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yﬂpra3ByKOBO€ uccnegoBaHne B | TpumectTpe 6epeMEeHHOCTM MOXET ObiTb ycrieuHo Mncrosib3oBaHo A1 OCyUleCTB/IEHNA
paHHen npeHatasibHON AMarHOCTUKU BPOXAEHHbIX MOPOKOB cepaua Yy njio4goB C 3KCTpaKkapAnallbHbIMW aHOMaJInaMu u

axorpapuyeckuMm MapKepamm XpOMOCOMHOM MaToormu.

KnioyeBble cnoBa: 11of, paHHMe CPOKM 6epeMeHHOCTH, BPOXKAEHHbIE MOPOKM cepala, dKCTpakapanaibHble aHoMasinu,

TPaHCcBaruHaabHas aXoKapaMorpagpus.

MoKasaTenb CMEPTHOCTU OT BPOXKAEHHbIX MOPOKOB cepaLia
(BMNC) Ha ceroaHsWHWIN AeHb OCTAeTCA BbICOKMM M COCTaB-
naet 45,9% [1]. CornacHo gaHHbiM U.H. CTynakoBa, cpeau
neten, poxaeHHbix ¢ BIMNC, 14-29% ymupaloT B nepByto
Heaento *usHu, 19-42% — B TeyeHMe NepBoro Mecsua,
a 40-87% peten He OoxuBaloT Ao oaHoro roga [4]. BIC
BbI3blBAlOT WMHTEPEC Yy CMNeuuanncToB A0POAOBOM auar-
HOCTMKM, TaK KaK ABAs0TCA M Haubonee pacnpocTpa-
HEHHOM aHOManuen pa3BMUTUA C NONYNSALMOHHOM YacTOTOM
8-12 cnydyaeB Ha 1000 HOBOPOXAEHHbIX. 0 AaHHbIM
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E.B. lOauHOM, natonorus Apyrux OpraHoB U CUCTEM Mpw
BINC 6bina otmeyeHa y 56% nnoaos, npu aTom B 47% Ha-
6110AEHMIM NONHbBIV AnarHo3 6bin NocTaBfieH A0 POAOB. Halle
Bcero BI1C coyeTaloTcs C 3aAeprKKOM BHYTPUYTPOGHOrO
pa3BUTUS, 3XOrpadUYECKMMU MapKepaMn XPOMOCOMHbIX
abeppaunm M HEMMMYHHOM BOASHKOM. YacToTa rpy6on
natonoruun xpomocom npu BIC B covyeTaHnn ¢ aKCTpaKap-
nvanbHbiMy aHoManuamu (9KA) coctaBuna 53,1%. M3 aHo-
Manui pa3BWUTUS Yalle BCEro PerncTpMpoBasnCb MOPOKM
LleHTpanbHOW HepBHOM cucTteMbl — 29,4%; MOYEBbIAENN-
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Transvaginal echocardiography for the prenatal detection

