAAQ).

AMarHoCTUYHOTO rEHETUYHO TECTBAHE HE Ce MPENOpbYBa MPU GEHOTUMHO OTPULIATEAEH POAHMHA HA MALIMEHT C KAPAMOMMOMATHS MPU
AMMCA Ha CUrypHa reHeTuuHa AmarHosa (T.e. P/LP BapuaHT) B cemelicTeoTO.

I'Ipenop'bl(a 3a CbpA€YHa TPaHCNAaHTaUuA NpyU NauueHTU ¢ KapaomomuonaTmsa

OpToTOrMHa CbpAEYHA TPAHCMAAHTALMS CE MPENOPbYBa MPY MOAXOASILLM MALWEHTH C KAPAMOMMOMATUS C HAMPEAHaA CbPAEYHA HEAOCTA-

TbyHOCT (NYHA kaac I[I-IV) nan TpyaHO noBAMsiBalLa ce KaMepHa apUTMUs, pedpakTepHa Ha AeKapCTBEHa/MHBa3MBHA/Tepanus ¢ C
YCTPOWCTBO, 1 KOUTO HAMAT abCOAIOTHM MPOTUBOMOKa3aHMS.

MNMpenopbku 3a AeYeHUe Ha NPEACBPAHO MbXXAEHE U NPEACBPAHO TPenTeHe NpU NaLMeHTU C KapauoMMonaTus

AHTUKOaryAaums

MepopaAHaTa aHTMKOAryAaLya C LIEA HaMaAsiBaHE Ha PUCKa OT MHCYAT M TPOMOOEMOOANYHI MHLIMAEHTY Ce MPEenopbYBa NP1 BCUYKM

naupmerTn ¢ XKMIT nAn cbpaeyHa ammaomnaosa u M MAM npeACbpAHO TpenTeHe (OCBEH aKo He e MPOTMBOMOKa3aHo).

MepopaAHaTa aHTMKOAryAaLya 3a HaMaAsBaHE Ha PUCKa OT MHCYAT M TPOMOOEMOOANYHM CbOUTHA ce NpernopbyBa NpM MaLMEeHTH C

AKMTT, NDLVC man ARVC 1 M nan npeacbpaHo TpenteHe ¢ CHA2DS2-VASc ckop 22 npu MbXe AWM 23 MpU XeHU.

KOHTpOA Ha cMMNTOMMUTE U CbpAEYHATa HEAOCTATBYHOCT

lMpernopbysa ce KaTeTbpHa abAaLys HA MPEACBPAHO MBbXAEHE 33 KOHTPOAMPAHE Ha PUTbMA CAEA EAHO HEYCTIELLHO MAM HEMOHOCUMO
AAD kaac | nan Il 3a nopobpsiBaHe Ha cMMTOMaTHKaTa MpU peLarBK Ha [1TM npu nauneHTH ¢ NpUCTBIHO MAM NepcucTmpallio M u
KapAMOMMOnaTHs.

Mpenopbysa ce KaTeTbpHa abAaLMS Ha MPEACBPAHOTO MbXAEHE 3a 0bpaTHo passuTue Ha AK amchyHKumMs npu naumeHTu ¢ MM c
KapAMOMMOMATUS, KOraTo MHAYLIMPaHaTa OT TaXMKapAUs KOMIMOHEHTA € MHOTO BEPOSITEH, HE3aBMCMMO OT CUMMTOMHUS CTaTyC.
KoMop61AHOCTH 1 AeyeHME Ha aCOLMMPAHUTE PUCKOBU HaKTopH

["Ipenop'bqsa Ce NpoMsAHa Ha HE3APAaBOCAOBHUA HAYMH HA KMBOT U TapreThpaHa Tepanua Ha MHTEPKYPEHTHU CbCTOAHMA, 32 Aa C€ HaMaAU
TexkecTTa Ha [TM u TexecTTa Ha cMMITOMUTE npu NaLMeHTN C KapAMOMUOMaTUA.

