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PE3IOME

LleAb nccaeaosanms. [poaHaAnM3npoBaTh STUYECKME U KAMHUYECKME acMeKThbl BbIBAEHMS CAyHaiHbIX HAXOAOK MPU UCMOAb30BaHNM
MOAHOr€HOMHOrO HEMHBA3MBHOIO NPeHaTaAbHOro TecTa.

Marepuan n metoabl. C NOMOLLBIO MOAHOFEHOMHOIO HEMHBa3MBHOIO NpeHaTaAbHoro Tecta (HMIMT) npoaHaansmposaH 5181 obpa-
3eu kposu B nepmoa ¢ 01.04.20 no 30.09.20. Ara aanbHerwen Bepudmnkaumm pesyabtatos HUMT npoBoAnAn MHBA3MBHYIO AMarHo-
CTUKY C MOCAEAYIOLWMM KapUOTUNMPOBAHMEM U MOAEKYASIDHO-TEHETUYECKUM aHAAM30M.

PesyabTathl. B 21 cAyqae BbiISBAGH BBICOKMIA PUCK PEAKMX TPMCOMMIA MO ayTOCOMaM U PUCK KAMHWUHYECKM 3HAYMMbIX MMKPOXPOMOCOM-
HBIX aHOMAAMI MAOAA MAM BapUaLMiA YMCAA KOMUI reHoB (copy number variation — CNV).

3akaouenune. CAyyaiiHble HAXOAKM NPU NMPUMEHEHUU NoAHoreHomHoro HUTT MoryT noBbicuTb 3¢heKTUBHOCTL MPeHaTaAbHOM AMar-
HOCTUKM, MO3BOAUB BbISIBUTb PEAKME TPUCOMMUU U MUKPOXPOMOCOMHbIE aHOMaAMK. TpebyloTCs AOMOAHUTEABHbIE UCCAEAOBAHMUS
AAS COCTaBAEHUS OTEYECTBEHHbIX PEKOMEHAALIMA MO BblAa4Ye CAYHaMHbIX HAXOAOK, BbISBAEHHbIX MPEHATAALHO C Y4E€TOM KAMHUYECKMX
1 3TUHECKMX acreKToB.

Karwouesblie croBa: XPOMOCOMHas rnaToAorims, qbeTa/\bHag (PpaKLIMH, npeHaTa/\beu/”r CKPUHUHI NepBoro TpumecTpa, HemHBa3nBHoe
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ABSTRACT
Objective. To analyze the ethical and clinical aspects of accidental findings identification using a whole genome non-invasive pre-
natal test (NIPT).
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Materials and methods. From 01.04.20 to 30.09.20 in Moscow 5181 blood samples were analyzed by whole genome NIPT. To fur-
ther results verification an invasive diagnostic was performed followed by karyotyping and chromosomal microarray analysis (aCGH).
Results: In 21 cases, a high risk of rare autosomal trisomies and clinically significant microchromosomal fetus abnormalities or copy

number variation (CNV) were revealed.

Conclusion. Accidental findings by whole genome NIPT could increase the efficiency of prenatal diagnosis, allowing to detect rare
trisomies and microchromosomal abnormalities. However, additional research is required to formulate clinical guidelines on acci-
dental NIPT detected findings interpretation, on its clinical and ethical aspects.

Keywords: chromosomal pathology, fetal fraction, first trimester prenatal screening, non-invasive prenatal testing, NIPT,

