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TEHETHKA BPOKJIEHHBIX AHOMAJIMIA CEPJLIA

© 2023 r. CrenansH K. IO.

B nacmoswee spems pannee obHapysiceHue u 603MOA*CHOE NPeOOMBPaAueHUe
pazsumusi BIIC sensiemca 00HUM U3 2NABHBIX HPUOPUMEMO8 NPEHAMAIbHOU
OUACHOCMUKU, HO 3MO 803MOJICHO UL 8 MOM Clyude, Ko20a Npuduta 3a001e6aHus
MOYHO 8bIABIEHA.

Knwuesvie cnosa: 8pooicOenHvle  NOpoKu — cepoya,  MopgoceHes,
2eHemuyeckue axkmopul, OemepMUHaAHmol GOPMUPOBAHUSL, NPUYUHHBLE 2eHbL.

Bpoxnennsie nopoku cepaua (BIIC) — anomanuu pa3BuTHst cepiua, Mnpu
KOTOPBIX UMEIOTCSI COOOIIEHUS MEXAY KaMepaMH WM NPEHsTCTBUS KPOBOTOKY,
OTCYTCTBYIOIIIME B HOPME BO BHEYTPOOHOW KHU3HU. PacmpocTpaHEHHOCTb
BpOXKACHHBIX JnedekToB cepamna Bbicoka — 20-30% oT umciia Bcex BPOXKICHHBIX
MOPOKOB PAa3BUTHUSA, a OOMICHIPUHATHIH MHUHUMAIbHBIA pACUETHBIM TMOKAa3aTelh
4acTOThl BCTPEYAEMOCTU 3a00JE€BaHWMU, MO JAHHBIM CTATUCTUKHU, COCTABISET &
ciy4yaeB Ha | ThIC. ’KUBOPOXKIECHHBIX [3].

MonekyasipHO-TEHETUYECKUE aCIEKThl Pa3BUTUSI BPOKJICHHBIX IMOPOKOB
cep/iia sIBJISIOTCS MHTEPECHON U OBICTPO pa3BUBAIOIICHCS 00J1aCThIO METUIIMHCKOM
HayKd. AKTYyaJbHOCTh JAHHOW TPOOJieMbl OOBSICHSIETCS TEM, UTO B HACTOSAILEE
BpeMsl TOYHOE BBISIBJICHUE OTHOJIOTUM — OJWH W3 TJABHBIX MPUOPUTETOB
MpeHaTalbHOM JIMAarHOCTUKH, CJEAOBATEIbHO, OYEBUJIHA JIETCPMHUHUPOBAHHOCTH
BO3MOXKHOCTH OKa3zaHusg noMoiud npu BIIC ux BBISBISIEMOCTBIO B NEPBBIE JBA
TpuMecTpa OepeMeHHoCcTH. OJHAKO ATO MOXET CTaTh 3aTPYyJIHUTEIbHBIM IpHU
OTCYTCTBUHU YIOPSIOYCHHON KJIacCU(PUKAIUK T€HETUYECKUX (haKTOPOB, JICUCTBHE
KOTOPBIX TIPUBOJUT K TEHE3y Hauboiee paclpOCTPAHCHHBIX BPOXKIECHHBIX
aHomanui cepana. B HopMe pazBuTue cep/illa HAYMHAETCS Ha OYEHb PAHHUX ATaIax
smbOpuorene3a (15-16 nmeHp recTalid) M CKJIAIBIBACTCS W3 HECKOJIBKHX CTaIui

(pucynok 1) [5].
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JIroOble HapyIieHHS HOPMadbHOTO 3MOpHOreHe3a cepiAla BCIEICTBUE
TeHETHYECKUX U CPEJOBBIX BIMSHUHN HIIM UX KOMOMHAIMK BeAyT K pazsututo BIIC.
BpoxxneHnsle anoManuu (GOpMHUPYIOTCS BCIEACTBHE HapyIIeHU MopdoreHesa Ha
2-o1i — 8-oi Hemensax OCPEMEHHOCTH U SBJISIOTCS OOIIMPHONM HO30JOTHYECKHU
pa3HoOO0pa3HOM rpymnmnou BpokIeHHBIX AedekToB (Tadmmima 1) [4].

