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I1o 1aHHBIM OOLIMPHOTO METAAHAJIM32 MUPOBOIi JIUTEPATYPbI BPOKAEHHDbIE MOPOKH CEPALA PETHCTPUPOBAIHUCH € YACTOTOI 6 Ha 1000
poauBimxcs xuBbiMu Aeteil B 1930—1934 rr. ¢ yBesmuennem nokasarens 10 9,1 na 1000 nocxe 1995 r. ITo pa3nbiM oueHkam,
YacToTa BPOXKIEHHbIX MOpokoB cepana mocie 2000 r. coctasasia ot 4 10 10 Ha 1000 poxkaeHHbIx aeteil. OMHAKO UCTUHHAA pac-
NPOCTPAHEHHOCTD YKA3AHHBIX IOPOKOB MOXKET OBITb rOPa3/1o0 Bbillie. BOJbIIMHCTBO ABTOPOB CXOAATCS HA MHEHHH, YTO YACTOTA BPO-
JK/IEHHBIX OPOKOB cepana BapbupyeT oT 19 10 75 Ha 1000 poauBImMXCs KUBBIMH, IPH 3TOM Cepbe3Hble AHOMATHH PETHCTPUPYIOTCS
cyacrortoii 19,1—23,9 na 1000 poxxaenmii. Jlerkue ne)eKTbl MHOTHE KAPIMOJIOTH HE OTHOCSAT K MOPOKY, OJJTHAKO JAHHOE NOJI0KEHHE
HYXKIaeTcs B AajbHeiilneM u3ydeHuH. boJbinoe 3HaueHne B onpeaeaeHnd pacupocTPAHEHHOCTH BPOXKIECHHBIX IOPOKOB CepaLa nve-
10T (eTaIbHASA IXOKapAMOrpadus U reHeTHYECKHE MeTOAbI HccaeoBaHusA. [IaHbl Ta0 MBI XPOMOCOMHBIX M MOHOTEHHbBIX CHHIPO-
MOB, ACCOLMMPOBAHHBIX C AHOMAJIUSAMM PA3BUTHSA Cepala.

Karoueesnie cnosa: demu, spoxcdennvie nopoku cepoya, pacnpocmpaneHHoOCmy, (hemanbHas IXoKapouoepagus, npeHamanibHas OuaeHo-
CIMUKa, mAajicecmv NOPoKd, 2eHemu1ecKue CUHOpPOMbL.

An extensive meta-analysis of the world literature showed that congenital heart diseases were registered at a rate of 6 per 1,000 live
births in 1930—1934 with its increase up to 9,1 per 1,000 after 1995. According to various estimates, the rate of congenital heart
diseases was 4 to 10 per 1,000 births after 2000. However, the true prevalence of the above defects may be much higher. Most au-
thors are in agreement that the rate of congenital heart disease varies between 19 to 75 per 1,000 live births; serious anomalies being
registered at a rate of 19,1—23,9 per 1,000 births. Many cardiologists do not consider mild defects to be diseases; however, this
statement calls for further investigation. Fetal echocardiography and genetic studies are of great importance in estimating the preva-
lence of congenital heart disease. Tables of chromosomal and monogenic syndromes associated with cardiac malformations are given.

Key words: children, congenital heart diseases, prevalence, fetal echocardiography, prenatal diagnosis, defect severity, genetic
syndromes.

POXIEHHbIE TIOPOKM CEPILIA COCTABIAIT '/, BCEX

BPOXIECHHBIX ITOPOKOB Pa3BUTHS W SIBIISTIOTCS OI-
HOW M3 OCHOBHBIX MPUINH MJIaNeHIECKOM CMEPTHOCTH.
[Ipu o6ImIMpHOM MeTaaHa W3¢ JaHHBIX MUPOBOW JIUTE-
patypsl [1] BpoxXaeHHbIE TOPOKHU cepjlla perucTpupoBa-
JIUCh ¢ yactotoit 6 Ha 1000 poauBIIVXCS KUBBIMU TeTei
B 1930—1934 rr. ¢ poctom 10 9,1 Ha 1000 mocne 1995
ITo pa3HBIM OIICHKAaM, YacTOTa BPOXICHHBIX ITOPOKOB
cepaua nocie 2000 . cocrapisiia ot 4 go 10 Ha 1000 po-
XKIeHHBbIX nereit [2]. MctuHHasE pacnpocTpaHEHHOCTh
MOPOKOB CepJla MOXET ObiThb ropasno Bbie. [lo mo-
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KazatesisiM 62 PEervucTpoB WX 9acTOTA MOXET MOCTUTATh
50 Ha 1000 poaMBILIMXCS XKUBBIMU (CM. PUCYHOK).

