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Pesiome

CBOeBpeMEeHHass AMArHOCTMKA XPOMOCOMHbIX aHeYMNIouaniA UrpaeT BaXHYH pO/b B OMpefeNeHnM NPaBUAbHOM TakKTUKK BeLeHUs
6epeMeHHOCTU. B NaHHOM CTaTbe M3N0XKeHbl COBPEMEHHbIE NPEACTaBNEHUS O BEPOSITHOCTM BO3HMKHOBEHUS aKyLLepCKOM NaTonormm
B 3aBMCMMOCTM OT KONMYECTBA KNETOK, UMEILWMX reHeTMyeckyto abeppaumio, B YaCTHOCTM B nnaueHTe. K nogobHbIM akywepckum
OC/TOXKHEHMAM OTHOCST 33[ePXXKy poCTa NNoAa, NPexaeBpeMeHHbIE pOoAabl, HEKOTOpble GOPMbI MpesknaMncun. B ctatbe onumcaHsbl
MeToAbl NMpeHaTanbHoro obcnefoBaHMs, NO3BONSIOLME CBOEBPEMEHHO MONYYMTb MHDOPMALMIO O Pa3BUTUM MIOAA M O MPOrHO3e
OCNOXKHeHW BepeMeHHOCTH, B YaCTHOCTU, HEMHBA3WBHbIV NpeHaTanbHbli JIHK-CKPUHUHT Kak HOBbIM METOL, UMEOLLUIA CBOW MPenMy-
LLeCTBa M OrPaHWMYEHUs, OCHOBaHHbIM Ha aHanu3e [IHK nnaueHTapHOro NpomcxXoXAeHWs, a Takke OCBELLEHbl Apyrue HoBellive
MeTobl AUArHOCTUKM, MO3BONSIOLLME NONyYaTh Honee TOYHYO MHOOPMALMIO O MIALEHTApHOM MO3auLM3Me U Pa3BUTUM NATONOTUM.
Hamu npoaHanusmpoBaHbl nybavkaumm 3a nocnenHue 10 net, nocesLieHHble GakTopaM, OTBETCTBEHHbIM 332 GOPMUPOBaHUE MNaLeH-
TapHOro Mo3auLM3Ma, METOAAM NPEeHaTaNbHOM ANArHOCTUKKM, HEOBXOAMMbIM ANS KOPPEKTHOM NMOCTaHOBKM AMArHO3a, U BEPOSTHOCTH
BO3HMKHOBEHMS aKyLIEPCKOW NaToNorMn B Clyyae NponoHrMpoBaHus 6epeMeHHOCTH, OCIOXKHEHHOM reHeTUYeCKUMU abeppaumsaMu.
MccnenoBaHus 3apybexxHbix aBTOPOB MOLTBEPXKAAKT MPSMYK 3aBUCMMOCTb BEPOSITHOCTU BO3HUKHOBEHWS aKyLIepCKOW MaTonornu
OT KOMIMYECTBa K/1eTOK, UMEILLMX reHeTuYeckyto abeppalmio. B cooTBeTCTBUM C NpUBEAEHHBIMM pe3ynbTaTaMy UCCIeN0BaHUIA Crnpa-
BEA/IMBO OTMETUTb, YTO M/aLleHTapHas HeAOCTaTOYHOCTb MOXET HabnAaTbCs B IOOOM Clyyae reHeTMYeckoi abeppaumu, 0cobeHHo
€M B MaToNorMyeckuii npouecc BoeneyeH H60MblIOK 06bEM KNETOK Ha paHHEM 3Tane anddepeHuUMpoBkM. Kpome Toro, ocBelleH
BOMPOC 0 HeOHXOAMMOCTU TILATENbHOM NPeHATaNbHOM AMArHOCTUKM C LieNblo NpeaynpexaeHus pa3BuTus natonornum 6epeMeHHoCTH,
B TOM YMCIe C NMOMOLLbI0 NPUMEHEHUS HOBEMLUMX TEXHONOMMI U MUHUMM3ALMM UCNONb30BAHUS MHBA3MBHbIX METOA0B.