of the congenital heart diseases

The ultrasonic study in the early pregnancy may successfully be used to perform the early prenatal detection of the congenital heart
diseases in fetuses with the noncardiac abnormalities and sonographic markers of the chromosome pathology.
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TeNbHOM cuctembl — 16,2%; NOPOKKU nuua 1M agedbopmauunu
Kucten n cton — 13,2%; ompanouene — 11,8%; BpoxKaeH-
Hble MOPOKM KULIEYHMKA, KUCTO3HAa rMrpoMa Wwen, NopoKn
OMopHO-ABUraTenbHOro annapata — no 5,9%; apyrue no-
pokn — 16,2% [6]. CornacHo peadynbrataM UCCNefoBaHWM,
NPOBefEHHbIX pa3HbIMK aBTOpamu, 4actoTa XPOMOCOMHbIX
ab6epaumi npu nsonuposaHHblx BIMC coctaBnset B cpea-
HeM TonbKo 10,2%, Toraa Kak npu covyetaHmn BIC ¢ nopoka-
MU PasBUTUA APYrMX OopraHoB U cucteM — 62,6% [6].
Takum o6pas3oM, Bpay, NPOBOASLINK yNbTPa3BYKOBOE WC-
cnepoBaHne w BbisBuBWKMIA BIC npeHaTanbHO, OOMKEH
NOMHWTb, YTO PUCK 3KCTpaKapanaabHOW U XPOMOCOMHOW na-
Tonornn npu BIC y nnoaa BbICOK, MO3TOMY KOMMIEKCHOE
ob6cnegoBaHMe GepeMEHHOM AOMKHO 0683aTeflbHO BKIIO-
yaTb TWaTeNbHOE N3Yy4eHWE aHAaTOMKUKU BCEX OPraHOB M CUC-
TEM MNJI0Ja, a TaKXKe rnpeHaTasbHOe KapuoTUnMpoBaHue.
Llenbto Hawero nccnegoBaHns ABUNOCH N3YyYEHUE peasbHbIX
BO3MOXHOCTEN TpaHCBarMHanbHOM 3xoKapauorpaduu ans
npeHatanbHon auarHocTuku BIIC y nnogos ¢ SKA un/vnu
axorpapuyecKMMn MapKepaMmnu XpoOMOCOMHOW MaTonorMm B
paHHWE CPOKM 6EPEMEHHOCTH NPU KOHCYNbTaTUBHOM MUCChe-
noBaHuu B | TpuMecTpe 6epeMeHHOCTH.

C 2003 no 2007 r. Hamu NpoBefeHo 16 645 axorpaduryeckmx
nccnefoBaHWn Ha cpokax rectaumnun 11 Hea 1 aeHb — 16 Hep
1 AeHb C UCNosib30BaHWEM TpaHCBarMHalbHOMO AOCTyna U ¢
OLIEHKOW YNbTpa3BYKOBOW aHaTOMWW Mnoga, B TOM 4ucne ¢
neTanbHbIM U3y4yeHneM 4-X KaMepHoro cpesa cepala v cpesa
«yepe3s 3 cocyaar. BINC B covetaHnn ¢ IKA 3apernctpupoBaHbl
y 67 nnoaoB/HOBOPOXAEHHbIX. BO3pacT naumMeHTOK ucchne-
ayemon rpynnbl Konebanca or 18 o 43 n1eT U B CpeaHeM
coctaBun 27,2 roaa. Y Bcex NaLMeHTOK, BKIIOYEHHbIX B UCCe-
[oBaHue, 6epeMeHHOCTb HacTynuina «eCTeCTBEHHbIM MyTeEM».
CnepyeT OTMETUTb, 4TO TONbKO Yy 11,9% 6epemMeHHbIX BO3pacT
npesbiwan 35 net, dpaktop pucka (Hanmyne BIIC y uneHoB
CEMbM) UMeNn ToNbKO 2,2% NaLUeHTOK.

[MpeHaTtanbHaa gnarHoctuka BIC y nnogos ¢ AKA B KOHLe
|-ro n Havane ll-ro TpumecTpa 6epeMeHHOCTH Bblia OCYLLECT-
B/€Ha Ha ynbTpa3ByKoBbIX Npubopax LOGIC 500 pro serias,
LOGIC 700 pro serias, VOLUSON 730 PRO 1 VOLUSON 730
EXPERT ¢ vcnonb3oBaHueM B-pexuma, pexxmma LBEeTHOro
[ONMNJIEePOBCKOr0 KapTUPOBaHWA, MMMNYNbCHOM AOMNMNIEpo-
rpaduu cornacHo cxeme, npeanoxeHHon M.B. MeaseaesbiM
[B]. Takke ansa paHHew npeHaTanbHOW [AUArHOCTUKMU UC-
Nonb30BaHbl cneuunanbHble 3/4D pexumbl nccnegoBaHus
cepaua nnoga (texHonorusa DiagnoSTIC, TUI, inversion, glass
body). UuToreHeTnyeckme nccneaoBaHms BbiMOIHEHbI B KKU-
HU4YecKon nabopatopun poannbHoro goma N2 5 n Kpaesom
[narHoCTMYEeCKOM LeHTpe MeaULIMHCKON reHeTuKu. Martono-
roaHaToMM4ecKas BepndburKaLnsa npeHaTanbHOro gMarHosa
B C/ly4asix MEAULIMHCKOro npepbiBaHns 6epeMeHHOCTH Npo-
Boaunacb B KpacHOAPCKOM KpaeBoOM naTosioroaHaTomMmumyec-
KOM 610pO Npu y4aCcTUM Bpavewn yibTpa3ByKOBOW ANArHOCTHU-
KW Hallero oTaeneHusl, Bpaya-reHeTuKa.