microchromosomal rearrangements, multiple pregnancy
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OnHolt U3 BeaylX MPUYUH BHICOKOM MpeHaTaabHOMI
CMEPTHOCTY U UHBAJIMIHOCTH JETEN B Pa3BUTHIX CTPAHAX
SIBJISIIOTCSI XpOMOCOMHbIe aHoManuu (XA). Haubonee ya-
CThI€ NTATOJIOTUU — TpUCOMUS 2 1-i1 XpOMOCOMBI, KOTOpast
MPUBOIUT K cuHApoMy [layHa, Tpucomus 18-ii xpoMoco-
MBI — K CUHIpoMY DaBapaca, Tpucomus 13-it xpomoco-
MBI, TIPU HAJIMYUU KOTOPOI pa3BuBaeTcs cuHapom Ila-
Tay. YacTtoTra BbISIBAEHUS TAKMX XPOMOCOMHBIX MaTOJI0-
ruii B momynsitiuu coctapiseT 1:300—1:250 [1]. XA yacTo
COIPOBOXKIAIOTCS YTPO30ii BHIKMIbIIIA, HEOMHOKPATHbI-
MM KPOBOTEYEHUSIMU TTPU OEPEMEHHOCTH U TIpeXIeBpe-
MeHHBIMU pogamu [2]. Jlo HemaBHEro BpeMeHM Hanbosee
3¢ (HEKTUBHBIM METOAOM CKPUMHUHTA PAaCIIPOCTPAHEHHbBIX
XA miona (cunapomos JlayHa, DaBapaca u IlaTtay) cuu-
Tajayu OMOXMMMYECKUI CKPUHUHT B KOMOWHALIMU C YJIb-
TPa3ByKOBBIM MCCJIEIOBAHMEM B IIEPBOM TpUMECTpe Oepe-
MeHHocTh. KoMOMHMpOBaHHAs OlieHKa pUCKa Pa3BUTUS
MaToJIOTUM, MTOJyYeHHAs: HA OCHOBE YPOBHEN OMOXUMU-
YECKUX MapKepoB 6epeMeHHOCTU (CBOOOIHOTO XOPUOHM-
YeCKOIo roHaJ0TPOIIMHA YeJI0BeKa U MIa3MEHHOIO ITPo-
TerHa) ¥ BeJIMYMHbBI BOPOTHMKOBOTO IIPOCTpaHCTBa B 11—
13 Henmenb 1 6 mHEl OepeMEHHOCTH, a TAKKE BO3PACTHBIX
XapaKTepUCTHUK MaTepPu MO3BOJISIET BBISIBUTH 10 80—90%
IUIOJOB ¢ TpUCOMMUEN 21-11 XpOMOCOMBI € A0JIel JTOXKHO-
TTOJIOKUTENIBHBIX PE3YyIbTaToOB 0K0JIo 5% [3].

C pa3BUTUEM MOJEKYJISIPHBIX TEXHOJIOTUI U OTKPhI-
THEM TIPUCYTCTBUS B KPOBU O€PEMEHHBIX KEHIIIUH CBO-
6omHo nupkyaupytomux pparmeHton JIHK miona crano
BO3MOXHBIM ITPOBOAUTH CKPUHUHT Ha YacThle aHEYTUIOU-
UK ¢ 0oJiee BBICOKOI TOUHOCThIO — C MIOMOIIIbIO HEMHBA-
3UBHOTO MpeHaTanbHoro TectupoBanust (HUIIT). HUIIT
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OCHOBAaH Ha BBICOKOIIPOM3BOAUTEIBHOM CEKBEHUPOBA-
HUM, TO3BOJISIET aHAIU3MPOBaTh BHEKIeTouHYI0 JJHK
(BxIHK) ruiona u onpenensieT pucK HaIu4usl aHEYILJIOM -
JUi TIo1a ¢ TOYHOCTHIO 10 99% st Tpucomuu 21-it xpo-
MOCOMBI 1 110 96 1 91% st tpucomuu 18-ii u 13-i Xpo-
MOCOM COOTBETCTBEHHO [4].

IToMmuMmo Tpucomuii o 21-i, 18-ii u 13-i1 xpomoco-
MaM TaKKe BCTPEYarOTCs aHOMAJIUU 110 JPYTMM XPOMOCO-
MaM Y KJIMHAYECKU 3HAaYMMble U3MEHEHUS YN CJIa KOTTUIA
reHa (CNV — copy number variation) (MuUKpoaeaeuuu
1 MMKPOAYIUIMKALIMN), KOTOPBbIE BHOCSIT 3HAYMMBIIA BKJIAJI
B CTAaTUCTUKY MJIaeHUECKOI 3a00J1eBaeMOCTH M CMEPTHO-
ctu. [Tposenenve HUIIT no3BoJiseT BBISIBIAATH 3T XA.