MpenopbKu 3a UMNAAHTUPYEM KapAMOBepTEp AePUOPUAATOP MPU NALMEHTU C KAPAMOMMUONATUA

O6wwmM npenopbku

MMI’]A&HTMPaHe Ha KapAMOBeEpTEp Ae¢m6p|4/\aTop Ce rnpenopbyBa CaMO Mpu NaLMEHTH, 33 KOUTO Ce€ OYaKBa KadeCTBEHA MPEeXMBAEMOCT >1 rOAMHa. C
I'Ipenopqua C€ UMMNAAHTUPAHETO Ha ICD Aa C€ PbKOBOAU OT CMOAEAEHO B3€MaHE Ha peLUeHUA, KOUTO!:
e Ca 6a3mpaHM Ha AOKa3aTeACTBa; c
e B3eMaT MNpeABnA MHAUBUAYAAHUTE NMPEANMOYNTAHNA, BAPBAHUA, obcTosATeACTBa U LLEHHOCTU Ha AQAEHO AMLLE; U
* rapaHTUpaT, Y€ AULIETO pa36|4pa NOA3NTE, BPEAUTE U Bb3IMOXHUTE MOCAEACTBUA MNMPU PasAUHHUTE AeyebHU peLueHus.
HPeﬂOPb‘-IBa Cce NpeAn UMMAAHTUPAHETO Ha ICD naumeHTnTe Aa 6bAaT KOHCYATUPaHW 3a pUCKa OT HEMOAXOAALLIM LLIOKOBE, Cc
WUMMNAQHTALUMOHHW YCAOXKHEHUA N COLIMAAHUTE, I'IPO¢GCMOH3/\HI/ITE n T€3U NMpU LLIO¢I/IpaHe MOCAEACTBUA OT yCTpOﬂCTBOTO.

C

He ce npenopb4Ba MMMAAHTUPaHE Ha ICD npu NauneHTn ¢ HenpekbCHaTKU KaMepHU apUTMMUKU, AOKATO KaMepHaTa apUTMMA He 6‘bAe OBAAAAHA.
BTopuuHa npopuAakTUKa

MNMpenopbyBa ce UMNAaHTaumA Ha ICD:

o npu nauneHtn ¢ XKMI, AKMI 1 ARVC, kouTo ca npexwusean cbpaedeH apect nopaau KT uan KO, nan KoUTo MMat cnoHTaHHa
NPOABAKMTEAHA KaMEPHa apUTMUS], MPUUMHSBALLA CUHKOM WA XEMOAMHAMMYHO KOMMPOMETALIMS MPU AMMca Ha 0BpaTUMK MPUYMHU

o npu nauneHt ¢ NDLVC 1 PKMTT, kouTo ca npexweeAn cbpaeveH apect nopaau KT nan KO, uAu KoUTO uMMaT crnoHTaHHa c
MPOABAKMTEAHA KAMEPHA aPUTMUS, MPUUMHSBALLA CUHKOT MAM XEMOAMHAMMYHA KOMIMPOMETALMS MPU AUMCa HA OBPATUMM MPUYMHMU.

[podbaxcasa
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MbpBUYHA NpeBeHLUsA

LlsaocTHa cTpatudukaums Ha pucka oT BCC ce npenopbysa Npu BCUYKM MALMEHTU C KAPAMOMMOMATHS, KOUTO He Ca MPETbPMEAU
MPEAVILLEH CbpAEUEH apeCT/NPOABAKMTEAHA KAMEPHA aPUTMMS MPW MbPBOHAYAAHATA OLIEHKA HA MHTEPBAAW OT 1—2 FOAMHMU MAW BUHATM
KOraTo Mma MpoMsiHa B KAMHWUYHUS CTaTycC.