OMOpuoreHes cepauna 1) na srane Hauana no3aHed ractpyssiun (16-17 dens) KapIUOreHHBIE KIETKUA ME30IEPMATLHOIO
(B HOpMe) MIPOUCXOKACHUST (HOPMHUPYIOTCS 1O 00€ CTOPOHBI OT CpelHel JMHUM U obpasylr l-e ' 2-¢

CCP/ZICYHBIC ITOJIA,

2) 1O MEPBUYHBIX CEPIACUHBIX KIETOK CXOISTCS MO CPEIHEH JMHUM B IIEHTPE BEHTPAIBHON
@ m 4yacTd IMOpHOHa, 00pa3ysi cepleyHblii Tpedenb B Bujae nonymecsina. Kierku 1-ro cepiednoro
b i OJIsL IAOT HAYaJI0 Pa3BUTHIO JICBOTO HKENyI04YKa, JEBOr0 U MPABOro MPEICEPAnii, a KISTKH 2-T0
7-17 ancit -18 inen
) CEep/ICUHOrO IOJIS — MIPABOT'0 XKEIIYA0UKA, YACTH PEACEPAN H BBIHOCAIETO TPAKTa;
3) KieTkH cepaedHoro rpebHs Ha 24-i [1eHb BHYTPUYTPOOHOTO DPA3BUTHs BBITAIHBAIOTCS B
YJIBCUPYIOIIYIO CEPACUHYIO TPYOKY, COCTOSIILYIO U3 SHIOTEIUS (OKPYICEH OOHUM COeM KIemOK

MUOKapOa) ¥ UMEIOIIYIO COCYUCTHIN CHHYC;

22 mua
n 4) IIOCTCIICHHO pr61<a YIUIAHAETCA, 06p33y5[ TIPaBOCTOPOHHIOKO TIETIIFO. }lanee CIIENYET cepusd
v Iy
CJIOKHBIX 3TaIloB, MMOCPEACTBOM KOTOPBIX MPOUCXOIUT PEKOHCTPYKIHUA CEpala U3 pr6‘IaTOI/I B
28 — 32 ans YETBIPEXKAMEPHYIO CTPYKTYpy, a BBIHOCSIIITUI TPaKT OKa3bIBACTCA Ha OJTHOM JIMHUU C

(bOpMI/IpyIOH.II/IMI/ICH neperopoJKkamMu KaMep U aTpUuOBCHTPUKYJISIPHBIM KaHAJIOM,

5) x oIy 9-if Hemenm OCHOBHBIC ATAambl (OPMUPOBAHHUS KaMep, KIAIAHOB M MAaruCTPAIbHBIX

COCY/IOB 3aBEPLIAOTCS, OJHAKO MOJHOE CO3PEBAHKE CEPLia MPOUCXOJUT K KOHILY T€CTAIIHOHHOTO

oI Hepuoa.

Puc. 1. OcHOBHBIE ATalbl HSMOPUOTEHE3a cepAlla

Tabmuna 1.
Knaccuduxanusa BIIC (matopuznonoruueckas, Moprana-Mapaepa) ¢ npumepamu,
rae OAII — oTkpeIThIN apTepuanbHblil mpoTok, JAMIIIT — gedexr
MEKIIPEACEPAHON NEPETOPOIKH,
TMC — TpaHcno3unums MarucTpaibHbIx cocy10B, MCJIA — n301upoBaHHbIN CTEHO3
JIETOYHOM apTepuu