Penxue ayrocoMHBbIE TPMCOMUU YaCTO CBSI3aHBI C He-
0JIarONPMATHBIM aKyIIEPCKUM MCXOIOM, KOTOPBIM pa3-
JINYAETCs B 3aBUCMMOCTU OT KOHKPETHOI XPOMOCOMBI.
HauGonee yacto BcTpevaroImecss XpOMOCOMHBIE aHEY-
TUTOMIWH TTOKa3aHbl It 7-i1, 16-if u 22-if xpoMocoM [5].
MukpozaenemoHHbIe/MUKPOLYILUIMKAIIMOHHBIE CUHAPO-
MBI SIBJISIFOTCSI JOBOJIBHO PEIKMM COOBITMEM U BMECTE
cocTaBisIIoT 1—2% BceX BPOXIECHHBIX aHOMAJIUl HO-
BOPOXIEeHHBIX. PoxxaeHue nereil ¢ TaKUMKU CUHIpOMa-
MM HaKJIaIbIBaeT TSLKEI0e OpeMst Ha CeMbU 3THX JeTel
U Ha OOIIECTBO.

CyllecTByeT 1Ba OCHOBHBIX ITOAXO0/1a, UCITOJIb3YeMbIX
B TexHojorun HUIIT: tapreTHoe ceKBeHMpOBaHUE —
IS aHaJIvM3a ONpeAeIeHHbIX YYaCTKOB UHTEPECYIOIIUX
XPOMOCOM U TOJIJHOTEHOMHOE CEKBEHMPOBAHUE — JIJIsI
aHayiM3a Beell uccienyeMolii rmocienonareabHoct JJHK.
Hexoropsie HUTIT, ocHoBaHHbIE HA TAPTETHOM CEKBEHU -
pOBaHUU, TOMUMO TpUcOMMUIi o 21-i, 18-t u 13-i1 xpo-
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MOCOMaM TMO3BOJISIOT JOTIOJHUTEIBHO BBISIBISITh PUCK
MaTOJIOTUH T10 TTOJIOBBIM XPOMOCOMAaM 1 HEKOTOPBIM MU-
KpOIeJeIMOHHBIM, MUKPOIYTUIMKAIMOHHBIM CUHAPO-
MaM. [ToJTHOre HOMHBIi TTOIXO]I ITO3BOJISIET BBISIBUTH PUCK
B TOM YHMCJIE U PEAKUX MUKPOCTPYKTYPHBIX ITEPECTPOEK
xpoMocoM [6]. Taxxke mosssrinck Mmetoasl HUTIT, mo-
3BOJISIIONIME OLIEHUTh PUCK HAJTUYMSI MOHOT€HHBIX CUH-
JIpoMOB Yy miona [7].

YacToTra MUKPOIEIEIIMOHHBIX/MUKPOTYTIMKALIY -
OHHBIX CMHIPOMOB He 3aBUCHUT OT BO3pacTa OepeMeH-
HBIX XEHIIUH 1 JOBOJbHO BbicoKa — 1:270, 4yTO 3Ha-
YUTEJIbHO BBIIIE PACIIPOCTPAaHEHHOCTU cMHApoMa Jla-
YHa y MOJIOABIX XXeHIIUH [8]. B nuTepaType nmokasaHo,
yto npu ucnojb3zoBanuu HUIIT Toibko Ha yacTeie
AHEYIUIOMIMU B IIpeHATaJIbHOM CKPUHUHIE OepeMeH-
HBIX KJIMHUYecKU 3HauuMble CNV (Mukpoaeneuuu,/
MUKPOIYIJIMKALIMU) OCTAIOTCSI HENUArHOCTUPOBaH-
HBIMHU, ¥ 3TU HapYyLIEeHUs BPsII U OYyAyT OOHAPYKEHBI
MIPU YJIBTPa3ByKOBOM UCCJIEIOBAHUU B IIEPBOM TpHMeE-
cTpe 6epemeHHoOCTH [6, 9].

Hcnonp3oBaHue OJHOTEHOMHOTI'O, @ HE TAPIeTHOTO
HMUIIT no3BoJisieT onpenensTh BEpOSITHOCTb HATUYUS T1a-
TOJIOTUH TI0 BCeM 22 ayTOCOMaM, ITOJIOBBIM XPOMOCOMaM,
BKJIIOYasi KMuHU4Yecku 3HauuMble CNV, oJHaKo B OTHO-
IIEHNY OOHAPYXKEHUSI MUKPOXPOMOCOMHBIX IIEPECTPO-
ek TouHocTb HUTIT 3nauutenbHo Huxe [10]. [ToxHore-
HoMHbIT HUTIT no3BossieT BBIABISITD MUKPOCTPYKTYP-
HbIe TiepecTpoiiku pazmepom <10 Mo [11].