Mony4yeHHble Hamu pe3ynbTaTbl YIbTPa3BYKOBOW AMArHOCTK-
kv BIC y nnogoB/HoBOpOXKAeHHbIX ¢ KA npeactaBieHsbl
cnegylowmm obpasoM: npeHaTtanbHas gnarHoctuka BIC
OKa3afacb BO3MOXHOM B paHHWE CPOKM GEpPeMEHHOCTH Y
48 (71,6%) nnogos. Bo BTOpOWM MoNOBMHE GEPEMEHHOCTH
anarHoctupoBaHo 10 (15%) cnyvyaeB gaHHOM NaTofoOruK, U B
9 (13,4%) cnyyaax BIC 6biin o6HapyxeHbl Yy HOBOPOXKAEH-
HbIX ¢ QKA. Takum o6pa3om, HamMu NpeHaTanbHO OblIN anar-
HocTupoBaHbl BIC y 86,6% nnogoB ¢ pasnunyHbimn KA.
CneKTp pasnnyHbiX BPOXAEHHbIX MOPOKOB pPa3BUTUSA 3ape-

Ta6nuua 1. CneKTp aKcTpaKkapananbHbIX aHOManuin,
3aperucTpmMpoBaHHbIX Y NIOA0B,/HOBOPOXK/AEHHbIX C BPOXKAEHHbBIMU
nopoKkamu cepaua

KonunyectBo
3KcTpaKkapauasibHbie aHOMaNuu HaGNIoAeHNA
n %
KuctosHasa rurpoma wemn 12 17,9
MHOMECTBEHHbIE BPOXAEHHbIE MOPOKM Pa3BUTUS 26 38,8
JedeKTbl nepegHen 6PIOWHON CTEHKHU 8 11,9
(om@asnoyene/rpbixa rynoYHoro KaHaTnka)
BpokaeHHble MOPOKKM pa3BUTUSA OMOPHO- 8 11,9
[IBMraTenbHOro annapara, B TOM YUcne:
® CUMHAPOM AedeKTa /ly4eBOoi KOCTH; 2
° O/IMroAaKTUINK; 1
° CUHAAKTUIINK; 2
° aHOMaJ/ibHas ycTaHOBKa CToM; 2
° aucnnasusi Ta306epeHHbIX CyCTaBOB 1
BpoxzaeHHbIe MOPOKK Pa3BUTUS LIEHTPabHON 2 3
HEPBHOW CUCTEMbI, B TOM YUCIE:
° 9K3eHuedanus; 1
° rMnonniasus Mo3xeyKa 1
BpoxaeHHble NOPOKK pasBUTUA 6 9
MOY€MN0s0BOM CUCTEMbI, B TOM YUCNE:
° MUenoaKTasunu; 4
® MY/JIbTUKMCTO3Hasa AMCNNa3ns NoYKK; 1
® areHe3us 04HOM NOYKM 1
BpoxkaeHHble MOPOKKU pa3BUTUS XKeNya04HO- 4 6
KWLLEYHOro TpaKTa, B TOM YMuche:
* aTpesusa NuuLeBoaa; 3
® He3aBepLIEHHbI MOBOPOT KULLEYHMNKA 1
BpoKAeHHblE MOPOKK Pa3BUTUSA OPraHoOB 1 1,5
rPYAHON KNETKU (MHTpasobapHas 1eroqyHasi
cekBecTpaums)