C obozaweHuem manozo Kpyza C obedHeHuem mano2o0 Kpyea C obedHeHuem @ be3 HapyweHul
KposoobpaweHus KposoobpauwjeHus 6onbwoz0 Kpy2a 2emoOuHAMUKU
KposoobpaujeHus
be3 yuaHosa ‘ C yuaHozom bes3 yuaHosza | CyuaHo30M be3 yuaHosa - AeKcTpano3numsa
OAlT; - obwui NCNA. - 6onesHb Panno - U30/IMPOBAHHbIN cepaua;
AMIIM;  apTepuanbHbli (Tpuapa, TetTpaga, QA0pTaNbHbIN CTEHO3; - aHOManum
AMMII;  cTtBON; neHTasa); - KOApKTaLma aopTbl. NONIOXKEHWNA a0PTbl;
AmpuoseHmpu- - TMC; - TMC (co cTeHo30M - bonesHb
KynapHaa - C-m NerovHom TonounHosa-Poxe.
KOMMYHUKauuA. — J3eHMeHrepa apTepun);
- C-m 26wTeiiHa.
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B 80% cnydaeB BpOXKIECHHBIM MMOPOK CEpALA SIBISETCS €IMHCTBEHHOU
aHOMaJIUe  HOBOPOXKJIEHHOTO  peOeHKa, W  Takoh JeeKT  Ha3bIBAIOT
M30JIMPOBAHHBIM BHE 3aBUCHMOCTH OT CJOXHOCTHM HW3MEHEHHMI aHAaTOMHHU U
BBIPAKEHHOCTU TeMoInHaMuueckux HapymeHuid. Okoio 20% nereii ¢ BIIC nmeror
pa3IM4YHbIE BHECEPJICUHBIE AHOMAJIMM PA3BUTHSI, YTO PACCMATPUBAETCS B KaUECTBE
CUHJIPOMHBIX (POpM.

CrexTp MpuUYrH, BRI3BIBAIOIINX MATOJOTHYECKUE TIPOIIECCH (P OPMUPOBAHUS
Ceplilla ¥ MarucCTpajJbHBIX COCYJOB, BeChbMa IMHUPOK. B mpomibie Toasl ObLIH
BBISIBJICHBl TEPATOTEHHBIE W CPEIOBbIC JIETEPMHUHAHTHI MHOTHX BPOXKJICHHBIX
CepJICYHBIX aHOMAJIMi, HO TeHETUYECKUEe OCHOBBI OosbiuHCcTBA BIIC 10 cux mop
OCTaBaJIMCh HeW3BeCTHBIMU [2]. Ilo pe3ynpraram COBPEMEHHBIX HCCIIEIOBAHUI
YCTaHOBJICHO, YTO HEPEJKO OHU CBSI3aHBI C XPOMOCOMHBIMHU a0eppalusiMu, U B
oOIIel CIOXKHOCTH CHHApPOMAaNIbHAs MaToJoTus oOHapyxkeHa y 6-12% OOJbHBIX,
HanOoJIee paclpoCTPaHEHHbBIE XPOMOCOMHbBIE A€(PEKThI, KOTOPbIE ACCOIIMUPOBAHBI C
BPO’KJICHHBIMU aHOMAJIUSIMU CEep/Ilia, TIEPEUNCIICHBI B Ta0IHIIE 2.

Tab6mua 2.
XpomMocoMHbIe abeppaliiuu, BeAylue K TeHe3y BPOKIECHHBIX TOPOKOB ceplla

XpomocomHoe 3a6onesaHue | ManuTpa Habnlogaembix BPOXKAEHHbIX MOPOKOB cepaLa
Tpucomuu / yacmu4yHele MOHOCOMUU

TepmuHaneHaA deneyus 11q (cuHdpom | AMMKM, AMMM, TeTpaga Panno, aHomanua I6wTeiHa, aHOMaAUKN KnanaHoB
AxobceHa)

