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[osiBneHNEe HOBBIX BOZMOKHOCTEH M HaIllpaBJIeHUH mpe- CrpyKkTypa npeHaTajJbHOW TUArHOCTUKH, HalpaBJiCH-
HaTAJILHOM JMAarHOCTMKU CTaBUT IEpe] CIeLManucTaMyd  HOHM Ha BbIABJIEHUE aHOMAJIUN pa3BUTUs IIOAA, CKJIAIbI-
PSLT BOIIPOCOB, CBSI3aHHBIX C BEIOOPOM 3((EKTUBHBIX Me-  BaeTCs W3 BU3yalnbHBIX MeTonoB (Y3U, MPT), onoxumu-
TOJOB UCCIIEIOBAHHUS, ONIPENICIICHUS ONITUMANIBHBIX CPOKOB ~ YECKOr0 CKPUMHHMHIA | TpuMecTpa, HEMHBAa3UBHOIO IpEHa-
Y TIOCJIE/IOBATEIIBHOCTH MCIIONIb3yeMbIX METOHK ¢ yuérom  TanbHOoro tecta (HUIIT) — yciioBHO, MOTOMY 4TO TeCT

0COOEHHOCTEH KaKIOr0 KOHKPETHOTO CITydasl. CKPUHUHTOBBIHN, a HE TUArHOCTUYECKUH [ 1], 1 MHBa3UBHBIX
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METO/IOB C IPUMEHEHHEM KapUOTUIIMPOBAHUSA U MUKPOMa-
TPUYHOTO aHajinM3a JJIs BBIABICHHUS] XPOMOCOMHOM M I'€H-
HOH NaTOJIOTUH.

ITo ymciry uccnenoBaHuii M MyOIMKAIMK, a TaKXKe WH-
(hOPMHUPOBAHHOCTH Bpaueil M MAalMEHTOB, JIMAUPYIOIINE
MO3UIMN 3aHMMAET JAMArHOCTHKa Tpucomuil. B uccneno-
Bauuu M. Hill u coaBt. [2] no pe3yabraram ompoca 2666
OepeMEHHBIX KEHIUMH U 1245 Bpaueil BbBIABICHO, 4YTO
OXKUJAHUS U MOTPEOHOCTH MALMEHTOK M CHEeLMaIUCTOB
pasnu4Hbl: OepeMeHHbIe OOJIblIe BHUMAHUS YICTSI0T Oe3-
OMACHOCTH JMarHOCTUKH M MOJy4YEHUIO KaK MOXKHO Ooee
TIOJTHOW MH(OPMAIUU O TIIOZE, & CIIEIHAINCTE — TOYHO-
CTH U PaHHUM CpPOKaM TecTHpoBaHHUA. [lo3TOMy BOIpPOCH!
JIMarHOCTUYECKUX BO3MOXKHOCTEH B | TpuMecTpe GepemeH-
HOCTH YPE3BbIYAHO aKTya bHBI.

B 1997 r. 6b11a B aenena JIHK nnona u3 kposu MaTepw,
M Ka3aJioCh, YTO ITOT TECT OTKPHIBAET HEBEPOSTHBIC BO3-
MOKHOCTH, U C €ro IMIMPOKUM PaclpOCTpPaHEHUEM CBSI3bI-
BaJIM CYIIECTBEHHOE CHUKEHUE YaCTOTHI POKJCHUS JIeTei
C reHeTH4eckoil martojorueii. OOBSICHSAETCS 3TO TEM, YTO
KOMOMHHpOBaHHBIM CKpuHUHT (Y3 u Onoxumudeckue
M0Ka3aTeln) OLEHUBAET TOJIBKO KOCBEHHBIE MapKephl XPO-
MocoMHbIX aHomasnii. HUIIT ocHoBaH Ha mpsiMOM aHaJu-
3e BHekserouHol JIHK mtona B kpoBu marepu u obnagaet
BBICOKOI YyBCTBUTEIBHOCTBIO U CIIELU(PHUHOCTHIO.

Ecnu 00600mMTh BOBMOXKHOCTH BCEX MpeIjiaraeMbIX B
HAaCTOsIIIEE BPEMSI BAPHAHTOB TECTA, TO MCCIECTOBAHUE MO-
JKET BBISIBIISITH CIICAYIOIINE CHHAPOMBI.

Tpucomuu u anomanbHoe YUCTO NOTOBIX XPOMOCOM:
» JlayHa (nonojHuTEIbHAs XpoMocoMa B 21-ii mape);

* DrBapica (DomoTHUTEIbHAsI XpoMocoma B 18- mape);
» Tlaray (momomuuTenpHas xpomocoma B 13-if mape);

» Tépnepa (oTcyTcTBHE OJHON X-XPOMOCOMBI);

» Kuaiindensrepa (IonoaHUTENBHAS X-XPOMOCOMA);

o JxelkoOc (lonomHUTENbHAST Y-XPOMOCOMa).

Mukpoodeneyuonnuie cunoOpoMmbl:

o Jlu Jxopmxu (neneuust yyactka ql1.2 22-ii xpomoco-

Mbl);

* AmnrenspMmana (nenenus yyactka 15-if XpoMOCcOMBI MaTe-

PUHCKOTO MTPOUCXOXKICHHUA);

» Ilpanepa—Bunnu (nenenus ydactka 15-if XpomMocOMBbI

OTILIOBCKOTO MTPOUCXOXKACHUS);

* CHHAPOM «KOHIAYbEro KpHKa» (Ierenus KOPOTKOTo
njeya 5-i XpoMOCOMBI);

* CHHJIpPOM JeJeLHHU ydacTKa KOPOTKOro mieda 1-i xpo-
mocomsl (1p36);

* Cmutr—Marenuc (nemenus 17pl1.2);

*  Bonbda—XupmxopHna (nenenus 4plo).

Tpunnouous (OonoanumenvHwlil HAGOP XPOMOCOM)

Mymauyuu 6 zenax, accoyuupoBaAnHbIX C AYMOCOMHO-
OOMUHAHMHBIMU WU X-CYenIeHHBIMU 3A00/1€6AHUAMU:
*  aXOHJIPOTLIA3US;

*  CHHIPOM AJaKHIUIS;

* cunapom AHTnu-bukcnepa;

* CHHApPOM Amepra;

*  KapauoQamoKOKHBIA CHHAPOM;
* cunapom CATSHL;

» cunapom CHARGE;

* cunapom Kopuenunu ne Jlanre;

* cunrapom Kocremnno;

» cunapoM Kpy3oHna;

e cuHapoM Onepca—Jlannoca, kiaccuueckuid, Tun VIIA,

VIIB, kapnuanbHas popma;

*  THIOXOH/POIIA3US;
* 3aJlepKKa MHTEIJICKTYaIbHOTO Pa3BUTHUS;
* paHHAA MH(QAHTUIBHAS dMMIENTHYECKas >HLedanona-

THS;

* cunapoM Sckon—Beiicca;

*  FOBEHUJIbHBIM MOHOLMTAPHBIN JENKO3;
e cuaapom LEONARD;

* cuaapoM MIoHKeE;

e cuaapoMm HyHan;

* HecOBepuIeHHBIH ocTteorenes, Tumsl I, I1, 111, I'V;
e cunapom Ipaiidpdepa, Tuns I, 11, I11;
* cuaapoM Perra;

* cunrapom Cotoca;

* TaHartodopHas qucruiasus, Tunsl I, 11;
e TyOepo3HbIii ckiiepo3, Tursl I, I1.