KntoueBble c10Ba: OrpaHMYeHHbIN NnaLeHTapHbI MO3anumn3M, aHeynaouans, Tpucomms, ceobogHas detansHas OHK, 6epemen-
HOCTb, CKPUHMHT, HEMHBA3MBHbIM NpeHaTanbHbIM JHK-CKpUHUHE
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Abstract

Timely diagnosis of chromosomal aneuploidies plays an important role in determining the proper approach to the management
of pregnancy. This article outlines the current ideas on the likelihood of occurrence of obstetric pathology, depending on the
number of cells with genetic aberration, especially in the placenta. Such obstetric complications include fetal growth retardation,
premature birth, and some forms of preeclampsia. The article describes the prenatal examination techniques, which help obtain
timely information about the development of the fetus and predict pregnancy complications, more specifically, non-invasive
prenatal DNA screening as a new technique with its advantages and limitations, based on the analysis of DNA of placental origin.
It also highlights other latest diagnostic tools that allow to get more accurate information about placental mosaicism and the
development of pathology.

We have reviewed publications over the past 10 years, which are devoted to the factors responsible for the formation of placen-
tal mosaicism, the prenatal diagnostic procedures required for an accurate diagnosis, and the likelihood of obstetric pathology in
case of prolonged pregnancy complicated by genetic aberrations.

Foreign studies confirm the direct dependence of the likelihood of obstetric pathology on the number of cells with genetic aber-
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ration. In accordance with the above study results, it would be only right to note that placental insufficiency can be observed in
any case of genetic aberration, especially if a large volume of cells is involved in the pathological process at an early stage of
differentiation. In addition, the article discusses the issue of need of thorough prenatal diagnosis to prevent the development of
pregnancy pathology, including the use of the latest technologies and minimizing invasive methods.

Key words: confined placental mosaicism, aneuploidy, free fetal DNA, trisomy, pregnancy, screening, non-invasive prenatal

DNA screening
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BBEAEHWUE

CBoeBpeMeHHast AMarHOCTMKA Pas3fIMYHbIX FeHEeTUYECKMX
MaToNorMin UMeeT BaXXHOE 3HAYeHMe B MPOrHO3MPOBAHUM
nnaLeHTa-aCCoLMMPOBaHHbIX OC/IOXHEHUIA M B onpenene-
HWM NPaBUIbHOM TaKTUKKW BeaeHus HepeMeHHOCTU. B vacT-
HOCTM, NPeACTaBASETCS BO3MOXHbIM MPOrHO3MPOBATb
3a[lepXKy pocTa niona, BEpPOSITHOCTb BO3HMKHOBEHMWS Npe-
XOEBPEMEHHbIX POAOB, aHTEHATaNbHYO TMbenb, a Takxke
BbIP@)XEHHYIO B Pa3HOM CTEMeHM NnaleHTapHyl HemocTa-
TOYHOCTb B 3aBUCUMOCTU OT LETEPMMUHAHT M KOJIMYECTBA KJle-
TOK, BOB/IEYEHHbIX B NaTONOMMYECKUI npoLecc.

B npaHHOM pabote ™Mbl npoBenu 0630p nybnuKauui,
MOCBALWEHHbIX GaKTOpaM, OTBETCTBEHHbIM 33 GOPMMPOBA-
HWE NNaLeHTapHOro Mo3auuM3Ma, MeToJaM NpeHaTanbHow
[LMarHOCTUKM, HEOBXOAUMBIX [/19 KOPPEKTHOM MOCTAHOBKM
[IMarHo3a, U BEPOSTHOCTM BO3HWKHOBEHUS aKYLUIEPCKOM
MaTosiorMn B C/lyyae TMPOSIOHTMPOBAHUS BepeMeHHOCTH,
OCNOXHEHHOW reHeTuyecknmm abeppaumamu. B ctatbe ocse-
LEeHbl UCCNENOBaHMUS 3apybexHbIX aBTOPOB 3a MOCNeAHUE
10 net, a Takke OCHOBHblE HEpELUEHHblE BOMPOChHI, Kacato-
LMecs AaHHOM NaTonormu.

B 3aBMCMMOCTM OT KOIMYECTBA M JIOKANM3aLMM aHOMaJTb-
HbIX K/IETOK BO3MOXHO OnpefeneHue nporHo3a HepemeH-
HOCTW, POAOB, @ TaKxKe BblOOpa MPaBMIbHOM TakKTUKM Aua-
FHOCTUKM, BEAEHWS U poAOpaspelleHus. [JaHHas natonorus
umeeT 60/bLIOe 3HAYEHUE B OTHOLIEHUWN 300POBbS HE TOMb-
KO Miofa, HO M MaTepw, NMO3TOMY 3aC/yKMBAET OTAENbHOIO
BHMMaHWS B aKyLLIEPCKOW NpaKTuKe.