TMCTPUPOBAHHbBIX Yy N040B/HOBOPOXAEHHbIX ¢ BINC npea-
cTaBneH B Tabn. 1. B Hawwux nccnenoBaHusx Havbonbluee
KonunyectBo Bcex KA, codetatowmxea ¢ BINC npuwnock Ha
07110 MHOXECTBEHHbIX BPOXAEHHbIX MOPOKOB pPa3BUTUSA.
TakKe cnepyeT OTMETUTb, YTO NMpeHaTtanbHas AWarHoCcTUKa
OKA B gaHHoM rpynne 6blna ocyllecTB/ieHa NP CKPUHUHIO-
BOM YNbTPa3BYKOBOM UccnefoBaHun B 94% HabnogeHun,
npu 3TOM yXKe B paHHWe CPpoKK Yy 68,7% nnonos. OQHaKoO, HK
B OAHOM W3 MpeAcTaB/EeHHbIX HAONOAEHUN NpeHaTanbHbIN
avarHo3 BIMC He 6bin yCTaHOB/EH B XO[1€ CKPUHWUHIOBOIO MC-
cnenoBaHus B | TpumecTpe 6epeMeHHOCTH.

BINC ¢ onpeaeneHnem ux HO3010rn4eckomn Gopmbl GbINN an-
arHOCTMPOBaHbI B X0e KOHCY/IbTaTUBHOIMO y1bTPa3BYKOBOIO
obcnenoBaHusl, NoKas3aHWMEM K KOTOPOMY SIBMAMCb OGHapy-
YXEHHble Ha CKPWUHWHIOBOM WccnegoBaHun y 48 nnogos
BPOX/EHHbIE MOPOKM PasBUTUA W/UNK 3xorpaduyeckue
MapKepbl XPOMOCOMHOM natonoruu. B uenom axorpaduyec-
Kne MapKepbl 6blIM 3aperucTpupoBaHbl B I-M TpUMecTpe
6epeMeHHOCTH y 76,1% nnonoB. Take cneayet OTMETUTD,
4YTO 6GOMbLWIWHCTBO MNJOAOB WMMENO HECKONbKO MapKepoB.
M3 Tabn. 2 BUAHO, 4YTO Yallle PErMCTPUPOBaANUCh rMnonnasns
KocTen Hoca B 55,2%, paclwmpeHne BOPOTHUKOBOIO NpoCT-
paHCcTBa M «AedULNT» KONYUKO-TEMEHHOro pasmepa (KTP)
nnoaa (no 43,1%), naToNlorMyeckne KpMBble CKOPOCTEN KPO-
BOTOKa B BEHO3HOM npoToke (B 45,1% HabnaeHu). Bcem
naumMeHTKaM C 3aperncTpupoBaHHbIMU 3XOrpaPpuyecKumMu
MapKepamMu XpOMOCOMHOW MaTtoforMu npegnaranv npeHa-

[e0]
z
~
©
=
(@]
=
~
(o))
o
o
AN
S~
xR
=
[
o
=
o
x
<
=
o
<
e
®
<
x
[&]
w
T
=
&
<
=
=3
w
=



132

B npaKTuKy neguatpa

Ta6nunua 2. Ixorpaduyeckme MapKepbl XPOMOCOMHOWM NaTONOMMK,
3aperncTpmMpoBaHHble B |-M TpumecTpe 6epemeHHocTM y 51 nnoga
C BPOXXAEHHbIM NOPOKOM cepaLa B coO4eTaHuK

C 3KCTpaKapananbHbIMY aHOManuamu

Puc. CnekTp BPOXKAEHHbIX MOPOKOB cepAaLia, 3aperncTpupoBaHHbIX
y NN0A0B/HOBOPOXKAEHHbIX ¢ KA

KonunyectBo
Jxorpaduyeckue mapKepbl Ha6MIoAeHMI
XPOMOCOMHbIX a66epauum
n %
PaclunpeHne BOPOTHUKOBOI0 NpOCTpaHCcTBa 29 431
y nnoga
[Mnonna3ns KocTen Hoca 37 55,2
«JednunT» KONYMKO-TEMEHHOrO pa3mepa 22 43,1
TpuKycnuaanbHasa peryprutauus 5 9,8
[aTtonornyeckune KpuBble CKOPOCTEN 23 451
KPOBOTOKa B BEHO3HOM MPOTOKe ’
EanHCTBEHHas apTepust NynoBMHbI 6 11,8
Kucta nynoBuHbI 2 3,9
HenmmyHHas BogsiHKa nnoaa 4 7,8
HapyweHusa cepe4yHoro putma
5 9,8
(ann3oabl Taxu/6paamKapaun)