Kpome Toro, aHannus MoKeT BKJIIOYaTh TECTUPOBAHHE
Ha HOCHUTEJILCTBO 5 Haubosiee 4acThIX 3a00JieBaHUN C ay-
TOCOMHO-PELECCUBHBIM THIIOM HACJIEZIOBAHUSI — 3TO MY-
KOBHCIIMJ03, TeMOXPOMATO3, (PEHHIIKETOHYPHS, TrajaKTo-
3eMMsl, HEHPOCEHCOPHAs TYTOYXOCTb.

B xone uccrenoBaHUsS MOXET OBITH ONpEAENEH MO
TI0/1a.

HenHBa3uBHBIN TECT Takke DaéT BOZMOXKHOCTh aHAJIHU-
3a MpH AKCTpakoprnopaisHoM ortonorBopenun (DKO) ¢
JIOHOPCKMMH OOIIUTaMH, a TAaK)K€ B CIly4ae CypporaTHOTO
MatepuHcTBa. [Ipr 9TOM MareMaTH4decKy orieHrBaeTcs Qe-
TajgbHas (paKius, Korna HeT OMOJOrMYECKUX B3aWMOOT-
HOILIEHUI MEXy MaTepblo U MIIOA0M.

TecT oTiMyUaeT Takke BO3MOKHOCTD €TI0 IIPOBEICHUSI Ha
MPOTSHKEHNHU BCell OEPEeMEHHOCTH.

HUIIT nemoHCTpupyeT caMble BBICOKHE MOKa3aTelu
MIPOTHOCTUYECKON LIEHHOCTH IOJIOKUTEIBHOIO Pe3yJbTa-
Ta (IIPOIEHT JIMII C TIOJIOKUTEIBHBIM PE3YyJIbTaTOM TECTa,
Yy KOTOpPBIX UMeeTcsl nckomoe 3aboneBanne, PPV) u orpu-
LATEJIBHOT0 pe3ybTara (IPOLEHT JIUL C OTPULATEIbHBIMU
pe3yiapraTaMu TeCTa, y KOTOPBIX HCKOMOE 3abosieBaHUE
otcytcrByeT, NPV) mo tpucommsam 21, 18, 13. Cnenosa-
TEIbHO, MO’KHO TOBOPUTH O TOM, UTO ITOJIOKUTEIBbHBIN TECT
onusko k 100% ciiyyaeB moaTBEpAUTCS NMPH MPOBEACHUU
WHBA3MBHOIO aHAJIM3a U BEPOATHOCTH TOTO, YTO UHBA3HB-
Has poreaypa Oy/eT BBIIIOJIHEHA TPH HOpMaJIbHOM Oepe-
MEHHOCTH, MHHHUMajbHa. HeoOXoamMocTh MOATBEpXkKIe-
HUS nonoxkuTenabHoro pesynsratra HUIIT mHBazuBHBIMU
METO/IaMU HE BbI3bIBAET COMHEHU.

Meraananu3, npoenéuusiii B 2017 . M.M. Gil u co-
aBT. [3], moka3ai, 4To AMarHocTuieckas rneaHocts HUIIT
o Tpucomu 21 cocrasuna 99,7% npu yacToTe JI0KHOIIO-
noxutensHbix pesynsrato (JIIP) 0,04%, mo tpucomuu
18 — 97,9% (JIITP 0,04%), mo Tpucomuu 13 — 99,0% (JITIP
0,04%), mo monocomuu X — 95,8% (JITIP 0,14%). IIpu
JPYTUX aHEYTUIOUIUAX, CBI3aHHBIX C MOJIOBBIMH XPOMOCO-



180

V.F. Snegirev Archives of Obstetrics and Gynecology. 2019, 6(4)
DOI http://dx.doi.org/10.18821/2313-8726-2019-6-4-178-184

MaMH, U IIpU TeCTUPOBAHUHM OepeMeHHOCTeH NBOWHel Ha
Hanuuue Tpucomnu 21 pesynsrar coctasui 100%. Onnako
aBTOPBI YKa3bIBAIOT Ha HEOOJIBIIOE KOJTUYECTBO HAOIIOIC-
HUW U TIPEXKJEBPEMEHHOCTH BHIBOJIOB B 3THX CIIydasiX.

[Noxokue mokazaTesn pe3yIbTaTUBHOCTH TECTa MpHUBE-
JieHbl B HannoHaapHOM pyKOBOJCTBE MO HACIEICTBEHHBIM
6omesnsMm (2017 1.) [4]: mo Tpucomun 21 9yBCTBUTEIBLHOCTH
coctaBisiet 99,17% npu 6nuzkoit k 100% cneunduuno-
ctu — 99,94%. I1pu 3TOM TecT NEMOHCTPUPYET OUYEHD BbI-
COKHE T0Ka3aTeln MPOrHOCTUYECKON LIEHHOCTH MOJIOKH-
TEIFHOTO ¥ OTPUIIATEIBHOTO PE3yJIbTaTa — COOTBETCTBEH-
HO 96,07 1 99,99%.

[lo nanubiM HanmoHanabHOro pyKoOBOACTBA, TaKUE BbI-
cokotounble pe3yiabrarel HUIIT 6e30roBopoyHO Mmokasbl-
BaeT Npu olleHKe pucka cuHapoma Jlayna. Uro kacaercs
cungpoma Oxasapzaca (T18), ykazaHHBIE MOKaszaTeln co-
CTaBIAIOT cooTBeTCTBeHHO 97,80; 99,94; 88,97 u 99,99%.
[Ipu aneynmonausx, CBSI3aHHBIX C IOJOBBIMH XPOMOCO-
MaMH, TPOTHOCTHYECKasl IIEHHOCTh IOJIOKUTEIBHOTO pe-
3yJbTara cocTaBisieT yxe 75,24%, a npu cunapome [laray
(T13) — 65,73%.

B wm3BectHom wuccnenoBanun NEXT (Non-Invasive
Examination of Trisomy), pe3yapTaThl KOTOPOT'O OITyOJIH-
koBaHbl B 2015 1. [5], mpunsin ydactue 6onee yem 18 500
OepeMEeHHBIX JKeHILMH, KOTOPbIM ObUI IPOBEAEH CTaHIAPT-
HbII CKpUHUHT | TprMecTpa M HEMHBA3UBHBIN NpEeHATa b-
HBII TecT. B qaHHOM HcclieoBaHuy OBLI UCTIONB30BaH TECT
Harmony™. HUIIT BeIssBHII Bce city4yan cuHIpoMa JlayHa.
TecT mokasan HyJneBOH YpPOBEHb JIO)KHOOTPHLATEIbHBIX
pe3ynbTaToB. YPOBEHb JIOKHOMOJOKHUTEIBHBIX pPE3ysbTa-
toB HUIIT, no cpaBHEHUIO CO CTaHIAPTHBIM CKPHUHUHIOM,
okazaincst B 90 pa3 ke — 0,06% nporus 5,4%. Ilpo-
THOCTHYECKas LEHHOCTb IOJOKHUTEIbHOIO pe3yJsbTara
CTaHJJaPTHOTO CKPMHUHTA B OTHOLIEHUH cUHApoMa JlayHa
cocrapmita Bcero 3,4%, B To Bpems kak mist HUIIT stor
nokaszatenb coctaBuil 80,9%. HenHBa3uBHBI NpeHaTab-
Hbll TecT y 15 000 *KeHIUH U3 TPYINNbl C HU3KUM PUCKOM
XPOMOCOMHBIX aHOMaJIH OOHAPYKHJI BCE CIydau CHHAPO-
Mma Jlayna (100%) ¢ ypoBHEM JOHOIOJOXHUTEIBHBIX pe-
3yibraroB Beero 0,05%.