BpoxaeHHbI# TOPOK MOXET ObIThb PacMO3HAaH aHTe-
HaTaJlbHO TPU YJIbTPa3ByKOBOM HccienoBaHuu. Cxema
VJIBTPa3BYKOBOTO CKPUHMHTOBOTO MccienoBanust B Poc-
CHM peTJIaMeHTHpPOBaHa MpuKazoM M3 P® ot 2 oKTa6pst
2009 . Ne 808H. BHavase mopok cep/iia MOXeT ObIThb 3a-
MOAO03PEH MPU YBEJIUYEHUU TOJIIIUHBI BOPOTHUKOBOTO
MPOCTPAaHCTBA IJI0/Ia MPY NIEPBOM aHTEHATAJIbHOM CKPU-
HuHre Ha 12—14-ii Hen GepeMEHHOCTU, KOTIa WCKIIO-
YaloTcsl (JIUOO BBISBIISIIOTCS) XPOMOCOMHBIE aHOMAJUU
U1 MOTYT OBITh OOHApYXeHbl HanboJsiee rpyOble CTPYKTYp-
Hble 1edeKThl opraHoB. Eciiv ToaMHa BOPOTHUKOBOTO
MpOCTpaHCTBa Iuioga =3,5MM, TO PUCK BpOXIEHHOTO
Mopoka cepiiia B4 pasa Bblllle, YEM Y IUIOAOB 0€3 3TOro
npusHaka [4]. JluarHo3 BpOXIEHHOIO ITOpOKa cepila
y Iuiofia yTOUYHsIETCsI B CPOK 17—22 Hen GepeMeHHOCTH,
TaK KaK MHOTME TMOPOKHM Ceplilia Paclo3HAIOTCS MO3Xe
CpOKa MepBOTro yJIbTPa3ByKOBOro CKpuHuHra. Mcnomb3o-
BaHUE MPU 3TOM 1IBETOBOTO JOMIJIEPOBCKOI0 KapTUPOBa-
HUS SIBJISIETCS UYPE3BbIYAHO BAXKHBIM, MTOCKOJIbKY MO3BO-
JISIET ONPEAeSIUTh TOPOKU MAruCTPAIbHBIX COCYIOB.
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Pucynok. TuctorpaMma 4acToThl BPOXKIEHHBIX HOPOKOB CEpaLA
(BIIC) Ha 1000 HOBOPOXKIEHHBIX IO CYMMHPOBAHHBIM JAHHBIM
62 nentpos [3].

IMpeHaTanmbHasT yabTPa3BYKOBasl MUATHOCTUKA SIBJISI-
€TCSI OTHUM M3 BaXXHBIX (PaKTOPOB CHIDKEHUSI MJlameHIe-
CKOI CMEPTHOCTH OT BPOXICHHBIX IIOPOKOB CEPIIIa, Ofl-
HaKo pa3peliariias CocCOOHOCTh METO/Ia TECHO CBsI3aHa
C YPOBHEM JICYEOHOTO YUPEXKICHUS W KBamubuKammein
Bpaya, BHITIOJHSIONIETO (heTaTbHYIO0 3X0Kapauorpaduio.
CpenHuil ypoBeHb BBISIBIIEMOCTH ITOPOKOB cepaiia B EB-
porie Ip¥ OMTHOKPATHOM YJIBTPa3ByKOBOM CKaHUPOBAHUU
cocTaBsieT 46 %, npu MOBTOPHOM — 56 %, TIpu MOBTOP-
HBIX CKaHWPOBAaHMAX B CIEIMAIM3MPOBAHHBIX IICHTPaX
— 95%. Tlo maHHBIM JIETCKOTO KapaUOJOTUYECKOTO OT-
NeJIeHUs] KJIMHUKY MEeTUIIMHCKOTO YHUBepcuteTa CaH-
®paH1cKo, cpend MIIAICHIICB C CUHAPOMOM THIIO-
IUTa3UM JIEBBIX OTHENOB cepraua (n=81), MOCTyMUBLIMX
3a nepuoa 1999—2010 rr., aHTeHTaJIbHO AMArHO3 ObLI MO-
craBieH y 49 (60,5%), noctHatanbHo — y 32 [5]. C mm-
POKWUM TIpUMEHEHWEeM eTaTbHON 3XoKapauorpadhuu
3HAYMTENIEHO YBEIMUMIOCH YHMCIIO CIIyYaeB BBISBICHUS
ITOPOKOB CEpIIIIa eIle BO BpeMsT BHYTPUYTPOOHOTO pa3BU-
THs. DTO 0COOEHHO KacaeTcs IeTel ¢ TaK Ha3bIBAGMBIMU
«ITYKTYC» 3aBUCUMBIMU TIOpoKaMU. Eciu Takne HOBOpPO-
KIIEHHBIC paHBIIIe TTOTUOATN B TIEPBBIE Yachl—IHU XU3-
HM, TO Ojaromapsl YCTAaHOBJICHWIO IMAarHO3a eIe BHY-
TPUYTPOOHO, KapAMOXUPYPTH MOTYT TIPEAYyIpPEANTh
JIETaIbHBIN ncxon [6].