TanbHOe KapuoTunupoBaHue. Cornacve Ha NpoBeaeHne UH-
Ba3WBHOW AMArHOCTUYECKOM MaHunynsauumn ganu 45 (88,2%)
6epemeHHbIX. XopuoH6roncus BbinosHeHa B 80% Habnoae-
HUW, KopaoueHTe3 — B 20%. B xoae UMTOreHeTUYECKOro mc-
cnefoBaHMa XpOMOCOMHas NaTofnorua 3aperucTtpupoBaHa y
321367 nnogos ¢ BINC n 3KA. CneKTp aHOMannin xpoMocom
npeacTaBfieH cneaylowmnm obpa3oM: cCMHAPOM JaBapaca —
10 (31,3%), cuHapom Matay — 4 (12,5%), cuHapom TepHe-
pa — 11 (34,4%), nonunnovana — 7 (21,8%) HabnogeHuw.
Kpome TOro, B npeHaTasbHOM nepuoae y naoaa ¢ UHTpano-
6apHON nero4yHon cekBecTpauuen u BIIC (HagknanaHHbIN
aTPMOBEHTPUKYNAPHbBIA KaHan) 3aperncrtpupoBaHbl CTPYK-
TypHble uameHeHus: 46,XY, inv(9) (p12; q13) pat +. Jonon-
HUTENIbHO B MOCTHaTa/lbHOM MEepPUOAE Y HOBOPOXKAEHHOMO C
runonnasven Moaxedyka U aHeBPU3MOW MexnpeacepaHon
NeperopoaKkn 3apernucTtpMpoBaHa MapKepHas XpoMocoma,
Kapuotun: 47,XY+mar. CneayeTr OTMETUTb, 4TO B rpynne
nnofgoB/HoBopoxAeHHbIX ¢ AKA 1 BIC B coyeTaHuu ¢ xpo-
MOCOMHOW naTosiorMen cnydyaes cuHapoma [layHa He 3ape-
TMCTPMPOBAHO.

PaHHAS npeHaTanbHas auvarHoctuka BIMC y nnogoB ¢ axo-
rpaprMyeckMMM MapKepamMu XPOMOCOMHOW NaTofiorMK M
3KCTpaKapavanbHblMW aHoOManusMu Oblia ocylwecTBfieHa
ot 11,1 go 16,1 Hen 6epeMeHHOCTH, B cpeaHeM B 13 Hen
1 aeHb.

CneKTp 3aperucTpupoBaHHbIx BINC B Halwux nccnegoBaHmsax
npeacTaBfiieH pa3HOO6pasHbIMU HO30/10rMYECKUMU dopMa-
MU. N3 gaHHbIX, NpeAcTaBAEHHbIX Ha PUC. BUHO, YTO NpeHa-
TanbHas anarHocTuKa rpybbix BIC, Taknx Kak aKTtonus cepa-
Uua, eAuHbIV Kenyaoyek ceppua, Oblia ocylwecTBfieHa B
100% HabntoaeHun. Takne Hozonormyeckne dopmbl BIIC,
KaK OTKPbITbIM apTepuanbHblid MPOTOK, aHEBpPU3MA MEX-
npeacepaHon neperopojku He 6bliM AMArHOCTUPOBAHbI
npeHaTaabHO HW B OIHOM M3 NPeCTaBIEHHbIX HAGMOAEHUN.
TwaTenbHOe U3yvyeHne cpesa «4yepes TPU cocya» U BbIHOCS-
WX TPAKTOB *enya0o4KOB MO3BOJIMI0 HAM [IMarHoCTMpPOBaTb
06LWNIK apTepuasbHbI CTBOJ YXKe B paHHUE CPOKU BepeMEH-
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OEEECORDEE OCODOCOEOEREDO