Takum ob6pazom, uccnenoBanue NEXT moareepauiio
npumenumocts HUIIT cpenu sxeHuuH momnoxe 35 neT u
W3 TPYIIBl HU3KOTO PHCKA, MOCKOIBKY 3(deKkTHBHOCTD,
YyBCTBUTEIHHOCTh M CHEIUPUIHOCTH T€CTa ObUIM OJJMHA-
KOBBIMH B JII000I IpyIIe u cocTaBUIN 0KOJI0 99,9%.

[Ipy MUKpPOAENEMOHHBIX CHHApPOMAaX, OLIEHHUBAEMBIX
¢ iomonipio HUIIT, BO3MOKHOCTH JaHHOIO METOAA IOKa
BRITTISASIT HE oueHb yOemutenbHo. B pabore A.K. Peter-
sen M CcoaBT. [6] mo pesynbraTam oiueHku 712 oOpasios
MOJIOKUTENbHOTO aHanu3a BHekineTouHor JIHK mporno-
cTUYeCcKas EHHOCTh TMOJIOKHUTEIBHOTO pe3ysbTaTa 1o oT-
JISTBHBIM MUKPOJCTCITMOHHBIM CHHIPOMaM COCTaBHJIa OT
0 (cunapoMm «xoumaubero kpuka») no 21% (cunapom du
Jxopmxn).

Uro kacaeTcs BBISBICHHS MyTalluii B TIE€Hax, ac-
COIIMMPOBAHHBIX C ayTOCOMHO-JOMHWHAHTHBIMH  WIJIH
X-CUEMJICHHBIMU 3a00J€BaHUSIMH, TO [0 PEKOMEHIALNU
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caMHUX MPOU3BOAUTENEH TECT MPOBOAMUTCA TOJIBKO B CO-
YeTaHWM C ONpEAeJICHHEM HamOolee pacimpoCTpaHEHHBIX
TPUCOMUM.

DTO TOBOPUT O TOM, YTO HA JAHHOM JTare MPH paciiu-
PEHHHU CIIEKTPa ONPEAEAeMbIX FTEHETHUECKUX OTKJIOHCHUH
MOBBIIIAETCS] BEPOATHOCTD MOJTYUYUTH JIOKHOMOIOKHUTETb-
HBII pe3yJIbTaT U TeM CaMbIM YBEJIUYHTh YUCIIO OepeMeH-
HBIX, HAMPaBJICHHBIX Ha WHBA3MBHYI JHATHOCTHKY, YTO
COIPSKEHO C COOTBETCTBYIOIIUMHU PUCKAMHU ISl OepeMeH-
HOCTH.

Meton HUIIT He 3acTpaxoBaH OT NOJIyUYEHUSI JIOXKHOOT-
PHIATEIBHOrO pe3ynbTarta. BeposTHOCTh HE OOHAPYKHTH
FeHETUYECKYIO NAaTOJIOTHUIO CBA3aHA C HU3KUM COZEPIKaHU-
eM ¢etanpHOl (ppakunu. HU3kUM cuuTaercs conepx anue
menee 4—5%, nneanbHOE COAepKaHUE I KAYeCTBEHHOTO
tecta — He MeHee 10—11%. be3 aToro mokasarenst HEBO3-
MOKHO OLIEHUTb JOCTOBEPHOCTH TecTa. K coxasieHuto, Hu3-
Koe conepxanue (heTaabHOi Gppakunun MOXKET ObITh CBsI3a-
HO HE TOJIBKO C MaJICHBKHM CPOKOM OEepEeMEHHOCTH (MCHEe
10 nen), B cBsizu ¢ uem HUIIT He pekomeHnmyeTcsi mpoBo-
JUTH JI0 3TOr0 Cpoka (IPH KOMYHUKO-TEMEHHOM pa3Mepe
9MOpHoHa MeHee 32 MM), HO BCTPEYaeTcs MpPU BBICOKOM
WHJIEKCE MaccChl Teja OepeMeHHOH, OHKOJIOTHUeCKHX 3a00-
JICBAHUSIX, TPU PsiZie XPOMOCOMHBIX aHOMAJHH (TPUILIIOU-
JUU U aHeyrjouauu). [1o3ToMy mpu HU3KOM COIEpKAHUU
(eTanbHOI (HpaKIUU MOBTOPEHUE TECTa HELeleco00pa3HO
1 MOXET OBITh PEKOMEHIOBAaHA WHBA3HBHAS JTHATHOCTHKA.

OnHaKko B OTHOIIEHWH HEOOXonuMoro oobémMa deranb-
HOW ¢pakuuu cutyanusi mensiercs: B 2018 1. mosiBUIIHCH
JaHHbIE O TPUMEHEHUH HOBOTO SKOHOMHYECKH (P dekTus-
noro metosa Vanadis NIPT, ucrosib3yro1mero TeX HoJIoruio
MOJICKYJISIDHOTO 30HJa, C TOMOIIBI0 KOTOPOW MapKupy-
I0TCS L[eJIeBbIe XPOMOCOMBI [7]. TexHomorus npeacTaBisi-
€T TaK)Ke HOBBIM ()OPMAT CUYUTHIBAHUS C UCIIOIB30BAaHHEM
HaHODWIBTPA C aKKyMYJIUPOBAHUEM OTACITBHBIX MOJIEKYII
JUIsl BU3yaln3auu u nojcuéra 6e3 ammumndukanun JJHK,
MHUKPOYHUIIOB UM CEKBEHUPOBAHMS. ABTOPAMHU IOJTyYEHBI
00Ha&KHUBAIOIINE PE3yNbTAThL: MMOKA3aHO, YTO MPEIesIOM
JETEKTUPOBAHUS MOXKET ObITh 00BEM (heTabHON PpaKInu
meHee 2%. Bcero npoananusuposano 286 o6pasios, u 30
u3 30 GepeMeHHOCTEl C TPUCOMUEH ObLITN KJIacCUPUIIUPO-
BaHBI IPABUIIBHO.

