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B craTtbe npoaHainM3npoBaHbl pesy/ibTaTbl AMHaMMYEeCKOro HabageHus M ucxog bepemeHHocTy y 18 706 nauymeHToK,
rpoxoAuBLUMX ynbTpa3ByKoBoe (Y3) obcnegoBaHue rnpu cpoke 6epemeHHocTr 11-14 Hen B otaeneHmn Y3 anarHOCTUKM
poaunbHoro goma N2 5 r. KpacHosipcKa. Pa3/indHble BPOXKAEHHbIE MOPOKM pa3BUTUSI U BPOXKAEHHbIE HacaeACcTBEHHbIe 3a60-
neBaHusl 6bisiM 06HapyKeHbl y 423 110408 (HOBOPOXKAEHHbIX). [TpeHaTaibHO ¢ MOMOLLbIO 3X0rpadum 6b110 AUarHOCTMPOBAHO
82,5% Bcex cry4aeB BPOXKAEHHbIX TOPOKOB pa3BUTUSI U HACeACTBEHHbIX 3ab0/1eBaHUi y raoga. [1py Hanndmum y nioga BPOXK-
JE€HHbIX MOPOKOB Pa3BUTUSI YacToTa XPOMOCOMHOM NaTosiornn yBennuymBanack 6osee yem B 10 pas (go 14,7%). B uenom
HebnaronpuUsiTHble NepuHaTaibHble MCXoAbl oTMeYeHbl B 293 (69,3%) c/ydasix BpOXAEHHbIX MOPOKOB Pa3BUTUSI N BPOXIEH-
HbIX Hac/1eCTBEHHbIX 3ab01eBaHUI y r104a (HOBOPOXKAEHHOrO).

KntoyeBble cnoBa: 117104, BPOXKAEHHbIE MOPOKU Pa3BUTUS, BPOMAEHHbIE HaC/leACTBEHHbIE 3ab0/ieBaHus, npeHaTa/lbHas
AnarHocTuKa.

V.T. Manchuk, Ye.A. Shevchenko

Scientific Center of Medical Problems of North, Russian Academy of Medical ciences, Krasnoyarsk

Transvaginal echography in prenatal diagnostics of congenital
and hereditary diseases in I-st trimester of pregnancy
(experience of practice during 2001-2007)

Authors analyzed the results of dynamical observation and outcomes of pregnancy in 18 706 women. The ultrasonic scanning (US) was
performed on 11-14 weeks of pregnancy in US-diagnostics department of maternity hospital N° 5, Krasnoyarsk. Different congenital mal-
formations (CM) and hereditary diseases (HD) was detected in 423 fetuses. 82.5% of CM and HD cases was diagnosed with the help of
US in prenatal period. Presence of CM in fetus was accompanied with increase of chromosome pathology more then 10 times higher
(on 14.7%). On the whole, unfavorable perinatal outcomes were detected in 293 (69.3%) cases of CM and HD in fetuses or newborn.
Key words: fetus, congenital malformations, hereditary diseases, prenatal diagnostics.



CHWXXeHMe nepuHaTanbHOW 3aboneBaeMoCTU U CMepT-
HOCTM — OflHa M3 OCHOBHbIX 3ajay B CUCTEME OXpaHbl
MaTepuHcTBa U aetctsa. 1o faHHbIM BcemupHoOn opraHu-
3aunn 3apaBooxpaHeHns, 2,5% HOBOPOMAEHHbIX MMELOT
pasnnyHble aHOMannu pa3BUTUSA: Kaxkabii 20-1 MOPOK BXO-
OWUT B TPYNny MHOXECTBEHHbIX MOPOKOB pa3BuTusa. OKoo
30% Koe4yHoro ¢oHAaa AETCKMX CTaLMOoHapoB pPas3nMyHOro
npoduna 3aHaTbl 60MbHBIMW C HacAeACTBEHHOW MaTono-
rnemt, 40% mMnageH4ecKon CMEPTHOCTU B TOM MW UHOK CTe-
neHn o6YCNOBMEHO HACNEACTBEHHbIMU W BPOXAEHHLIMU
nedeKktamu. B pelwleHnn npobnem npeaynperxaeHnsa Bpox-
[JEeHHbIX MOPOKOB Pa3BUTUS HAcNeACTBEHHbIX 3a6oneBaHum
y AETEN B CBA3K C peanu3almen HaunoHalbHOro NpoeKTa
«310poBbe» 0cobas ponb OTBeAeHa npeHaTanbHoOM Y3
OMarHoCTUKe.