[Mpenopbyga ce npu nauyeHt ¢ HCM. --

Us60p Ha ICD
Korato nma nokasanus 3a ICD, npenopbkuTe ca Aa ce NpeLeHr AaAM MaLMEHTBT MOXe Aa MMa noasa oT CRT. -

nPeﬂOP‘bKM 3a PYTUHHO NpoOCAeAsiBaHe Ha NMaLlMeHTU € KapaAunoMmuonaTua

[MpenopbyBa ce BCUUKM KAMHUYHO CTABUAHM MALIMEHTU C KAPAMOMMOMATHS Ad BbAAT MOAAOXKEHM Ha PYTUHHO MPOCAEASBAHE C MOMOLLTA
Ha MyATMMNapaMeTpUYeH MOAXOA, KoMTo BratouBa EKI™ 1 exokapamorpadus Ha Bceki 1 A0 2 rOAMHM.

nPeﬂOP‘bKM 3a ceMeeH CKPUHUHI U NpoCcAeAABallla OueHKa Ha POAHUHU

CAeA KacKapHO FeHETUYHO TECTBAHE CE MPEropbYBa KAMHWUYHA OLIEHKA C M3MOA3BAHE Ha MYATUMAPAaMETPUYEH MOAXOA, KOMTO BKAIOYBA
EKT 1 cbpaeyHa ob6pasHa AMArHOCTYIKA, KaKTO M AbATOCPOYHO MPOCAEASBAHE MPU POAHMHM OT MbPBa CTEMeH, KOMTO UMaT ChbLLMs
MPUYMHABALL, 3a60ASBAHETO BapUaHT KaTo MpobaHAa.

Korato He e MAeHTM¢MuMPaH BapuaHT Ha P/LP B I'IPOGaHAa VAU HE € U3BBPLLIEHO reHETUYHO U3CAEABAHE, NPU POAHWHM OT MbpBa CTEMNEH
Ce npenopb4Ba Aa C€ U3BBLPLLUM MbpPpBOHAYaAHA KAMHUYHA OLIEHKa, M3MOA3BaLllia MyATUMAPpaMETPUYEH MOAXOA, KomTo BKAouBa EKT 1
CbpAEHHO MBOGP&BHB&HE.

nPeﬂOP‘bKM 3a NCUXOAOruvYeckKka nopkpena rnpu NnaLlMeHTU U YAeHoBe Ha CEeMeMnCTBOTO C KapauoMuonaTuu

MpernopbyBa ce Aa GbAE MPEAAOKEHA MCUXOAOTMHECKA MOAKPEMA OT MOAXOAALLO OByYeH 3APaBeH CMELMAAUCT Ha BCUUKM AVILIA,
MPEXMBEAM MPEXAEBPEMEHHA BHE3AMHA CbPAEYHA CMbPT Ha YAEH Ha CEMEMCTBOTO C KApAMOMUOMATUS.

lMpenopbyBa ce Aa ce MpeaAara NCUXOAOTMYECKa MOAKPENA OT MOAXOAALLO Oby4eH 3ApaBeH CMeELMAaAUCT Ha BCUYKM AWLIA C HACAGACTBEHA
KapAMOMMOMaTKS, KOUTO MOAyYaBaT UMMAAHTUPYEM KapAMOBEPTEP AepUOPUAATOP.

I'Ipenop'bku 3a OUueHKa Ha chrpqumrra Ha U3XOAHUA TPAKT Ha AABaTa KaMepa

Mpu Bcnuku nauperTr ¢ HCM, npu nbpeoHavaAHa OLEHKa, ce MpenopbyBa TpaHcTopakaAHa 2D 1 AoornAepoBa exokapavorpadus B
TMOKOM M MO BpeMe Ha MaHeBpy Ha Valsalva B ceAHaAO M MOAYAETHAAO MOAOKEHME — a CAEA TOBA B MU3MPABEHO MOAOXKEHME, aKO HE €
MPOBOKMPaH rpaaveHT — 3a oTkpusare Ha LVOTO.

