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CoBpemeHHbIE NOgXOOLI K (UaZHOCMUKE
BPOXOEHHLIX NOPOKOB Cepgua

BpoxxaeHHas naronorus cepaud U MarucTpasnbHbIX COCYAOB SABJISETCA YACTOW NMPUYMHON PAHHENR
VMHBANUAU3ALUM U CMEPTU HOBOPOXKAEHHBIX U AETEN NEPBOro rofd XXM3HM, YTO 06yCNOBAMBAET AKTYANbHOCTb
u3yueHus GpAKTOPOB PUCKA U MOAENel NaToreHesd, AdIOWMUX KITIOY K NOBbILLEHUIO BO3MOXXHOCTEN
NPodUNAKTUKY, YNYULLUEHUIO KA4YEeCTBA NMPEHATANbHOM U NMOCTHATANLHOW AUATHOCTUKH, KAYECTBA JIeYeHUSs.
Tak, B CLLA exerogHo poxpaaetca 30-35 Tbic. AeTei ¢ BpoXxXAeHHbIMU nopokamu cepaua (BMC), B Poccun —
20-22 1biC., B YKpauHe — 5-7 1bic. [1-5]. Mo aaHHbIM naTonoroaHaromuyeckux saxkntouenmii, BMC cocraesngior
Ao 1,9% cpeayn npuunH cmeptu [6]. Mo yacrote pacnpocrpaneHHoctu BIC saHumarloT TpeTbe mecro nocne
BPOXXAEHHOI NATONOrMU ONOPHO-ABUTATENbBHOrO ANNAPATA U LIeHTPanbHOi HepeHoW cucrembl (LLHC) y peteii
[7-10]. EcrectBeHHas neTanbHocTb npu Bcex BIC Boicoka u cocraenser 6onee 42%.

M3BecTHO, 4TO MepBoe ONMMCaHKe Ceplia Kak MBIIIEYHOTO Op-
raHa NpUHALIeXUT [UTImoKpaTy, OMHAKO U K HACTOSIIIIEMY BpeMe-
HU TMPUYMHBI BO3HUKHOBEHUST BPOXIICHHBIX CEPIEUHBIX aHOMa-
JIMii 10 KOHIIA He M3ydeHbl. CTpyKTypHasl MarToJioTvsl cepiiia
(opmupyeTcst BCleACTBUAE HapyLICHUsST HOPMaJTbHOTO Pa3BUTHS
CUCTeMBbl KpOBOOOpAIleHWs B 3MOPMOHAIBHBIN TEPUOIL.
[TatoreHHble (haKTOpbl OKAa3bIBAIOT CYIIECTBEHHOE BIUSIHUE
Ha pa3BuTHe cepreuHo-cocymuctoit cucteMsl (CCC), ocobeHHO
¢ 3-ii mo 8-10 Hezemo 3MOpUOreHe3a, Koraa IpoUucXoauT (hOpMHU-
POBaHMe KaMep U IEPEropoLoK cep/Lia, MarkuCTPabHbIX COCYIOB.

3HauMTeNbHBIE TIO3UTUBHBIE U3MEHEHHUS B TIPOTHO3E LTS K13~
HU 1 OTHOCHTEJTLHO TIOJTHOTO BOCCTAHOBJIEHUSI 30POBbSI MALIMEH-
TOB C BPOXIEHHBIMI TIOPOKAMU ceptia por3onuin B 70-90-x ro-
JIaX TIPOIILIOTO CTOJIETHS B CBSI3U C OYPHBIM Pa3BUTHEM Kapauo-
XUPYPIUK, B TOM YKCIIe OTEUYeCTBEHHOM, a Takxke Onaromapst To-
SIBTIEHUIO 0OJiee COBEPIIEHHBIX YABTPA3BYKOBBIX TEXHOJOTHIA.
YpoBeHb KapAMOXUPYPrMKM B YKpauHe Ha CErOMHSIIIHUIA JeHb
HE YCTyIaeT MUPOBOMY U, TIO CYTH, TIPEIOCTABIISIET BO3MOXKHOCTD
paIMKaIbHOM KOPPEKIIMK TIOPOKOB JUISI BCEX BO3PACTHBIX KaTero-
puii manueHToB ¢ BIIC — 0T HOBOPOXIEHHBIX TIEPBHIX YacOB
SKM3HU 10 TIOAPOCTKOB. B HacTosiiiee Bpemsi onepupyroTcsl Bce
«IIPOCTBIE» U «CIIOXKHBIE» MMOPOKU Ceplia. DTO TaeT BO3MOXKHOCTb
MOJIHOTO BOCCTAHOBJIEHMS aHATOMWMU U (DU3MOTOTUM Ccepaia
nipakTuecku nipu Beex BITC. MckimoyeHune cocTaBiasieT CUHAPOM
TUTIOTIIa31M JIEBBIX OT/IEJIOB Ceplia — CJOXKHbIN KOMOMHUPOBaH-
HBIIi TIOPOK, TIPY KOTOPOM THITOTIIA3MsI JIEBOTO KEJTyI0uKa coue-
TaeTcsl ¢ OOCTPYKIMEH €ro BBIXOTHOTO OTIeNa U TOpaXeHUeM
AOPThI HA MPOTSDKEHUU (CTeHO3 aopThl — CTAO, TUIOTLIA3US AYTU
aopThbl, KoapkTaims aopthl — KoAo) U MUTpasbHOTO KilarmaHa
(cteHo3, tunoriasust). [Ipu sTom BapuanTte Kputniyeckux BITC
OCYILIECTBIISIETCSI Psi/ TTOC/IEOBATENIbHBIX MaJTMATUBHBIX OIlepa-
LI BHICOKOI CTeneHu prcka (Koppekiws 1o Norwood).

braronapst pa3BUTHIO YIBTPa3BYKOBBIX TEXHOJIOTHIA, pa3paboT-
Ke ¥ BHEIPEHUIO OTTIIEPOBCKUX METONIOB (B TOM YKCIIE ITBETOBO-
ro JOMIUIEPOBCKOro KapTuposaHusi 3D, TKaHeBOro Iomriepa,
MPT cepniia u cocynoB, aHruorpacduu) T0CTUTHYTBI 3HAUUTE -
Hble ycriexu B iuarHoctike BITC u getaqbHOM yTOUHEHUM TOTH-
KU TIOPOKOB.

BriiieykasaHHble 00CTOSITEILCTBA O0YCIOBUIM 3HAUMMBIN Ka-
YeCTBEHHBII1 CKauoK B BOMPOCAX PAHHETO BbISBJIECHUS TIOPOKOB
cepala M JTOCTYDKEHUST JIyYIIMX PEe3YJIBTaToB TMpPU MPOBEIECHUN
CBOEBPEMEHHOM KapauoxXupypruyeckoil koppekuuu. [To mepe
HaKOTUICHUS OTIBITA PaCIIMpsUIach CeTh KapaMOXUPYPIUIeCKUX
LIEHTPOB B YKpauHe U IOCTYITHOCTb OKa3aHMsI CTIeLIMaTu3UPOBaH-
HOI4 TIOMOIIIX, YTO 00YCIOBUJIO MOCTENIEHHOE CHIDKEHME MoKa3a-
Teslell CMEPTHOCTH TIPY BPOXKIEHHBIX MTOPOKAX Ccepiiia BOOOIIE 1
ripu Kputudeckux BITC y HOBOpoXXieHHBIX B YacTHOCTH. OiHaKO
BOIIPOCHI CHYDKEHUST CMEPTHOCTH M MHBanuau3auuu aereii ¢ BIIC
OCTAaIOTCS aKTyaJIbHBIMU.