B KoHue 90-x rogoB XX BeKa 6bl/i JOCTUTHYTbl 3HAYUTESTb-
Hble ycrnexu B npeHaTalibHOM Y3 AMarHOCTUKE LWMPOKOro
CNeKTpa BPOXAEHHOW NaTonornn Bo 2-n NosoBuHe 6epe-
MeHHoCTK [1-3]. 3TOMy BO MHOrom crnoco6¢cTBOBaNn pas-
paboTKa WU WMPOKOE BHEAPEHME B aKyLIEPCKYD NMPaKTUKY
OMarHOCTUYECKMUX METOI0B, OCHOBAHHbIX Ha COBPEMEHHbIX
Hay4YHbIX JOCTUXKEHUSX. B HacTosLLee BpeMS OCHOBHbIM Me-
TOAOM MpeHaTtaNbHOM UAarHOCTUKK BPOXKAEHHbLIX NMOPOKOB
pa3BUTUA M HacNeLCTBEHHbLIX 3abofieBaHUM sBAfeTcs
ynbTpa3ByKoBoe nccnegosaHue (Y3U), B CBS3M C €ro BbICO-
KOM WMHOOPMATUBHOCTbIO, HEWHBA3WBHOCTbIO, [AOCTYM-
HOCTbIO U OTHOCUTENBLHOM MPOCTOTOM NpoBefeHus. OgHaKo
ecnn BO Il TpumecTpe 6epemMeHHOCTH npeHaTanbHag Y3
AMarHoCTUKa BPOXKAEHHbLIX NMOPOKOB Pa3BUTUA BO MHOIMOM
He npeacTaBnsgeT TPYAHOCTEW, TO UCNOMb30BaHME axorpa-
dun B paHHME CPOKM GEepemMEeHHOCTU CTano MHTEHCUBHO
pasBMBaTbCs TObKO C KOHUA 90-x rogoB MpoLWIoro BeKa.
B cootBeTcTBUM ¢ NpnKazom M3 PP N2 457 «O coBeplueH-
CTBOBAHWW MpeHaTaNbHON AMArHOCTUKU B MpoduUNaKkTUKe
HacCNeACTBEHHbIX U BPOXAEHHbIX 3aboneBaHUI y AeTen» C
2001 r. B Halen cTpaHe ocyuiectTBnaeTca 3-KpaTHoe CKpu-
HMHrosoe Y3 ob6cnepoBanue: B 10-14, 20-24 n 30-34 Hep,
6epemMeHHOCTU. B cBS13M ¢ aTMM ocob6oe 3HavyeHne npuob-
peTaeT U3yyeHue peasibHbiX BO3MOXHOCTEN axorpaduu B
npeHaTanbHOM AMArHOCTMKE BPOMAEHHbIX MOPOKOB pas-
BUTUS M XPOMOCOMHbLIX aHOManu ye Ha 1-m atane
obcnefoBaHus, B KOHUe |-ro TpumecTpa 6epemMeHHOCTH.
B oTeyecTBEHHOM W 3apybeXKHOW NuTepaType OTparKeH
onpeaeneHHbin onbIT NPUMEHEHUS axorpadunn B paHHen
OWarHoCTUKe pasniMyHbiXx aHomanuin. Hawnbonee cyuiect-
BEHHbIE pe3ynbTaTbl NOJYyYEHbl MO BbIABAEHUIO BblparKeH-
HbIX NOPOKOB pa3BuTUsa B 10—-14 Hen 6epemeHHocTH [4].
Hu)e npeacTaBneHbl pe3ynabratbl AMHAMUYECKOro Habsto-
AeHns 1 nexon 6epemeHHocTn y 18 706 eHLWMmH, npowes-
wux Y3 obcnepoBaHne B 11-14 Hen 6epemMeHHOCTH B
oTaeneHun Y3 aMarHocTuku poannabHoro goma N2 5 r. Kpac-
HosipcKa B 2001-2007 rr. JaHHble 06 ucxoae 6epemMeH-
HOCTU U pofiax cobpaHbl Y BCEX MNaLMEHTOK.