Mpu cumnTomHM naupneHT ¢ HCM 1 rpapveHT B MOKOM AWM MPOBOKMPAH MUKOB MHCTaHTEH rpaaveHT Ha AK B M3XOAHMS TpakT

<50 mmHg, ce npenopbyea 2D 1 Aonaep exokapavorpadus no BpeMe Ha HaTOBapBaHe B M3MPaBEHO MOAOXKEHME, CEAHAAO (KoraTo e
Bb3MOXKHO) MAM MOAYAETHAAO MOAOXKEHME 3a OTKpuBaHe Ha npoBokupar LVOTO v MHAyLMpaHa OT HaToBapBaHe MUTPAAHA PerypruTaLus.

Mpenopbku 3a MEAULIMHCKO A€YEHME Ha O6CTPYKLMATA HAa U3XOAHUS TPAKT Ha AABaTa Kamepa
He-BasoamAataTvBHUTEe 6eTa-OAOKEPU, TUTPUPAHU AO MAKCMMaAHA MOHOCKMMA AO3a, Ce MPEMOPbYBAT KaTo TePanus OT Mbpea AUHMS 3a
nopobpsiBaHe Ha CUMMTOMUTE MPU MALMEHTH B MOKOM MAM ¢ npoBokupaHa LVOTO.

BepamamuA AW AMATMA3EM, TUTPUPAHK AO MaKCKHMAAHA MOHOCMMA AO33, CE MPEMOPbYBAT 3a MOAOOPsIBAHE HA CUMMTOMMUTE MpU
CHMMTOMHM MaLMEHTH B MOKOM MAM C npoBokupaHa LVOTO, KOMTO MMaT HEMOHOCUMOCT MAM MPOTUBOMOKa3aHMs 3a 6eTa-bAoKepU.

AMBOHMP&MMA, TUTPUPaAH AO MaKCMMaAHa NMOHOCKMaA AO3a, Ce rnpernopbyBa B AOMbAHEHNE KbM 6€Ta-6AOKep (MAM, aKO TOBa He €

Bb3MOXHO, C BEPANaMMA MAU AUATMA3EM) 32 MOACOPsABaHE HA CUMMTOMKUTE MPU NaLMEHTU B MOKOM 1AM € npoBokupaHa LVOTO.

MpenopbkM 3a cenTaAHa peAyLumpalia Tepanus

Mpenopbyea ce SRT Aa ce U3BbPLLBA OT OMUTHM OMEPaTOpK, PABOTELLM KAaTO YacT OT MyATUAMCLIMIIAMHAPEH EKCTIEPTEH EKMM 3
AedeHmeTo Ha HCM.

SRT 3a nopobpsiBaHe Ha CUMMTOMUTE Ce NMpernopbyBa Npu NauMeHTH ¢ rpapmeHT Ha LVOT B nokol nAM MakcrMaAHa npoBokaums =50
mmHg, kouTo ca BbB PyHKLmoHaAeH KAac -1V no NYHA/Ross, Bbnpeku MakCUMaAHO MOHOCKMMATa MEAMLIMHCKA Tepanms.

CenTaaHa MuekTOMUS, BMecTo ASA, ce npenopbyBa Npu Aelia ¢ nokasaHue 3a SRT, KaKTo W Npu Bb3pacTHW MaLMEHTH € nokasaHue 3a SRT
U APYTU A€3UU, KOUTO U3UCKBAT XMPYPrdHa MHTEPBEHLMS (Hamp. aHOMAAMK Ha MUTPaAHATa KAQra).

AOMbAHUTEAHU rnpenopsbKU 3a NpeBeHUUA Ha BHe3anHaTa cbpAeYHa CMBbPT NPpU NALMUEHTU C xunep'rpo¢m|ﬂa KapauomMuonaTusa

BTopuyHa npeBeHLUs

MmnaarTMpaHe Ha ICD ce npenopbysa Npu NaLMeHTH, KOUTO ca MpeXUBEAU cbpAeveH apecT nopaau VT van KO, nau komto nmat
CroHTaHHa NpoabAXUTEAH VT € XEMOAMHAMUYHO KOMMPOMETUPaHE.