Cpeny MITAICHIIeB ¢ TIOPOKAMU CEePJIIIa TOJIST HEOHO-
LIEHHBIX AeTel B 2 pa3a 0oJbliie, YeM B OOIIei nmomysi-
IIMM HOBOPOXKICHHBIX. PUCK BPOXXIEHHBIX TTOPOKOB Cep-
IIIIa TIOBBIIICH [UTSI HEOHOIIICHHBIX, KOTOPBIC POIWINCH
B pe3yJibTaTe CIIOHTAaHHBIX TIPEKIEBPEMEHHBIX DPOJIOB.
Puck BBICOK MMEHHO B OTHOIIICHMM aHOMAJTUI cepiara
(M3 TPYHIBI UCKIIOYEHBI XPOMOCOMHBIC 3a00JIeBaHUS
U MHOXECTBEHHbIe MOpPOKM pa3ButTus) [7]. BeposiTHo,
3TO CBSI3aHO C ICHCTBUEM TEPATOTEHOB, CPEIM KOTOPHIX
BaXKHYIO POJTh UTPAIOT BPOXKIEHHBIC MHGMEKITNHU, KOTOPhIE
CITy>kaT OJHOM W3 IMIaBHBIX MPUYMH MPEXKICBPEMEHHBIX
POIIOB.

HeneHne BpOXXIECHHBIX TTOPOKOB Cepalia B 3aBUCUMO-
ctu oT TsikecTu nopoka 1o J. I. Hoffman [8] cienyroiee:

A. Taxenbie

I. HuaHoTnyeckure NopoKu cepaiia

MNEPEQOBAS

1. d-TpaHCTIO3UIIASI MATHCTPATLHBIX COCYIOB.

2. Terpama Pasto, BKITIOYAs aTpe3nIo JISTOUHOM apTe-
pYY WUTA OTCYTCTBHUE KJlariaHa JIeTOYHOM apTepuH.

3. [umnomnua3ust MpaBoOro XeIyrouyKa:

a) aTpe3usi TPUKYCITUIATBHOTO KJlanaHa;

0) aTpe3usi JIETOYHON apTepuU C UHTAKTHON MexoKe-
JIyTOYKOBOU MEeperopoKoi;

B) aHOMasus DO1TeiiHa.

4. Tunomniasusi J€BOTO XeJIyIouKa;

a) aTpe3usi aOpThl;

0) aTpe3rsi MUTPaJIbLHOTO KjaraHa.

5. ENMHCTBEHHBII XeJyaoUeK.

6. [IBoifHOE OTXOXJIEHWE MAaruCTPaTbHBIX COCYIOB
OT MPaBOTo XeJIyI0uKa.

7. O01LIMI apTepUalIbHbIN CTBOJI.

8. ToTabHBII aHOMAJTBHBIIN APEeHAaX JISTOYHBIX BEH.

9. Kputnueckuii CTeHO3 JIESTOYHO apTepUM.

10. KoMO1HMpOBaHHbIE HETUTTUYHBIE AHOMAJTUY T10 TUITY
JIBOMHOTO OTXOXEHUSI MAaruCTPaIbHbIX COCYIOB OT JIEBOTO
XeTymouka, HeKoTopble (opMbl L-TpaHCHO3WIMM Maru-
CTPaJIbHBIX apTEPUIA.