AHOMaNMM BOCXOAALLEN aopTbl (aunaTauma, KoapKTaumsa), TPAHCNO3ULMA MarncTpaabHbIX
Aeneyus 1p36 cocyaoB, TeTpaga ®anno, oTKpbITbIN apTepuanbHbI NPOTOK, 06 apTepuanbHbIl CTBON,

aHOMa/IbHOE OTXOXAEeHWe NPaBoli KOPOHaAPHOM apTepun

Mukpodynaukayuu / Mukpodeneyuu

Mukpodynaukayus 1g21.1 TpaHCNo3ULMA MarucTpasbHbIX cocygos, TeTpaga Panno, cTeHo3 KnanaHa NeroyHon

apTepum
Mukpodeneyuu 22ql11 (senokapouo- | TeTpagsa ®anno, KoapKTaLuua aopTbl, U30/IMPOBaHHbIE aHOMAAUW AyrU aopTbl, ABOMHOE
¢ayuansHeili cuHdpom, CATCH22) OTXOXKJEeHWe apTepuii OT NPABOIO Ke/lyA04Ka, ObLLMI apTepuanbHbIi CTBOA
Mukpodeneyuu 7q11.23 (cuHOpom | MembpaHo3Hbii MMM, runonnasua aopTbl, CUHAPOM FMMNOMNAA3NKM NEBOrO CepaLa,
Busnesamca) CTEHO3 JIero4HOIN apTepum, HafKNanaHHbIN CTEHO3 Aa0PTbl, CTEHO3 a0PTa/IbHOrO KaanaHa,

rMnonnasmna/obCTpyKLUmMA MUTPANbHOIO KianaHa

AHeynaouduu

CuHdpom fayHa (mpucomus 21) LOMXN, MMM, oTKpbITbIV apTepuanbHbI NPOTOK, TeTpaga Panno
CuHOpom 30sapdca (mpucomus 18) LOMHX, knanaHHas aucnnasus, Tetpaga Panno,
CuHdpom lMamay (mpucomus 13) OMNN, MK, TeTpaga Panno, KOHOTPYHKabHbIE NOPOKK, KNanaHHan AUCNAasus
CuHOpom KnaliHgpenomepa | KnanaHHaa Aucniasva, aHOMasibHOE OTXOMAEHWE KOPOHAPHbIX apTepuit OT JIeroyHomn
(mpucomusa X, 47 XXY) apTepum
CuHOpom Lllepewesckozo—TepHepa | KoapKTauma aopTbl, ABYCTBOPYATbIA a0PTa/ibHbIN KnanaH, CMHAPOM FMMONaasuu IeBOro
(moHocomus X, 45 X0) cepAla, CTeHO3 aopTaNbHOro KnanaHa
CuHOpom X-noaucomuu (47 XXX) OMMNN, MM, cTeHO3 Iero4HON apTepuMM, KoapKTauus aopThbl

Jloka3aHO, 4YTO OTHENIbHBIE BPOXKICHHBIC TMIOPOKHA CEPALA SBISIOTCA
pe3ysibTaToM Je(PEeKTOB B pazIMUHBIX €AMHUYHBIX TeHax (~10% wHalmroneHuin),
MpUYeM CYIIECTBEHHOE KOJMYECTBO MyTauui Bo3HukaeT de novo. Ha naHHbIN
MOMEHT yCTAHOBJICHO, YTO TE€Hbl, MYyTallMd KOTOPBIX MPEAONPEACISIOT
dbopmupoBanue BIIC, nocTaTouHO 4acTO KOAUPYIOT TPAHCKPUTIIIUOHHBIE (haKTOPHI,
pEryasiTOpbl METUJIMPOBAHUS Y MPOTEUHBI CUTHAJIBHBIX MYTEH, OTBETCTBEHHBIE 3a
poct u auddepeHIUPOBKY KIETOK U TKaHel. Bemymine TeHHble JeTepMHHAHTHI
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Pa3BUTHUSL YAaCTO BCTPEYAIOIIMXCS BPOXKIEHHBIX JE(PEKTOB CEpJilla, U3BECTHHIC B
HACTOSIIEE BpeMsi, MPE/ICTaBICHbI Ha pucyHke 2 [1, 5, 6].