B Hacrosiiiee BpeMsT pealbHBIM PECYpcoM YITydIleHUsT Kade-
CTBa OKa3aHUsI MIOMOLIY HOBOPOXIeHHBIM U ieTsiM ¢ BITC siBjisi-
eTCsl TIpeHaTaJTbHasl TMarHOCTHKA, OXBAThIBAOIIAsI BECh KOHTUH-
TeHT OepeMEHHBIX KEHIIMH, B TEPBYIO OUepeb U3 TPYIIIbl PU-
cKa. DTOMY BOIIPOCY yAeleHO 0oJblioe BHMMaHWe B KimHu-
YeCKOM TIPOTOKOJIE IO aKyIlepckoil Tomomm «BeneHHs
BariTHOCTI Ta MOJIOTIB Y BariTHUX i3 TpeHaTaIbHO BCTAHOBJIEHUMU
BPOIKEHNMU BagaMu cepiis iogay (2012), B co3maHu KOTOPOro
TIPUHSUTY YYacTHe BeAyIlMe CeUaTUCTbl YKPauHBbI.

Jlts peanm3ay KadeCTBEHHO TTPeHATAIbHOM TUATHOCTUKI
HeoOXoAMMa YJIBTpa3ByKOBasl armapaTtypa dKCIEpTHOTO Kiacca
Y TIJTAHOBAs! MOJrOTOBKA BHICOKOKBATM(DUIIMPOBAHHBIX ClEI1a-
ncToB. [ocnenHssa ycnenHo peaan3yeTcs: B YKparHe COTPYIHU-
KaMu HayuHO-npakTUueckoro 1LeHTpa IETCKON KapIvuoJOTMH
1 Kapauoxupypruu T. KueBa Imom pyKoOBOICTBOM TIpodeccopa
W.H. Emua, Ha Kacenpe 1eTckoil Kapauoaoruu U Kapauoxupyp-
run HMATIO wum. T1JI. Hlynuka (3aBemytoiasi Kacdheapoit mpo-
(eccop H.H. Pynenko), B I'Y «HaumoHanbHbI UHCTUTYT Cep-
neuHo-cocynucToi xupypruu uMm. H.M. Amocosa HAMH Yxpau-
HbI» (mupekTop mpodeccop B.B. JlazopuimHelr), B pernoHab-
HBIX KApAMOXUPYPIUUYECKUX LIEHTPAX, B TOM YMCiie XapbKOBCKOM
HayYHO-MCCIIENOBATEILCKOM MHCTUTYTE OOIIEeH M HEOTIOXHOM
xupypru M3 YKpauHbl.

He meHee nmpucTanbHOe BHUMaHUE B HACTOSIIIIEE BpeMsl yiie-
JISIETCSl YTOYHEHMIO TaTOreHeTMYECKUX Mojeseil BPOXKIEHHbIX
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aHomasmii cepata. Cpenu atronorndeckux daktopos BITC Bbi-
NIEJISIIOT: TeHeTMYeCKUe (XPOMOCOMHBIE aHOMAaIMU WM Oe(PeKT
oHOTO TeHa — J10 8%), (haKTOPhI BHEITHEN cpe/ibl ((pr3MIecKue,
XUMUYECKUE W11 OMOJIOrMUeCKUE TepaToreHbl — 10 2%), MyJIbTH-
dakropuranbHble BusHUS (90%). Tak, npu curnpome Edwards
v 90% nereit muarHoctupytoT BITC (medekTbl MessKemyT09KOBOI
(AMZKIT) u mexnpencepaHoit neperoponok (JMIIIT), oTkpbi-
ThIf apTepuanbHbiil Tpotok (OAIT), KianmaHHbI CTEHO3 Jierod-
Hoit aprepun — CtJIA); mpu cunapome Patau — y 80%; ripu cuH-
npome Down —y 40% (aTprioBEeHTPUKY/ISIPHAS KOMMYHUKALIUS
(ABK), OMXII, AMIIII), npu cungpome Turner—y 10%
(vaie — KoAo), npu cunmpome IllepemeBckoro-TepHepa —
vy 40% (KoAo, CtAo) [2, 5, 10, 11].

HccnenoBanusi, MpoBeleHHbIE 32 MOCTAEIHME ABA TECSTHIe-
TUSI, YCTAHOBWJIM YPE3BbIYAfHO BAXXHYIO POJIb TEHETUUECKUX
aHoManuii B passutuu BIIC [1, 11, 12]. Beiensior «CHMHApO-
MaJibHbIe» U «HecuHapoMaibHbie» BITIC, koTopbie 00bIMHO Xa-
PAKTEPU3YIOTCS MHOXKECTBEHHBIMI MYTALISIMU, 3aTparvBaloIy-
MU CJIOXKHBIE B3auMocBsi3aHHbIe 3Tarnbl pasButust CCC [11-13].

Kimouesyio ponb B reHeruke BIIC orBomar reny NKX2-5—
ceprneyHoMy aktopy TpaHckpuruuy [11]. Ha ceromusiHuit
JICHb B 3TOM I'€HE BbISIBJIEHO OKOJIO S50 pa3IMuHbIX MYTalUA, JIUIIIb
HEMHOTMe M3 HUX (DYHKIIMOHAIbHO OXapaKTepu30BaHbI. Myta-
s NKX2-5-pakTopa MOXET peryJmpoBaTh KOJTMIECTBO OTXO-
JSIIIAX TIETIel MOCeAYIOMIMX HYKJICOTHAOB, TEM CaMbIM CIIOCO0-
ctBoBath pazButuio BIIC. Takum oOpa3oM, HEOOXOAMMOCTh
cKpuHuHTa MyTauuii NKX2-5 nist ycTaHOBJIEHMST BEICOKOI BEpO-
SITHOCTU poxaeHuss pedbeHka ¢ BIIC sBnsgercs o4yeBUAHOM
[11, 12]. [To mMepe HaKoOIUIEHUS JAHHBIX OTHOCUTEJIBHO MaccuBa
Bapuauuii Konuii HykieotunoB (BKH) u ¢ mosiBneHreM Bo3Mox-
HOCTM MUKPOYMITMPOBAHUS C BBICOKOW pa3peliarolieil crocoo-
HOCTBIO OOHapy:KeHMe paHee HeonucaHHbIX penkux BKH moren-
LIMAJTbHO MOKET MTOMOYb B BbISIBJIEHM KPUTUUECKUX TCHOB U pa3-
paboTKe HOBBIX IMAaTOreHeTHUeCKIX Moerneit pa3surust BIIC.

CucreMaTUECKMI CKPUHUHT MPO0AaHAOB CEMEMHBIX CIyda-
eB BITIC Ha MHOXeCTBe reHeTUUECKMX TECTOB ISl OLIEHKHU pac-
MTPOCTPAaHEHHOCTH M MACHTH(MUKAIIMY TTOBPEXKIAIONINX BapH-
antoB nposenu R. EIMalti, H. Liu (2016). ITpemiokeHHbIi aB-
TOpaMM TOXOJ TIO3BOMIMI UAeHTUdULIMPoBaTh puunHy BITC
B 10,4% cemeii, 4TO 3HAYUTETBHO YIYUIINIO KAYE€CTBO TEHETH -
YEeCKOTr0 KOHCYJIBTUPOBaHMSI, 0OHAPYKMBas JIUIL, KOTOPbIE TOJI-
BEpraloTcs PUCKY Tepefayd pa3InIHbIX BapuaHTOB TEHOB
U, KPOME TOTO, MOJIBEPXKEHbI Pa3BUTUIO CEPACUYHBIX OCTIOXKHE-
HMI BO B3pOCJIoi Xu3Hu [11].

[1pu aHanu3e rnocsenoBaTeIbHOCTY 3K30HOB y 1200 marreHToB
1 MX poauTesieit ObUTO YCTaHOBJIEHO, uTo y 60sbHBIX ¢ BITC 1 Ha-
PYLICHUSMU Pa3BUTHSI HEPBHOM CHUCTEMBI 3HAYMTENBHO TOBbI-
IIIEH YPOBEHb CIIOHTAHHO BO3HUKABIIUX Pa3pYILIUTEbHBIX MyTa-
1WA, 0OCOOEHHO B TeHaX, OMHOBPEMEHHO OTBETCTBEHHBIX 3a pa3-
BUTHE cepalia ¥ Mo3ra. BeposiTHo, uMeHHO noaTomy et ¢ BITC
VMEIOT BBICOKMIA PUCK Pa3BUTHSI HAPYILICHUI CO CTOPOHBI HEPB-
HOI1 cuctemsl [13].