CKpUHUHTOBBIA XapakTep TecTa CBSI3aH TaKKe C SB-
JICHHEM MO3auIIM3Ma, KOrJla B KPOBH MaTepH OKa3bIBAKOT-
csi ¢pakumu W HOpManbHOM, n aHomanbHou JIHK. Jleno
B ToMm, uTo BHekietouHas JIHK mmoma, momydennas u3
KpPOBU MaTepH, NPOUCXOAUT u3 1uToTpododaacta [8].
[TosTOMy peKOMEHAYEeTCsl MOATBEPAUTH MOJOKUTEIbHBIH
pesyabrar HUIIT nyTéM HMHBAa3MBHOIO MPEHATAIBHOTO
TecTUpoBaHUs. [IpeAnouTUTENBHBIM METONOM SBISETCS
AMHHUOIICHTE3, TIOCKOJIBKY UMEHHO ITPH aMHUOLICHTE3E JIJIs
HCCIIEIOBAHMSI IOCTYIHBI KJIIETKH caMoro ruiona. [Ipenmy-
IIECTBEHHOE HCIIOJIb30BaHUE aMHMOLIEHTE3a ISl IPOBep-
kU nonoxutenbHoro pesyisrara HUIIT pexomenmoBano
Esporneiickum o6mectBom reneruku 4enoeka (ESHG) u
AMEpHUKaHCKHM OOIIECTBOM T'€HETHYECKOH HH(MOpMAInu
yenoBeka (ASHG) [9].
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OnHaKo, MOCKOJIBKY aMHUOLIeHTe3 Haunboiiee Oe3zomnac-
HO BBINIOJIHATH TOJIBKO mocie 15,5 Hex OepeMeHHOCTH, a
HMUIIT moxxHO caenath ¢ 10-i Heaean, 3TO NOTECHIMAIBHO
O3HAuYaeT JUINTEILHOE BpPEMSI OXHUJAHUs OKOHYATEIbHO-
ro pesynbrara Juisi Oyaymux poautencii. [loatomy ObLIH
MPOBEACHBI UCCIEIOBaHUSA AN OUeHKH 3(deKTHBHOCTH
ouoricun BopcuH xopuoHa (CVS) kak MHBa3WBHOI'O Me-
Tona nonareepxkaeHus pesyaprata HUIIT. Kak usBecTHO,
CVS 103BOJIsIeT MPOBOJUTH ITUTOTEHETUYECKYIO JIMArHO-
CTUKY mioxa B | Tpumectpe OepeMeHHOCTH (OOBIYHO Ha
cpokax 9—12 uen). Oqnako u3-3a penomena CPM (confined
placental mosaicism — orpaHUYeHHbIH MIaLEHTapHbIH MO-
3aWIU3M) PE3yJbTaT MOXKET ObITh HEYOeAUTEIbHBIM, UTO
TpeOyeT BTOpu4HOro nHBazuBHoro tecra [10]. B crarbe
nmoka3aHo, 4To CVS MO3BONHT MOJYYUTh OBICTPBIA OKOH-
YaTeJIbHBIN PE3yJIbTaT B pAHHEM I'eCTallHOHHOM BO3pacTe y
MOAABIAIOLIET0 OONBIIMHCTBA (~ 97%) OepeMeHHBIX C aHO-
ManbHbIM pesyisrarom HUIIT no oxnoit u3 pacnpoctpa-
HEHHBIX Tpucomuit (13, 18 u 21), 1 TONBKO HEOOJNBIIOMY
4YHCITy MauueHToK (~ 3%) norpedyercss HpoiTH BTOPUUHBIH
WHBA3WBHBIN TECT MyTEM aMHHOIEHTE3a I OKOHYATEb-
Horo nuartosa (1,6% nns tpucomuu 21; 3,2% nis Tpuco-
vuu 18 u 8,3% mist tpucomun 13).

Kpome Toro, 1mmTeasHOCTh AMATHOCTUYECKOTO 3Tara 1
CPOK TIpepbIBaHUsI OEPEMEHHOCTH NUMEIOT HETIOCPEICTBEH-
HYIO CBA3b C JOJTOCPOYHBIMHU IICUXOJIOTHUECKUMU MOCTE -
CTBUSIMU JUIs popuTeieid [11]. ABTopsI enatoT 000CHOBaH-
HBIU BBIBOJI O TOM, 4TO Tipeiioxenne CVS B kayecTBe moji-
TBEPXKIAIOIIET0 TECTa MPH IOJIOKUTEILHOM pe3yJibTaTe
HUIIT nmo tpucomusim 13, 18 unu 21 nenecoodpaszHo.

B curyanusax, xorma mpennonaraeTcsl HaIW4YnE Hcye-
3atomiero OJu3HeNna, OMorcHsi BOPCUH XOpPHOHA HE TT0Ka3a-
Ha, TaK KaK BBICOKA BEPOSTHOCTh OLTUOOYHOTO IMarHO3a.

B nacrosee Bpems orpannuenus HUIIT cnenyromue:
*  XpPOMOCOMHBIE MTaTOJIOTUH y POAUTENCH;

* HajM4ue cOANaHCHPOBAHHBIX IIEPECTPOEK;
* cuHApoM wucuesatomero Onusnena (JAHK mnoruome-
ro IJIoAa MOXET LUPKYJIUPOBATh B KPOBH MaTEpH IO

8 Hen);

*  HaJIMYHME MO3aUIN3Ma;
* MHororiofgHas (0osiee yeM ABYMsl ILIOJIaMU) OepeMeH-

HOCTB;

*  3JIOKAQUECTBEHHBIC HOBOOOPA30BaHUS Y MATEPH;
* TpaHCIUIAaHTAIMS OPTaHOB, EPETMBAHNE KPOBH.

B sTux cuTyanusx peKkoMeHy0TCSl HHBAa3UBHbBIE METO-
Jbl TUarHOCTUKH.

Hrak, B COBPEMEHHBIX YCIOBUSX MOXXHO C YBEPEHHO-
CTBIO KOHCTaTUpPOBaTh BbICOKYIO ieHHOcTh HUTIT B oTHO-
menun cunapomoB Jlayna, DnBsapica, [laray u aneymion-
JUH 10 TIOJIOBBIM XPOMOCOMaM.

Uro kacaeTcsi pacHIMPEHHBIX TECTOB, BKIJIIOUAIOIINX
MHUKPOJICIICIIHOHHBIC CUHAPOMBI, BapUAIlMU YUCIIAa KOTHHA
TEHOB, TO HEOOXOMMOCTh UX MPOBEICHUS B KaXK]JOM KOH-
KPETHOM Clly4ae JOJDKHA ONPENeNsaThes MyTEM MeTUKO-
TeHETUYECKOTO KOHCYJIBTUPOBaHUs. Haye HEU30eKHO
TIOBBIIIICHUE YHCIIA JIOKHOMOJOKHUTEIBHBIX PE3YJIHTATOB
B OCHOBHOM 3a CYET HU3KOH CHEIU(PHUIHOCTU. DKCIEPTHI

EBponeiickoro 1 AMEpHMKaHCKOIO OOIECTB I'€HETHUKH Ye-
JIOBEKa yKa3bIBaloT, 4yTo mpu ucnois3oBanuu HUIIT nus
ckpuHHHTa Tpucomuii 21, 18 n 13 HeoOxomumo m3berarthb
TOJTYYEHHUS! JIOTIOIHUTENbHOW MH(GOPMAIIUN O ACTEIUsIX U
OyIUIMKAIUAX P OTCYTCTBUM 3aIllpoca CO CTOPOHBI Ila-
nuenTa. [Ipu 3ToM NanMeHThl JOJKHBI OBITh OCBEIOMIICHBI
0 BO3MOXHOCTH IMONy4eHUs: Takod wHDopmarmu [9, 12].
B ciydae nmonokuTenbHOro pe3ynbTata HeMHBa3UBHOTO Te-
CTa TaKXXe 11e7ec000pa3HO MEANKO-TeHETHUECKOE KOHCYIIb-
THPOBAHUE JJIsl TEKYIIET0 U JJOJITOCPOYHOI0 MPOrHO3a.