B Poccuiickoit @enepaniuy BHeIPEHHUE IMOJTHOIE-
HomHoro HUIIT Hauanock B r. MockBe. B pamkax nmu-
JIOTHOTO IIpOeKTa corjacHo Ipukasy JemaprameHTa
3npaBooxpaHeHust MockBbl oT 13.03.20 Ne199 «O6 op-
raHU3alMK IIPOBeIeHNS HEMHBAa3UBHOTO IIPEHATAIbHOTO
Tecta B ropoge Mockse» (Ne199 JI3M) BceM GepeMeH-
HBIM XUTEIbHUIIAM MOCKBBI C PUCKOM XPOMOCOMHOM
natojioruun 1:101—1:2500 1o pe3yabTaTam IpeHaTaab-
HOr0 CKpMHMHTA IEPBOTO TPUMECTpPa MpeIaraeTcs 10-
noaHuteabHo npoiitu HUIIT. DToMy obcnemoBaHuIo
TakKe IMOJIeXaT MallMeHTK IPYIIbl BBICOKOTO pUcKa
(1:100 u BhbILLIE), KOTOPBIE COTJIACUIUCH Ha MPOBEIE-
HUe MHBa3MBHOM NMpeHaTalbHOl guarHoctuku (UI1I).
HUIIT npoBoauTcs TakxKe MaleHTKaM MO PelIeHUI0
TOPOJICKOTO MPEeHATAIbHOTO KOHCUIMYMa MPU HaJIu-
YUK MOKa3aHU HE3aBUCUMO OT IOKa3aTesieil MHIUBU-
JIyaJbHOTO PMCKa IO pe3yJibTaTaM CKpUHUHTA IMePBOTO
TpuMecTpa [12].

IlepBbie pe3yabTaThl NMJIOTHOTO MPOEKTa C JaH-
HBIMU O YaCTOTE BBISIBJICHUSI pacIIPOCTPAaHEHHBIX aHe-
yIIouauii copMyaIupoBaHbl B IpYruxX paboTax aBTO-
poB. B HacToseit paboTe mpuBOAUTCS MHDOPMALIUS
O BBISIBJICHHBIX aHOMAJIUSIX PEIKUX XPOMOCOM, a TaKXKe
0 MUKPOXPOMOCOMHBIX IIEPECTPOIIKaX — TaK Ha3bIBae-
MBIX «CIyYaiHBIX HaXoJKax» IPU MTPOBEACHNN MOJTHO-
reHomHoro HUIIT.

Llenp uccaenoBaHus — MPOaAHAIU3UPOBATh STUYE-
CKHE Y KIIMHMYECKHE aCTIeKThI «CIyJaifHBIX HAXOMOK» TTPU
HCIOb30BaHUM nojiHoreHomHoro HUIIT.
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MATEPUAA U METOADbI

ITanuenTsI

B nepuon ¢ 1 anpenst mo 30 centsaopst 2020 r. mpoaHa-
Ju3upoBaH 5181 obpasel; KpoBU O€peMEHHBIX XKEHILIH.
IIposeaenue HUIIT npenycMOTpeHO A5 )KEHILMH, COCTO-
SIIIMX Ha y4eTe 110 OepeMEHHOCTH B MEAUIIMHCKIX OPTraHU-
sauysix JI3M u gBisiomyxcs KuteassMu MocKBbI, ¢ UHIW-
BUAYaJTbHBIM pUCKOM pa3BuTus XA mona 1:101—1:2500,
a Takeke 151 0epeMeHHBIX ¢ BICOKUM pucKoM (1:100 1 BbI-
11Ie) B CJIy4Yae COrIacusl MallMeHTKU Ha ITPOBeACHIE NHBA-
3UBHOM AuarHoctuku. Bastue kposu Ha HUTIT o6biuHO
ocyllecTBJsseTcs B neHb rpoBenenust UITI.