M.I. Martinez-Biarge, V.C. Jowett (2013) cooO1iatot, uto neTn
¢ BIIC umeror HeCKOIbKO (paKTOpPOB, MOBBIIIAIOIIMX PUCK O3 -
HUX oclioxHeHUit co croponbl LIHC, u pekomeHyroT nipoBe/e-
HUE JOJTOCPOYHOTO TICMXOMOTOPHOTO KOHTPOJIS TMAIMEHTOB
¢ BIIC c 1ies1610 CBOEBpEMEHHOTO BhISIBJICHUSI U3BMEHEHMUIA CO CTO-
ponbl HHC u ux neyenns [14].

PesynbraThl MccnenoBaHWsl CTIOHTAHHO BOZHUKAIOIIUX MyTa-
it y 362 MalMeHToB ¢ TSoKeIbIMU KoMOMHUpoBaHHBIMU BITC
1y 264 MalyeHTOB KOHTPOJIbHOIM TPYIIIIbBI ITyTeM aHaIn3a CeKBe-
HUPOBAHUSI 3K30Ma B CBSI3KE «POIMTEIb-ITOTOMOK» OIyOJIMKOBA-
HeI S. Zaidi, M. Choi (2013) [15]. ABTOpBI BBEISIBMIN 3HAYNUTEIIh-
HOE TpeBbIILIEHNE OENOK-U3MEHSIONIMX CITIOHTAHHO BO3HMKAIO-
IIMX MYyTalMii B TeHAX, OTBETCTBEHHBIX 3a Pa3BUBAIOIIIEECs Cepil-
1ie, C MOBBIIIEHNEM BEPOSITHOCTU IMOBpexXIeHus B 7,5 pa3 [15].
DTO UCCIeNOBaHNE CBUNIETEIHCTBYET O CTIOHTAHHO BOSHUKAIOIIINX
TOYEUHBIX MYTALMSIX B HECKOJBbKMX COTHSIX TeHOB (H3K4,
H2BK120, SMAD2 w np.), KOTOpbIE CIIOCOOCTBYIOT Pa3BUTHIO
npumepHo 10% tsxensix BIIC [15].

J.T. Glessner, A.G. Bick (2014) uzyunnu gaHHbie 538 mauueH-
TtoB ¢ BIIC u 1301 3m0poBOrO yenoBeka, MCIOIb3YS MACCUBBI
eIMHUYHOTO HYKJIEOTUHOTO MOJIMMOpGH3Ma B TeHOME M CEKBE-
HUpoBaHUe 3K30Ma. C MOMOIIIBIO IOTTOJTHUTEIbHBIX TEXHOJIOTHIA
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C BBICOKMM pa3pelleHeM aBTOpaMy OTPeeyieHbl 63 CTIOHTAHHO
BosHuKatomye BapranTa kormii B MEHIT y 51 maumenTa ¢ BIIC.
MHurerpaiysi BHOBb BOZHMKIIIMX KOIMUI B LIEJbIii CeKBEHUPOBA-
HbIii 3k30M 1 Haiuue BITC y omHOTrO M TOTrO Xe manueHTa Imo-
3BOJIMJIO TPeArnonoxutb, yto ETSI sBisieTcss maToreHHbIM Te-
HOM, CBSI3aHHBIM C JieJIellueil XpPOMOCOMHOIO CerMeHTa
11q24.2-q25 nipu cunppome Jacobsen, a CTBP2 — maToreHHBIM
T€HOM, OTBETCTBEHHBIM 3a cyoTesIoMepHYyIo nenermio 10q [16].

R. Soemedi, I.J. Wilson (2012) nonaratot, 4To peiKue TeHeTH-
YyecKue JeNelU, CBSI3aHHbBIE CO CITOPATUYECKMM BOSHUKHOBEHU-
em BIIC, Bctpevatorest y 4% Hacenenusi. KonnpoBaHue HYKI€O-
tinoB B reHax 1q21.1, memenuu 15q11.2 1 Wnt-reH sgBistioTCst
HauboJsiee 3HAYUTEIbHBIMU (haKTOpaMU PUCKA CIOpaTYecKuX
BIIC, xoTopble iepenaloTcs 1o OTHOBCKOM mHuu [17].

Penkuie coOHTaHHO BO3HMKAIOLIME BapUaHThl KOMMPOBAHMS
HYKJIEOTHIOB Y 9,8% OGONBHBIX C BpOXKIeHHOI aTpeaueit JIA omnm-
camu L. Xie, J.L. Chen (2014), nmoka3aB, 4To NPUYMHBI JAHHOTO
BIIC rereporeHHsI 1 TUICHOTPOITHEI [ 18].

AHaM3 YKcia BapuaHTOB KOIMiA TeHOMA IUIST BPOXKIEHHBIX
JIMXKII B kuraiickoii momynsaumu u3ydywid Y. An, W. Duan
(2016). TTo MHEHUIO aBTOPOB, PE3YIBTATHI MCCIENOBAHMS TTOJI-
TBEPXKIAET MOTEHIMATbHYIO KIMHUYECKYIO U TUAaTHOCTUYECKYIO
3HAYMMOCTb TeHOMHOTO arcOanaHca y 6obHbix JIMKIT [19].

Penxue BKH y B3pocinbix ¢ Terpanoit ®amno (TD, Haubonee
pacrpocTpaHeHHOU (opmoit  «cuHUx» BIIC) omucaHbl
C.K. Silversides, A.C. Lionel (2012). ABTOpEbI IToJ1araor, 4To pef-
ke BKH siBnsiioTcst HOBBIMU reHaMU-KaHIMAATAMU, TIPEACTaB-
JITIOLIMMU MHTEpeC [UTS U3ydeHUsT IPUIKH pa3Butus T, B Tom
yucie paccMarpuBatorcsi PLXNA2 v cBsi3aHHBIE C HUM TTIPOLIEC-
col pazsutus CCC [20]. D.C. Bittel, X.G. Zhou (2014) onpene-
M 6osibioe KoandecTBo Meakux BKH B reHax ¢ paszimyHoit
accouyanueit ¢ pa3BUTUEM CEePALIA, IPOMLIIOCTPUPOBAIN CIIOXK-
HOCTb YeJIOBEYeCKOr0 reHOMa U TIOMYEPKHYJIN HEOOXOANMOCTD
MHOTO(aKTOPHOM OLEHKM TMOTEHIUAIbHBIX T€HETUYECKUX/Te-
HOMHBIX (DaKTOpOB, KOTOpBIE CIIOCOOCTBYIOT pazutuio BIIC,
B ToM uncie TO [21].

Jloxyc TRPM2 B ayTocomMax y all€HTOB C HECUHAPOMAJIb-
Hoit KOAoO B CriopagiMyecKux M CEMEHBIX CITydasix BbISIBUIN
J. Moosmann, S. Uebe (2015) [22]. Pe3ynbraThl nccaeqoBaHuiz
J. Zhang, Q. Wu (2015) noka3biBatoT, uto noiumopdusm GDFI
154808863 ciocoOCTBYeT yBeTMIeHUIO prucka deTtanbHbIX BITC,
ocobeHHO noaTuInoB AVSD (aTpruoBEeHTPUKYISIPHBIN CenTalb-
Hbiit nedekr), LVOTO (oO0CcTpyKIIMs MyTH OTTOKA JIEBOTO XKeEJTy-
NOYKa) W JlaTepajJbHble TOPOKHW JIEBBIX M TPABBIX OTIETIOB
cepaua [23].