OueHb BayKeH BBIBOJ| CIIEIIHATMCTOB O TOM, YTO B KaXK-
JIOW cTpaHe HeoOXOJUMBI CBOM PYKOBOJCTBa IO TIpEHa-
TaJIbHOMY CKPHUHMHTY € YYETOM COLIMAJIbHBIX aCIIEKTOB.

B Poccun HemHBa3MBHBIE TECTHI BBINIOJIHSIIOT HA KOM-
Mepueckoil ocHoBe. [IoaToMy He TepseT cBOeW akTyallb-
HOCTH pacuéT pHUCKa XPOMOCOMHOW MaTOJOTHU C HC-
MOJIb30BaHMEM OMOXMMMUYECKUX IIOKa3aTelleil B cocTase
KOMOMHHMPOBaHHOTO CKpuHMHTra | Tpumectpa. HenaBuue
WCCIIEZIOBAHMS TIOATBEPKIAI0T, YTO B OTHOIICHHH pacyé-
Ta pucka cuaapoma JlayHa camas s¢dexkTuBHas KoMOUHa-
L1l — 3TO COYETAHHUE U3MEPEHHU ILEIHOM CKIIaiKu, ypOB-
Heilt PAPP-A, cBoOoaHO# B-cyObeAMHHUIIBI XOPHOHHUYECKO-
ro roHagorpornuHa 4enoBeka (B-XI'Y) m marepuHCKOTrO
BozpacTa [13]. B To e Bpemst 0ueBUIHO, 4TO OoJiee mupo-
koe BHeapeHue HUIIT npu cyniecTBEHHOM CHUKEHHUH €ro
CTOMMOCTH TIO3BOJIMT OTKa3aThCsl OT pacyéTa pucKa reHe-
THYECKOH MaTOJIOTUHU 110 OMOXUMUYESCKUM MTOKA3aTEIISIM.

DTO HE KacaeTcsl OLEeHKHU pucka npeskiamrcuu (119) B
I rpumectpe. FMF (The Fetal Medicine Foundation — ®ona
MEJUIMHBI I1JI0/1a) IpeaaraeT OecraaTHbIA OH-TaliH Kajlb-
kynstop pucka [13 — B I, 11 u I11 tpumecTpax, ¢ oueHb ya00-
HBIM U IPOCTBIM UHTepdeiicoM. Yka3blBaeTcs, 4TO Mpeasia-
raemasi Moziesib 3 QEeKTHBHO ITpeacKa3bIBaeT panHiow [13, a
acnupHHOINIpoHUIaKTHKa TpenoTspamaet 90% paHHux (10
32 uen) 11D u 60% I15 no 37 wen OepemeHHocTH. Pacuér
pHCKa IPOBOAUTCS ¢ yu&ToM MaHHBIX aHamHe3a (10 B anam-
Hese), AJl, nonmnepomerpun (Pl marounsix aprepwii), 6uo-
MapKepoB (maneHTapHoro ¢akropa pocra PIGF — placenta
growth factor, u PAPP-A). BrirroueHue B KaJlbKyJISIUIO PU-
cKka OMoMapKepoB MOBBIIIAET TOYHOCTH peauKnu [19.

HecMoTpsi Ha BO3MOKHOCTH M EPCHEKTHBBI IPUMEHE-
uust HUIIT, o aBisieTca TOMBKO OOHUM U3 HHCTPYMEHTOB
M3YyUYEeHUS TaTOJIOTHH TJI0/A.

R.M. Reimers u coaBrT. [14] npoBeneHO peTpOCHEKTHB-
HOE€ HCCIIeIOBAHUE MJIS ONPEAETICHNUS OCTaTOYHOI'0 PHCKa
AHEYTUIOMAMH MToCIIe MOJIyYEHH s OTPULATENIBHOTO aHalln3a
JIHK y nnomoB ¢ Hanum4ueM maToJOTHYECKUX Pe3yIbTaToB
1o gaHHbIM Y3U (CTpyKTypHas aHOMauus, LIeHHas Mnpo-
3pauHocTh (NT) > 3,0 MM UM Apyrue «MsIrKue MapKepbl»).
Taxoif Bompoc BO3HUK MOTOMY, YTO JETEKTHUPYIOTCS IpPH
oMoty Tecta JIHK aneymmonaun mo xpomocomam 21, 18,
13 1 nonoBeiM. COOTBETCTBEHHO APYTHUE aHEYIJIOWIUN —
HeJleTeKTUPYEMBbIE.

HccnenoBano 498 mionoB ¢ HUTOr€HETUUECKUMH AHO-
MaJIMSMH ¥ U3BECTHBIMHU pe3ysbTaTaMu Y 3-HCCIEIOBAHMS.
Oo6napysxeHo, uto y 16,3% n3 aux (81/498) Oblna HeneTek-
tupyemasa npu nomouniu J[HK-tecta xpomocomuas mato-
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norus, B I, II u III Tpumectpax — 12,4% (32/259), 19,5%
(42/215) n 29,2% (7/24) coorBerctBenHo. Ecnu B 1 Tpume-
CTpE TECT MOT BBISIBUTH TPUIUIONINIO, PE3YJIBTAT CHIDKAJICS
10 7,7% (19/246). Ecnu paccmarpuBaTh Takoil Mapkep I Tpu-
MecTpa, KaK LeitHas npo3payHocTsb, To npu NT 3,0-3,49 mm
15,8% (6/38) umenu HeompeaensieMble C MOMOLIBIO TECTa
pesynbrarel, 1 NT > 3,5 mm — 12,3% (20/162). [pu Hanu-
YUM KUCTO3HOU rUrpomsl y 4,3% (4/94) 1171010B ¢ XpOMOCOM-
Hoit natonorueit HUIIT nmen oTpuniatenbHblil pe3ynbrar.

CrieKkTp 1 IpOLEHTHOE COOTHOIIEHUE BO3MOKHBIX aHO-
MaJIFH TUI0/1a TIPEACTABICHBI HA TUATrpaMMe (CM. PUCYHOK).
3a OCHOBY B3SIThl OEPEMEHHOCTH Y 25-IETHUX MAIHUEHTOK.
B 95,3% ciydaeB 110161 HE UMENIH KaKUX-TMOO aHOMaJUH.
VY ocranbHbIX 4,7% 00CIeIOBaHHBIX CTPYKTYpPHBIE aHOMA-
JINW, HE CBSI3aHHBIE C TEHETHYECKOI 1MaToIornei, COCTaBh-
1 64,2%. 3 reHe TUYEeCKOM MaToI0ruy 00bIIas 4acTh —
21,4% npencrasisiia co0O0i Bapuanuy 4uciia KOIMHU reHOB
(BU reHeTHYeCcKOro nonumMopdusma). OcraabHble FTeHETH-
YecKue MpoOIeMbl ObLITH MTPECTABICHBI PA3TUYHBIMHU XPO-
MOCOMHBIMH aHOMausAMU. IIpu sTom Tpucomuu 21,18 u 13
B COBOKYITHOCTH COCTaBMJIN TOJBKO 2,5%.