OTKPbITLIN apTepranbHbIi MPOTOK

HocTn y 85,7% nnoaos. BIC, nmetowme npu axorpadpuyec-
KOM uccneaoBaHWM aHOMaslbHbIA YeTblpexKkaMepHbI cpes
[AMarHoCcTMpyloTCa Yalle, 4eM NOPOKK, 06YCNOBEHHbIE NATO-
JIoOrMen MarucTpasbHbiX COCyaoB. B HalweM wnccnegoBaHum
nons BIMNC ¢ nUBMEHEHHbIM YeTblpeXKaMePHbIM CPEe30M cepa-
Lay nnoja, AMarHoCTMPOBaHHbIX B paHHWE CPOKK BepemeH-
HOCTW, B uUenom coctaBuna 18 (81,8%) cnyyaeB. Cneayet
OTMETUTD, 4TO B 14 (29,2%) n3 48 HabnoLeHNI Mbl lMarHoc-
TUPOBaNu CNoXHOKOMOGUHMPoBaHHble BINC. B ogHOM Habt0-
OEHUKN y Nnofa ¢ KUCTO3HOM TMIrpoOMoNn Wwewn 6bina AMarHocTu-
poBaHa pefkas naTonornsa cepaua — WHOaHTUNbHAA
apTepuvanbHas KanbunduKaums, Kotopasa 6bina Bepuduum-
poBaHa B X04e NaToN0roaHaTOMUYECKOro UccnefoBaHus.
MpeHatanbHbiM anarHo3 BMC y nnoaa B paHHWE CPOKK 6epe-
MEHHOCTU OblNl YCTAHOB/EH, COrNacHo axorpaduyeckum
KPUTEPUSM, XapaKTEPHbIM A1 TOW UAM MHOM HO30/0rMyec-
Kon popwmbl BIIC.



Mcxoabl 6epeMeHHOCTU B Uccnegyemon rpynne 6binun Hebna-
rONpUSATHbIMK B G0MbLUMHCTBE HabnoaeHun (59/88,1%), B
nepBylo o4yepeab, U3-3a covyetaHus BINC ¢ XxpoOMOCOMHbIMU M
3KCTpaKapananbHbIMK aHOMannamMm (Taén. 3).

B Hawen crtpaHe 6blnn OnNy6iMKOBaHbl pe3ynbTaThl JUlb
OAHOr0 NoJOGHOro MccneaoBaHuUsl, MPOBEAEHHOIO COTPYA-
HUKamu CBepAsOBCKOro 061aCTHOrO LeHTpa niaHupoBa-
HUS ceMbu U penpoayKumn B 2006 r. B gaHHOM aHanuse
TakXe 6b110 oTMedeHo covyeTaHune BIC ¢ agpyrumu nopoka-
MU PasBUTUA U/UAN C 3axorpadpuyecKnMMu MapKepamwu
XpoMocomHoKn natonorun B 100% HabnogeHun [2]. Takum
o6pa3om, TpaHCcBarnHanbHas axokapauorpadus nnoga ae-
naetrca tHGoOpMaTUBHBLIM METOAOM MCCNEeA0BaHNUSA, KOTOPbIM
[OMKEH MPOBOAWUTLCH Ha YPOBHE CNeuuannu3npoBaHHbIX
OTAENEHUIN/LLEHTPOB NpeHaTalbHON AMarHocTMKku. Ho Ha ce-
rOAHS CYLLECTBYET elle OAMH OYEHb BaXKHblA M CIOMXHbINA
BOMPOC, KOTOPbIM OCTAeTCs OTKPbITbIM [JO HaCTOSALWEro Bpe-
MeHU — 3T0 BepuduKauus He TonbKo BIIC, HO 1 BCeX BPOXK-
[NEHHbIX MOPOKOB Pa3BMUTMSA Mioda, AMAarHOCTUPOBAHHbIX B
| TpuMecTpe 6epeMeHHOCTU. ATa 3agadya UMEET HECKONbKO
pelweHnin, 1 OJHO M3 HUX 3aKyaeTca B natoMopdosno-
rMYECKOM OCMOTPE/U3YHeHUn YacTern nnoga nocne MeanLmH-
cKkoro a6oprta [3]. eno ocrtaetcs 3a afMWUHUCTPATMBHbLIM
pelweHnem o crneunanmanpoBaHHOM 06Y4EHUU pernoHanb-
HbIX NPO®UAbHbLIX CNELWANUCTOB W COOTBETCTBYIOWEM WX
OCHaLLEHWN.
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