B xone Y3 o6cnegoBaHus y Nao40B oueHnBanu Y3 aHato-
MU0 Tena, ndy4yanmcb KOCTM CBOAA Yepena, KOCTU Hoca, BO-
POTHMKOBOE MPOCTPAHCTBO, MO3BOHOYHMK, KENyaok,
nepenHsaa 6plolHas CTeHKa, MOYEBOW My3bipb, BEPXHUE U
HUXHWE KOHeYHocTU. Y3 npoBeaeHbl Ha npubopax Logiq
500 Pro, Logiq 700 Pro, Voluson 730 pro V, Voluson 730 pro
n Voluson 730 Expert (GE, l[epmaHus) ¢ NCNONb30BAHUEM
TpaHcabAOMUHalbHbIX WU TpaHCBarmMHanbHbIX AaTYUMKOB.

LlMToreHeTnyeckme uccnenoBaHUs BbINOMHEHbl B KAWHU-
yecKkon nabopatopun poanabHoro goma N°5 n KpacHosspcKom
KpaeBOM AMarHOCTUYECKOM LIeHTPEe MEAULMHCKOM FrEHETUKMW.
MaTonoroaHatommyeckas BepudUKaLUA MpeHaTasbHOro
AuarHosa npu MeauuMHCKOM npepbiBaHUW 6epeMeHHOCTH
npoBogunacb B KpacHOAPCKOM KpaeBOM MaTofioroaHaTto-
MWYECKOM O6l0pO MPU yy4acTUM Bpayen ynbTpa3BYKOBOWM
[MarHOCTUKM 1 Bpaya-reHeTunkKa.

[MpoBeaeHHbI aHann3 NoKasar, YTo U3 Yncna o6cneJoBaHHbIX
EHLWMH (CpeaHui Bo3pacT 28 fieT, BO3pacTHOW Auana3oH
18-44 rofa) BPOXKAEHHbIN MOPOK Pa3BUTUS U BPOXKAEHHOE
HacneaCTBEHHOe 3abosieBaHue y nioga (HOBOPOXKAEHHOI0)
OblIN 3aperucTpupoBaHbl B 423 ciydasx UAM C 4acTOTOM
22,9 Ha 1000 6epemeHHocTen. [lopoaoBas AvarHoCTUKa
BPOXJEHHbIX MOPOKOB Pa3BUTUSA U HACNEACTBEHHbIX 3a60-
JieBaHui B | TpumecTpe 6epeMeHHOCTU NO3BOJINIIa YCTAHO-
BWTb HaM4ne BPOXKAEHHbIX MOPOKOB B 218 (52%) cnydaax —
BCE MO AaHHbIM TPaHCBArMHaabHOW axorpaduu. Bo 2-1 no-
NIOBUHE 6epeMeHHOCTH anarHoctupoBaH 131 (31%) cnydan
BPOXAEHHOIO MOPOKa Pa3BUTUSA M BPOXKAEHHOrO Hacnen-
CTBEHHOro 3aboneBanus. B 74 (17%) cnyvasax BPOXAEHHbIe
NOPOKK BblNM OBHapPYXKEHbI TONILKO Nocne poaos. YacToTa
[OMarHOCTUKM BPOXAEHHbIX MOPOKOB CYLECTBEHHO BbIPOC-
na nocne 2002 r. (puc. 1), 4TO yKa3biBaET Ha peluatollee
3HayeHWe BHeAPEHUS B NPaAKTUKY NPOBEAEHUS TpaHCcBaru-
HanbHOM axorpadum BbicOKOpaspeLwatoumx Y3 npubéopos v
HOBbIX TEXHOJIOrUI, OCHOBAHHbLIX Ha MPUMEHEHWUMU cne-
umanbHblx 3/4D peXXxMMOB CKaHUPOBaHUS.