Takum o0pa3oM, ynenssi 3aciyXeHHOE BHUMaHHUE BO3-
MOXXHOCTSIM BBISIBIICHUSI TEHETHYECKHUX MpoOiIeM, Heoo-
XOIUMO OTMETHTh, UTO BAKHEHUIIMM METOIOM OCTaéTCs
yJIBTpa3ByKoBas auarHoctuka [15]. Ocobast posb mpuHa-
JISKUT YJIBTPa3ByKOBOMY CKpuHUHTY B I Tpumectpe. Ilo
pexomenpanusam ISUOG cpokwu ot 11 mexens o 13 venens
6 mHEW wWaca’ bHBI JUIS BHITIOJHCHUS HWCCiemoBaHus [16],
LEeJISIMH KOTOPOTO SBJISIOTCA:

* TOITBEPXKJICHHE )KU3HECTTIOCOOHOCTH;

* TOYHOE YCTAHOBJICHHE T'€CTAIIMOHHOTO CPOKa;

* OIpeAeNeHUe YUCIIa )KU3HECTIOCOOHBIX IMOPHOHOB;
* OLIEHKa aHATOMUM IJI0Aa;

* OlIEHKa pUCKa aHEyIJIOUJUH.

Cy1ecTBEHHBIN MPOTpecc B Ka4eCTBE BU3YATU3ALNN U
YPOBHE MOJATOTOBKH CIEIUATHCTOB MPUBOIUT K TOMY, U4TO
KJIIOYEBBIM HallpaBlieHHeM cKpuHuHTOBOro Y3U B I Tpu-
MECTpPE CTAHOBHUTCS U3yUCHHE aHATOMUH TUIOJA.

CormacHo mpukasdy MwunzgpaBa P® ot 01.11.2012
No 572n «O6 ytBepxkaenuu Ilopsigka okasaHusi Menu-
LIMHCKOM MOMOIIM MO MPO(UITI0 «aKyIIEPCTBO U TMHEKO-
JOTHS», CKPUHUHTOBOE YJIBTPa3ByKOBOE HCCIIECIOBAHHUE
MPOBOJUTCS TPEXKPATHO: TPH CPOKaXx OCpeMEHHOCTH
11-14 nen, 18-21 nen u 30-34 wen. Ilpu cpoke 11-14 Hen
OepeMEHHYI0 KEHLIMHY HalpaBJIsIOT B MEIULUHCKYIO
OpPraHM3alHI0, OCYLIECTBISIOUIYIO IKCIIEPTHBIH YpPOBEHb
MpeHaTAIBHON AUATHOCTUKH, JUISI TPOBEACHUST KOMIIJIEKC-
HOW TIpEeHaTaJIbHON (JJOPOAOBOI) TUATrHOCTUKH HAPYICHHUH
pa3BuTHusl peOEHka, BKiItouaromed Y3W Bpauamu-crenu-
aMUCTaMM, MPOLIEAIIMMH CIEeUUATbHYI0 MOATOTOBKY H
MMEIOUIUMHU JIONMYCK Ha IPOBEACHHE YIBTPa3ByKOBOTO
CKpUHUHTOBOTO obOcnenoBanus B | Tpumectpe, u onpene-
JICHHE MaTePUHCKHUX CHIBOPOTOUHBIX MAPKEPOB (CBA3aHHO-
ro ¢ 6epeMeHHOCThI0 T1a3MeHHoro npotenHa A (PAPP-A)
u cBobomgHoi PB-XI'Y) ¢ mocieayromuM MporpaMMHBIM
KOMIJIEKCHBIM pacdéTOM HHANBUIYaJIBHOTO PHCKa POXK/Ie-
HUA peOEHKA ¢ XPOMOCOMHOMN MaTOJIOTHEH.

Literature reviews

AHomanuu
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Cmpykmypa ¢hemarnbHbIx aHomManui. (U3 doknada npeaudeHma
MexodyHapodHo2o0 obwjecmea ynbmpa3eykoeoli OuaczHOCMUKU
8 akywepcmee u 2uHekonoauu (ISUOG) Dr. C. Bilardo, 20-24
October 2018, Singapore).

CymiecTByeT OO0JbIIOE KOJIUYECTBO Y 3-MapKepoOB Xpo-
MOCOMHOM TaTOJOTUHU: yBEIWYEHUE IIeHHOW CKIaJKH,
OTCYTCTBHE W YMEHbBIICHHE pPa3MEpPOB HOCOBOW KOCTH,
AHOMAJIBHBI KPOBOTOK B BEHO3HOM MPOTOKE, TPUKYCITH-
JanbHas peryprurtanus, yKopoueHue TpyOodaTbiX KOCTeil,
€IMHCTBEHHAsI apTepHsl IYIIOBUHBI, THIIEPIXOreHHBINH (O-
KYC B JIEBOM JKEIIyI0UKe Cep/la, KOCOJIAloCTh, a0eppaHT-
Has TIpaBasi MOAKJIYNYHAs apTepus U ap. CamMblii H3BECT-
HBII MapKep MaToJ0rMy — IIeiHast CKIIajKa — yBeJIHYeHa
y 50% mnonoB ¢ anomanusmu. [Ipu 3ToM BenuunHa 1mei-
HOM ckJytanku Oonee 95-i mpoueHTwin B 34% ciryyaes cBsi-
3aHa ¢ OOJIBIIUMH KapAHaIbHbIMU Te(EKTaMU.

Hcnonb30BaHue cTaHIapTU3UPOBAHHBIX MEXAYHAPO.I-
HBIX IPOTOKOJIOB TOBBIIIAET YPPEKTUBHOCTh CKPUHUHTA
I rpumectpa [17].

Okcneptel [ISUOG mpeanaraioT 3HaYUTENBHO pPACIIH-
PUTH IPOTOKOJ UCCIICAOBAHMS B 1-M CKPUHUHTOBOM CPOKE
C BKJIIOYEHHMEM OLIEHKH 3aJIHEH YepernHol SMKH, JIULEBbIX
CTPYKTYpP — TPOQHIIS, HUKHEH YEIIOCTH, BEPXHEU I'yObl,
rina3 (B TOM 4HCIie XpyCTajuKa rjia3a); U3yueHHsl HarpaBs-
JIeHHUs TOKa KPOBH uepe3 KJiamaHbl cepila, OLEeHKH Bbl-
XOIHBIX KapAHaIbHBIX TPAkTOB ¢ ToMotbio [JIK; onenku
MOYEK, MyNOYHBIX apTEePHid, MAJIBLEB, MOJOKEHUS KUCTEH
U CTOIL.

Macmrabnoe uccienosanue A. Syngelaki u coasr. [18]
MOCBAIICHO THArHOCTHKE HEXPOMOCOMHBIX aHOMaJIUH T1J10-
na B I tpumecTpe.

