MEOWLUWHCKUN CNPABOYHUK

McuxunaTpusa

INonarHoCcTukKka aHoMaJiuum
J0LUTenHa: coBpeMeHHble MeToabl
M nabopaTtopHblie TecTbl

AHoManusa d0WTEenHa - peaKoe Kapauosioruieckoe coctosHue. YsHauTe, Kak
COBpEeMeHHble MeTOoA bl AUMAarHOCTUKHU, BKJIlOYana 3xokapauorpadcduio, MPT u

reHeTn4dyeckKkue T1ecCTtbl, MTOMOraloT BbiABUTb U OUEHUTb TAXXEeCTb aHOMAaJIUM.
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Vrachiq — MeanunHCKN cnpaBoYHUK. MaTepuan nomoraeT pa3obpaTbCsa B TEME, HO HE 3aMeHseT

KOHCYJIbTauWlo Bpada, ANarHoCTuKy n nHamemnayajibHoe sied4eHune.



MonHbIN TEKCT MaTepuana

CTpyKTypUpOBaHHas BEPCUS AN YTEHUS, MeYyaTn U COXpaHeHus

KpaTko O rnaBHOM

[(naBHOe No TeMe NPoCTbIMU CJIOBaAMMU.

3Ta nHpopMaums rnosesHa oas rnaumeHToB, NX POACTBEHHUKOB U Bpa‘-IEI7I, KOTOpPble CTaJIKNBAOTCA C NOAO3pPpeEHNEM

Ha aHOMaIMIO D0LWTENHA N XOTAT MOHATb, Kakne obcnenoBaHns HeobXoaAMMbl 4J11 TOYHOro OMarHo3a.

KopoTkuu oTBeT

MpsiMO OTBET Ha rJ1aBHbI BONpPoC 6e3 nnHen Teopun.

AHOManna I6LWTenHa AMarHoCTUPYeTCsa NpenmMyLLLeCTBEHHO C MOMOLLLbIO 3XOKapAanorpadgum, kKotopas
MO3BOJISET OLEHUTb CMeLLeHMe KJlarnaHa u cTeneHb peryprutaumu. JononHntesnbHO npumeHsaoTca KT, MPT
N KapanokaTeTepusauma ona yToYHEHUA aHaTOMUK, @ TEHETUYECKME TECTbl BbIABASAIOT HAaCNeACTBEHHbIE
MyTauun. JlabopaTtopHble Mapkepbl (BNP) noMOratoT OLEHUTb TAXKECTb CeEpAEYHON HEAOCTAaTOYHOCTN 1

nJaHMMpoBaTb 1Ie4eHne.

YTO 5TO 3HAUMT

KopoTkoe 06bsACHEHE TePMIMHA NPOCTLIMU C/I0OBAMU.

AHOManusa 26wTenHa - BpoOXOEeHHOE CMeLlleHne TpOI7IHI/I‘-IHOI'O KnaraHa B CTOPOHY XXeJly404KO0B,
npueosiLee K ero «rnoTonJeHN0» N HapyLIeHNI0 KPOBOTOKA. ITO pefKoe KapAnoormyeckoe coctosHue,
KOTOpPOE MOXET MpPOoABJIATLCA OT 6eccMMNTOMHOIO A0 TSXKeson Cep,ﬂ,e‘-IHOI7I HepocTaTo4yHOCTW. lMpn
ANarHoCTmKe Ba>XHO Y4 TbIBaTb BO3PaACT NMauneHTa, TAXXeCTb CMMIMNTOMOB, a TakK>Xe HaJn4me

COMYTCTBYIOLLINX MOPOKOB CepALLa.

Y10 nenatb

KopoTKkunm nopsaok oencrteuin 6e3 nnwHen Teopuun.

1. O6bpaTUTbLCA K KAPAMOMOry 3a KOHCYJibTalNen.
2. MMoAroToBUTLCA K 3XOKapauorpaguu.

3. CoaTtb nabopaTtopHble Mapkepbl (BNP, anekTponuTsl).



4. Mony4nTtb pedynbTaTbl KT/MPT npn HeobxoamnmocTu.

5. O6cyanTb pe3ynbTaTbl C BPA4OM U MJaH NedveHuns.

Ha 410 OOpaTUTL BHUMAHME

KOpPOTKUI CMCOK NMPU3HAKOB 1 CUTYaLIUIA, KOTOpble MOMOratT ObiCTpee COPpUEeHTMPOBATLCS.

CepaeyHas HepoCTAaTOYHOCTLOObILKA, OTEKN, YCTANOCTb, 0COBEHHO NMpu Harpys3ke.