®enorunuuecku BIIC BapbupyroTcs oT HEOOIBIINX CENTAIBHBIX Ae(EKTOB,
KOTOpPbIE MOTYT OOJUTEPUPOBATHCA 0€3 XUPYPrUUYeCKOro BMEIIATENbCTBA, 0
MPOSIBIISIIONIMXCST 3HAYUTEIBHOW CHMIITOMAaTUKOM, OJHAKO HE BO BCEX CIydasx
yaaetcs auddepeHupoBaTh UCTUHHBIE TPUYUHBI UX PA3BUTHSA. ITO 00YCIOBICHO
TEM, YTO COBPEMEHHBIE METO bl TPEHATAILHON JUATHOCTUKH HE BCET/1a MO3BOJISIIOT
BOBpPEMSI BBISIBUTH MATOJOTHIO, & HA MOMEHT POKJCHUSI aHOMAJIUM, CBSI3aHHBIEC C
HaJMYUEM T€HETUYECKUX HAPYUICHUMN, MPAKTUYECKU HE OTIMYAIOTCS OT TE€X, YTO
JETEPMUHUPOBAHBI ICHCTBUEM CPEIOBHIX (DAKTOPOB.

IMC

MYH6 (14q11.2) GATAEpS) 4l
q
ACTCI (15q14) NKX2-5 (5q35.1) ACTA2(10g23.31)
3q] -
GATEED ) MEDI3L (12q24.21) PRDME (5q23.2)
4 (8p23.
A PITH2 (4025) TGFBRI (9922.33)
(p142) TGFBR2 (p24.1)
TLL1 (4323) e Kod
CITED? (Gg24.1) NOTCH1 (9¢34.3)
GATAG6 (18qL1) NR2F1 (5q15)
TBXS (1202421)  Tompada ®aso SMADSG (15q22.31)
1D L7
TBX6A6PILD)  jaci popl22) NEX2-5 (5g35.1)
NEX25 (5g35.0)  1mx1 2aqi1 21) NEX2-6 (8p21.2)
NRIF2 (154262)  NEX2 5 (5g35.1) GATAG (18q11)
ACVRUALK Q41)  wpxo 6 gp21.2) \ TBXL (22q11.21)
CRELDI (3p25)  GaTas (sp23.1) sl
GATAS (20q1333) ﬁcmso TAIIIBT T AHIPIOEERI DURY IR D=
GATAG (18q11) AGPHICTEHOII HEz0 ROHAT
q KAanaH
Kaanan GIA1 (3622
NROF2 (15q26.2) (o)
NOTCHI (9g34.3) GATAS (18q11)
ZFPM2FOG2 (8923.1)
GATA4 (8p23.1
NOTCH1 (9334.3) MU S
CRELD1 (3p25)
TAB2 GATA4 (8p23.1)
Obunii NR2F2 (15q26.2)
agmegmmbnwﬁ Tmmn.-‘!muﬂ.vesozo CITED2 (ﬁq241) TBXS (1202421
CUHIE0T cepoua/ ETS1(11q243) (o )
R EOUHCITEEHHBLIE NEX2-5(3a35.1)
NEXI-5(3¢35.1) HCETVOOUER CEPO TBXS (12q2421)
NEX3-6 (8p21-2) GIAL (36q22) TBXL (2q1121)
GATAG (18q11) NKX2-5 (5035.1) NKX2-5 (5935.1)
TBXL Q2q1121) PCDHAB (5g313)
ACTA? (10q23.31)

NOTCHI1 (99343)