IIposeneno 45 191 ynprpa3BykoBoe uccienoBanue; 332
cily4asi aHeyIJIOMAMN OBbLIM HCKIIIOYEHBI U3 CTaTUCTHUYE-
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CKOr0 aHayn3a. ABTOPOB MHTEPECOBATIU (eTajbHbIe aHO-
Malliu, He CB3aHHbIe ¢ aHeymounusimu, — 488 (1,1%) u3
44 859 6epemennocreit; 213 (43,6%) u3 HUX ObLIN BbISBIIC-
HbI Ha cpoke 11-13 Hex. D10 ObLIM BCE Cilydau TaKUX 00JIb-
mux AeeKkToB, Kak akpaHusi, aodapHas TOJIONPo33HIeda-
nusi, omdaoriene, raCTPOIIN3UC, METallUCTUC U AHOMAJTHS
ctebnst Tenma. JlnarnoctupoBaHo 77% ciydaeB OTCYTCTBUSA
koHeuHocTH, 50% ciydaeB audparmaiabHOi TpbikH, 50%
JIeTaJbHBIX CKENETHBIX Auciazuil, 60% mnoauaakTUInU,
34% OonplIUX KapauaibHbIX JedekToB, 5% paciienuH
nuna, 14% otkpeiToit spina bifida. He Obutn BbBISBIICHBI:
arcHe3usT MO30JIMCTOrO TeJla, TUITOTLIA3Us MO3KEUKA U €ro
YepBsi, SXOT'CHHBIE TIOPAXKEHUS JIETKUX, 00CTPYKIUS KUIIIeU-
HHKA, OOJIBITUHCTBO JI)EKTOB MOYEK U KOCOJIAOCTb.

ITo maraeM ISUOG mpu A0CTaTOYHOM OIIBITE CIICITHA-
aucra 62% aHoManuil pa3BUTHUS MOXHO OINpPENEIUTh B
I rpumecTpe. Uto kacaetcs BpOKAEHHBIX TTOPOKOB CEP/AILIA,
4aCTOTa KOTOPBIX cocTaBiisieT Oosiee 21% B cTpyKType Beex
TUTOOBBIX aHOMaHH, 30% MOXKHO BBISBUTE B | TpuMecTpe,
45% — Bo 11 u 25% mocne poxxkaenns. OcoOeHHO TsKENbIE
AHOMaJINH TIOAAAIOTCS pAHHEH INarHOCTHKE.

J.A. Sainz u coaBt. [19] npeanpuHsIn NONbITKY Y3-
OIIEHKHU aHATOMUHU 1110/1a B | TpuMecTpe OepeMEHHOCTH 10
CTaHJapTaM, pEKOMEHIOBaHHBIM JIJIs1 cepenunbl 11 Tpume-
crpa (18-22 wem). PesynbraThl wccienoBaHUs MMOKA3aIH,
YTO BO3MOKHOCTH ITOJTHOIEHHOHN BU3YyaJIM3allli BO3pacTa-
et ¢ 23,1% na cpoxke 11 nenens —11 negens 6 nueit 1o 63,8%
B 13 Henenb —13 Henens 3 qHS, ¢ YETKUM TOBOPOTHBIM MO-
MEHTOM B auana3oHe 12 Hemenb 6 muel —13 Henenb 3 gHA
(p < 0,05). Y o0cnenoBaHHBIX Ha ATOM CPOKE >KEHIIHWH
YUCIIO HEYOCTUTENBHBIX JJaHHBIX TpeBbimano 20% TOIbKO
TIPU UCCIICAOBAHNH TIOYEK M Cep/Ia Mmioaa. ABTOPBI peKO-
MEHAYIOT CpOK OepemeHHocTH 12 Henenb 6 qHeit — 13 He-
JIeNb 3 JIHS KaK MPEANOYTHTEIbHBIN JJIsl OLICHKH aHATOMHU U
miozaa B I TpumecTtpe.

KoneuHno, BbIsiBIeHHE (QeTaTbHBIX aHOMAJIUN U TOCTa-
HOBKa OKOHYATEIBHOI0 JUArHo3a — 3TO JajeKo He Bceraa
TOXICCTBEHHBIC MOHATUA. JMarHOCTHKAa MHOTHX MOPOKOB
BO3MOKHA TOJBKO Ha 0oJiee MO3IHUX CPOKax OepeMEeHHO-
CTH: THAPOHEPPO3 U MYJIBTUKHUCTO3 [I0YEeK — Mocie 16 Hex
OepeMeHHOCTH, aJIECHOMAaTo3 JErKOro M aTpe3us MUIIEBO-
na — c 20 Hen, aTpe3usi ABEHAIUATUIICPCTHOW M TOHKOU
KUIOKKH — ¢ 22 Hex OepeMeHHOCTH U T. 1. OJHaKo, Kor-
Jla TIPOBEIEH TOJHOLEHHBINM KOMIIJIEKC OOCIIEZIOBAaHUS B
I TpumMecTpe, 3HAYNTEITHHO CHUKAETCS BEPOSTHOCTH OOHA-
py>KeHUsl B IaJIbHEHIIIeM aHOMAJIHH, SBIISIOUIUXCS YaCThIO
TEHETUYCCKUX CHHPOMOB U «OOJBIIUX» 1e(PEKTOB, HE CO-
BMECCTUMBIX C JKH3HBIO JTHOO WMCIOIINX COMHHUTEIBHBIN
MPOTHO3 JIJ1s1 )KU3HU.

B cutyanusx, korjga mopoku pa3BUTHUS HE CBS3aHbBI C
TeHEeTHYCCKUMH CHHIPOMAaMH, HA OCHOBAHWUU NaHHBIX O
CIIO)KHOCTH TIOpOKa, TPOTHO3E 3a00JIeBaHUS, OBICTPOTE
Pa3BUTHS MATOJIOTMYECKOTO MPOIECcca, BOZMOXHOCTH XH-
PyPTrUYecKOr KOPPEKIUU BBIICTSIOT HECKOJIBKO TPy XU-
pyprudeckux 3aboneBanuit y mona [20]:

* l-s1 rpynma: maronorus, TpeOyromas OnepaTUuBHOIO

BMEIIATEIbCTBA B TIEPBBIC Yachl M JTHHU IOCIE POKIE-

HUs (TacTPOIIN3UC, IMOPUOHAIBHBIE I'PBDKH C Y3KUM
OCHOBaHHMEM, aTpe3usl MUILEBO/IA, aTpe3ns JIBEHaALaTH-
MEPCTHOM KHILIKH, aTpe3usi TOHKOM M TOJCTOW KHUIIKH,
quadparmanbHas Ipbbka, aeHOMaTo3 JErKoro ¢ siie-
HUSIMH JIBIXaTEJIbHON HEIO0CTATOYHOCTH, OITyXOJIEBHU[-
Hble 00pa30BaHUs, MPUBOAIIUE K IbIXaTebHONH HEHO-
CTaTOYHOCTH);

e 2-s rpynmna: natoyiorus, TpeOyromas OTCPOYCHHOTO XH-
PYPrHYECKOIO BMEIIATENbCTBA B TEUEHHUE INEPBBIX HE-
JIeNib WU TIEPBOTO Mecsiia ku3Hu (00bEMHBIE 00pa3o-
BaHUS OPIONIHOW TOJIOCTH, MYJIBTUKHCTO3, METaypeTep,
TUIPOHEPPO3, aTpe3us >KETYHOTO ITy3bIps, TEPAaTOMBI,
KHUCTBI SUYHUKOB);

e 3-g rpymnma: naToyorus, Aarolias OCHOBaHHE sl 00CYXK-
JICHUS BOIIPOCa O MpepbIBaHUU OSPEeMEHHOCTH (TTOJIHKH-
CTO3 TIOYEK, areHe3us MOYeK, aTpe3us YpeTpbl, MHOXe-
CTBEHHBIE TOPOKH Pa3BUTHS, 37I0KAYECTBEHHBIE OITyXOJIH,
XPOMOCOMHBIE 00JIe3HM MoueK). Bonpoc o npepbiBaHum
OepeMEeHHOCTH peraeTcsi B KaXKI0M KOHKPETHOM CiTydae
WH/IMBUIyaJIbHO M OTIPEJIEIISICTCS BO3PACTOM MaTepH, e
COMAaTHYECKMM M TMHEKOJIOTHYECKUM aHAMHE30M;