JTa TeMa TpebyeT 6onee WMPOKOro U3YYeHNUS M AMArHo-
CTMYECKUX BO3MOXKHOCTEM, CMOCOOHbIX YMEHbLWMUTb PUCKK
naTonorMn W npegynpeauts ux passutve. HeobxoaMMoCTb
TLIATENbHOrO MOAXOAA K BbISIBIEHUIO XPOMOCOMHbIX aHOMa-
ik beccnopHa M TpebyeT AanbHEMWUX MCCnenoBaHui
M CUCTEMATU3ALMM YXKE MONYYEHHBIX OaHHbIX. BaKHO MOHM-
MaTb, YTO MUHUMM3ALLMS MHBA3MBHbIX BMELLATENbCTB B NEPU-
OfL MpeHaTanbHOro pasBuTMS WM aBTOMATU3aLMS MeTOAOB
[LMarHOCTMKM MO3BONAT YMEHbLIMTb PUCK OCNIOXHEHMI Bepe-
MEHHOCTU. JTO, B CBOKO O4Yepesb, NpeaynpeauT BO3HUKHOBE-
HME aKyLIEPCKOM NaToNoruu.

KNACCUDUKALUA NNALEHTAPHOIO MO3AULU3MA

OrpaHunyeHHbIM nnaueHTapHbii mMo3anumsM  (Confined
Placental Mosaicism - CPM) gaBnseTcs 0gHWM U3 TUNOB Xpo-
MOCOMHOW NaToONOrUK NpeHaTanbHOro Nepuosa, Xxapakrepu-
3yK0LLMIACA TKaHecneumMdUYHOM nokanusaumei. B 3asucmumo-
CTM OT TOTO, KaKmne AeTepPMUHAHTbl 3SMOpUOreHesa 3aTpPOoHYThI,
BbigenatoT 3 Tvna CPM. B cnyvae nokanusaumu XxpoMocoM-
HOM aHoManuu B umToTpodobnacTe, B 3KCTPasIMOpUOHab-
HOM Me3ofepMe unn B 0Benx CTPyKTypax OLHOBPEMEHHO
npv HOpManbHOM Kapuotune nnoga rosopat o I, Il v Il Tune
COOTBETCTBEHHO [1-5].

bonbwyto ponb B pacnpegeneHnn aHOManbHOM KNeTou-
HOW IMHMM UrpaeT CTaans SMbpuoreHesa, Ha KOTOpOK Npo-
MCXOOMUT NMBO HEPACXOXAEHME XPOMOCOM, MBO MyTaLus,
BO3HMKLLUAS de novo, KOTopble MOTYT NPOrpeccnpoBaTh Uan
KOppeKkTupoBaTbCs Ha 6onee no3gHeM 3tane auddepeH-
LUMpOBKKW. bonee BbICOKMIA pUCK BO3HUKHOBEHMS aKyLlep-
CKOWM natoformm npu Menotmyeckon abeppaumm noa-
TBEPXAEH PSAOM UCCNEAOBaHWI, B TO BpEMS KaK MUTOTHU-
yeckue OWMOKM, NO MHEHWUIO psaa aBTOPOB, OKAa3blBAOT
MeHee CyLlecTBeHHOe BO3eNCTBME Ha TeyeHne BepeMeH-
HocTw [6, 7].

CBfA3b TEHETUYECKMX AHOMAJIUA
C MATONIOMMEN BEPEMEHHOCTH

bbino BbigaBneHo, yto CPM | 1tuna, kak u CPM Il tmna
B HauMMeHbLUEN CTEMEHU CBSA3aHbl C HapyLEHUEM PA3BUTUS
aMbpuoHa. Hanpotus, npu CPM IIl TMna nepuof npeHaTanb-
HOTO PasBWUTUS XapaKTepusyeTcs MeHee ONaronpusTHbIM
TeueHmeM [8, 9].

J. Toutain et al. BbigBuAK, yTo BepemeHHocTn ¢ CPM
I1'v Il TMNa 3aKaHYMBANUCh NpeXAEBPEMEHHBIMU POAAMMU
[0 37-n n 33-i Hepenb [9] ¢ Maccoi Tena HOBOPOXAEH-
Hbix MeHee 10 1 3 npoueHTUnen cooTseTcTBeHHO [8, 10].
B apyrux nccnepoBaHmax nokasaHa ponb CPM [ um Il Tunos
MpY BbIKMAbIWAX, aHTEHATANbHOM rMbenu nnoja U CUH-
LpoMe 3agepxku pocta nnogda [11, 12]. B 10 xe Bpems
B cnydasx CPM | m Il TMna 3HauMTeNbHbIX Pa3fiMumii C KOH-
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TPONbHOM Trpynnon He Habnwopanocb [13], B oTaunuune
ot CPM IIl TMna, 4OCTOBEPHO CBSI3AHHOTO C peanunsauunei
aKylepCKoM NaTonoruu (npexaespemMeHHble poabl — 56%,
p < 0,001; cuHopoMm 3amepxku pocta nnoga - 74%,
p < 0,001; HebnaronpusaTHbIA NepuHaTaNbHbIM MCXxod -
35%, p < 0,01) [9].