[podbancasa
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n'bPBMl-IHa npeseHuunA

KaakyaatopsT HCM Risk-SCD ce npenopbysa kaTo METOA 3a OLIeHKa Ha pycka OT BHE3amHa CMbPT 32 5 FOAMHM MPU MaLMEHTU Ha Bb3pacT
216 roprHY 3a MbPBUYHA NPEBEHLIMS.

BaAvaM3MpaHK neanaTpuyHM cneumpryHM MOAEAM 3a MPOrHo3MpaHe Ha pucka (Hanp. HCM Risk-Kids) ce npenopbysat kato meToa 3a
OLIEHKa Ha PUCKA OT BHE3arHa CMbPT 32 5 FOAMHM MPU NaLMEHTM Ha Bb3pacT <16 roAMHM 3a MbpBUYHA MPEBEHLIMS.

[Mpenopbysa ce 5-ropmwHmat puck ot BCC pa 6bae OLEHEH NpY MbpBaTa OLeHKa U MPEOLIEHEH Ha MHTEPBAAM OT 1-2 rOAMHM UAM
KOraTo 1ma NpoMsiHa B KAUHWUYHMS CTaTyC.

MpenopbkKu 3a UMNAAHTUPYEM KapAuoBepTep AepuEpUAATOP NPU NALMUEHTU C AMAATATUBHA KapAMOMUONATUA
BTopuuHa npeBeHUUA

ICD ce rNpernopbyBa 3a HAMAAABAHE Ha PUCKa OT BHE3arnHa CMbpPT U CMBbPTHOCT MO BCAKAaKBA NPUYMHA MPpU NaUneHTn C DCM, kouTo ca
NPeXnBEAU CbpAEYEH apecT MAM Ca Ce€ Bb3CTaHOBUAM OT KaMepHa apUTMUA, NPUYMHABALLLA XEMOAUHAMUYHA HECTaBUAHOCT.

I'Ipenop'bl(a 32 MOHUTOPUPaAHE Ha EAEKTPOKapAUOrpamarta B MOKOM U Ha aM6yAa'ropHa'ra €AEKTPOKapAuorpama rnpu naumueHTU c
HeAUAATaTUBHA A€BOKaMepHa KapAuoMUuonaTusa

[Mpenopbysa ce exeropHo ambyaatopHo EKI™ MoHuTOpupane npu naupeHTt ¢ NDLVC naAn Korato Mma npomsiHa B KAMHWUYHKS CTaTyC, 3a
MOAMOMAraHe Ha AEYEHUETO U CTPATUGUKALMATA HA PUCKA

0

I'Ipenop'bl(u 3a UMMAaHTaUuUA Ha KapAuoBepTep Aetpqum\a'rop npu NauMeHTU C HeAUAATaTUBHA A€BOKaMepHa KapapuomMuonaTua

ICD ce npenopbyBa 3a HaMaAsiBaHe Ha prCKa OT BHE3arHa CMbPT M CMbPTHOCT MO BCskakea npuimHa npu nauueHTn ¢ NDLVC, kouTo ca c

NPEeXMBEAU CbPAEYEH apeCcT MAM Ca Ce€ Bb3CTaHOBUAM OT KaMepHa apUTMUA, NPUYMHABALLLA XEMOAUHAMUYHA HECTaBUAHOCT.

I'Ipenop'bl(a 3a MOHUTOPUPaAHE Ha EAEKTPOKapAUOrpamarta B MOKOM U aMGyAaTOPHO exoxapAuorpa<|>CKo MOHUTOpPUPaHe NMpU NauneHTU
C apUuTMOreHHa pAecHokaMepHa KapapunomMuonaTua

Mpenopbysa ce exxeropHo ambyaatopHo EKI™ MoHuTOpUpare npu maumeHtrt ¢ ARVC 3a nopnomaraHe Ha AMarHosata, AeHeHWUETO U
cTpaTUMKaLMATA Ha pHCKa.