Cpean BPOXAEHHbIX MOPOKOB Pa3BUTUA, HE AMArHOCTUPO-
BaHHbIX MpeHaTanbHO, 60MbWMHCTBO (67,6%) cocTaBuan
BPOX/EHHbIE MOPOKK cepaua (Tabn. 1). Pexxe He anMarHoc-
TUPOBAHHbLIMU OCTaBaNUCb MOPOKWU PA3BUTUS KENYAOUHO-
KWLIEYHOro TpaKTa (8%) M ONOpHO-ABUraTENbHOMO annapara
(KOCTHas KOCOMIanoCTb, YKOPOYEHME FOJIEHU C KOHTPaKTYyp-
HOM pedopMalLMeEN KOJIEHHOro cycTaBa, OAHOCTOPOHHEE
OTCYTCTBME npeannedybs U Kuctu; 6,7%). Nopokn apyrux
opraHoB ¥ cucTem 6blnn nNpeacTaBneHbl €4MHUYHBIMU Hab-
NIOAEHUAMMU.

Puc. 1. IJuHaM1Ka BO3MOXHOCTEN NpeHaTanbHOn Y3 AMarHoCTUKU
BPOXAEHHbIX MOPOKOB Pa3BUTUSA U BPOXKAEHHbIX HAaCNEACTBEHHbIX
3ab6oneBaHUi y nnoaa
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OGMeH onbITOM

Ta6nuua 1. Buabl BPOXAEHHbIX MOPOKOB PasBUTUS, HE IMarHOCTUPOBaHHbIE NpeHaTanbHo

2001-2002 | 2004-2005 | 2006-2007
BpoxaeHHble NOPOKKM cepaLia (CTEHO3 NIErO4HOM apTepuu;
[BYCTBOPYaTbIA KNanaH aopTbl, KOApKTauus aopTbl, AedeKTbl 3 15 32 50 (67,6)
MHTPaKapAuanbHbIX NEPEropoaokK, OTKPbITLIM apTepranbHbli NPOTOK)
BpoxaeHHble MOPOKK Pa3BUTUS XKeNyoo4YHO-KULLIEYHOro TpaKTa (aTpesuns ° _ 4 6(8.1)
nuuieBoa ¢ TpaxeonuuieBoaHom GUCTYNON; AuBepTMKYN MeKKens) §
[edeKTbl nepegHein GPIOLWHOM CTEHKM (TpbixKa NYyNoYHOro KaHaTuKa) - - 1 1(1,4)
MHOKECTBEHHbIE BPOXKAEHHbIE MOPOKKU PA3BUTUS (COYETaHUE
dUCTYNbHON aTpe3nn NUeBoaa ¢ AeDEeKTOM MEXIKENYA04KOBOM B 1 1 22,7)
1 NpeacepaHon Neperopoiku; coveTaHme runonna3umn Mo3xeyKka ’
1 atpodun AUCKa 3PUTENbHOIO HEPBA)
BpoxaeHHble nopoku passutus LLHC (ruapouedanus, sp. bifida occulta) - 2 1 3(4,0)
BpoaeHHble MOPOKKU Pa3BUTUSA OPraHOB [bIXxaHWs (TMNonnasus Nerkux, _ 1 1 2(2,7)
CTEHO3 ropTaHu) !
BpoxaeHHble MOPOKK pa3BUTUS ONMOPHO-ABUIraTeNlbHOro annaparta
(KOCTHas KoconanocTb, yKOpo4YeHue roneHun ¢ gedopmarmen KoneHHoro B 4 1 5(67)
cycTaBa, O/HOCTOPOHHSAS anna3us Npeanaieybs 1 KUCTU; OAHOCTOPOHHeE ’
OTCYTCTBME KUCTH)
BpoxaeHHble MOPOKK PasBUTUS MOYEMNONOBOM CUCTEMBI (TMAPOHEDPO3) - - 2 2(2,7)
PacuienunHa rybbl n He6a - 2 - 2(2,7)
MxTnos nnopa 1 - - 1(1,4)
Utoro 6 25 43 74 (100)

Ta6aunua 2. Buabl BPOXKAEHHbIX MOPOKOB Pa3BUTUS Y BPOXKAEHHbIX HAcNeACTBEHHbIX 3a60/1€BaHWI Y Noja, AMarHoCTUPOBaHHbIe
npeHatanbHo B 11-14 Hep 6epeMeHHOCTH € NOMOLLbIO TPaHCBarMHa bHOM axorpadun