ITo mannbiM [. Ruchonnet-Metrailler, B. Bessieres (2014), ¢ Ha-
mareM BITC moxeT ObITh cBsI3aHa JieroyHas runoruiasust (JID).
Agtopsl nionaratoT, yto BITC ¢ o6cTpyKiMeit oTToKa U3 mpaBbiX
KaMmep cepiia SIBISIIOTCST CYIECTBEHHBIM (DaKTOPOM pHCKa s
Pa3BUTHSI TUIOTUIA3MU JIETKUX. Bblta onpeneneHa pacnpoctpa-
nenHocth JII, cBazannag ¢ BIIC, u mpoBeneHa olieHKa CBSI3U
BIIC ¢ o6cTpyKIueit 0TToKa U3 MpaBbIX OTAEIOB C BHICOKMM PH-
CKOM 3aMeJJIeHHs pOCTa JieTKux [24].

Cy1iecTByeT 000CHOBAaHHOE MHEHUE, UTO €C/IM B CEMbE €CThb pe-
OEHOK C M30JIMPOBAHHBIM BPOXIEHHBIM ITOPOKOM CepILIa UITH KTO-
To u3 pomuteneir nmeeT BIIC, puck poxmeHus BToporo pedeHKa
C BPOXKIEHHBIM MIOPOKOM B cpeHeM coctasister 3,5% [2, 7, 10].

B MKB-10 BITC otHeceHbI K K1accy BPOXIEHHBIX aHOMAIUIT
(TIopoKu KpoBH), necdopMalidii U XPOMOCOMHBIX HapylLIeHMIA;
010Ky «BpokneHHble aHOMaIK (TIOPOKU Pa3BUTHSI) CHUCTEMBbI
KpoBooOpaiieHusi»; mudp, B coorBerctBuU ¢ MKB-10
(Q20-Q26), BKITIOYAET CIIEAYIONLYIO MATONOTHIO:

Q20.0 OOmmii apTepUaTbHBIIA CTBOJ

Q20.3 IucKopaaHTHOE KeTylI0YKOBO-apTepuaIbHOe COeaU-
HeHHe

TpaHcno3U1IMs KPYITHBIX COCYIOB (TIOJIHAT)

Q20.4 YnBoeHue BXOTHOTO OTBEPCTHS KeTyI0UKa

OO0t XKeTynoueK

TpexkamepHoe ABYXIPEACEPIAHOE CepILe

EnuMHCTBEHHBII XeTynouek

Q21.2 dedekr rnpencepaHo-KeayT04KOBOM Meperopoaku

OOt aTPUOBEHTPUKYJISIPHBIT KaHAIT

Q21.3 Terpana ®@amno

Q23.4 CuHapoM JIeBOCTOPOHHEH TMITOTLIA3MH CepLia
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25.0 OTKpBITHI apTepUabHBINA MTPOTOK

Q25.1 Koapkrarust aopTsI

Koapxranus aoptsl (IpemayKraabHasi, TOCTIYKTaIbHAsT)

Q25.2 Atpesust aopThl

Q25.5 Atpesust 1eTouHOi apTeprn

Q26.2 ToranbHast aHOMaJIKsI COEAMHEHMS JIETOUHBIX BEH.

OlLieHKa yIeJbHOTO Beca Pa3MYHbIX MMOPOKOB Ceplia B TPO-
(eccruoHaNIbHOM IMTepaType A0CTaTouHO BapuabenbHa. Hambo-
Jiee pacrnpoCcTpaHEHHBIMUA CUMTAIOTCSI MTOPOKM TaK Ha3bIBAEMOK
«bonbimoii mectepku»: JIMXKIT (28,0%), OAIT (7,2%), TpaHc-
TO3UIMST MarucTpaabHbiXx cocynoB (TMC) (6,4%), AMIIII
(6,3%), TO (6,1%) n KoAo (5,8%), K KOTOPBIM psiIl aBTOPOB
npeiaraeT 106aBUTh 00bENMHEHHYIO TPYIITY CTEHO30B apTepuit
M JieroyHoi aopThl [26]. COBOKYITHO 3TH MOPOKK COCTABIISIIOT
oosee 66% Bcex BIIC (npuBeneHHbIe L(PbI KACAIOTCS OTHOCK-
TEJIbHOM 4acTOTBbI OTHENIbHBIX TIOPOKOB CPEAN HOBOPOXKIEHHBIX
¢ BIIC) [5, 9]. TTo cytu, 1ist GOMBIIMHCTBA YKa3aHHBIX CTPYKTYp-
HBIX aHOMAJIMI cep/lia Ha CEromHs omnpeneieHbl reHeTUYeCKue
(hakTOpBI, IPEIOTIPEIEISIONINE UX Pa3BUTHE.

Kpome momureHHO-MynbTr(haKTOPUATIbHOM HACIeICTBEHHO-
cT, K QakropaM pucka aHTeHaTaibHOro opmuposanusi BITC
OTHOCST (DaKTOPBI BHEIIHEW Cpeibl (MPYeM OTpeneIeHHbIX MeI-
KaMEHTOB BO BpeMsl TIepBOro TpuMecTpa OepeMeHHOCTH — TeTpa-
LUKIIH, CYJIb(haHWIaMUIbI, aHTHICTIPECCAHThI, TICUX0arpecco-
PBI), 310YNOTPeOIeHUE POAUTENSIMU ATKOTOJIEM U C1a00aIKOTO/b-
HBIMH HanmMTKaMH (Kak JI0, TaK M BO BpeMst 0epeMEHHOCTH ), XUMU-
YyecKHe BellecTBa, (DU3MUYecKWe BO3IEHCTBMSA, TECTO3 TEPBOTO

TpuMecTpa, MH(eKuuu nepuHatagbHoro nepuonaa (TORCH-
uHbekmu) 1 np. Hanbonee yrpoxaroiye MHGEKIMU MepUHa-
TILHOTO TIEPUOa OTHOCAT K TPYIIe OMOJOTMYECKUX TepaTore-
HOB, 3HAYNTEJIbHO TTOBBIIIAIOLIMX PUCK poxIeHMs peoeHka ¢ BITC:

* BUPYC KpacHYXH, BBI3BIBAIONIMII pa3BUTHE Tpuambl Ipera
(OAII B coyeTaHuM ¢ aHOMAIMSAMU Pa3BUTHS a0pThI U JIA; Hapy-
LIEHWE 3PEHUSI BIUIOTh JI0 CJIETNOThI, HAPYIIIEHUE CITyXa);

* LIUTOMETATIOBUPYC;

* DHTEPOBUPYCHI, BUPYCHI
I-111 TumoB.

K xumunyeckuM TepaToreHaM OTHOCSIT SITOXMMUKATBI, JIAKO-
KpacoyHble BelIeCcTBa, XMMUIECKHUE PEareHThl W DS JieKap-
CTBEHHBIX IIpernaparoB (TaJUIOMUI, TOPMOHBI, BapdapuH,
AHTUKOHBYJIbCAHTHI, AJTKOTOJTb, KO(erH); K (GU3MIECKUM Tepa-
TOreHaM — MOHU3MPYIOIIYIO PaMallnio, BO3IelicTBUE BUOpa-
MM, mymMa v T.J.). OueBUIHO, YTO BO3ACHCTBUE Pa3IMYHBIX
TepaToreHOB OCOOEHHO OTACHO B TIEPBOM TPUMECTpe OepeMeH-
HoctH [2, 7, 10, 26, 27].