TaxukapauabbICTPLIN CepAeYHbIN PUTM, Y4alleHHoe cepauebureHue.

HapyweHus putMmaMepLaHue cepaua, apuTMma, UHOT4a CUHYCOBBIA PUTM.

MynbcUpyoWwmin WyM3BYK, CbILLMMbIA NPW Nanbhaunmn, yKasbiBaeT Ha peryprutauuio.

I1p06neMb| C AbIXxaHueM4YacTble NPUCTYNbl 04bILWKN, 0CoBeHHO HOoYblo.

MowaroBo: Kak AencTBOBaThb

bBe3onacHbIi NOpsSAOK AEACTBUIN, KOTOPLIA MOMOraeT He TepsiTb BpeMsa 1 He ycyrybnsTb cuTyauumio.

3anmcaTbCs Ha KOHCYJIbTaLMIO Y Kapanosiora  YTO4HUTb UCTOPULOD 6onesHn.

MoAroToBUTL K 3XOKapaunorpagun: nberatb KohenHa 12 4YacoB A0 UCCNenoBaHUS.

ChaTb KpoBb Ha BNP, anekTponuTbl 1 obLLnA aHanm3 KpoBu.

BbINoIHUTbL 3X0Kapamnorpaguio ¢ 2D 1 3D pexxrMaMn AJis OLEHKN CMeLLLeHNs KnanaHa.

Mpwv nofo3peHun Ha coxXHble hopMbl Ha3zHa4dnTb KT unm MPT cepaua.



O6cyD,I/ITb pe3ysbTaTbl C Bpa4oOM, YTOHYHNTb MJiaH nansHenwero obcnenoBaHus.

Korpa cpo4yHo obpawaTbCcs 3a NOMOLbIO

Ecnv y nauveHTa noasBnalOTCA pe3kasa oAblllKa, CUibHas 60/b B rpyan, O6MOpOKVI nJn ydalleHHoe

cepp,u,e6V|eH|/|e, HeobXxoaAnMo HemenJIeHHO O6paTVITbCﬂ K Bpa4y WJin Bbi3BaTb CKOPYHO NMOMOLLb.

KniouyeBbie BbiBOAbI

CamMoe Ba)kHOe No TeMe — KOPOTKO 1 Mo Aeny.

IxoKapAaunorpagumsa - OCHOBHOM MeToA ANArHOCTUKM aHOManum 6wTenHa.

OononHutensHble nsobpakeHns (KT, MPT) yTOYHSAIOT aHaTOMUIO U TAXKECTb.

[eHeTn4Yeckne TeCTbl MOMOralT BbISBUTb HaC/1le4CTBEHHbIE MyTaunn.

JTabopaTopHblie Mapkepbl (BNP) oLleHMBaOT TSXKeCTb cepaevyHol HEA0CTAaTOYHOCTMW.

UcTtopua um knaccudpukauma aHoMasimm S0wITenHa

AHoManusa 26w TeriHa BNepBble onvcaHa B 1868 roay, Korga HeMeuKnn kapanonor 36WTenH Bblaennn
XapaKTepHbIA CMeLLeHne TPONHNUYHOro KnarnaHa. C Tex nop oHa CTaja 0gHUM 13 Hanbonee n3yyeHHbIxX

BPOXKAEHHbIX MOPOKOB CepaLa.

dPuU3noJIorma M natToreHes

CmelleHune KianaHa NMPMBOAUNT K «MOTOMJIEHUIO» €ro JINCTbEB B XXenygo4ek, 4To HapyllaeT HOpMaJ'IbeIVI
KPOBOTOK W Bbl3blBaeT peryprntauuio. [MaToreHes BKJItOYaET aHOMaNMN pa3BnTUA KnanaHa " coeanHUTEeNbHOM

TKaHW.

KnuHuueckue nposaBJieHunnA

CyvMNTOMbI BapbUpPYOTCA OT 6eccMMNTOMHOro Te4yeHnsa 0o OCTpOl7I cepuequM HeJoCTaTo4YHOCTU. YacTo

BCTpPEeYaloTCA oAblllKa, yHalleHHoe cepp,u,e6|/|eH|/|e n CI/IHyCOBbIVI LWyM. Y HOBOPOXOEHHbLIX BO3MOXXHbI



pecnmpaTopHbie Npobnemsl.

