CuHapom Ha xunonnacTtu4HoTto nsaBo cbpue (HLHS)

UHgbopmayuoHHU NTUCMOBKU 3a nayueHma — Kakeo e 0obpe Oa 3Ham, Kakeo 0a rnornumam.

Tasn nuctoBka nma 3a uen ga Bu nomorHe ga pasbepeTte KakBo npeacraBngsa CUHAPOMbBT Ha
xunonnacTtn4Ho nao cbpue (hypoplastic left heart syndrome — HLHS), kakBu ca npuynHuTe 3a
HacTbMNBaHETO My M KakBW ca nocrieamumte OT NoCTaBAHETO Ha AuarHosaTta 3a Bac, Baweto
6ebe n BaweTto cemencTBo.

KakBo npeacrtaBnsasBa CMHAPOMDBT Ha XnonmnacTtu4yHo nsaBo C'prl,e?

CuHOPOMBT Ha XMNOMNNACTUYHO NSBO CbpLE € psaKka n KOMNMeKCHa BpoaeHa CbpaeyHa
Mandgopmauusa (BCM), npu KosaTo nNsaBaTta NosioBUHA Ha CbPLIETO € KPUTUYHO HeQopa3BuTa U
He MOXe [a NoAaabpXa HOPManHMa NPUTOK Ha KPbB KbM TASOTO.

KakBu ca npnuYnHNTe 3a Bb3HNKBaHe Ha CMHAPOMA Ha XMnonmnmactn4yHo nABoO C'prl,e?

MpuunHMTE 3a NosiBata Ha CUHAPOMA Ha XMNOMMACTUYHO NSAIBO CbpLE ca HESICHU U Hal-
BEPOSATHO Ca MHOrogakTopHU. ToBa e psaKo CpeLLaHo CbCTosHME — Habngaea ce Npu OKONo
1 Ha 5000 xnBopoaeHn. Bbnpekn 4e e OTHOCUTENHO PSAKO, Ha Hero ce nagat Ao 23% o1
CMBbPTHUTE Cny4yaun, CBbP3aHnN C BPOAEHN CbPAEYHM aHOManMm B MbpBaTa cegmuua oT
XuoTa. B HaKou cnyyaun CcbC cMHOPOMa Ha XMMOMMAacTUYHO NSIBO Cbpue ce Habntogasat
acouumpaHn reHeTUYHMN NN XPOMO3OMHN aHoManuu. Noee4veTo crydan obaye Bb3HUKBAT
cnyyaunHo, 6e3 dacHa npuyunHa. No-manko oT egHa TpeTa oT heTycute CbC CUHAPOM Ha
XUNOMNACTUYHO NABO CbPLE e MMaT acouunpaHn AONbAHUTENHM NpobneMn B opyrn opraHu.

KakBa e Bpb3KaTa MeXxay CUHAPOMA Ha XMNONJIaCTUYHO NSIBO CbpLe U XPOMO3OMHUTE
aHomanuun?

XpoMO30MUTE CbXpaHABAT NO-rofiiMaTta YyacT OT reHeTU4YHaTa MHpopMaums B KrneTkarta.
O6ukHOBEHO MMame 46 XpOMO30MM, CbYETaHN NO ABOWKM, N0 23 OT BCEKN poauTen. B Hakon
cnyyau BpodaT Ha XpoMo3oMuUTe € pasnuyeH oT 46. ToBa npefcTaBnaBat T.Hap. OpOMHK
XPOMO3OMHM aHoManun. Hanpumep xoparta cbC CMHAPOM Ha [JayH nmat gonbriHuTenHa 21-sa
XpomMo3oma. HecTo cpeliaHn 6porHM XpOMO3OMHU aHoOManuu, acoummpanun ¢ HLHS, ca
CUHOPOMBT Ha TbpHBLP, TPM3omus 13 n Tpusomusa 18. OCBEH XPOMO3OMHM aHOManuu ca
AO0KNaaBaHW MHOXECTBO MreHEeTUYHN CUHOPOMU, BKIKOYUTENHO CUHOPOM Ha HyHaH, cuHOpOM
Ha CmuT-Jlemnun-Onutu, cMHapom Ha XonTt-Opam u ap.

Tps6Ba nu ga ce U3BbLPLIAT AOMBLIHUTENHU U3cneaBaHusn?

MHOro XeHu n3bmpat Aa u3BbpLuaTt AONbIHUTENHU U3CNeaBaHns, 3a Aa nonyyar noseve
NHopMaLUSA 3a CbCTOAHMETO Ha 6ebeTo. Bb3aMOXHUTE TecToBe 3aBUCAT OT AobpaTta
MeOVUMHCKa NpakTMka Ha MeCTHO HMBO W HanunyHuTe pecypcu. MacneagsaHusaTa, 3a KOUTO
MOXeTe [a nonuTaTte, BKIHOYBaT:

e [leTalinHO yNTpa3BYKOBO M3Cne[BaHe Ha BCUYKWU OpraHn 1 CUCTEMU Ha nnoaa
(dpeTanHa mopdonorust), 3a U3kNoYBaHe Ha APYr CTPYKTYPHU aHOManuu Ha nnoaa.
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e deTanHa exokapauorpadusi — cneumannavpaHo ynTpasByKkoBO M3crieBaHe Ha
cbpueTo Ha 6ebeTo OT cneumanuct no deTanHa meauuMHa Unv oT neanaTbp
Kapguoror.