B BO3pacTHOII CTPYKTYpe CMEPTHOCTH OT BPOXIEHHBIX aHOMa-
JIMIA ceplia M KPYIMHBIX cOCyI0B 91% cOCTaBIISIIOT AETU MTEPBOTO
rofa XusHu, u3 HUX Gonee 50% — HOBOpOXIEHHBIE (IIEPBbIE
28 mHeit xu3HM). bonee 35% neTambHBIX MCXOMOB BCTpEYaeTcs
B paHHUil HeoHATaTbHbIA Tepuon (repBble 7 CyTOK KU3HM).
MmenHo B atot niepuon B ctpyktype BIIC 3HauutenbHO yaiie
(mo 30%) BCTpevaroTCsl TaK Ha3bIBaeMble KPUTHYCCKUE TTOPOKU
cepla — Takue, MPU KOTOPBIX TSDKENTble TeMOTMHAMUYECKHE Ha-
PYIIEHMST IPUBOJIAT K CMEPTU HOBOPOKIEHHOTO TIPH OTCYTCTBUM

Kokcaku B, monroBupycel

Ta6nmua. BMC npu OCHOBHBIX XPOMOCOMHBIX GHOMANUSIX U fePeKTAX reHOB

HUXHAS qemocn;), KOpOTKQaA rpyAnHa; cOnuxenme BTOpOro
M NATOro nasbLEB NPU CKATOM Kynake

XpomocomHbie aHOMAnum
Xpomocoma Yacrora JKCTpaKapAUanbHbIe NPOSBNEHNS CeppaeuyHbie nposiBnexns
Oycmopdum nuua (rMnonnasus cpegHero yyactka nuua, 80°
% umetoT nopoku cepaua: AMXI
Tpncomms 13 . paspesa ry6, MukpodTanbMusa, konoboma, HU3KO A
(cunapom Maray) 1:7000-8000 MOCAXEHHBIE YLUM), GHOMOTTUM PA3BUTHS MO3FA (1aue scero), ETOPUIHEI [MnM, OAN,
FABYCTBOPYATBIN KNANGH QOPTI
(MMkpouedanus 1 rononpossHuedanis)
rcnonbon s omsossbomos menoous soruro, | 157 et topowsceppuc: MK
Tpucomms 18 1:7000 GARAET) Bt " b BHICTYTIQIOLY " | (4awe scero);
_ KOPOTKHE FA3HbIE LUENH, HU3KO NOCAXEHHbIE YLUM, MENKast 5
(cuHapom Sneapaca) (xeH : myx =3:1) 95% MMeIOT MHOrOKNANAHHYIO

HopynsipHylo aucnnasmio; 25% - TO

Tpucomms 21

Onemopdum nuua (6paxmuedanis, CrntoLeHHbIA 3aTbINOK,
TUNONNQ3MS CPEAHEN YACTM NULLA, HUKHEYENIOCTHON NPOTHA-

Cunppom HyHan

AYTOCOMHO-D,OMHHO HTHO

HM3KO MOCAXEHHbIE YLUK; KOPOTKAS NepernoHyaTas wes;
WHTOOBPA3HAS FPYAHAS KAETKA; KPUMTOPXH3M Y MAb4MKOB

1:650 ABK, MMM, IMXMN, OAN, T®
(cuHapom aywa) TU3M, KOCOBCXOASLUME FNA3HbIE LLENM, INMUKAHTANbHbIE
cknagku, nstHa Brushfield, Gonbwoi a3bik)
5 35% umetot nopoku cepaua (40% —
Tucmopduu nuua (TpeyronbHoi $opMbi kocoBCXoAsLME =
MoHocomus X FNI3HbIE UMM M HU3KO NOCAXEHHbIE YLK); WuUTOOBpa3HaS ABYCTBOpHGTHH KnaniaH aoprs, CrAo,
(cunppom Teprepa) 1:2500 rpyaHas Knetka; numbeaema KoueuHocreﬁl' KOPOTKMM POCT; KoAo, 20% — IMXT, stopuansiii IMMIT,
P pHep Py ! i kop pocr; OAI; 5-10% - uanonatmyeckas
KOPOTKQs NEPenoHYaTas wWes.
AunaTaups aopTsi)
CnekTp 306011€BAHHUI: KOHOTPYHKANbHbIE MANbHOPMALIUM
fenewss 22q1 1 ce p.uz' annasus uau rnnonnz);m TMMYCa ¢ BO::AOP)KH:M
(cnnmpom lu Lixopax) MM':A HOIAe¢MuMTOM' annasms uu runglnnasm napawuTo T® [20%); nonusii nepepsis ayru AO
Benokapanodaunansheit | 1:4000 Y ! . P (17%); BMXN (16%); OAC (9%);
BMAHbIX XeNe3 ¢ InoKanbLMeMUen; QHOMAHM NoYek,
CHUHAPOM, CHHAPOM (npumepHo) v . M30NMPOBAHHbIE AHOMAHM ByTH AOPTHI
AACMOPPUM UL (BAMHHBIA TyBYASPHBIM HOC), ANMHHbIE TOH- N o
KOHOTPYHKQMbHBIX (5%); cocyancroe konbuo (3%), TMC
. KWe NanbLibl; GHOMANWM HEBA C HAPYLUEHWEM NUTAHHUS,
QHOMANMA NMLa
HecnocobHoCTb K 0byyeHmio
Iucmopdun nuua («nmMuo anbdax» ¢ KOPOTKUMM FA3HBIMU
1:20000 WensiMM, NIOCKas NepeHocuLa, roybble rasa co 3Be3gua-
B BONbLMHCTBE TOW PORYXKOH 1 AP.); XOPAKTEPHA YMCTBEHHAS HEMONHOLEH-
Deneuns 7q11 paay Ap.J; xapakTepHa y u 50% umetoT nopoku cepaua,
CMOPAAMYHO, HocTb (6onee CHUXEHA MOTOPHAS, YeM BepbanbHas cnocob-
(cunppom Bunbsmea) % I yauwe scero CrAo, KoAo, CtJIA
C HEKOTOPOW CeMeHHOM HOCTb) HECOOTBETCTBME FECTALMOHHOMY BO3PACTY; HEROCTA-
HACNeACTBEHHOCTbIO TOYHOE M3UYECKOE PA3BUTHE; KOPOTKMIA POCT;
rUnepKanbLUemus
HedexTbl 0TAENbHBIX FEHOB
Iuemopdum nuua (rMnepTenopmuam, 3NMKAHTANbHbIE CKNAA- 50% umetoT nopoku cepaua, Kak npasuno,
1:2000 KM, LUMPOKUM N0B, KOCOHUCXOAALLME TNA3HbIE WenH, NTo3) creHo3 JIA, aucnnasus knanana J1A;

rUNepTPOdHUYECKyI0 KOPAUOMUONATHIO
¢/6es creHosa JIA

Cunppom Xonta-Opama

AyTOCOMHO-AOMUHAHTHO

PaznnykHbie aHomanmu sepxueﬁ KOHEYHOCTU M nnevesoro
nosca; ny4esas runoniasus, Xpynkoe TenocnoxeHue;
MOJIEHbKAA FPYAHAS KneTka

50% umetoT nopoku cepaua, Kak npasuno,
ropuutbid MM uav IMXN

Inemopdum nuua (MMKpOrHaTHS, WHPOKMIA N06, WMpoKo

Annuca-san Kpesenbaa

AYTOCOMHO-peLl,eCCMBHO

rMnonnasums Hon'eﬁ; AaHOManuu 3)’605

Curapom Anaxmns AyTOCOMHO-BOMMHAHTHO MOCAXEHHbIE YLUM) GHOMAUM NO3BOHONHMKG; rUnepbunnpy- | Yawe ecero - creros JIA
GuHemua
- 50% umetoT nopoku cepaua, Kak npasuno,
CuHapom KopoTkue aucranbHbie 0TaeNbl KOHEYHOCTEH; NOAUAAKTUIMS,;

LedeKT SHROKAPAMANBHBIX NOAYLIEK UK
obwee npencepave

Tpombouutonenus,
Ny4esas annasus

AyTOCOMHO-peLeccHBHO

TpombouuToneHus, y4eBas annasus UM rMnonnasms, nen-
KEMOMAHbIM FPOHYNOLMTO3 B NEPBbIE FOAbl XN3HU