2001-2002 | 2004-2005 | 2006-2007
AHaHUebdanus /aKk3aHuebanus/akpaHus 9 15 5 29 (13,3)
YepenHo-mMo3roBas rpbixa 4 2 1 7(3,2)
fononpo3aHuedanus - - 2 2(0,9)
PacuwenuHa ry6bl n He6a - - 1 1(0,5)
Spina bifida - 4 5 9(4,1)
MHOXeCTBEHHbIEe BPOXKAEHHbIE MOPOKKU PA3BUTUS - 27 32 59 (27,1)
KucTtosHas rurpoma wemn 4 10 16 (7,3)
BpoxaeHHble MOPOKK cepaua - 9 10 19 (8,7)
Omdanouene 2 10 4 16 (7,3)
facTpowwnsuc - 3 12 15 (7,0)
[pbiXKa Nyno4yHOro KaHaTuKa - - 7 7(3,2)
MynbTUKMCTO3Han AMcnnasnsa noyekx - 2 - 2(0,9)
MuenoakTasus/rnapoHedpos - 1 - 1(0,5)
MeraumcTuk 2 1 7(3,2)
AreHe3usi MoYeK U MOYEBOIro My3bIps - - 4(1,8)
Mopokn onopHo-ABMraTenbHOro annaparta 3 1 20 24 (11,0)
MToro 24 77 117 218 (100)




Ta6nuua 3. Buabl BPOXKAEHHbIX MOPOKOB, ANAarHOCTMPOBaHHbIE NpeHaTanbHo BO |- nonoBrHe 6epeMeHHOCTH

Yucno nopokos, a6c. Bcero
Ho3onornyeckasa ¢popma 6 <y,
2001-2002 | 2004-2005 | 2006-2007 | a6¢. (%)

BpoxkaeHHble nopoku passutug LIHC (nopok ApHonbaa—Kuapu,
areHesuns MO30/MCTOro Tena, cuHapoMm eHan—Yokepa, nobapHas 3 12 9 24 (18,3)
rononpo3saHuedanus, 3onupoBaHHas spina bifida, rugpouedanus,
3Huedanouene)
PacuwenuHbl nuua 2 1 8 11 (8,4)
BpoxaeHHbIe MOPOKKU Pa3BUTUS NIETKUX (KUCTO3HbIN ajleHOMaTO3HbI i 1 3 2 6 (4,6)
NOPOK Pa3BUTUS NTIEMKKX, IErO4Has CEKBECTPALIMS) '
[OunadparmanbHas rpbixka 1 - 3(2,3)
NumdaHrnoma nuua 1 weu 1 - 2 3(2,3)
BpoxaeHHble MOPOKKM cepala 2 10 12 24 (18,3)
Onyxonb cpeaocTeHuns - - 1 1(0,8)
BpoxaeHHble MOPOKU Pa3BUTUS XKeNyA04HO-KULLEYHOrO TpaKTa (aTpe3uns
[BEHaALATUNEPCTHON KULLKK, raCTPOLIN3UC, areHe3uns KeNYHOoro 2 3 4 9(6,8)
ny3blps, KUCTa xofeoxa)
BpoxaeHHble NOPOKK pa3BUTUS MOYEMNOI0BON CUCTEMDI
(MYNbTUKUCTO3HAsA AnCnnasuna noYeK, NoMKICTO3, NMEN0IKTasuns, 9 10 16 35(26,7)
rmapoHedpos, areHe3ns ogHOM NOYKK)
BpoxaeHHble MOPOKKU Pa3BUTUS OMOPHO-ABUraTeNbHOrO annaparta
(aHOManbHas ycTaHOBKa CTOM, CUCTEMHAs CKeneTHas AMCnnasus, 3 8 11(8.4
6paxMKamMnToAaKTUANS, axoHAPONIa3us, CUHAPOM AedeKTa Jly4eBOon - (8.4)
KOCTH)
MHOKeCTBEHHbIE MOPOKU PAa3BUTUS 1 - 2 3(2,3)
HevMMyHHas BoasiHKa - 1 - 1(0,8)
Bcero 25 48 58 131 (100)