I1. AunaHoTryeckue NOpoKu

11. ATpUOBEHTPUKYISIPHAS KOMMYHUKALIUSI.

12. Bosbiiioi 1eheKT MeXKeTy10uKOBOM NeperopoaKu.

13. bosblilioi OTKPBITHIA apTepUaIbHbINI MPOTOK.

14. KpuTryecKuit Win TSKENbI CTEHO3 a0PThI.

15. TseKenblii CTEHO3 JISTOYHOM apTepUH.

16. Kputrdyeckast KoapKTaIlust aOpTHI.

B. YmepenHoii TskecTH

1. YMepeHHBII WU TSDKEIbI CTEHO3 a0PTHI WIIM a0p-
TaJIbHasi HEOCTATOYHOCTb.

2. TsoKemblif CTEHO3 WM HETOCTATOYHOCTD JIETOUHOM
apTepuu.

3. Hekputnueckast KoapKTaImus aOPTHI.

4. bonbloii 1edeKT MeXIpeACepIHON EPErOpOIKH.

5. KommiekcHas popma nedekra MeskKeTy104KoBO
MEePeropoKHu.

C. Jlerkue

1. HeGonbiioit neekT MexXKenylIo4yKoBOH Iepero-
POIKU.

2. HeGosbli10#t OTKPBITHIA apTepUalIbHbII MPOTOK.

3. Jlerkuii cTeHO3 JIETOYHOI apTepUu.

4. JIBycTBOpYAThIf aopTayibHBIN KjlamaH 0e3 cTeHo3a
W HETOCTaTOYHOCTH.

5. MasnieHbKUI WY CTIOHTAHHO 3aKPBIBAIOIIUNCS Je-
ek MeXTIpeIcepaHON MeperopoIKy.

B guciio perucTprpyeMbIx 1e(heKTOB MEXITPEICepIHON
TIEPErOPOIKHA HE BXOMUT OTKPHITOE OBAIbHOE OKHO (1e-
¢ekT B 001aCTH OBaJIbHOM IMKU pa3zmepoM 110 0,2 cMm), KO-
Topoe BeTpevaeTcs y 15—30% B3pociabIX, HE COMPOBOXKIA-
€TCsI PacCTPOMCTBAMM TeMOIMHAMMKM, TI0 3TOM TTPUYNHE
He TpeOyeT JIeYeHUsT 1 He BIUSIET Ha IMPOJOJIKUTEIEHOCTD
Xu3HM. Hampumep, HBYCTBOPYATHIA aOPTabHBIA Kila-
TTaH, HanboJIee pacIPOCTPaHEHHBIN MOPOK, KaK MPaBUIIo,
HUCKJIIOUEH U3 3TOM OlieHKU. B yKa3zaHHOE Yuciio MopoKoB
He BXOISIT MeJIKHMe Te(MeKThl MEXOKETyIOUYKOBOM Tepero-
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benozepos [0.M. u coasm. PactipocTpaHeHHOCTb BPOX/IEHHBIX TOPOKOB CEP/IIIA Y IETeil Ha COBPEMEHHOM 3Tarie

POIKHU, OTKPBITHIN apTepUaTBHBIN TTPOTOK Y HEMOHOIICH-
HBIX, JIBYCTBOPYATHI aOpPTAIBHBIA KIIallaH, OTKPHITOE
oBaJIbHOE OKHO. ECNT BKITIOUMTS JETEl C MBYCTBOPYATHIM
A0OPTATBHBIM KJIATIAHOM, YWCIIO BPOXICHHBIX ITOPOKOB
cepnua aocturaer 20,1 Ha 1000 poauBLINXCS KUBBIMU,
aTIpy y9eTe BceX MENKHMX HedeKToB (aHeBpHM3Ma MeEX-
TIPEACEPIHON TTEPETOPONKHA, M30JIMPOBAHHBIC AHOMATIHI
JIOGAPHBIX JIETOUYHBIX BeH, HEOOJBIION OGeCCUMIITOMHBIMA
OTKPBITHI apTepUaTBHBIN MIPOTOK, OYeHb MAJICHBKWIA 1e-
eKT MexoKeTyI109KOoBOI reperopoaku) — 75 Ha 1000 [3].