e AMHMOLIEHTE3a 3a U3KITOYBAHE Ha acouMMpaHn XpOMO30MHN aHOMannn Ha nnoaa.
ToBa e nHBa3uBHa npoLueaypa, Npy KOSATO Ypes ThbHKa urrna rnpes kopema Ha
OpemeHHaTa ce B3emMa Marko KOJIM4eCTBO OKOSMOMNMoAHa TEYHOCT Nog NOCTOAHEH
exorpadckm KOHTPOIT.

e PaslmnpeHo reHeTUYHO n3criegeaHe 3a TbPCEHE Ha acoUMMPaHN reHETUYHU CUHOPOMM
Ha nrioga (crnea aMmHuUoLEeHTesa).

3a KakBoO TpsAbBa foa crnens no Bpeme Ha 6peMeHHOCT?

lMnogoBeTe CbC CMHOPOM Ha XMMOMMAACTUYHO NIABO CbpLE Ca U3MNOXEHU Ha PUCK OT peavua
npobnemu no Bpeme Ha GpemMeHHOCTTa — NPOrpecupalLo yBpexaaHe Ha cbpaevHaTa
dyHKUMSA, n3octaBaHe B Temna Ha cetaneH pactex un ap. Mo Tasm npuumHa ce npenopbyBaT
penoBHM yNTpa3ByKoBM Nperneaun Ha Bcekun 4 oo 6 ceamuum. MNMpu Hakomn 6ebeTa cbC CMHAPOM
Ha XMNONNacTU4YHO NSBO CbpLEe € Bb3MOXHO M3BBbPLUBAHETO Ha BMCOKOCNeUumanmanpaHa
BbTpeyTpoOHa nHTepBeHuus. B Te3n nogbpaHu cnyyam ce CTMMynupa pacTexa Ha nsieaTa
NnonioBMHa Ha CbpLETO U Ce NpefoTBpaTsaABa NOBULLEHOTO HaNdraHe U yBpexaaHeTo Ha
passuBalLnTe ce 6enogpobHn cbaoBe, KOETO OT CBOS CTpaHa € CBbp3aHo C NogobpsiBaHe Ha
KIMTMHUYHUSA U3Xo[.

KakBo o3HayaBa ToBa 3a moeTo 6ebe cnen paxagaHeTo?

BebeTata cbC CMHAPOM Ha XMNOMMACTUYHO NSIBO CbpLEe MOXE Aa HaMaT BUAMMKU Npobnemu B
MbPBUTE HAKOITKO AHW OT XUBOTA, JOKATO (PM3MONOMMYHUTE LUIBHTOBE Ha (PETanHOTO
KpbBOObpaLleHue (ductus arteriosus u foramen ovale) ca Bce owe oTBopeHU. Crnea TAXHOTO
3aTBapsiHe obade ObP30 ce pa3BMBaAT KMMHUYHM CUMMTOMM KaTO CMHKaB LBAT Ha KoXara,
oTcnabeHu nyncauuu n npobnemn ¢ gnwaHeTo. NyncokcumeTpusaTa e fIeCHO SOCTBMHO U
OCbLLECTBUMO U3cneaBaHe 3a onpenernisiHe Ha KonMyecTBOTO KMCMNOPOA B KpbBTa Ha 6ebeTo.
lMoHMKeHNUTe HMBA Ha KMcnopoa MoraT ga 6baaT NpM3HaK Ha CMHAPOMA Ha XMNoNacTUYHO
NSIBO CbpLe, Npean aa ce nosiBAT KakBUTO U Aa 610 KIMHUYHU CUMNTOMM.

JlekapsaT moxe Aa oTKpue NogobHM KMMHUYHWU NpU3HaUM Unu aa vye HeobunyaeH cbpaeydeH
LWyM (HeobuYaeH 3BYK, MPUYMHEH OT HEMPaBUIHOTO NPOTUYaHe Ha KpbBTa). MNpu Hanuune Ha
nogo6HM Npu3HaUW, NekapsaT MOXe Aa Ha3Hayu exokapauorpadus Unu apyru nscneaBaHus,
3a Aa ce NnocTaBu OKOH4YaTenHa anarHosa. Exokapaunorpadusita Lie ce nsnonsea 3a
ABITOCPOYHO NpocneasiBaHe Ha 34paBOCMOBHOTO CbCTOSIHUE Ha AEeTeTO.