Mo ctatncTmke okono 3-5% GepeMeHHOCTEW OCNOXKHS-
t0TCS reHeTUYeCckUMu fedeKTamm, OrpaHUYEHHbIMU NNaLeH-
TOW, MNOLOM WMAW HOCAWMMMU TFeHEepPannU30BaHHbIA Xapak-
Tep [14]. M3 BCcex BO3MOXHbIX abeppauuii yalle Bcero aua-
FHOCTMPYIOT aHeyniouauu, u3 Hux Haubonee pacnpoctpa-
HEHHbIMK FBAAKOTCA TpucoMmua no 13-i (cuHgpom [latay),
18-# (cuHapom daBappaca), 21-# (cuHapom [ayHa) xpoMoco-
MaM M MOHocOMMS no X XpPOMOCOMe (CMHAPOM
Wepewesckoro - TepHepa). MukpogedekTbl BCTpeyatoTcs
ropasgo pexe, auarHoctmpytorcs Bo I, [l Tpumectpax 6epe-
MEHHOCTM MM NOC/e POXAEHUS M B DONbWMHCTBE CNy4aeB
COBMECTUMBI C XW3HbiO [2, 5, 14].

Tpucomum no 2-n, 8-, 15-i, 16-i1 n 22-i1 xpoMocomam
BbI3bIBAOT PAHHIO 3MOPUOHANbHYHO NIETANbHOCTb, @ MO 1-i,
5-1i, 6-11, 11-11 n 19-i BCTpeyaroTca pexke BCEX OCTaNbHbIX
faxe B abOPTMBHOM MaTepuane, YTo CBUAETENbCTBYET 006 MX
60nbWwoN MOpdOreHeTUYeCKON 3HAYMMOCTM B OHTOrEHese.
KonnyectBeHHble abeppauun no 3-#, 4-u, 7-n, 9-n, 10-#,
12-1, 14-i, 17-1, 20- XpOMOCOMaM CBSA3aHbl C OCIOXKHEHK-
aMU  OepeMeHHOCTH, MNOAAANWMMUCA MNPONOHTUPOBA-
Huto [1, 8,15-17].

B LMarHoctuke reHeTMYeCKOM MaTonorMu Hambosbluee
BHUMaHWe Yyoensercs pacnpoCcTpaHeHHbIM TPUCOMUSAM.
BaxHeWLWMMM noKasaTensiMm npu CKPUHUHIE XPOMOCOMHbIX
aHeynnonani (XA) gBNSOTCA OnpeaeneHne KOHUeHTpauuu
B-XTY (beTa-cybbenmHULBI XOPUOHMYECKOTO FOHAZ0TPOMNM-
Ha uenoBeka), PAPP-A (accounmnpoBaHHOrO ¢ bepeMeHHOo-
CTbO NPOTENHA A Na3Mbl) U TOMLLMHBI BOPOTHMKOBOIO Npo-
cTpaHcTBa [9, 12, 18]. Takxke OTAENbHOrO BHWMAHWUS 3acny-
XMBAET BO3PACT MaTepu, KOPPENUPYHOLWLMIA C BbICOKOW Bepo-
ATHOCTbO nosgeneHus XA. Tak, Hanpumep, puck ntoboi xpo-
MOCOMHOM MaToN0rMun NoAa y 6epeMeHHbIX XKEHLLMH B BO3-
pacte 20 net coctaBnsiet 1 : 525, 30 net - 1 : 384, 40 net -
1:62[14,19-21].

MccnenoBaHus 3apybexHbiX aBTOPOB MOATBEPXKAAOT
MPSIMYI0 3aBUCUMOCTb BEPOSTHOCTU BO3HWKHOBEHMUS aKy-
WepCcKoM NaToNormuM OT KOAMYECTBA KNETOK, UMEHLWMX
reHeTnyeckyto abeppaumio. CooTBETCTBEHHO, 6bINO Obl
CnpaBeasiMBO CKasaTb, YTO MMalLeHTapHas HemocTaTou-
HOCTb MOXeT HabnoaaTbca B N106OM Cllyyae reHeTUYecKkom
MyTauuu, 0COBEeHHO ecnu B MaToNOrMYeckMin mnpouecc
BOBfeyeH 6onbwolk 06beM KNETOK Ha paHHeM 3Tane
onbdepeHLMpOBKHU.