33% umetoT nopoky cepaua, Kak Npas1no,
T, AMNN, AMXN

Kom6uHMpoBaHHbIe fedeKTb

[ledekTbl NO3BOHOYHMKA; ATPE3MS OHYCO; TPOXEOMMILEBOA-

50% MmetoT nopoku cepaua, Halue Beero —

MQNIMM YLEH MK FYXOTa

Curapom VACTERL 1:5500 HbI 930 areanbHbIi CBULL; NyYeBasi AHOMANKS; GHOMANMS IMXM, T® 1 geoitHoe otxoxpeHne
noyek, AeeKTbl KOHEYHOCTEN OT NPABOrO XenyAouKa
Konoboma; atpesus xoan; pusmyeckas 1 ymcteenHas Heno- | 85% MMeloT nopoky cepaua, yalue Beero —
Curgpom CHARGE HeussectHo NHOLLEHHOCTb; FEHUTANHAS TUMONAA3MS (Y MONBYMKOB), GHO- | KOHOTPYHKQIbHbIE QHOMANMM

(T®, IOMC ot X, ABK, OAC)

NEJIATPIA

ornaa

BO3MOXHOCTU CPOYHOM KapaAUOXUPYPIrMUECKON KOPPEKIIMK aHa-
TOMUYECKOM aHOMAJIMK CEPALA WIM MaruCTPalbHbIX COCYIOB.
K xputmyeckum (dacto myktyc-3aBucuMbiM) BIIC oTHocsT
TPAHCITO3ULIMIO MarMCTPAIbHBIX apTepuil, KpUTUYECKUI CTEHO3,
rurnorviasuio wim KoAo, CMHIpOM THUIIOIUIA3MU JIEBBIX Kamep
cepaua (CIJIC), kputnueckuii cTreHo3 uiu artpesuto JIA, oouuii
aprepuanbHblii ¢TBoN (OAC), TOTabHBIM aHOMAJIBHBIN JIpEeHaX
nerounbix BeH (TAJIB) [4, 5, 25].

Y naimeHToB crapiiie roja eCTeCTBeHHas! JIETAIbHOCTb 3HAYM -
TebHO cHInKaercs. OT roma 1o 14 ner ymupaet okono 9% 6oib-
Hbix ¢ BIIC (cpenHuii Bo3pacT cMepTH sl HeOrepupOBaHHBIX
6ompHBIX ¢ BITC cocrasun 0,6610,07 roma) [7]. YaenbHbIi Bec
3TOil MaTOJIOTUM B CTPYKTYpe JIETCKOW CMEPTHOCTM B pa3HbIe
roasl Kojiedmercst ot 8,2 1o 16,6% u B cpeaHem coctasisieT 12%.
[IpakTryecku y Kaxaoro BOCbMOI0-IeCsTOro pedeHKa, KOTOpbIid
yMep B BO3pAacTe 10 Tofia, OCHOBHOM WM COIYTCTBYIOLIEH MPU-
yyHoii cMepty Obutn BIIC [7].

V neteit mepBoro roja XU3HU BECOMBIM YIeIbHbIN BeC MO-
TYT UMETh CJIOXHbIE KOMOWHMPOBAHHbIE MOPOKU Pa3BUTHUS
cepila M COCyIOB, YaCTO HECOBMECTHMBIE C JKM3HBIO, €CIU
ornepaTMBHasl KOpPpEKIMs He TMpoBeleHa CBOEBPEMEHHO:
OAC — 14,4%, TpaHCIO3UILIMS MaruCTPaJbHBIX apTepuii —
13,9%, enunblii xenynouek cepaua — 9,0%, runorasust ot-
nenoB cepana — 4,4%. B ctpykType netanbHOCTH AeTeii ¢ BITC
CTaplIMX BO3PACTHBIX TPYII PEIKO BCTPEYAIOTCs CIOXKHbIE
anoManuu (12%), a Gosbiiast yacthb (58,6%) mpuxomuTcs Ha
nedexTol meperoponok, TM, OAII [7, 26, 27].

Takum obpazom, yeM MeHble Bo3pacT namueHta ¢ BIIC,
TeM OoJiee CIO0KHBIE KOMOMHUPOBAHHBIE aHOMAJIUU Cepaed-
HO-COCYIUCTO CUCTEMbI Y HETO TUArHOCTUPYIOTCS C MEPBbIX
TMHei xn3HKM 1 TeM date BITC mposBistioTcst 3HAYMTeTbHBIMU
HapylIeHUsIMM TeMOAMHAaMUKU. EcTecTBeHHasl JeTalbHOCTh
B TPYIIE CIOXHBIX TTOPOKOB Ceplla U MarucTpajibHBIX CO-
CynoB pocturaet 94%.

ComyTcTByIOIIAs MATOJOTUS MOXET CYIIECTBEHHO BIMUSITDH
Ha COCTOsTHME pebeHKa, Mmomayac Mo3BOJISIS CeiaTh He MeHee
TOYHBIH MporHos, yeM BIIC. Eciau npu ocMoTpe pedeHKa oOHa-
PYXUBAIOT 0oJiee TpeX aHOMAJINI pa3BUTHSI, UMEET MECTO BbI-
coKasl BEPOSITHOCTb CHHAPOMATbHON (DOPMBI TATOJOTUU
(mo0 90%), BKITIOUAIOIIEH CUHAPOMBI, BIMSIONIME Ha aHATOMMIO
u ¢pyakuno CCC wim Ha PYHKIMIO APYTUX CUCTEM U OPTaHOB,
WY MOTeHIMANBHO JieTabHble. Ha ceromHsmumii 1eHb K Bax-
HEMIMM CHHIPOMaM, BCTPEYAIOLIMMCS B KapauOJOTMIECKOM
npakTtuke, otHocaT cuHapom CATCH 22 (Cardiac defects,
abnormal facies, Thymic hypoplasia, Cleft palate, Hypocalcemia,
deletion of chromosome 22 — TIOpOKM Cepilia, aHOMaJINKU CTPOe-
HMSI JIMLEBOTO uepera, TUIOIJIa3usl TUMYca, BONYbS TacTh
U feenns 22 XpoMocoMBl) [8].

Bce vaiiie BHUMaHUe KapAuoJOroB U KapAMOXUPYProB Mpu-
BJIeKaeT (PeHOMEeH/CUHIPOM TeTePOTAKCHHU, OTPEACISIeMbIN KITH-
HUYECKU M PEHTIeHOJOTMYECKH, KOTOPBII OMMCHIBAIOT TIO]] pa3-
HbIMM Ha3BaHMSIMM (CUHIPOM aCIUIEHUM-TIONUCIUICHUH, W30-
METpU3M). BONBIIMHCTBO aBTOPOB IMPU3HAIOT 3TH aHOMAIUU
POICTBEHHBIMU TIO MTPOUCXOXKACHUIO U CUMTAIOT CErMEHTAPHBII
TIOJIXOT JIYYIIIMM B TMarHocTHKe. Kak mpaBuiio, maleHTsI ¢ Tipa-
BOCTOPOHHUM M30METPHU3MOM MMEIOT JBa MPaBbIX JETKUX (Tpex-
JIOJIEBOE JIETKOE) M acIUIEHUIO, a TAlMEHThI C JIEBOCTOPOHHUM
M30METPH3MOM — JIBA JIEBBIX JIETKMX (IBYXI0JI€BOE JIETKOE) U T0-
yctuieHn3M [8]. BIIC y manmeHToB ¢ reTepoTakcueil sIBISTIOTCS,
Kak MpaBUJIO, CIOKHBIMU, TIO3TOMY UISl MX PAcTioO3HaBaHUS He-
00X0IMMO JIOTITUIEp-3X0Kapauorpacduyeckoe 00cie0BaHue, Mpu
9TOM PEHTTEHOJIOT MOXET TTOMOYb PAcIio3HATh AaHOMAJIbHOE T10-
JIOXEHUWE Ccepllla U COCYI0B, aHOMAIBHYIO aHATOMMIO OPOHXOB
1 OTpeNeUTh COIMYTCTBYIONIYIO MaibhopMaimio. Pagnorpadu-
yecKoe o0cIeoBaHNe TaKKX MAlMeHTOB B HACTOSIIIIEE BPEMSI J10-
TIOJTHSIETCS! YJIBTPAa3BYKOBBIM JIJIsI OTIPEIENICHHUST TTOJIOKEHMS Teve-
HU Y HAJTMIMST OJTHOM MJIM HECKOJIBKUX cesie3eHOK. OmHaKo cene-
3¢HKa MOXET MMETh aHOMAJIbHOE TOJIOKEHUE, TTO3TOMY ISl ee
OOHapYKeHMST MOXKET MOHATOOUTHCS PATMOHYKIIMIHOE CKAaHNPO-
BaHME TIEYEHM M CeNie3eHKU. SIaepHO-MarHUTHO-pe30HAHCHOE
uccienosanue (IMP) HanGonee nHGOPMATUBHO B TMArHOCTUKE
a0IOMUHAJIBHBIX U CepIeYHbIX aHOMAaHiA [§].