IToaroroBka 06pa3uoB [isi CEKBEHUPOBAHMS

Ilepen 3a60poM KpOBM ITOJIYyYEHO MUCbMEHHOE MH-
(opMupoBaHHOE TOOGPOBOJILHOE COTJIACUE OT KaXKIOM
MalUKMEeHTKU, B KOTOPOM KEHIIIMHA MOIJIa OTMETUTD, CO-
IJIacHa JI1 OHa Ha OMpee/IeHe PUCKOB «CTyJalHbIX Ha-
X0m0K». JIJig TpoBeneHusT ucciienoBaHusI 3a00p KpOBU
OCYILECTBIISIICS B CIIeIIMAIM3MPOBaHHbIE TPOOMPKY THIIA
STRECK, obecneuunBatomue coxpaHHocTb BKAHK, 00b-
eMoM 10 mJ1, ¢ HAHECEHHBIMM Ha HUX UAEHTU(UKAIIUOH -
HBIMM HOMEpPaMU MalMeHTOK. TpaHCITIOPTUPOBKY 0Opa3-
1I0B M XpaHeHUe MPOOUPOK 10 00pabOTKM MPOBOIMIU MPU
temmneparype 6—37 °C. OTnesieHne T1a3Mbl KPOBU U BbI-
nenenue BKAHK (Bce MaHUmynsiumuu ¢ mpoOupKaMu, KO-
JIMYECTBO M CKOPOCTb OTKPYYMBAHUSI IIPOBOIAIIM B COOT-
BETCTBUHM C IIPOTOKOJIOM ITPOM3BOIUTENS ITPOOUPOK). [1o-
cJie HeHTpUbYTUpOBaHUS OECKIETOYHYIO I1a3My KPOBU
xpaHwiu nipu Temreparype —80 °C.

Co3nanne OUOJIHOTEK U CEKBEHMPOBAHME

CosznaHue 6MOJMOTEK /11 CEKBEHUPOBAHMS, CEKBE-
HupoBaHue oudauorek JIHK u aHanm3 noayyeHHbIX JaH-
HBIX ITPOBOAWIN B COOTBETCTBUU C MPOTOKOJIOM MTPOU3-
Boauteisi. OLeHKY pacrpeaesieHus Mo pa3mepam 0uob-
JIMOTEK BBHIMOJHSIU ¢ ToMmolubio Qiagen QIAxcel. Bece
SKCMepUMEHTAIbHbIE 3TaIlbl MOATOTOBKU K CEKBEHUPO-
BaHUIO OCYIIECTBJISIA B COOTBETCTBUM C OPUTHHATBHBIM
npotokoiaoM BGI NIFTY, onHOKOHLIEBOE CEKBEHUPO-
BaHue (SE50) npoBoauin ¢ ucnojab3oBaHUEM BaJlUau-
POBAHHOM JJIs1 BBIMIOJTHEHUS MCClleNoBaHU miaTdop-
mbl BGISEQ-500 (mpousBonctBo BGI Group, Kuraii).
Hnsa obcueta pe3yabTaTOB CEKBEHUPOBAaHUS MCITOJIb30-
BaJll OpUTHHAIbHOE MporpaMMHoe obecrnieueHue BGI
HALOS NIFTY 2.3.2.1011 (BGI). B oTueT BKJII0YEHBI pU-
CKM 110 HanboJjiee YaCThIM TPUCOMMUSIM (XpoMocom 21-11,
18-i1 1 13-11), 1 TakKe PUCKHU 10 aHOMAJIUSIM MOJOBBIX
XPOMOCOM U «CJTydaiiHble HAXOIKHW» IO IPYTUM XpPOMO-
coMaM, BKJIIOYasl CTPYKTYPHbIE UM MUKPOCTPYKTYPHBIE
NEePECTPOMKHU.