K Hanbonee n3yyeHHbIM peaKMM XPOMOCOMHbBIM aHOMa-
MM OTHOCAT Tpucomui no 16-1 xpomocome (T16). Tak,
nccnefoBaHue, NpoBeAeHHOe AAaTCKUMU aBTOpaMu 3a nepwm-
oa ¢ 1990 no 2013 rr, nokasano, 4yto B 68% cnyyaes npu
nnaLeHTapHOM Mo3auum3me no 16-i xpomMocome Hbin 0TMe-
yeH HebnaronpusTHbI MCxon 6epeMeHHOCTU: OT paHHUX
notepb 6epemMeHHOCTM [0 aHTeHaTanbHOW rubenn nnona
M OMArHOCTUPOBAHHbLIX AHTEHATasbHO MOPOKOB Pa3BUTHS.
B 10 e Bpemsa 32% peTelt C nnaueHTapHbIM MO3anLM3MOM

140 | MEAVULMHCKUIN COBET | 2021413):138-143

T16 poounucb B CPOK, C HOPMabHbIMU MACCO-POCTOBbLIMU
nokasartensimMu u 300poBbiMu [14]. OGHOBPEMEHHO C 3TUM
T16 gBnsetcs Hambonee nokasaTenbHOM CO CTOPOHbI Pas-
BUTMS BO3MOXHOM aKyLIepCKOM MaTonormm.

B nocnegHux uccnegosaHuax J. Toutain et al., F.R. Grati
et al. npeanonoXumnu, 4To KONMYECTBO M NoKanmn3auus abep-
PaHTHbIX KIETOK MOYTU BCErAa ONpefensior TeyeHne bepe-
MEHHOCTU, 0COBEHHO ecnu OoHM 0BHapyxMBaTCca B 06pas-
uax uutotpodobnacta [8, 9]. MicknoyeHne coctasun cnyyaii
poxaeHuns pebeHka C NpoueHTuIemM Macchl Tena 6onee 90%
(YpOBHM aHOManbHbIX KNETOK B UMTOTpOhOobNacTe U Me3eH-
xume — 76 n 29% cooTBeTCcTBEHHO) [9].

B nepsoM uccnepoBaHum Habnwoganach CBS3b BbICOKOM
KOHLeHTpauum knetok (40% n 6onee B 0benx AeTepMUHAH-
Tax) € npesknamncuen (8,3%), 3anepxkon pocta nnoma
(16,7%), Hu3KoWM Maccor Tena (27,3%) v paHHUM recTaLoH-
HbIM CPOKOM MpU poxXaeHun (22,2%).

B wuccnepoBanun 2020 1. nnaueHTapHbIA MO3auLM3M
T16 6bln acCcOUMMPOBAH C 33[EPXKKOM pocTa NnoLa MeHee
3 npoueHtuns (P = 0,007) n npexaeBpeMeHHbIMM poLaMu
(P =0,029). Anga opyrmx Tpucommini NnofobHOM LOCTOBEPHOWA
CBA3M C  OCNOXHEHMAMM BepeMeHHOCTM  BbIIBUTb
He yganocs [8].

J. Grati et al. caenanu akLEHT Ha CPaBHEHMM NONYYEHHbIX
pe3ynbraTtoB C 6onee paHHUMKU NybAMKauMaMU. Pe3ynbTatsl
ynomsHyTtoro nccnenosanuns 2020 r. n 063o0pa 2006 r. gatot
BO3MOXHOCTb OLEHWUTb PasHULY B TeYeHnn GepemMeHHOCTH,
OC/IOKHEHHOM MNaLeHTAapHbIM MO3aMLM3MOM: 4acToTa npe-
XAEBPEMEHHbIX POAOB 32 — NpoTuB 37%, Npesknamncumn —
16 npotne 24%, nopokoB pa3suTus nnoaa 20 — npotune 22%,
B TO BpPeEMS KakK HOpMasnbHbIA Ucxod Habnwgancs B 32 npo-
™B 20% cnyyaes [8, 22]. Takke B AaHHbIX MCCNefOBaHMAX
He B MepBblit pa3 YNOMWHAETCS O BbICOKOM KOHLEHTpaL UM
¢3-AHK (cBob60ofHOW 3MBPMOHANbLHOM AE€30KCMPUBOHYKIEN-
HOBOM KMCNOTbl), YPOBHS XY M HMU3KOM KOHLEHTpauuu
PAPP-A B KauyecTBe NpeaBeCTHUKOB aKyLWePCKOW NaToaormm.
ITn dakTopbl HEOBXOAMMO YUNTLIBATL AN BbiGOpa NpaBub-
HOM TaKTWKU BELEHMS M AMATHOCTUKM BO3MOXHbIX OCIIOXKHE-
HWIA Ntobol GepeMeHHOCTH.