JIBycTBOpUAThIil a0pTalbHbIA KJlanaH CBsI3aH CO 3Ha-
YUTETHLHOIM 3a00JIeBAaGMOCTBI0 M CMEPTHOCTBHIO B OoJee
TTO3THEM BO3pPACTe, €TO BCTPEYaeMOCTh COCTaBIIsIeT oT 10
1o 20 Ha 1000 HaceneHus B uesoMm [9]. HenaBHuMM uc-
CJIeIOBaHMSIMU YCTAHOBJICHA BBICOKAS CTETICHBb HACJIETy-
€MOCTH JIBYCTBOPYATOTO aOPTAJIBLHOTO KJlaraHa B M30JIH-
POBaHHOM BUJIE WJIU C IPYTUMU CEPACIHO-COCYTUCTHIMU
aHOMaJIUSIMU, OCOOEHHO B COYETAHWHM C OOCTPYKITMEH
OTTOYHOTO TpaKTa JIeBOro xemynouka [10—12].

Ecmu mpuHMMaloTcsT BO BHMMaHUWE W30JMPOBaHHAS
aHeBpM3Ma MEXITPENCEPIHON MTePeTOPOIKH 1 TTEPCUCTH-
pylomiasi jieBasi BepXHssl Toyias BeHa (KaXIblid JedheKT
BcTpevaercss y S—10 Ha 1000 HOBOpPOXIEHHBIX), TO Ya-
CTOTa MOPOKOB cepaua npudnauxkaercs K 75 Ha 1000 Ho-
BOPOXICHHBIX. B cBeTe BBHIIIEHM3IIOXKEHHOTO yKa3aHHast
YacToTa SIBJISIETCS BIOJIHE pealbHol [3, §].

B 2000 r. B Mupe 00liiee KOJTMYECTBO HOBOPOXKAEHHBIX
C BPOKICHHBIMU TTOPOKAMU CepIIla COCTABIISUIO TIPUMeED-

HO 623000 (320000 — ¢ npocteiMu nedektamu, 165000 —
C YMepeHHO cioxXHbIMM nedekrtamu u 138000 — co cioxk-
HBIMU MIOpOKamu cepmua) [8].

TTokazatenbHbl pedynbrathl uccienoBanuss EUROCAT
(European Surveillance of Congenital Anomalies), B KoTo-
poe BOIIUT ITaHHBIE PETHCTPOB BCEX BPOKIECHHBIX MTOPO-
KOB Pa3BUTHUSI Y HOBOPOXXAEHHBIX cTpaH EBporbl (1,5 MitH
poxneHuit exerogHo u3 22 ctpaH) 3a 2003—2007 rr. [13].
CoracHO JaHHBIM 3TOTO HMCCIIEIOBAHMS, CEPhE3HBIE BPO-
KICHHBIC TTOPOKW PAa3BUTHS PETUCTPUPOBATMCH C YacTO-
toii 23,9 Ha 1000 poxnenuit, u3 Hux 80% meteit ponuInch
KUBBIMU, 2,5% — pONWINCH C BPOKICHHBIMUA aHOMAJIH-
MM ¥ yMepiu Ha 1-it Hemene xu3Hu, 2,0% — cocTaBu-
JIU CJTy9adl MEpTBOPOXKICHUS JIMOO CMEpTH TuTona Tociie
20 Henm recramyu, 17,6% — TipepbIBaHNE OCPEMEHHOCTH
TIPY TIPEHATATLHOM JIMAarHOCTHKE BPOXIECHHOTO ITOPOKa
pa3BUTHSL.

Y GonblmiMHCTBA JAeTel, POAMBILMXCSI C MOPOKAMU
cepala, HeT APYTUX BPOXAEHHBIX medekToB; B 25—40%
ciIydaeB ITOPOKM Cepilla BCTPEYAIOTCS B aCCOIMAIHT
¢ IPYTMMU aHOMAJIUSIMU WJIM KaK COCTaBHAs 4acTh CHH-
npoma [14]. Kpome Toro, okono 30% nmereir ¢ Xpomo-
COMHBIMM aHOMAJIMSIMU HMMEIOT BPOXICHHBIN TMOPOK
cepaua [15]. 3HaUMTENbHBIM MPOLICHT MTOPOKOB Cepila
CBsI3aH C aHCYTUIOMANEH NI U3MEHEHUEM YUCITa XpOMO-
coMm (tabu1. 1), a Takxke ¢ MOHOTEHHBIMU T€HETUYECKUMU
cuHapoMaMu (Tabj1. 2). DT AaHHBIE CBUIETEILCTBYIOT
0 TOM, YTO, HECMOTPST Ha MyJIBTH(haKTOPpUATbHBIM TeHE3