* 4-g rpymnma: marojorus, TpeOyromas npepbiBaHus 0Oe-
pemennoctu (aHdHuEdanus, ruapouedanus B CTaIuu
JIEKOMIICHCAINH, TUTAHTCKHE MEHUHTOdHIIe]aonene u
MEHHMHTOMHUENoLesIe, MUKpoLedaaus, MOpOoKH cepaua,
HECOBMECTHMBIE C KU3HBIO, U PYTHE);

e 5-srpynma: maTtoyorus, TpeOyromas akTHBHOTO TUCTIaH-
CepHOTO0 HaOIIOIeHUs XUpYpra (TTMe09KTa3Hs, peslaKca-
st Kynosa auadparMel, JUCTOMUS MOYEK, THIIOIIIa3Hs
MOYKH, aHOMAJIMS KOJIMYECTBA OPraHOB, COJIUTapHBIC
KHCTBI NETKNX 0e3 SBICHUI JbIXaTeIbHOW HEJ0CTaTOU-
HOCTH, TTaX0OBbI€ I'PBIKHU, BOJSTHKA 000JI0YEK SIMUKa);

* 6-s rpynmna: naToJjorus, MNP KOTOPOl BO3MOXHBI BHY-
TpUYTPOOHBIE BMEIIATeNbCTBA (AnadparMaibHbIe TPbI-
KM, THApouedanus, THAPOHe(DPO3, KIamaH 3aJHCH
YpeTphl, aIeHOMATO3 JIETKOTO, KPECTI[OBO-KOITIMKOBBIE
TepaTombl). HeoOX0AUMOCTh B 3TOM BO3HHMKAET B TOM
cilydae, KOrja CyLIeCTBYET PUCK BHYTPHYTPOOHOH TH-
Oenm opraHa WIH 10/,

Takum o0pa3oMm, mNpeHaTambHas IUATHOCTHUKA JOJDK-

Ha co3AaBaTh MH(POPMALMOHHYIO 0a3y Ul MpeHaTaJbHOro

KOHCHWJIMYMa, i€ TOMUMO Bpaueil Y 3-I1MarHOCTHKH, aKyIlle-

POB-THHEKOJIOTOB, JIETCKHX XHPYProB, HEOHATOJIOTOB HEOO-

XOIMMO Yy4acTHe MPO(UIBHBIX CIEUATNCTOB (T€HETHKOB,

HEMPOXUPYProB, YEIOCTHO-TULEBBIX XUPYProB, KapAHOXH-

PYProB U Jp.) 10 TOW MAaTOJOIHHU, KOTOPAast MPEAIoIaraeTcs

y et He poauBierocst peoéuka. lleab KoHCHIMYMa — O/~

poOHO MHPOPMUPOBATH POIUTENEH, C KAKUMH MpoOIeMaMu

OHM MOTYT CTOJIKHYTbCS HENOCPEICTBEHHO IOCIE POXKJe-

HUS, KaKOBbI COBPEMEHHBIE BO3MOKHOCTH XMPYPIHH, WH-

TEHCUBHOM TEpaIruy ¥ peadHIMTaluy IPpU JaHHOM MaToJo0-

T'UH, KaKOB ITPOT'HO3 JIJIsI )KM3HU U 3/I0POBbsI peOEHKa.

BriBoanI

1. CkpunuHr [ TpumecTpa 3aciayK1BaeT MAKCUMaIbHOTO
BHUMAaHUS HE TOJBKO JIJISI OLIEHKH PHCKAa XPOMOCOMHOH Ia-
TOJIOTUH, HO ¥ 111 pAaHHEH JUarHOCTUKY TIOPOKOB Pa3BUTHSI.
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2. JInarHocTHKa MOPOKOB Pa3BUTHA IUIOJA BO3MOXKHA
TOJIBKO C TMOMOILBIO BU3YalbHBIX MeTOAOB (s I Tpume-
cTpa — Y3-mccienoBaHue).

3. HUIIT — cKpUHHUHTOBBIN TECT, HE SIBISIOLUTUNACS Me-
TOJOM T'€HETUYECKOH OLEHKH 3THOJOTMH aHOMaluil. Bbl-
cokasi mporHoctuyeckas neaHocts HUIIT oTHocuTcs X
aneymtonausaMm 1o 21, 18 u 13-i mapam xpomocoMm u mo-
JIOBBIM XPOMOCOMaM.

4. HUIIT naubonee onpaBiaH NMpu CpeAHE CTENECHH
pHCKa aHEeYIUIOMIUHU MO pe3yabraTaM KOMOMHHPOBAHHOTO
ckpunuHra. Cpenneil crenensto pucka cunrtaercs 1:100 —
1:300 mpu orcyTcTBUM Y 3-MapKepoB XPOMOCOMHOMN MaTo-
JIOTHH.

5. Tlpn HU3KOW CTeHmeHW pHcKa U OTCYTCTBHH Y 3-
MapKepoB MOKa3aHO CTaHJapTHOE BelleHne OEPEMEHHOCTH.

6. I1pu BeIcOKO# cTenenu pucka (> 1:100) u orcyTcTBUM
MapKepoB U MOPOKOB Pa3BUTH 10 faHHBIM Y 3U Bompoc o
uenecoodpasznoct HUIIT unu HenmocpencTBEeHHOM miepe-
XO/Ie K MHBA3WBHOW IHMAarHOCTHKE JIOJKEH OMPEAEIATHCS
PEKOMEHIAIMSIMHU TeHETHKA.

6. HUIIT ne cnenyeT pekOMEHA0BATH MPU HATUUUH Y 3-
MapKepoB XPOMOCOMHON Maronoruu. B atux ciyyasx mo-
Ka3aHa MHBAa3WBHAs JUArHOCTHKA.

7. TanmenTka OMKHA OBITH TOJTHONEHHO HH(OPMHU-
pOBaHa 0 BO3MOXKHOCTSX U OI'PAaHUYEHHUSAX MPEHATaIbHbIX
CKPUHUHTOBBIX MCCIIEIOBaHUI.

8. TonmbpKO TIpaBUIIBHON KOMOWHAITUEH METOIOB MOYKHO
JIOCTHYh MaKCHUMaJbHOH 3()(PEeKTUBHOCTH TNpeHaTaIbHON
JIUarHoCcTUKU. VIHTeprnpeTanus pe3yabTaToB JTUarHOCTUKH
SIBJISIETCST 3a7jaueil MYJIbTHANCUUIIMHAPHOIO IPEeHATallb-
HOT'O KOHCHJIMYMa.

@unancupoeanue. ViccnenoBanve He UMENO CIIOHCOP-
CKOM MOJJEPIKKHU.

Konghnuxm unmepecog. ABTOpPBI 3asBISIIOT 00 OTCYT-
CTBUU KOH(IINKTA HHTEPECOB.
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