Ecnu nnaueHTapHas HeQoCTaTOYHOCTb, 3a4epXKKa pocTa
W NpexaeBpeMeHHble poabl NPeacTaBAsioT yrpo3y B 60/b-
el cTeneHun Ang Nno4a, T0 BHE3aNHO BO3HMKAOLLAS OTCNOM-
Ka NNaLeHTbl U NPe3KkNamncusa UMeroT peLuatollee 3HaYeHue
He TONbKO ANS NA0AA/HOBOPOXAEHHOrO, HO M ANg MaTepwu.
HecMoOTps Ha TO YTO Mpe3KNaMncus M OTCIOMKA MAALEHTbI
MOTryT pa3BMBaTbCS BHE3AMHO, BbISIBNEHME MIALEHTAPHOIO
MO3auLmM3Ma MOXET CNYXWTb MPEAUKTOPOM CTOMIb FPO3HbIX
aKyLepCKMX OCNOXHeHuR [23, 24].

[lnarHocTuka reHeTMYECKOM NaToNoOrMu NMEET 3HaYeHNe
He TONbKO B BeAEHWW OCNOXHEHHON 6GepemMeHHOCTH,
HO M B TEXHONOMMUAX 3KCTPAKOPMOPanbHOro ONNoA0TBOpe-
Hug (3KO). MHorre paboTbl B 3TOM 061acTv NOATBEPXKAAOT
NpsMY0 3aBUCMMOCTb HEBNAronpUSTHLIX UCXOAOB OT Mpo-
LLleHTHOrO COOTHOLIEeHMS abeppaHTHbLIX M SYMAOMAHbBIX Kie-
TOK 3Mb6puroHa [25-27]. Boicokaa Aong nocnefHnx noppas-
YMEBaeT NyYLUNiA MPOrHO3, HU3KYI BEPOSTHOCTb BO3HUKHO-
BEHMS aKyLlepCKOW NaTonormu B HaNnbHEMLeM U BO3MOX-
Hyl perpeccuio nponudepauumn aHeynnonaHbIX KNeToK.



CornacHo 3apybexHbIM NPOTOKOAAM MO3aMUYHbIMU CYUMTALOT-
€5t 3MOPUOHDI, 0N abeppaHTHbLIX KNETOK KOTOPbIX COCTaB-
naet 20-80%. be3ycnoBHo, Takas 6epeMeHHOCTb Hexena-
TenbHa. HecMoTpsa Ha 370, MHOTAA AOMNYCKAETCS MMMAaHTa-
ums amMbpuoHoB ¢ Mo3aunkoi 20-40% un 6onee, YTo CBSI3aHO
C MOMHbIM OTCYTCTBMEM 3ynaoMAHOro Matepuana. lMpu Takmx
YCNOBUAX NaUMEHTKa LOMKHA ObITb NpesynpexaeHa o Bo3-
MOXHOM MaToNOrMM UAM HebnaronpusTHOM ucxome bHepe-
MeHHoCTK [25, 26].

COBPEMEHHbIE METOAbl AUATHOCTUKU
MNALEHTAPHOIO MO3AULIU3IMA

ObLwenpuHaTas B HacTosLee BPEMS CUCTEMA CKPUHMHIA
| TpumecTpa 6epeMeHHOCTM (yNbTPa3BYKOBOE UCCNeOoBaHMe
(Y3HN) n onpepenenve Buoxmmuuecknx mapkepos (B-XTY,
PAPP-A)) no3sonseT NpoBeCcTM WHAMBWAYANbHbIA pacyeT
puckoB ¢ nomolbto nporpammbl ASTRAIA. B cnyyae BoisiBne-
HUS  BbICOKOW BEPOATHOCTM XPOMOCOMHbIX aHOMaIuK
y NA104a NaLUMEeHTKE PEKOMEHIYIOT MHBA3WBHYKO MpeHaTab-
HYI0 IMarHoCTMKy. B HacTosiee BpeMs CyllecTByeT BO3MOX-
HOCTb NPOBEAEHNS AONOAHUTENBHOIO CKPUHUHIOBOMO METO-
[a - HeuHBa3uBHOro npeHatansHoro [OHK-ckpuHwmHra
(HWUMC), ocobeHHO GepeMeHHbIM, Y KOTOpbIX MpoBeAeHue
MHBA3MBHbIX METOAOB AMArHOCTUKM COMPSXKEHO C BbICOKUM
pucKoM noTepu bepemeHHoCTH [28-31].