Tabauya 1. Cunapomel, cB3aHHbIE ¢ XPOMOCOMHO# aHeYNJIOWANeli WM MUKpoAeenuei

JIpyrue KIMHUYECKUE TIPOSIBICHUS

CuHapom AHOMaINM cepaLa Yacrora BIIC, %
Tpucomus 13 JAMITIIT, IMZKII, 80
(ITatay cuHapom) OAII, CITIX
Tpucomus 18 JAMITIIT, IMZKII, 90—100
(BnBapaca CMHIPOM) OAIl, T®, IOMC or
IXK, KA, 2AK

Tpucomus 21 JAMIIII, AMXII, 40—50
(cunapom JlayHa) ABK, T®
Monocomust X KA, 2AK, AC, CITIX 25—35
(cunapom TepHepa)
47, XXY (Knaitu- OAII, AMIIII, IIMK 50
(ensrepa cUHIPOM)
22q11.2 neneuust IlepepbIB 1yru a0PTHI, 75
(Iu Teopre cunapom) Ttun B, aHomanuu gyru

aopThl, OOLUIA apTepu-

aJpHBIN cTBOII, TMD

7q11.23 neneuys Hanxnanauueriit AC, 50—85
(Bunssamca—beiipeHa [CIJIA

CUHIPOM)

Mukpouedanusi, rojonpo3eHuedans, 1edeKTbl
CKaJIbIla, TSKeJIask yMCTBEHHAS! OTCTAIOCTh, ITOJIUIAK-
TUJINS, PACIIEIUIEHNE TyObl M HeGA, AHOMAIMU MOYEIIO-
JIOBOW CUCTEMBI, IIYIIOYHAasl TPbIkKa, MUKPOMTATbMUS

MHoroBoaue, UCKPUBJIEHHbIE HOTY, TUTIEPTOHMSI,
aTpe3usl XKEeIYHBIX ITyTe, TsoKeslasi YMCTBEHHAsI OTCTa-
JIOCTb, TradparMaibHas TPbIka, IMyIMMOYHAas TPhDKa

FI/IHOTOHI/IH, 3a1C€PXKKa pa3BUTHUA, ITOIICPEYHAA JJadAOH-
Hasg CKJIaJaKa, SIIMKaHT

Huskuii pocr, miocKasi Ipy/b ¢ IIMPOKO PACCTABIEH-
HBIMM COCKaMH, TieperioHyaras iies, Jumdbenema,
[EPBUYHASA aMEHOPES

BBICOKUIA pOCT, TUITOIUIA3KS IMYEK, 3aJEPXKKA TTOJI0BO-
IO CO3pEBaHUsI, BapuaOeIbHasT 3aePKKA PA3BUTHSI

Tumoruiasus TMMyca U MapalUTOBUIHBIX XeJle3, HMMY-
HOIE(DUIIAT, HU3KO PACITONIOKEHHBIE YIITN, THITOKAJb-
LIMEMMSI, PACCTPOICTBA PEYM U TPYAHOCTH B OOYIEHNH,
[TOYEYHbIE AHOMAITUU

HMHbaHTUIbHAS TUIIEPKATbIUEMUS, JTULIO 3J1bda,
3a/IepKKa Pa3BUTHSI, KOHTPAKTYPhI CYCTAaBOB, ITOTEPS
cyxa

Ilpumeuanue. 3nech u B Ta6:1. 2: BIIC — BpoxneHHbIi nopok cepaua; AMIIIT — nedext mexnpeacepaHoii neperopoaku; JMXKIT — nedekr
MeXKeTynouKoBoi meperoponku; OAIl — OTKpBITHINM apTepuaibHBIN MPOTOK; KA — KoapkTamus aopThl; ABK — OTKpBITHII aTpUOBEHTPH-
KyJIsipHbIii KaHai, 2AK — aBycTBopuaThlii aopTaibHbIi KianaH; AC — cteHo3 aopthl; T® — tetpana @asio; CIJI2K — cuHapoM ruroriasuu
seBoro xenynouka; JJOMC ot 12K — nBoiiHOE OTXOXAEHUEe MarucCTpaJbHBIX COCYAOB OT MpaBoro xenynouka; [TCJIA — nepudepuyeckuit
creHo3 JierouHoii aptepun; [IMK — mpoJjaric MUTpaIbHOTO KilaraHa.
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MNEPEAOBAS

Taﬁ/luua 2 MoHoreHHble CHHAPOMBI, 2aCCOLIMMPOBAHHbIC C BPO2K/ICHHBIMH IIOPOKAMH Cepaua