I'Ipenop'bl(u 3a aHTUAPUTMUYHO AeYeHue Ha NaLMeHTU C apuTMoreHHa AoeCHOKaMepHa KapauMomMuonaTua

0

TepanusTa c 6eTa-6A0kep ce npenopbysa npu naupeHTt ¢ ARVC u ¢ KE, NSVT un VT.
Mpenopbku 3a NpeBeHLMUA Ha BHe3anHaTa CbpAe€YHa CMbPT NPU NaLMEeHTU C apUTMOreHHa AeCHOKaMepHa KapAuomMuonaTms
BTopuuHa npeBeHuuA

[Mpenopbysa ce ICD a 3a HamaAsiBaHe Ha pycKa OT BHe3arHa CMbPT M CMBbPTHOCT MO BCAKaKBa MpuymHa npu naumerTn ¢ ARVC, kouto
Ca MpeXMBEAU CbPAEYEH APECT MAM Ca Ce Bb3CTAHOBUAM OT KaMepHa apUTMMS, NMPUYMHSBALLA XEMOAMHAMUYHA HECTABUAHOCT.

MNMpenopbku 3a AeYeHUe Ha NaUMEeHTU C PeCTPUKTUBHA KapAUOMMONaTUus
[penopbuBa ce MyATUMOAAAHOTO M30DpassBaHe Aa ce M3MoA3Ba 3a pasrpaHidasaHe Ha RCM ot HCM man DCM ¢ pecTpukTvBHa Gu3MOAOTHS.

[MpernopbyBa ce Aa ce M3BbPLUAT 6a3aAHM CbPAEYHM M HECHPAEUHM M3CAEABAHMS, 33 Ad Ce OLIEHW Y4YaCTUETO Ha HEPBHO-MyCKyAHaTa
CHUCTEMA AV APYTU CUHAPOMHM HapyLLEHUS.

ChbpaeyHa kaTeTepusaLms ce npenopbysa npu Bcuukn Aetia ¢ RCM 3a M3MepBaHe Ha HaAsiraHeTo B 6eAoppobHata apTepus 1 PVR npu
MOCTaBsHE Ha AMarHosata u Ha 6—12 MeceyHU MHTEPBAAM 3a OLieHKa Ha npomsHaTta B PVR.

n. o .

MMHAaHTMPaHe Ha ICD ce npernopb4Ba 32 HaMaAfABaHE Ha PUCKA OT BHE3arnHa CMbpT U CMBbPTHOCT MO BCAKAKBA MpU4MHA NMpU MaALIMEHTU C
PKMH, KOUTO Ca MNpexmBeAn CbpAEYEH apecT UAM Ca C€ Bb3CTaHOBMAM OT KaMepHa apUTMUA, NMpUYMHABALLLA XEMOAMHAMUYHA HeCcTabMAHOCT.

I'Ipenop'bl(u 3a (')MSMUIGCKM ynpa)>XHeHusA Nnpu naumueHTU ¢ KapaAmomMumonaTus

Bcuuku KapauoMuonaTum

I'IpenopraT Ce PeAOBHM YrnpaXxHeHUA C HUCKa AO YMepeHa MHTEH3VUBHOCT MNMpu BCUYKK CrocobHu MHAUBUAU C KapAMOMMOMATUA. C
HPM BCMYKM MaLMEHTU C KAPAUOMUOMATUA Ce€ NPEnopbyBa MHAMBMAYAAHA OLIE€HKA Ha PUCKa 32 MNPeAMNMCBAHE Ha YrnpaXKHEeHUA. C
HCM

vrlpa)KHeHMﬂ C BUCOK MHTEH3UTET, BKAKOYUTEAHO CbCTE3ATEAHM CMOPTOBE, HE CE€ MNPEnopbYBaT rNpK AvLa ¢ BUCOK PUCK U MpU AMLa C C

O6CTP)’KLI,I/IFI Ha A€BOKAMEPHUA U3XOAEH TPaKT U UHAYLIMPAHM OT HAaTOBAPBAHE KOMMAEKCHM KaMEpHU apUTMUN.