BebGetara, kouTO MmaTt CMHOPOM Ha Xunomnactn4Ho n4BO CbpLe C acounnpaHm XpoMOo30MHU
aHomanuu, obMKHOBEHO MMaT OLLe NnoBeYve npo6r|eM|/| cnepq paxgaHeto. Toea 3aBucu o
ronsamMa crteneH ot eCteCcTtBOTO Ha reHeTU4YHOTO HapyLUEeEHNE.
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TpeTrpaHeTo Ha CMHAPOMA Ha XMNOMMACTUYHO f5IBO CbpLe Hanara u3non3BaHeTo
KOMMNMEKCeH Noaxon BKNHOYBALL, MEANKAMEHTO3HO U XMPYPrnyHO nedeHne. Ckopo cnea
pakgaHeTo ce Hanara U3BbpLUBAHETO HA MHOXECTBO onepauun (B onpegeneHa
nocrnefoBaTesniHoCT), 3a Aa ce YBenuMYn NpUTOKLT Ha KpbB KbM OpraHuTe 1 ga ce 3ao0bumkonu
Markarta nsiBa CcTpaHa Ha cbpueTo. Te3n onepaumm He NnekyBaT CMHAPOMA Ha XMNOMNIacTUYHO
NSBO CbpLe, HO Ce ONUTBAT Aa Bb3CTaHOBAT (PYHKLUMATA Ha CbPLETO 1 Aa ce OCcurypm
N3NoMnBaHe Ha KpbBTa KbM opraHuTe Ha 6ebeTo.

OuenenvTe Aeua ¢ Ta3yM aHOManus YecTo MbTU UMAaT NpoGnemn Npes Lenus cu xunsot. Te ce
HY)XXOAsT OT PEAOBHWN KOHTPOMHW Nperneau ot AeTcku kapauoror. Mpu nauMeHTn cbe
CMHOPOMA Ha XMMNOMMacTUYHO NABO CbpLie aHOManusaTa MoXe Aa nporpecupa KbM pasBuTune
Ha CbpAeyHa HeJoCTaTbYHOCT, MOXE [a Ce CTUrHe A0 cbpAedHa TpaHcnnaHTauus. [euaTa c
TpaHCNNaHTMPaHO CbpLE Ce HYXOaAT OT NekapcTBa [0 Kpas Ha XUBOTa Cu, 3a [a ce
npeaoTBpaTh OTXBLPIIAHETO HA HOBOTO CbpLie OT OpraHn3ma UM.

MHoro oT ouenenuTe aeua ce c6MbCKBAT U C LUMPOK CMEKTbP OT NpeansBukaTencrea,
CBbp3aHM C HEPBHO-MCMXMYECKOTO pa3BuTue. HoBopoaeHute, npeTbpneny cbpaeyHa
onepauus npes NbpeaTta roavHa cnej paxaaHeTo, ca U3MNOoXeHN Ha NOo-BMCOK PUCK OT
npobnemu B pasBuTMETO, 0BYYEHNETO M NOBEAEHMETO HA NO-KbCEH eTan OT XWBOTa CU.
MHoecTBO hakTopy MoraT Aa NOBNUASAT HA HEPBHO-NCUXMYECKOTO pasBUTUE Ha Te3n Aeua,
BKJIIOYMTENHO, CBbP3aHNUTE C TSIX HEBPOJSIOrMYHU aHOManun, reHeTUYHN CbCTOSTHUS U
N3NON3BaHUTE XUPYPTUYHWN TEXHUKM.

LLle ce noBTOpPUM NN?

Mpw nunca Ha acouuupaHa reHeTUYHa aHoOManusa PUCKbLT 3a NOBTOPEHME Ha Ta3u aHoMmanus e
MHOrO HUCHK. OBpaTHOTO, NPU HanNM4Yne Ha reHeTUYHa NpUYMHa, PUCKbLT OT peunaus cneasa
Aa 6bAe YTOUHEH crief MeauKko-reHeTMYHa KOHCynTaumsaTa CbC CneumanuncT no MeauumHeka
reHeTuKa.

B cemelicTBO C poaeHo eaHo aeTe CbC CUHAPOM Ha XMMOMNACcTUYHO NSABO CbpLe, PUCKBLT OT
pakgaHe Ha BTOPO AeTe € NoA06HO CbCTOSAHME € NO-BUCOK (PUCKBT OT MOBTOPEHWNE Npu
cnepfBawa 6pemMeHHOCT ce oueHsiBa Ha 2-4%). Npu cemencTBa ¢ ABe 3acerHaTn geua puckbT
HapacTtBa Ao 25%.
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KakBu apyru Bbnpocu na sapam?

e 3a Texka hopmMa Ha CMHAPOM Ha XMNOMACTUYHO NSIBO CbpLe N cTaBa gyma?

e Konko 4ecTo e MK ce Hanara ga 6baa exorpadcky npocneassaHa?

e Bb3moxHa nu e onepaumsi No Bpeme Ha bpemeHHocTTa?

e llle nma nn nonsa npu moeto 6ebe OoT BbTPeyTpobHa NHTEPBEHLMNA?

e Kbae na poga?

e Kbae 6ebeTo e nonyyn Han-gobpuTte rpuxm cneq paxxgaHeTo?

e Mora nu ga ce 3ano3Has npeaBapuUTENIHO C eKuna oT fiekapu, KOUTO LLe Cce rpuxkar 3a
6ebeTo My cnea paxxgaHeTo?

locnedHa pedakyusa aszycm 2022 a.