WNuBa3usHag npeHaTajdbHAasA JUATHOCTHKA
U nocJjenywmmii renerndeckuid anaaus JIHK mioaa

J1st MOATBEPKACHUS TOJIOKUTEIBHBIX PE3YJIbTaTOB
HUIIT (c BBICOKMM PUCKOM XPOMOCOMHBIX aHOMAaJIUii

[Mpobaembl penipoaykumm, 2021, T. 27, N°1



leHeTnka

IUIOA) XEHIIMHAM PeKOMEHIOBAaHO MEIUKO-TEHETH -
YyecKoe KOHCYJIbTUpOBaHue M HanpaBaeHus Ha UTTJI
(mpeuMy1iecTBeHHO aMmHuoLieHTe3). [Tocnenyrommuii re-
HEeTUYECKUIT aHaJIM3 MaTepraJia IJI0a IPOBOIMIIH C I10-
MOIIBIO IIUTOTEHETUYECKOTO UCCIIeNOBaHNsI, B HEKOTO-
DBIX CJTy4asiX JOMIOJHUTEIbHO MPOBOANIOCH MOJIEKYJISIP-
HO-TEHETUYECKOE UCCIIEIOBAHUE HA YUIIAX.

CTATUCTUYECKMNIA AHAAU3

OnucaTeNbHbIC TaHHBIE IIPEICTaBICHBI B BUIE ME-
IHaHbl 1 MEXKBapPTWJIHLHOTO pa3Maxa JJIs HeITPEPhIBHBIX
MepeMEHHbBIX U B MIPOLIEHTaX ISl KaTeTOpUaJIbHbIX T1e-
peMeHHBIX. CpaBHEHUE MEXIy IpyMaMy IIPOBOIUIOCH
¢ ucnoyb3zoBaHueM U-kpurepusi MaHHa—YUTHU 1151 He-
MPEPBIBHBIX ITIEPEMEHHBIX, a I KaTeropHUaabHbIX Iepe-
MEHHBIX — C UCIIOJIb30BaHUEM KpUTEepHUsI X1-KBaapat (x2)
nim TouHoro kputepus @uinepa. 3nadenns p<0,05 cumn-
TaJUCh CTATUCTUYECKM 3HAYMMBbIMU. PacyeThl MpoBoIU-
JIMCh C UCTIOJIb30BaHUEM ITaKeTa Ul CTATUCTHYECKOM 00-
pabotku Wizard Ver 1.9.47(275).

PE3YABTATDI

3a nepuon ¢ 01.04.20 o 30.09.20 npoaHanu3upoBaH
5181 obpasel] KpOBU OEPEMEHHBIX XKEHIIUH — KUTEIb-
HUIL MockBbl. CpegHuii BO3pacT BCeX MallMeHTOK, KOTO-
poie ipouin HUIIT, coctaBun 34,4+4,3 rona. CpenHuii
CPOK 6epeMEHHOCTH, B KOTOPOM OIPeeIeHbI PUCKHU XPO-
MOCOMHBIX aHOMaJInii, — 14 Henenb u 1 neHbt1 Henens
u 3 nus1. B 53,0% ciydaeB Bo3pacT GepeMEeHHBIX XKEHIITUH
cocTaBu 35 JIeT U cTaplie. boJbIIMHCTBO OepeMEeHHO-
CTell — CIOHTaHHBIE M ogHOIUIOAHEIE (96,8 11 98,6% co-
OTBETCTBEHHO).

W3 5181 npoaHanu3MpoBaHHBIX 00pa3loB KPOBU
eHuH pe3ynbTatel HUIIT, cBUOeTe1bCTBYIOIIME O HA-
JIMYMM PUCKA XPOMOCOMHOM IaTOJIOTUM (J1ajiee 0 TeK-
cTy — nojioxkutenbHblii pesyabrar HUIIT), nonyyeHbt
B 117 cnydasx. B 94 cinyyasix BbISIBIEH MOJIOXUTEIbHBIA
pesyabTar HUTIIT no yacTbiM xpoMocoMaM, BKJTIOYast o-
JIOBBIE XPOMOCOMBI: TPUCOMUHU 21-i1 XpOMOCOMBI (CHH-
npom HayHna) — B 50 ciayyasix, Tpucomum 18-it xpoMo-
coMbl (cuHIpoM DaBapaca) — B 17 ciaydasix, B 5 ciy-
yasix — Tpucomuu 13-it xpomocomsbl (cuHapoM Ilaray)
M aHOMAJIMU 110 MOJIOBBIM XpOMOCOMaM — B 22 ciTydasix.
B 21 ciydae BBISIBIEHBI «ClTydaiiHbIe HAaXOIKW» (Ta0.1. 1).