ARVC

YMepeHU U/MAU BUCOKO-MHTEH3MBHM YMPaXKHEHMS, BKAKOUYMTEAHO CbCTE3ATEAHM CMOPTOBE, He ce MpenopbyBat npu Anua ¢ ARVC.
DCM u NDLVC

B1COKO-MHTEH3MBHM YNPaXKHEHWS, BKAOYUTEAHO CbCTE3ATEAEH CrOPT, HE Ce MPENOPbYBAT MPU CUMITOMHM AMLA, TE3W C PpaKLms Ha c
M3TAACKBaHe Ha AsiBaTa kamepa <40%, NpeAM3BUKaHM OT HaTOBAPBAHE apUTMMKU MAM MaToreHHu BapuaHT B LMNA man TMEM43

Mpenopbku Npu penpoAyKTUBHM BMPOCKU NMPU NaLMEHTU C KapAMOMMUONATUSA

I'Ipenopra Ce OLEeHKa Ha pUCKa npean 6peMeHHOCTTa N KOHCYATUPaHe MNMpU BCUYKU KEHU, U3MOA3BALLN MOAI/I(I)MLIMPaHaTa

C
KAacndumkaumsaTa Ha C30 3a puck Npu Maikara.

[podbaxcasa
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KoHcyATaumm 3a 6e3omnacHa v epekT1BHA KOHTPALIENLS CE MPETOPbYBAT MPK BCUYKM XKEHM BbB GPEPTUAHA BB3PACT U TEXHWUTE NapTHLOPH. C
KoHcyATMpaHe BbpXy pycKa OT yHaCAEASBaHE Ha 3a6OASBAHETO Ce MPEropbYBa MPU BCUHUKM MBXKE M XKEHU MPEAN 3a4EBAHETO. C
BaruHaAHO paxkaaHe ce MpenopbyBa Mpy MOBEYETO KEHW C KAPAMOMMOMATMM, OCBEH aKO MMa aKyLLIEPCKM MOKa3aHUs 3a Lie3apoBO

ceyeHue, Texka cbpaedHa HepocTatbiHOCT (UMD <30% man kaac III-IV no NYHA) 1A Texku ob6CTPYKLMM Ha M3XOAHWS TPaKT, MAW MpuU C
)KEHU, KOUTO PAXKAAT Ha POHA Ha MEPOPAAHM AHTUKOAryAAHTH.

Mpenopbyea ce AeKapcTBOTO A 6bAE BHUMATEAHO PeBM3MPaHO 3a H6e30MacHOCT Npear BpeMeHHOCTTa U KOPUTMPaHO Criopea c
MOHOCMMOCTTA MO BpeMe Ha GPEMEHHOCT.

Mpu naupeHTkm ¢ MMM ce npenopbysa TepaneBTUYHa aHTHUKoaryAaums ¢ LMWH man VKAs B 3aBUCMMOCT OT cTapMs Ha BpeMeHHOCTTa. C

Mpenopbku 3a HECbPAEYHA XMPYPrus NpY NaLMUEHTU C KApAUOMUONATUSA

Mepu-onepatmeHo EKI” MoHMTOpKpaHe ce mMpenopbyiBa 3a BCUYKM MALMEHTU C KAPAMOMMOMATHS, NMOAAOXKEHM Ha OnepaLms.

[Mpy MaLMeHTH C KapAMOMMONATUSA U MOAO3MPaHa MAM u3BecTHa CH, NMAaHKpaHa 3a MeXAMHHO 1AM Bucokopuckosa NCS, ce npenopbysa
noeTopHa oueHka Ha AK dyHkums ¢ exokapamorpadms (ouerka Ha LVOTO npu maupeHtt ¢ HCM) 1 uamepBaHe Ha HuBaTa Ha
NT-proBNP/BNP, oceH ako He e U3BbPLIEHO HACKOPO.

[Mpenopbyea ce MaLMEHTU C KAPAMOMMONATHS C BUCOKOPUCKOBK FEHOTUMOBE MAM acoLMMpPaHu GakTOpU 3a YCAOKHEHUS OT apUTMUS UAM
CbpAeUHa HeAOCTaTbYHOCT, MAK Texka LVOTO, aAa 6bAaT HacoUeHU 32 AOMTbAHUTEAHM CMeLaAN3MPaHi M3CAEABAHUS B OTAGAEHME 3a
KapAVOMMOMATHS, MPEAM Aa Ce MOAAOXKAT Ha naaHoBa NCS.