Puc. 2. MoHOTeHHbIE€ BpOK/ICHHbBIE TIOPOKHU cepAla, ux nerepmuHanTsl (JJMKIT —
nedexT MexokenynoukoBoit neperopoaku; JIMIII — nedext mexnpencepaHon
neperopoaku; TMC — Tpancnio3uiusi MaructpaibHbiXx cocynoB; OAIl — OTKpBITHIN
apTepuanbHbIi IpoTOK; KOA — KoapKTaius aopThl)

HMcexons w3 BBIMIECKAa3aHHOIO, MOXHO CHAENAaThb BBIBOJ, YTO pPa3jN4yUTh
reHeTndeckue npuuuHbl pazsutus BIIC u mynbpTudakTOopuanbHble BIUSHUSA HE
camasi npocrtas 3amada. [lomoOHBIA BOINpPOC, MOMHUMO HAy4HOrOo, HMEET H
MIPAKTUYECKOE 3HAYEHUE, TOTOMY KaK YCTAHOBJICHHE TOYHOW NMPUYMHBI Pa3BUTHUS



Martemarunuyeckas MopgoJ10rusi.
JIEKTPOHHBII MaTeMATHYEeCKUN U MeJIHKO-0H0I0THYeCKHI :KypPHAJL
Tom 22. Bein. 2. 2023.

Mopoka cepjia HeoOXOoAMMO JUIsi YTOYHEHHS JIMarHo3a W aHajlu3a pHcKa
HacJe0BaHus 3a00JICBaHMUS.

HecmoTpst Ha CIIOKHOCTH JUAarHOCTUKH W PAHHETO JICYEHUS BPOXKICHHBIX
MIOPOKOB Cep/illa, Ha CETOAHSIIHUNA J€Hb HM3BECTHBI CIIOCOOBI XHUPYPTrUUECKOTO
BMEIIATEIbCTBA, IO3BOJISIIONINE IPEIOTBpaIlaTh Pa3BUTHE KPUTHYECKUX (hopM
ne(eKToB M MPOBOAUMBIE IMPEHATAIBHO, — METOAbI (eTalbHOM Xupypruu. Ha
JAHHBIH MOMEHT (eTanpHass XUPYprus INpeaiaraeT HECKOJIbKO BapHaHTOB
BMEIIATENILCTB, OJUH M3 HUX — METOJ] YPECKOKHOTO MYHKIIMOHHOT'O BBEICHUS
OamnmoHa IS TATOJOTHW, CBS3aHHBIX C aTpe3ued WiId  OOCTPYKITUEH
(bHU3UOIOrNISCKIX KOMMYHHUKAITUI Cepala.

Takum oOpaszom, 3ppekTUBHOE TPUMEHEHHE METOI0B npeHaranpHon JJHK-
JIMarHOCTUKH U Pe3yJIbTaTUBHAS OLICHKA MOBTOPHBIX CIIyYaeB Pa3BUTHUS CEPICUHBIX
aHOMaJui B Iporiecce Mopdorenesa BO3MOXKHBI JIUIIL B Cllydae, KOrja MpuyrnHa
3a00J1eBaHUsI TOYHO BBISIBIICHA. J[JI1 MCUEPNBIBAIOIIETO PEIICHUS dTON MPOOJIEMBI
TpeOyIoTCS JanbHelIe 0oJjiee ACTalbHBIC HUCCICIOBAHMS, OJHAKO HUMEIOITUECS
ICHETUYECKHE TEXHOJIOTUU YK€ CIOCOOHBI OKa3aTh JUArHOCTHYECKYIO MOMOIIb B
npeaoTBpamieHun GopMupoBanus pazauuHbeix Gopm BIIC.
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GENETICS OF CONGENITAL HEART ABNORMALITIES

Stepanyan K. Y.

Early detection and possible prevention of CHD is now a top priority in
prenatal diagnosis, but this is only possible if the cause of the disease is accurately
identified.

Key words: congenital heart disease, morphogenesis, genetic factors,
determinants of formation, causative genes.
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