ImaBnble cuHapoManbHbie ¢hopmbl BITC npuseneHsl B Ta0-
nuaue [27].

Ecnu B ceMeitHOM aHaMHe3€e OTHOTO U3 POAUTENIEl eCTh yKa3a-
Hust Ha Hammuue BIIC m/mnm apyrux BpoxXIeHHBIX 1eheKTOB,
TO Tniepen Oymyliieit 6epeMeHHOCTbIO AOKHA ObITh PEKOMEHI0BA-
Ha TeHeTHJecKasi KOHCY/IbTalus. Bpau, poBoIsmii reHeTnye-
CKYI0 KOHCYJIBTAlIMIO, oOpalllaeT BHUMaHUe Ha BeChb KOMILIEKC
AHOMAJIMIA Pa3BUTUS B CEMEHOM aHaMHe3e, & He TOJIbKO Ha I10-
POKM CepIeYHO-COCYANCTON CUCTEMBI, TOCKOJIBKY B HACTOSIIIEE
BpeMsI OITUCaHoO gocTatouHoe KoauyectBo BITC, kotopbie nMeoT
YCTAaHOBJIEHHBI TUT HACNEACTBEHHOCTM M YacTO COYETAIOTCS
C XapaKTepHbIMHU IKCTpaKapauaabHbIMU aHOMATUSIMU [25-28].

B cnyuyae wmsonmupoBanHoro BIIC (He acconuupoBaHHOTO
C IPYTUMH ieeKTaMU pa3BUTHS 1 O3 OTSATOIIEHHOTO KapAnoJIo-
I'MYECKOr0 aHaMHe3a) Y peOeHKa TeHeTHYecKasl KOHCYJIbTallst
MOXKeT OBbITh CBeieHa K MPeIOCTaBIeHUIO MH(GOPMALIUKA O TOM,
YTO PUCK PA3BUTHSI MOPOKA cep/lia y CUOIMHIOB BapbUpyeT B 3a-
BUCHMOCTH OT BMJIa aHATOMUYECKOTo nedeKTa M COCTABISIET
B cpemHeM 3,5%.

[ToM1MO reHeTHYeCKOTo KOHCYJIBTUPOBAHUS CeMeid, Bce 00Tb-
1Iee pacrpocTpaHEeHWe MOoJyJyaeT TpeHaTalbHas AUarHOCTMKA
BIIC ¢ mnpoBeneHueM TpaHCBarMHaAJbHON 3X0OKapauorpabuu

IIponomxkenue Ha ctp. 60.
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M.A. F'oHu4ape, a. Mea. H., npodeccop, 3asenytowas kadeapoit neamarpun N2 1 1 HeoHatonoruu
XapbKOBCKOroO HALMOHAMBHOIO MEAMUMHCKOTrO YHUBEPCUTETA

CoBpeMennbIe nogxogbl K (uazHocmuKe
BPOX(BHHLIX NOPOKOB Cepqua

IIponomxkenue. Havano nHa ctp. 58.

iona Ha cpoke 12-16 Hemenb [5, 25, 27]. TlepBuuHbIii yIbTpa-
3BYKOBOI OCMOTp Cep/iia II0a BEITOIHIETCS Ha CpoKe OT 11 He-
nenb + 1 geHb 1o 13 Henenb + 6 AHeit GepeMEHHOCTH € 00s13aTe b~
HBIM BBIBEICHUEM Cepilla TUI0Aa B YETBIPEXKaMEpHOM Cpese,
a TaKXKe cpe3e BBIXOMHBIX TPAKTOB MPABOTO 1 JIEBOTO KeTyT0UKOB
U Tpex cocynoB. [Ipu momo3peHn Ha MaToOTHIO cep/lia Tiona
(¢ 3amKChIO B IIPOTOKOJIE 00CIeI0BaHNs) OepeMeHHast HarpaBJisi-
etcs B yupexjenue [1-111 ypoBHsI oka3aHusT MEIUIIMHCKON TTO-
MOILIY IS YJIBTpa3ByKoBoro uccienoanus (Y3U1). bepemeHHbIM
C BBICOKMM puckoM poxenus aeteit ¢ BIIC, nepsoe Y3U mona
MOXKeT cpa3y BITOIHATECS criermamictamu 1I-111 ypoBas (¢ ke-
JIaTeIbHBIM OCMOTPOM Cep/ilia B YeThIPeXKaMepHOI MO3UIINH,
Cpe3e BBIXOHbIX TPAKTOB MPABOTO U JIEBOTO XETYIOUKOB U CPE3e
TpeX COCYIOB) MPU HAIMYMU BBICOKOTEXHOJOTMYHON JUAarHOC-
TUYECKOH amnmaparypbl U OMBITHOTO CIELMATUCTa ¢ 00s13aTelb-
HBIM TIOBTOPHBIM YIyOneHHbIM obcnenoBanueM CCC 1mioma
B 18-20 Hemennb + 6 mHeit [25].

BIIC mpu nipoBenennn heTanbHOM SX0Kapauorpaduu B rpyI-
e 6epeMEeHHBIX C BBICOKUM PHUCKOM BBISIBIISIIOT € YACTOTOM OKOJIO
0,4% [9].

[lokazanusMu 1s1 mpoBeneHusl (peTaabHON 2XOKapauorpa-
(um ciryxar:

* Haauuue y mamepu ghakmopoe pucka pazeumusi BIIC y naoda:

— BO3pAcCT MaTepu crapiie 35 JieT;

— HaJIMuMe TIPEIBIIYIIMX CIIOHTAHHBIX BBIKMABIIICH W (WJTH)
abopTOB;

— HaJIMIMe CEMEMHBIX CepIeuHO-COCYINCTBIX 3a00JIeBaHMIA;

— HaJIM4Me HacIeCTBEHHbIX 3a00/1€BaHUIA B CEMbE;

— MHOTOBOJIUE;

— HECOOTBETCTBME Pa3MEPOB TUIONA U Ta3a;

* 6o30eiicmeue npogeccUoHaNbHBIX U ObIMOBbIX BDEOHBIX (PaKmopos
Ha Mamy:

— 1ryMm Oosee 82 nb;

— TeKCTUIbHASI TTbLTb;

— KOHTAKT C JJaKaMH, KpacKaMH, sITOXUMHUKATaMU;

* comamuueckue 3a001e6aHus Mamepu 60 8pems 6epeMeHHOCIU:

— caxapHblii T1a0eT;

— SMUJIeTICHS;

— apTepuaibHast TUTIEPTEH3NST;

— CHCTEeMHasl KpacHas BOJTYaHKa;

— (beHunkeToHypusl, heHUTATaHUHEMUST Y MaTepu (YPOBEHb
B KpoBu 6osee 16 mr/100 Mo);

* uHgbeKyUOHHble 3a001e6aHUS MAMEPU 80 BDeMs OepeMeHHOCIU:

— KpacHyxa;

— TOKCOTLIa3MO3;

— WH(MEKIIMH, BbI3BaHHBIE BUpYcaMu reprieca 1 u 2 Turia;

* 310ynompebaeHue arKoeonem 60 epems epemMerHOCU;

* ynompeonenue 1eKapcme:

— aHTUKOHBYJILCAHTHI,

— FOPMOHAJIbHBIE TPeMnaparhl;

— TATMIOMULL;

* BIIC y poocmeenrukos nepeoii cmenetu poocmea [27].