0Oco60ro BHMMaHUA 3acCnyXu1BaloT JaHHble, NOoNy4eHHblE B
X0[le paHHEeW npeHaTanbHOW Y3 AMArHOCTUKM pPasfinyHbIX
BPOXAEHHbIX NMOPOKOB. Hamu 6bin npoBedeH AeTanbHbIR
aHanM3 AnarHoCTMYECKUMX BO3MOXKHOCTEN axorpadun B
paHHWe CPOoKU 6epeMeHHOCTU. B Tabnuue 2 npeactaBneH
CMEKTP BPOXAEHHbIX MOPOKOB, AMArHOCTUPOBAHHbLIX B
11-14 Hep 6epeMeHHOCTH. CneayeT OTMETUTb, YTO B CTPYK-
Type AMarHOCTUPOBAaHHbIX BPOXAEHHbIX MOPOKOB Pa3BUTUA
W HacneAcTBEHHbIX 3aboneBaHui npeobnagann MHOXeECT-
BEHHblE NMOPOKKN Pas3BUTMA (27% OT 06LLErO MX YyKUcna); Ha
aHOManuu UeHTPanbHOM HEPBHOM CUCTEMbI MPUXOAMNOCH
21,5% Bcex crny4yaeB, pexe peructpupoBanvucb AedeKThbl
nepegHen 6pIOWHON CTeHKK (17,5%). [uarHocTnKa rpyobix
NMOPOKOB Pa3BUTUA Oblfla OCYLLECTB/IEHA MPaAKTUYECKU B
100% cny4yaeB npu npoBeaeHuu nepsoro Y3W.

CneKTp BPOXKAEHHbLIX NOPOKOB Pa3BUTUS U HaCNeaCTBEH-
HbIX 3a605eBaHWI, BbISBAEHHbIX BO 2-1 MOAOBUHE Gepe-
MEHHOCTU (Tabn. 3), y6eanTenbHO CBUAETENLCTBYET O He-
BO3MOXHOCTU paHHEW npeHaTanbHouW Y3 AMArHOCTUKMK
O0NbWKNHCTBA M3 HUX U3-3a NO34HEN MaHUdecTauuun.
0Oco60ro BHUMaHWS 3acnyKMBaeT CpaBHUTENbHbIM aHanu3
NOSIyYEHHbIX HaMW Pe3ynbTaToB C AaHHbIMKU 3apyGEKHbIX U
OTeYeCTBEHHbIX CreuuanucToB (Tab. 4). CornacHo ony6nmKo-
BaHHbIM pe3ynbraTtam, 4yBCTBUTENbHOCTb TPaHCabA0MUHab-
HOW 3axorpaduu B nNpeHaTaibHOM AMAarHOCTUKE BPOXAEHHbIX
NMOPOKOB B PaHHME CPOKN BEPEMEHHOCTU COCTaBASET B Cpea-

Hem 32,3%. MNoaTomy B HalLMX UCCeAOBaHUSAX KaK U B 60/1b-
LUMHCTBE 3apybexHblX, Oblna BblibpaHa TpaHCBarMHaabHas
axorpadus, 4yBCTBMTENbHOCTb KOTOPOM MO BCEM Ciydyasam
BPOX/AEHHbIX MOPOKOB pa3BuUTHs coctaBmna 50,6%.

[pyrum BarKHbIM BOMPOCOM, TPEOYOWMM O0BCYKAEHNS, AB-
nseTcs BblGOp noaxoda K o6cnefoBaHU0 B paHHWE CPOKU
6epeMeHHOCTU. CKPMHWHIOBOro Noaxofla B paHHMUE CPOKM
6epeMeHHOCTH CEroiHA B MUPE HET, TaK KaK /15 3TOro Heo6-
XoaMmMo obcnegoBaTb He mMeHee 80% Bcex MaLMEHTOK,
nAaHMpyLWKUX BblHaWMBaHWe 6epemMeHHocTU. O6nefoBaHKe
B LiEHTpax npeHaTanbHOM AMarHoCTUKM NPOBOAMTCS NPENMy-
LLIECTBEHHO B KOHCYNbTAaTUBHOM WM 6E€3BbI6GOPOYHOM PEHKMU-
Max. AHann3 noKasan, YTo MPU KOHCYNLTaTUBHOM 06Cneno-
BaHMM B PaHHWE CPOKM pacno3HatoT B cpeaHem 64,2% Bcex
NOpPOKOB, a Npn 6e3BbI6OPOYHOM — 46%. HECOMHEHHO, KOH-
cynbTaTMBHOE 06cnefoBaHue 6osee YyBCTBUTENbHO, HO Mpu
3TOM OXBaT NaLMEHTOK 3HAYUTENbHO HUXKE, YeM NpU 6e3BbI-
60pPOYHOM 06CNELOBAHUN, NPU KOTOPOM OH NPUBSIUMKAETCA K
CKPUHUHITOBOMY peXuMmy. MIMeHHO pedynbtatam 6e3Bbl60-
POYHOro Mnogxofa crneayet yaendatb ocoboe BHWMaHWe, Tak
KaK y 601blIMHCTBA MALMEHTOK C BPOXKAEHHBIMU MOPOKaM#
pa3BuTUA NioAa He Obl1I0 OTMEYEHO KaKMUX-TMB0 dhaKTopoB
pUcKa. B Halwwux mccnegoBaHMsSX TOYHOCTb paHHEN MnpeHa-
TanbHOW Y3 AMArHOCTUKKU BPOXKAEHHbIX NMOPOKOB Aake npe-
BblLAET MUPOBbIE AAHHbIE — YYBCTBUTENBHOCTb COCTaBNSET
COOTBETCTBEHHO 53,7 1 46% [5—20]. 3TOMy BO MHOroMm CMo-
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Ta6auuya 4. CpaBHUTENbHbIN aHaNU3 pe3dynbTaTtoB Y3 AMArHOCTUKM BPOXKAEHHbIX MOPOKOB Pa3BUTUSA MNoAa B paHHUE CPOKU 6GepeMEHHOCTH