CuHapom

AHoManuu cepaua

Jpyrie KIMHUYECKHe MPOSIBICHUS

Hedexrt reHa

HyHnan cunapom

Kocrenno cunapom

LEOPARD cunapom

Anagkuiia CUHIPOM

Mapdana cuHapoM

Xonta—Opama cuH-
JIPOM

[eTeporakcuu cuH-
JIPOM

Yapa cuHAPOM
CHARGE cunapom

CJIA ¢ nucniasuei
ki1anaHa, JIMIIII,
ABK, 'KMII, KA

CJIA, TKMII, 6710-
KaJbl POBEACHUS
UMITYJIbCa

CJIA, 610Kaabl IpoBe-
JICHWST UMITYJIbCa

CJIA, TO, AMIIII,
IICJIA

PaccnanBaronas aHes-
pusma aoptbl, [IMK

JMIII, AMXIIT,
ABK,

JOMC ot ITXK,
d-TMC, ABK

OAIl

JMIIII, AMXKII, kna-
naHHbIe 1e(heKThI

Huskuit poct, mmpoxkas 1iest, 3aaepxKa pa3BUTHS,
KPUIITOPXU3M, JINLIEBbIE aHOMAJIUHA

Hwuskuii poct, 3anepxkKa pa3BUTHSL, TpyOble YepThI
JIM1IA, HOCOTYOHBIE MAMUIOMbI, BRICOKUI PUCK
KapLMHOM

JIeHTUTe€HO3, TUTIEPTEIOPU3M, AaHOMAIMK TEHUTAJIHIA,
3a7epKKa pocTa, HeMPOCEHCOPHasl TTyX0Ta

AHOMAaJTMU XeJTYHbIX TPOTOKOB, XOJIECTa3, TUITMYHbIE
YepThl JIMIIa, 6a00YK00Opa3HbIe TO3BOHKM, TIa3HbIE
aHOMaJIMH, 3aIepXKa POCTa, CHIDKEHUE CITyXa, MO -

KOBOOOpa3Has movka

Bricokuit poct, apaXxHOMAKTUIINST, aHOMAJTUW
TPYAHOU KJIETKU, CKOJNO3, IKTOIHS XPYCTATUKOB,
CIIOHTaHHBII MHEBMOTOPAKC, CTPUU

TIpeakcualbHbIe aHOMAJIMK JIy4eBOM KOCTH (IUCIUIA-
311 JIy4eBOI KOCTU, aHOMAJIMU OOJILIIIOTO Majblia)

MaﬂprTaHI/IH KMINCYHMUKA

JncMopduryeckue YepThl TUIa, aHOMAJINU TaJIbIICB

KOIIO6OM&, aTpE3MrA X0aH, 3aA€pKKa pa3BUTUA, aHO-
MaJIuU IOJIOBBIX OpTaHOB U / MU MOYEBBIBOOAIINUX

PTPN11, KRAS,
RAFI, SOS1

HRAS

PTPN11, RAF1

JAGI, NOTCH?2

FBLN, TGFBRI,
TGFBR2

TBX5

ZIC3, CFCI

TFAP2b
CHD7, SEMA3E

yTen

Tlpumeuanue. CJIA — cteHo3 nerouHoit aprepun; ABK — OTKpbITBIi aTprOBeHTpUKYIsIpHbIN KaHait, [TKMIT — runeprpoduyeckast KapauoMu-
omarusi; d-TMC — d-TpaHCIO3ULIMSI MAarucTpaibHBIX cocynoB. OcTallbHbIe COKpallleHUs CM. TaoI. 1.

OOJBIMMHCTBA BPOXICHHBIX ITOPOKOB CepIlla | Pojib
HEOJIAaTONPUATHBIX (haKTOPOB aHTCHATAJILHOTO TICpH-
ola, TeHeTWJecKash COCTaBJIIONasi OKa3bIBaeT BechMa
BECOMOE BJIMSHUE Ha paclpoCTPaHEHHOCTh ITOPOKOB.
Ha nmpakTike Hepemko HET BO3MOXHOCTH BBITTIOJTHUTH
MOJICKYJISIPHO-TEHETUIEeCKOe TUITMPOBAHUE TIPU MOHO-
TeHHO HacJIeyeMbIX IMOPOKax Cepiara W TeHeTHYeCKHi
nedeKT yaaeTcst ONPENeIUTh JIUIITb Y HeOOIBIIOTO YHCTa
neteit [16, 17].