!

MpeHaTanbHO AMArHOCTUPOBAHHAS CEPAEYHAST AHOMANMS
MpeHaranbHbIM GHOMHE3; CEMEMHbIM QHOMHES; BbISBNIEHHAS FEHETMYECKas QHOMAnMs
LinaHos, pecnupatopHbIi AUCTPeCE, WM B CEpALE, TAXUKAPAMS
OcnabneHHas nepudepuyeckas nynbcaums (pasHULA AABAEHMS HO KOHEYHOCTAX)

MynbcokcumeTpus
Sa0, <85% wmnu paznnume Mexay NpepyKTAnbHON M NOCTAYKTANbHOM catypaument >3%

Mpoba co 100% kucnopogom

YnyuweHue coctosinms, nosiwenne Sa0, go 95-100%
yMeHbLUeHMe/ MCHE3HOBEHWE LMAHO3

\ 4

MpenMyLecTBEHHO SKCTPAKAPAMANLHAS NATONOTMS
PecnuparopHoe 3abonesanue, CLIP
Hesponoruueckoe 3a6onesaxne
Mepcuctnpytowee petansHoe kposoobpatueHue
Kpaitve peaxo BINC (TALJIB)

Cencuc

Orcytcrane 3HauuTensHOro ynyuwenus, umanos, Sa0, <85%

4

3abonesanue cepaua

Beposten BIC

®usmkansHoe obcneposanme

Hanuuune ceppeyroro wyma

Ocnabneue nynbcaumuu Ha beppeHHbIx apTepusx

Usmepenne All Ha Bcex KOHEYHOCTSIX
Honnnep-3xoKT, 3KT
PeHTreHorpadms opraHoB rpyaHoON KneTku

}

KOHC)’HI:TCILIMﬂ OEeTCKOro kapaMopeesmaronora

A

YcuneHHbIA neroyHbi KpoBOTOK

HonamuH, gobyTamux
KoncynbTauus kapamnoxupypra
KowcynbTaums reqetrka

OB6epHeHHbIM NeroyHsIi KpOBOTOK
Mopok 0bCcTpyKTHUBHOTO THNA/ CMHBPOM MANOTO CepaeUHOro Bribpoca

Monuropuur CH

MowutopuHr gaenenms 8 JTA Mpocrarnaxguu E1

IOnypeTuk KowncynbTaums kapamnoxupypra
Unruburop AP

BannoHHas aunataums uam xupypruyeckas KOppeKLMs C y4eTOM CTeneHu obcTpyKumu
MoHMTOPHHT BUTANBHBIX BYHKLMM AO PELLEHKS BONPOCA O LENecoobpasHOCTH U cpoke
XUPYPrU4ECKON KOPPEKLMM

KoHcynbraums reHetnka

Puc. Anroputm AMArHOCTUKM U NleYeHUs HOBOPOXKAEHHDIX C NOA03PEHUEM HA BPOXKAEHHbIV NOPOK cepaua
(B ycnoBusiX nepMHATANBbHOTO LIEHTPA)

[Mpumevanme: CP - curapom Aixa: pacctpos
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, CH - cepaeyras HepoctatouHocts, JIA - nerouHas aprepus.

Takum o0Opa3oM, coBpeMeHHasl MpeHaTajbHasl ITUArHOCTHKA
CIY>KMT JUISl BBISIBICHMSI T€HETMYECKOro 3a0ojieBaHuMs Y TUiona
B CeMbe, KOTOpas MMeeT IMOBBINIEHHBbI PUCK BOSHUKHOBEHMS
JTAHHOTO 3a00J1eBaHMsI Y MOTOMCTBA. Eciu Xe mios okasbiBaeTcst
OOJTbHBIM (TTOJIOXKUTEbHBINA PEe3yJIbTaT TecTa), POIUTE UMEIOT
JOCTaTOYHO BPEMEHM, UYTOObI TMPUHSTH B3BEIIEHHOE pelleHue
0 LIe1ecO00PA3HOCTY COXPAHEHNS WY TIPEPBIBaHMs IaHHOM Oepe-
MeHHocTu. [1pu coxpaHeHnr GepeMEHHOCTU OYEeHb BaXKHBIM SIB-
JISIeTCS TIPAaBUJIbHBIN BHIOOP MECTa pOlopa3pellieHUsT: B YCIOBUSIX
pomoBcIioMorarebHoro yupexaenus 111 ypoBHs akkpenuranuu,
B HEMOCPEACTBEHHOM OJM30CTH OT KapAMOXUPYPTMUECKOTO 1IEH-
Tpa WK C Y9ETOM TOTO, YTO TPAHCTIOPTUPOBKY HOBOPOKIEHHOTO
¢ kputnyeckum BITC ocylecTBisiioT B crielinaabHO 000pyI0BaH-
HOM pEaHMMOOWJIE Ha PACCTOsIHWE, MPEONOJEHUE KOTOPOro
He JOJDKHO 3aHUMarh bonee 6 4 [25].

C yueToM MOosIBJIEHUsI HOBBIX MATOTEHETUUECKUX MOJIeNIelt pa3-
utys BIIC [11-24] upe3BbIYaifHO BaxKHBIM 1 HEOOXOIMMBIM SIB-
JISIETCSl pacIliMpeHre TeHETUYECKOTO KOHCYJIBTUPOBAHUSI CeMeN,
TJIAHUPYIOLIMX TIOTOMCTBO, OEpeMEHHBIX KEHIIMH C OTpe/iesie-
HHUEM TeHETHYECKUX (haKTOPOB BBICOKOM BEPOSITHOCTH PA3BUTHS
BIIC y pebeHka.

IpoiineT onpeneneHHOe BpeMs, MPeXIe YeM SKCIepUMeH-
TaJIbHbIC JAHHbIC, TOJYYEHHBIE UCCIIEIOBATEISIMU PA3HBIX CTPaH,
OymyT TpaHCHOPMHUPOBAHBI B CBOCOOPA3HbIiA «IeHETUUEeCKUI TTa-
CTIOPT CepAla» MI0/1a U HOBOPOXKAeHHOTO. [Tpu ycIoBUM PaKTH-
YeCcKOH peaiu3aliiy TaKoro MPOeKTa MOXKET CTaTh OCYLIECTBUMOI
BBICOKOKAUeCTBeHHas: MPOMUIAKTUKA BPOXKIESHHBIX aHOMAJIMIA
cepiiia U MarucTpaibHbIX COCYI0B, 9KOHOMUUECKUIA U COLIMAITb-
HBII 3(PPEKTH KOTOPOil TPYIHO IIePEOLICHNUTb.

B peanusx ceromHsiHero aHsS ¢ MOSBICHWEM psifa KPYIMHBIX
TMepUHATAIbHBIX LIEHTPOB B PA3IMUHBIX PETMOHAX YKpauHbI CTAHO-
BUTCS BOBMOXHBIM MCTIONb30BaHKE AITOPUTMA IMaTHOCTUKY 1 Jie-
YeHUsI HOBOPOXKIEHHBIX C TIOMO3PEHNEM Ha BPOXKIECHHBII MOPOK
cepiia, B KOTOPOM YiIeJieHO 0c000e BHUMaHKe 3Tarly MpeHaTalb-
HOI YABTPa3BYKOBOW AMATHOCTHKU M T€HETMYECKOro 00ciea0Ba-
HUSI CEMBU M HOBOPOXKIEHHOTO (puC. ).

JlaHHBII aIropuT™ pa3padoTaH COTpyAHMKAMM Kadeapsl Ie-
JTUATPUK M HEOHATOJIOTMM XapbKOBCKOTO HAIIMOHAILHOTO M-
LIMHCKOTO YHUBEPCHUTETA Y BHEAPEH B MPAKTUKY pabOThl PErHo-
HaJILHOTO TEPUHATAIBHOTO IIEHTpa I XapbKoBa (AMPEKTOp —
KaHAuaaT MeaquirHckux Hayk, notieHT U.1O. Konnparosa).
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