Ponb 3x0Kapp,uorpaq)uu B ANarHoCcTuke

3x0Kapm/|orpaqw|ﬂ - I'IepBbIVI M OCHOBHOW MeTOoA4 AMarHOCTUKK. OHa NO3BONSET OLUEHUTb CTeNeHb CMELLEeHNS,
06béM xenynodka v peryprutaumnio. Ba>xkHo: npm nogospeHur Ha aHoManuoo HeobX0ANMO MCMOoNb30BaTh

3D-pexxum gnsa 6osee TOYHOWM OLLEHKM.

e 2-D sxokapaunorpagus - 6a30BbI CKaH.
e 3-D axokapgunorpagpusa - getasbHas Bu3yasansauuns.

e DX0O-TKaHEeBOM MHAEKC - OLeHKa MNIOTHOCTU JINCTLEB.

Kputepuu guarHocTtuku no Y31

Kputepun gnarHocTuku no Y3U:

Kputepun OnucaHue
CmMelleHne NNcTbeB OT 1,5 CM OT HOPManbHOIr0 NOJIOXKEHUSA
O61bEM NMpaBoro »esnynoyka YBennyeHue > 1,5x
Peryprutauns MepnsieHHas, NpoTsAXKHas

HdononHuTtenbHblie MeToabl: KT, MPT, KapauokaTteTepusauusa

JononHuTeNbHble MeToAbl YTOYHAIOT aHaTOMUIO N NMO3BOJIAIOT OLEHUTb TAXKECTb:

e KT cepaua - 3-D pekoHCTpyKLMA COCYyLO0B.
e MPT cepAua - oueHKa TKaHu 1 PyHKUNN,

e KaponokaTteTepusauus - UsMepeHumne OaBJIeHUs U OKCUreHavuun.

NleHeTHM4Yeckue u MOJiIeKYJiApPHbIEe UcciniengoBaHus

feHeTu4YecKne nccnenoBaHns BKAOYaOT aHanns reHoB GATA4, NKX2-5 n TBX5, koTopble 4acTo CBsi3aHbl C

aHoMasnen 6w TenHa. MoneKkynisgpHble TeCTbl MOMOratoT BbIABUTb HAC/IeACTBEHHbIE MyTaLlUN.

JlabopaTopHble MapKepbl U UX 3HAYEHUue

NabopaTopHblie Mmapkepsbl, Takne Kak BNP n NT-proBNP, noMoratoT oLeHNUTb TSXeCTb CepAeyHONn

HeAoCTaTOYHOCTW. MNMOBLILLEHHbIN YPOBEHb YKA3biBAET Ha HArpy3Ky cepaLa.

OuddepeHumanbHas aMarHoCcTukKa

OnddepeHumansHasa AnarHoCTrKa BKJKOYaeT:



e TPOWMHWYHBIN KNlanaH C BPOXXAEHHOW runepTpoduren.
e [lOpOKK cepaLua C NpaBon runepTpodunen.

e CuHapom [layHa C KapAaunonaTuen.

Knio4yeBoM MOMEHT: Ha/IM4yme CMeLLeHns KnanaHa u peryprutauumm - CI'IELJ,VICbVI'-IeCKVIIZ NMPpM3HaK aHOMaJInn

20wWwTenHa.
OwubKM B AMarHocTuke u Kak ux usbexxartb
YacTble OLIJI/I6KI/I npn anarHoCTuKe:

e HepocTaToyHasa getanmsaunsa Y3WU.
e ViIrHopupoBaHue 3-D pexuma.

e HenpaBunbHas nHTepnpeTauma peryprutauum.

Owubka:

I'IpeHe6pe>KeHV|e reHeTUYeCKMMN TeCTaMm MOXKET NMPUBECTU K HeLOOLEeHKe HaceCTBEHHON

COCTaBNAIOLLEN.

npaKTM'IECKMe HIOQHCbI Npu obcnepoBaHumn HOBOPO>XOEeHHbIX

HoBopo>xeHHble TpebytoT ocoboro nogxona: 6eicTpoe Y3M, MMHMMaJIbHOE BPEMS OXKUAAHUS U KOHTPOJIb 33

ObixaHueM. Mpn Nofo3peHnn Ha aHoMasnio HeobxoaMMOo HeMe1eHHO 0bpaTUTBLCA K AeTCKOMY KapAMoJory.
npod)unaKTuKa U paHHee BbisBJieHue
MpodunnakTrka BKAKOYaET:

e CKpuHUHIr y bepemMeHHbIX - Y3 cepaua nnona.
e [eHeTMYEeCKOEe KOHCYIbTUPOBAHME NPU CEMENHON UCTOPUN.

o KOHTPOJIb 3a (hakTOpaMu pUCKa - KypeHune, ajikorosem.