[Mpy NaLmMeHTH Ha Bb3pacT <65 roAMHM C POAHMHM OT MbpBa AMHKS C KaparomuonaTus ce npenopbysa EKI 1 TTE npean NCS,
HE3aBUCMMO OT CUMITOMMTE.

I'Ipenop'bl(a 3a Ae4YeHue Ha CbpAEeYHO-CbAOBUTE PUCKOBU ¢aK'I'OPM npu NauueHTU € KapamommonaTuma

VIAGHTMd}MKaLIMR N A€4EHUNE Ha PUCKOBUTE ¢aKTOpl/I M NpUApYyXasalluTe 3a60AsABaHMS ce MNMperopbyBa KAaTO HEPA3AEAHA HYaCT OT MOAXOAQ C
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npu NaumMeHTn ¢ KapAMOMUOMATUA.

2D, asyvsmepeH; AAD, aHTUapuTMUUHO AekapcTso; M, npeacbpaHO MbxaeHe; ARVC, apuTMoreHHa AecHokamepHa Kapavomuonatusi; ASA, aAKOXOAHa cenTaAHa abaauus; ATTR,
TPaHCTUpETUHOBA aMMAOUAO32; BNP, MosbueH HaTpuypeTuueH nentua;, CHA2 DS2 -VASc, 3acTolHa cbpaeYHa HEAOCTATbYHOCT MAM AEBOKaMepHa AUCPYHKLIMS, XUMEPTOHMS, Bb3pacT 275
(no ABe), AMabeT, UHCYAT (Mo ABE)-CbaOBa BOAECT, Bb3pacT 65—74, noaosa Kateropus (xxeHu) (ckop); CMR, cbpaeyeH MarHuTeH pesoHaHc; CRT, cbpaeUHa pecHXpOHM3MpaLLia Tepanus;
DCM, anaatatveHa kapanomuonatus; DPD, 3,3-andocdoro-1,2-nponaroamnkapbokcuara kuceanHa; EKT, eaektpokapaviorpama; V®, nstaacksala dpakums; HCM, xuneptpoduiHa
kapanommonatus; HMDP, xuapokcumetnaeH audocdonar; ICD, nmnaaHTpyem kapavosepTtep aepubpuaatop; LMWH, xenapuH ¢ Hucko MoaekyaHo Terao; AK, AsiBa kamepa; LVOT,
AeBOKamepeH U3xoaAL, TpakT; LVOTO, o6cTpyKLyms Ha U3XOAHWSA TPaKT Ha AsiBaTa kamepa; MC30, moanduumpaHa CeeToHa 3apasHa opraHmsaums; NCS, Hecbpaeura xupyprus; NDLVC,
HeAMAATaTMBHA AeBOKamMepHa Kapavommonatus; NSVT, HenpoabaxuTeAHa kamepHa Taxukapams; NT-proBNP, N-TepMmiHaaeH npomosbueH HaTpuypeTuyen nentua; NYHA, Hioltopkcka
cbpaeyHa acoumauums; P/LP, natoreHer/BeposTHO natoreHeH; PVR, 6eroppo6Ho cbpoBO cbnpoTtueaeHme; PYP, nupodocdar; RCM, pectpuktueHa kaparommonatus; AK, afcHa kamepa;
BCC, BHesanHa cbpaeyHa cMbpT; SRT, cenTaAHa peaykumoHHa Tepanus; TTE, TpaHcTopasaAHa exokapavorpama; KE, kamepHu ekctpacuctoan; K kamepHa pubpuaaums; VKA,

AHTaroHMCT Ha BuTamMuH K; KT, kKamepHa Taxukapaus.
MpenopbumTeAeH KAac.
bAOKa3aTeACTBeHo HWBO.
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