TpaHca6aomMUHanbHas TpaHcBaruHanbHas
axorpadusa axorpadusa
R. Achiron, O. Tadmor, 1991 . [5] 9-13 K 28,6 (4/14) 57,1 (8/14)
S. Yagel n coaBT., 1995 . [6] 13-16 K - 74 (37/50)
L. Hernadi, M. Torocsik, 1997 . [7] 11-14 b - 40,8 (20/49)
G. D'Ottavio v coasT., 1997 r. [8] 13-15 B - 33,3(17/51)
D. Economides, J. Braithwaite, 1998 r. [9] 12-13/6 B 35,3 (6/17) 64,7 (11/17)
L. Bussamra u coaBT., 1999 r. [10] 10-14 K - 64,3 (63/98)
B. Whitlow v coaBT., 1999 1. [11] 11-14/6 b - 58,7 (37/63)
M. Carvalho u coasT., 2002 r. [12] 11-14 B - 31,2 (29/93)
N. Den Hollander v coaBT., 2002 r. [13] 11-14/4 K - 81,8 (9/11)
LleByeHko E.A., 2003 1. [14] 11-14 b - 43,6 (24/55)
A. Gasiorek-Wiens v coaBT., 2003 1. [15] 11-13/6 b - 67,2 (158/235)
A. Shalmi 1 coasT., 2003 1. [16] 11/1-14/6 B - 30,1 (31/103)
KocosuoBa H.B.  coaBT., 2004 . [17] 10-14 K - 54,3 (51/94)
M. Cedergren, A. Selbing, 2004 r. [18] 10-14 b - 28,2 (11/39)
112 M. Chen u coaBT., 2004 r. [19] 12-14 K - 53,8 (14,/26)
LLeByeHKo E.A., 2007 1. [20] 11-14 B - 53,7 (117/261)
FE-’ WToro 32,3(10/31) 50,6 (637/259)
g lpumeyaHue.
- b — 6e3BbI6OpOYHOE 06CneaoBaHme; K — KoHcynbTaTMBHOE 06CneoBaHUe.
s
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Puc. 2. Byabl XpOMOCOMHOM NaToONOMMK y NIOAOB C BPOXAEHHbLIMU co6CcTBOBAJ ONTUMaJSIbHbLIM BbIGOP OLLEHUBAEMbIX CTPYKTYP U
nopokamu pa3sutus (2001-2007 rr.) OpraHoB noja nNpu ckpuHuHrosom Y3U B 11-14 Hep Gepe-

MEHHOCTH, KOTOPbIM BbICOKOMHGOPMATHUBEH U B TO e BPEMS
npvemM/IeM B LUIMPOKOM KIIMHUYECKON NPaKTUKe.