MpodmnakTuka: paHHee BbISBJIEHNE MO3BOJIAET MJ1aHNPOBaTb JIEYEHNE U CHU3NTb OC/IOXKHEHNS.
Kak noarortoButbCa K 00cnepnoBaHuio
Mepepn obcnenoBaHMEM BaXKHO:

e He npuHMMaTL KopenH 3a 12 4acos.
e N36eraTtb TAXKENOM NULLM 3a 2 Yaca.

e YBEIOMUTb Bpa4da O BCEX JiIeKapCTBax.

YTOo menartb, €CsiM BbiABJZIeHa aHOMaNUA



Mocne noATBEPXAEHUA AMarHo3a Heobxoanmo:

e COCTaBUTb MNJiaH HabNoAEHMS C KapAMOI0roM.
o MpU TSAXKESION peryprutaunm pacCMoTPeTb XUPYPrnyeckoe BMeLLaTeIbCTBO.

e PerynapHo KoHTposimpoBaTb ypoBeHb BNP.

nepCHEKTMBbI MccnenoBaHUM U HOBbIe TE@XHOJIOMMM

HoBble TeXHOI0rnmM BKJIKOYAIOT:

e MalKnHHOe oby4yeHne gnsa aBToMaTUYeCcKon oueHkn Y3U.
e [eHOMUKa A8 TOYHOro onpeneneHns MyTauunii.

e MMHMMaNbHO MHBa3MBHbIE OMnepaumnu.

Bonpochbl u oTBeThI

KopoTKune oTBETbI Ha peasibHble BOMPOChI MO TEME.

Y10 Takoe aHOMaNuA do0wTenHa?

AHOManus 96LWTENHa - BPOXXAEHHOE CMeLleHe TPOMHMUYHOI O KJlanaHa B CTOPOHY »Key04KOB,
rnpuBoAsLLEe K ero «NoTOoMJeHNI0» N HapyLLUEHMNIO KPOBOTOKA. ITO pefikoe COCTOsHUE, NMposiBastoLLLeecs

oT 6eCcCMMNTOMHOr0 00 TSAXXEeNIoN cepaevyHon HeaoCTaTOYHOCTH.

Kakue CMMNTOMbI XapaKTepHbl AJIA aHOManuum 0wTeHa?

CMNTOMbI BapbUpPYOTCA: OT IEFKON OAbILLKN N YCTANOCTN 00 OCTPOWN CepAeyYHOn HeAoCTaTO4YHOCTH,

TaxvMKapAuu, WyMOB B CEPALE W pecnmpaTopHbIX Npobsem, 0coO6eHHO Y HOBOPOXXAEHHbIX.

Kakon OCHOBHOM MeTO4 AMAarHOCTUKMU MCHOJ‘Ib3yeTCﬂ?

OxoKapauorpadgus, ocobeHHOo 3-D, ABNAeTCsH 0OCHOBHbIM MeToA0M. OHa NO3BOJISET OLLEHUTb CMELLEHMNE

KslanaHa, 06bém Xenyaodka n CTeneHb peryprntauunn,



Hy>XHbI 11 g OonNoJZIHUTEJIbHbIE uccnepoBaHua?

Oa, KT, MPT un KaponokaTeTepu3aumnsa yTOYHAOT aHaTOMUIO, U3MePSAIOT AaBJIeHNEe U MOMOraloT OLEeHUTb

TAXECTb COCTOAHUA.

Kakue reHeTu4Yeckue TecCTbl MIPUMEHAITCA?

AHanuns reHoB GATA4, NKX2-5 n TBX5 BbisBNseT HacnenCTBEHHble MyTaL WK, CBSA3aHHbIE C aHOMaJIMEN

S6wTelrHa.

Kako# nabopaTtopHbii MapKep NOMOraeT OUueHUTb TAXEeCTb?

BNP 1 NT-proBNP noBbIlatoTcs npyn Harpyske cepaua 1 NoMoratoT OLLEeHUTb CTerneHb cepaevHon

HeAoCTaTO4YHOCTN.

MO>XHO M AMarHoCTMpoBaTb aHOMaJInIO D0LWTEeWHa Y HOBOPOXXAEHHbIX?

[a, 6eicTpoe Y3 cepaua naona v HOBOPOXXAEHHOI0O NMO3BOJIAET BbIABUTb aHOMaJINKO Ha PaHHEN CTagunu.

Y10 menartb, ecnu pesynbTaTtbl Y3U He ACHLI?