BpozkaeHHbIe TOPOKH Cepaa y B3pOCIbIX

OTrpoMHBIE JOCTIDKEHUSI B OOJIACTM MENUIIMHCKOMN
1 XUPYPTUIECKON TTOMOINM JETSIM C ITOPOKaMM Cep-
IIa B TeYEHHWE ITOCICAHETO MCCSITUICTUSI CHCIAIN pe-
ATBHBIM YBEJIMYCHHUE TIPOMOJIKUTEIIBHOCTH WX XKU3HMU.
ITo onienkam uccnenosareneit, B 2000 . B Mupe B oOuIei
CJIOXXHOCTU ObuTO 3apeructpupoBaHo 787000 B3pocCbIX,
SKUBYIIMX C BPOKAEHHBIM MOpoKoM cepana (368 800 —
¢ mpocTthiM aedekToM, 302 500 — ¢ yMEpeHHO CII0XKHBIM
nedexkrom u 117 000 — c o4eHb CJIOXHBIM TTOPOKOM)
[18, 19]. Dra ouLeHKa pacrpOCTPaHEHHOCTH TOpPOKa
CpeIr B3pOCIIOTO HacelIeHMs, CKopee BCEero, 3aHIKeHa,
TaK KaK MHOTHE B3POCJIbIC TAIMECHTHI BHIOBLTN W3 TIOJIS
3peHUs UTS DajbHelIero HabmoaeHus. beuto moncuu-
TAHO, YTO HACEJICHWE B3POCIBIX C BPOXICHHBIMHU II0-
pPOKaMU cepiila B MUpPE pacTeT NMPUOIM3UTELHO Ha 5%
Bron u B 2005 . mpeBbicwiio 1 MaH [15]. D10 o3Hauaer,
YTO YUCJIO TaKWUX B3POCIBIX TPEBHICHIO YHUCIO AeTei

C BPOXXICHHBIMU TIOPOKAMU cepilia. B 9Toii ¢BsA3M Kpaid-
He BaXKHO 00eCIeYUThb IPABUIIbHBII YXO/I U JICUCHUE ITO
pacTyliei MomnyJ/siiuy MaluueHTOB, ¢ OCOOEHHOCTSIMM Be-
JIEHKSI KOTOPBIX XOPOILIO 3HAKOMBI TOJIBKO BpauM-Tiera-
TPBI U IETCKUE KAPIMOJIOTH.

3AKJIIOYEHUE

Takum o0Gpa3oM, OOJBIIMHCTBO aBTOPOB CXOISTCS
BO MHEHMH, YTO YaCTOTA BPOXKIECHHBIX TOPOKOB CepILia
Bapbupyet oT 19 10 75 Ha 1000 poauBIIMXCS XXUBBIMU
[20—22], npu 95TOM cepbe3HbIe BPOXIEHHbIE MOPOKU
peructpupyitcs ¢ yactotoir 19,1—23,9 na 1000 po-
xmeHuit. Jlerkue pedeKTsl cepaia MHOTHE KaparoIoTH
HE OTHOCST K ITOPOKY, OMHAKO JaHHOE IOJIOXKEHUE HYy-
XIaeTcs B qalbHEHIeM U3ydeHun. bombIiioe 3HaYeHME
B IMATHOCTUKE W OTPENeICHNN pPaCIPOCTPAaHECHHOCTH
IIOPOKOB Cepilla MMEIOT ¢eTallbHas 3X0Kapauorpa-
busa u reHeTHUECKME METOABI WMCCIeNOBaHUA. B TO ke
BpeMsl TpeOyeTcs pa3paboTKa CIelMalbHO CHCTEMBbI
HaOJMIOMEHWST TaKUX TAIIMEHTOB, KOTOpas MOTJIa ObI
00ecTeynTh aIeKBaTHBIM KOHTPOJIb 33 MX COCTOSTHHEM,
OCOOEHHO C YyYeTOM CITelM(GUYHOTO XapakKrepa IIpo-
6JIeM TTOCTICONePallMOHHOTO BEMEHMS ITOCHE CIOXHBIX
MPOIIeNyp TeMOIMHAMNIECKON MaTTMaTUBHOU KOPpPeK-
LMY Ha TIPOTSKEHWW MHOTHX JIET HE TOJBKO B JIETCKOM,
HO M B CTapIlieM BO3pacTe.
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