OG6LLEen3BECTHO, YTO pacLUMpeHe BOPOTHUKOBOIO NPOCTPaH-
CTBa y N/ofla MOXET BCTpeYaTbCs He TOMbKO MpW XPOMO-
30,7 COMHOM NaToNOrMKn, HO M MPU Pa3/IMYHbIX MOPOKax pPa3Bu-
1. MOCKONIbKY MHOTME M3 MOPOKOB MOTEHLMANbHO MOTYT
226 22,6 OblTb AMArHOCTMPOBaHbl TONbKO BO |l nonoBuHe 6epemMeH-
HOCTHM, 3apPerncTpMpoBaHHOE HaMK yBenYeHUe TONLWMUHbI
BOPOTHMKOBOIO MPOCTPAHCTBA y Noja MOCYXWI0 MOBO-
[OM [ONS KONJEerManbHOro OocMoTpa MaUMEHTOK C LEbto
[eTanbHOro n3y4YeHns aHatoMuu Naoaa Kak B | TpumecTpe,
Tak v BO |l nonosBmHe 6epemeHHOCTU. MonynsunoHHasa Jyac-
TOTa pacWMPEHHOrO0 BOPOTHWMKOBOrO MPOCTPaAHCTBA B
2001-2007 rr. coctaBuna 4,5:1000. YBenuyeHuve BO-
POTHMKOBOrO MPOCTPAHCTBA Yy MJ0A0OB C BPOXAEHHbLIMMU
NOpoOKamMu pasBUTUA 3aperucTpupoBaHo B 66 (57,4%)
HabnoaeHusx. Mpu atom y 57 (86,4%) NnoAOB BPOXAEH-

%
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16,1

[0 Cwunapom OayHa B Nonunnonans

Hble MOPOKK ObIIN BbIABNEHLI B | TpUMecTpe 6epeMeHHoc-
B Cunapom Snsapnca B AncomwsY TW. TONWMHA pacLIMPEHHOr0 BOPOTHUKOBOIO NPOCTPaHCTBa
[0 Cwunppom Teprepa Bl MapkepHas B JaHHOM uccnefoBaHUKW BapbupoBania oT 2,6 Ao 12 mm
B Cuhapom Matay xpomocoma (B cpeaHem — 4,9 Mm).

He BbI3blBae€T COMHEHMM U TOT GaKT, 4TO YacToTa XPOMOCOM-
HOM NaTofIorMK B rpynne naofoB C BPOMXKAEHHbIMU NOPOKa-




MW 3Ha4YUTENbHO Bbile, 4eM B 06LLen nonynsumn. CornacHo
[aHHbIM PerncTpa BPOXKAEHHbIX MOPOKOB Pa3BMTUS M Hac-
NeACTBEHHbIX 3a60neBaHWit KpacHOSIpPCKOro KpaeBoro
[MarHOCTMYECKOrO LIEHTPA MEANLIMHCKON FrEHETUKM, YacToTa
XPOMOCOMHOM MaToN0rMM B O6LEN NONynsuun coctaBuia
1,2:1000, a npu HanMyuMu y nnoja BPOMXKAEHHOro MOpoKa
pasBuUTUSA OHa yBenuymnacb 6onee yem B 10 pas (14,7%).
CneKTp 3aperucTpMpoBaHHbIX XPOMOCOMHbLIX aHOManumn
npeacTaBieH Ha puc. 3; Hanbonee 4acto AMarHOCTMpoBa-
nucb cuHapombl [ayHa (30,7%), TepHepa u daBapaca
(no 22,6%).

Mcxoabl 6EpPEMEHHOCTM M POAOB MPW HaNW4yMK y naoja
BPOXAEHHbIX MOPOKOB Pa3BUTUSA UK BPOXKAEHHbLIX Hacnea-
CTBEHHbIX 3a60/IEBaHN TAKOBbI: POXKAEHWE KUBbIX AETEN
npouzowno y 130 (30,7%) xeHWwwuH; npepbiBaHue bepe-
MEHHOCTM MO MEAULIMHCKUM MOoKa3aHuaM — B 261 (61,7%)
cnyyae; rnbenb nnoga (HOBOPOXKAEHHOro) — B 26 (6,2%)
cnyyasx (B TOM ymcne aHteHatanbHaa — B 4 (1%), UHTpaHa-
TanbHas — B 2 (0,5%), HeoHaTanbHaa — B 20 (4,7%) cny-
yasix); camonpon3BOosibHOE NpepbiBaHne 6epeMeHHOCTH A0
22 Heg — B 6 (1,4%) HabntoaeHUsx. XoTenocb 6bl OTMETUTD,
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