Mpy HEOAHO3HAYHbIX pe3ysibTaTax pekoMeHayeTcsa nosTopHoe Y3, 3-D ckaHMpoBaHUe U KOHCYIbTauums

OEeTCKOro Kapguosnora.

Kakou pMCK npu oTCYTCTBUU OAMArHOCTUKU?

be3 onarHoCTUKM BO3MOXKHbI OCJ/IOXKHEHUA: cepaevyHas He4oCTaTOYHOCTb, apUTMUA, UHPaPKT U faxe

CMepTb, 0COBEHHO MPY TAXKEN0N perypruTaunm.



MO>XHO Nin NpenoTBpaTUTbh aHOMaNUIo 0WwTenHa?

MpothnnakTNKa BKJIOHAET CKPUHUHT BepeMeHHbIX, FEHETUYECKOEe KOHCY/IbTUPOBAHME M KOHTPO/Ib 33

hakTopaMm prUcKa, HO MOJIHOCTbIO MPEeLOTBPaATUTb Hesb34.

Kakue TexHOJsiormm noMoraloT B AMarHocTtuke?

MawwnHHoe O6y‘-IeHVIe 019 aBTOMaTn4eckonm oueHkn Y3, reHoMuKa oas TOHYHOro onpepeneHma MyTaLI,I/II7I

N MNHUMaIbHO NHBa3WBHbIE Oonepaunn ynydllatloT ANarHOCTUKY 1 Jie4eHune.

KTo pos>xeH npoBoauTb obcnepoBaHue?

O6cnenoBaHne NPOBOASAT KapAMOJIOr C OMNbITOM paboThbl C BPOXXAEHHLIMMW MOpPoKaMu cepaua, a Y3U -

KBaNMMULINPOBAHHbI 3X0oKapaunorpad.

Ba>xHoO

MpenynpexxaeHue, KOTOpoe Hesb3s NPonycKaTb.

B cnyyae COMHEHWI B AMarHose Bcerga ny4duwie 06paTVITbC9| K cneunanncTty. HenpaBuiabHaa nHTepnpeTauus

PEe3yIbTaTOB MOXET MNPUBECTU K 3aEPIXKKE 1e4HeHN4.

NCTOYHUKM U NoJsie3Hble MaTepuanbl

MaTepualibl, KOTOpPblE MOXHO OTKPbITb OTAENbHO A9 YraybieHns TeMbl.

American Heart Association: Ebstein's anomaly

OTKprTb UCTOYHMUK -

European Society of Cardiology: Guidelines for congenital heart disease

OTKpPbITb UCTOYHUK —

National Institutes of Health: Genetic testing for congenital heart disease


https://www.heart.org/en/health-topics/heart-failure/heart-failure-conditions/ebsteins-anomaly
https://www.escardio.org/Guidelines/Clinical-Practice-Guidelines
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC

OTKprTI: UCTOYHMUK -

FnaBHbLIA MaTepuasna no TeMe

AHoManua d6wTenHa: NMPU4YUHDbI, OUAlrHOCTUKa 1 ﬂe‘leHMEOTKprTb OCHOBHYIO CTATblO =

[ I ONOJZIHUTENILHO NO TeMe

CUMNTOMbI aHOMaNIuM d6LWITEeWHA: AMArHOCTUKA U Nle4eHneOTKpPbITh CTaTbio »JleyeHue aHoManum
d6wTeNHa: MeAMKaMeHTO3Hble U Xupypruieckue noaxoablOTKPbITh CTaTblo ~AHOMaNUA 6WITEeHHa U

ncuxmaTpuieckKkue paCCTpOﬁCTBa: B3aMMOCBA3b U BJIMAHNEOTKPbITbL CTaTblo —

Ba>xHoe npeaynpexxapeHuwe

NHopMaLma HOCUT CApaBOYHbIA XapakTep. Mpu Xanobax, yxyaleHUn COCTOSHUSA, CUTbHON 60K, KPOBOTEYEHUN,

noTepe CO3HAHWUA WU APYTrUX TPEBOXHbLIX CMMATOMax obpaTuTech 3a MeANLMHCKON MOMOLLbIO.

OpuruHan CTaTbu:

https://vrachiq.ru/articles/diagnostika-anomalii-ebshteyna

Vrachiq — MeANUNHCKIWIA CrpaBoYHUK. [JOKYMeHT CpOpMMpPOBaH aBTOMATUYECKM Ha OCHOBE OMy6/IMKOBAHHOK CTaTbMW.
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