OOHaKo CyLLecTBYOT HekoTopble orpaHuyenus OHK-
CKPUHWHIa, UTHOPUPYS KOTOPbIE MOXHO MOMYYUTb TOXKHOMO-
NOXMUTENbHbIE UAW NOXHOOTpULATENbHbIe pe3ynbTathl [30].
K HMM oTHOCKTCS MHAekc maccel Tena (MMT) maTepu bonee
30 kr/MZ; nepenvBaHmne KpOBM B aHaMHE3€; Clydau CrOHTaH-
HOM pefyKLMW OQHOMO M3 MI040B NPU MHOrONNOAHOM 6epe-
MEHHOCTU; OHKONOrnYeckme 3aboneBaHus y Matepu; dpak-
uma OHK nnoma B kKpoBu MaTepu MeHee 4%. Kak npaBwmno,
ypoBeHb ¢3-[1HK ¢ 11 Hen. 6epeMeHHOCTM cocTaBnseT bonee
4% obwero obbemMa 1 HapacTaeT C yBeIMYEHUEM reCTalMOoH-
HOro cpoka. Ero MctouHMKOM NpenMyLLecTBEHHO SBNSHOTCS
kneTkn umtorpodobnacra, nogsepratolmecs anontosy [29,
30]. OnHako, kak BbINo CKa3aHO paHee, X KapMOTUM He BCer-
[la COBMaAaeT C KapMoTUMNOM MoAa.

OLHUM M3 CNOXHEWWWUX B AMArHOCTUYECKOM MaHe
M HavMeHee U3yYeHHbIM ABASETCS OrpaHUYeHHbIM 3MBpUo-
HaNbHbIA MO3auLM3M, BO3HMKLIMIA B pe3ynsTaTe MUTOTUYE-
CKOM MyTauMu Ha 3Tane AnddepeHUMpOoBKK, CNepyrowem
nocne GOPMUPOBAHMS 3MU- U runobnacTa. Tak Kak HeMHBa-
3MBHbIM npeHaTtanbHbii [JHK-CKpUHUHE OCHOBaAH Ha MCNOMb-
30BaHuuM €3-4HK, noctynatowei B KpOBOTOK Matepu u3 kne-
TOK MNAUEHTbl, Henb3s WCKMHYaTb BEPOSTHOCTb HaNMYMS
MO3aMkM CaMOro Maoga Mpu OTPULATENbHOM pe3yabTate
HAMC [32].

Mpu nonyyeHun nonoxutenbHoro pesynsrata HUMC (c
NPUMEHEHWEM MOMIHOTEHOMHOIO MM TapreTHOro MoAXoA4a)
WM HanWuMKM NaTonoruu no pesynstatam Y3W naumeHTke
Ha3Ha4aeTCs MHBa3MBHas npouenypa. B ganbHenwem scraeTt
BbIOOp uUMTOreHeTMyeckoro w  (MAM)  MONEKYNAPHO-
reHeTM4YeCckoro MeToA0B, TOYHbIV U MCHEPNbIBAIOLLMIA pe3ynb-
TaT KOTOPbIX N0O3BOMMNA Obl LaTb OKOHYATENbHOE 3aKIo4YeHue
M NOCTaBUTb BEPHbIN AMArHO3.

OpHMM 13 caMbix pacnpocTpaHeHHbIX cnocobos obHapy-
EHMS XPOMOCOMHbIX aHEeynnouanMin U aeneunii pasmMepom
6onee 5 Mb (5 MAH Nap HyKNeOTUAOB) ABNSETCS KAPUOTUNU-
poBaHwue. [py 3TOM reHeTn4eckuii Habop Ans UccnefoBaHUs
bepetca W3 KyNnbTUBMPYEMbIX KNeTok nocne 7-14 cyTtok.
CBA3bIBasACb C (GAYOPOXPOMOM, XpOMOCOMbI NpuobpeTatoT
CTabunbHylo anddepeHUManbHY0 OKPacky M CTaHOBSTCS
LOCTYMHbIMK ANs nccnefoBaHus. OLHako 0Co6eHHOCTb MeTo-
[la COCTOMT B TOM, 4TO C €ro MOMOLLbI0 Henb3s BbISBAATL
MWKPOAENeLmMm pa3Mepom MeHee 5 Mb. 3TOT dakT nociyxun
MMMYNbCOM K Pa3BUTUIO MONEKYNSPHO-TEHETUYECKUX METO-
[OB, OTaMyawwmxcad 6Gonee BbICOKOW paspelatollen
CnocobHocTbio [2].

OCHOBHOM anbTepHaTMBOM B0 B KaYecTBe AOMOJIHEHMS
K KapuOTUMMPOBAHWUIO BbICTYNAOT diyopecueHTHas in situ
rmbpuamsaums (FISH) 1 cpaBHuUTenbHas reHoMHas rmbpuaun-
3aums (CGH). laHHble MeToabl UCCNef0BaHUS AAKOT BO3MOX-
HOCTb OMpefenuTb aHeynIouaMuM M MUKpOLEeneLmnn MeHee
5 Mb B TeyeHne 2-48 4 nocne B3ATMS IMOPMOHANBHOIO
obpa3ua. MHOroyucneHHble AaHHble CBUAETENbCTBYHOT
o noytn 100%-# 4yBCTBUTENBHOCTM W CNEUUdUYHOCTH,
HO TakXe W O BbICOKOW CTOMMOCTU 3TUX WCCNEA0BaHUM, UTO
yacTo aBngeTcs npobnemMon Npu HazHauYeHUU UCCNeoBaHMs
B MeHee pa3BWTbIX CTpaHax [2, 33-35].

K HauMmeHee pacnpoCTpaHeHHbIM MeTodaM OTHOCAT
KONMYECTBEHHYH (YOPECLEHTHYIO MOAMMEpPAa3HYK Len-
Hyto peakuuto (QF-PCR), MynsTMNAEKCHYO NMrasHyto uen-
Hyto peakuuto (MLPA) un npeHaTtanbHbii BACs-on-Beads
(BoBs). OHu ocHoBaHbl Ha aHanu3e Monekyn AHK, ces3biBa-
HUW UX CO CNEeUUPUYHBIMKU AMArHOCTUYECKMMU DparMeHTa-
MW W1 TapreTHOM UcciefoBaHUKM Hanbonee pacnpocTpaHeH-
HbIX aHeynnouami (13-n, 18-, 21-i, X n Y xpomocom)
n Mukpogeneumn (cuugpombl On Mxopoxu, Bunpamca -
bropeHa,Mpanepa - Bunan,AHrensmana, CMuTa — MareHuca,
Kowaybero kpuka (JlexeHa), Bonbda - XuplxopHa,
TNanrepa - uanoHa, Munnepa - [nkepa). [laHHble MeTOAbI
NpOBOASTCS B TeyeHue 1-3 fHeW, XapaKTepu3yTCs BblCO-
KOW 4YyBCTBUTENbHOCTbIO, CNELUMPUYHOCTbIO M Bonbliel
[LOCTYNHOCTbKO C MHAHCOBOWM TOYKM 3PDEHMS B CPAaBHEHUU
¢ FISH n CGH [2, 36-39].

CrouT 3aMeTuTb, yueHble M uccnegoBatenn fobuBakoTca
MWHUMM3ALMN MHBA3UBHbIX BMELIATENbCTB B NEPUOA NpeHa-
TaNbHOrO Pa3BWTMS, @ TakKe aBTOMaTM3aumMu MeToAoB AMa-
FHOCTUKM, 4TO, BE3YCNOBHO, YMEHBLUUT PUCK OCIOXKHEHMIA
6epemMeHHOCTH.

3AKJTIOMEHUE

B 3akntoyeHne BaXHO OTMETUTb, YTO M3YyYEHME MaLLEH-
TapHOro M MA0AOBOr0 MoO3auum3Mma TpebyeT AanbHEenLnX
UCCNeOOBaHUM M CUCTEMATM3AUMM MONYYEHHBIX [AAHHbIX.
[NonHoueHHas nNpeHaTanbHas [AMArHOCTMKA MO3BOAMUT
He TO/IbKO OLEHWTb COCTOSIHWE MA0A3, HO M MPOrHO3MPOBATL
aKyLWepCKy MaTonorno npu 6epeMeHHOCTU, OCNOXKHEHHOM
NAaLeHTapHbIM MO3anLMU3MOM.
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