PaciieHeHBI Kak MMeEIoIINe HU3KUI PUCK HATUYUS
XPOMOCOMHBIX aHOMAJINi (Hajee — OTpULIATeIbHBIN pe-
3ynbTat) 4888 00pasiioB KpoBu. B 176 ciydasx mposene-
nue HUTIT He ynanock BBULY HU3KOM (heTaibHON (pak-
uvn (Huxe 3,5%).

W3 21 nonoxutensHoro pesynbtata HUIIT mo Ha-
JIMYUIO PEIKUX TPUCOMMI M/UIM MUKPOCTPYKTYPHBIX
XPOMOCOMHBIX M3MEHeHU1 1o pe3yiabTaTam WUITJI 6 mox-
TBepXAeHbl. B 12 cnydasx mosoxXuTreabHble pe3yabTaThl
HMUIIT He nonTBepkaeHbl 1o pesyabrataM UITI (1ox-
HOTIIOJIOXKUTEIbHBIE pe3yiabTaThl). OTKa3aJuCh OT IPO-
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BeneHus UITJ 3 mauuentku. YacTora JIOXKHOIIOIOXKM -
TEJIbHBIX PE3YJIbTATOB B HAIlIEM HCCJIeTIOBAaHUM COCTaBHU-
na 0,21% ns penkux XA.

Honst o6pa3ioB, IpU aHaIM3e KOTOPHIX BBISIBJICHBI
u moaTBepxxaeHbl UITJ «cayvyaiiHble HaXOAKW», Cpeau
BCeX 00pa3loB C MOJIOKUTEIbHBIM ITOATBEPKIECHHBIM
NI pesynsrarom HUTIIT cocraBuia 8,2% (6 u3 73).

CTaTUCTUYECKH 3HAYMMBIX Pa3IU4Mii 110 TOJTY ILI0-
I1a, TI0 BO3pacTy, Macce Tejia M POCTY KEHIIWH, y KOTO-
pbix ¢ moMolbio HUTIT BbIsIBIEHBI «CTydaiiHbIe HAXOM-
KW», Uy XXKeHIIUH, Y KoTopbix To HUIIT y niona BhIsAB-
JIEH PUCK YaCThIX aHEYITOUIWIA, He OBII0 (Ta0J1. 2).

[anee npencrapieHbl HauboJIee UHTEPECHbIE KIIMHU-
YyecKue cydau, oATBepKaamInne 3¢ (MeKTUBHOCTh IPU-
MmeHenust HUIIT y nauueHToK 13 rpynmsl pucka 1:101—
1:2500 no pe3yabTaTam NpeHaTaJbHOI0 CKpUHUHTA Tep-
BOT'O TPUMeECTpa.

KAMHUYECKHUE CAYHAU

Bepemennas 1, 29 jer. [1epBas camocTosiTesibHasI Oe-
PEMEHHOCTb, IpoTeKasa 6e3 naTojoruu. [1peHaraabHbII
CKPMHMHT IIEPBOT0 TPMMECTpPa IIPOBeeH B KAOMHETE Ipe-
HaTtanbHoU quarHocTuku (KITI) B cpoke 11—12 Heaenb.
Komunko-temeHHoit pasmep (KTP) miona Ha MoMeHT
uccienoBanust — 54,0 mm (11 Hex 6 mHel), TOMIIMHA BO-
potHukoBoro npoctpaHcTsa (TBIT) — 1,70 MM, yacto-
Ta ceprneyHbix cokpaieHuit (YCC) mnoaa 175 yn/MuH.

ITopokoB 1 aHOMaNMil pa3BUTHUS ILJIOJAa HA MOMEHT
HCClIeToOBaHUsI He BbIsiBieHO. CHIBOPOTOYHBIE MapKe-
pel: XI'Y — 3,017 MoM, PAPP — A 0,701 MoM. Pac-
CYMTAHHBIM MHAVBUAYAIbHBI PUCK XPOMOCOMHOM T1a-
Tosioruu mioaa (Astraia): Tpucomust 21 — 1:137; Tpu-
comumst 18 — 1:20000; Tpucomus 13 — 1:4644. CoracHo
npuka3y Ne199 J13M, xennuHe nposeaeH HUIIT B 12—
13 Henmenb. Pe3ynbrar: prcK XpOMOCOMHO TTAaTOJIOTUH
IUIOJa HE MOXET OBbITh OIpeesieH M3-3a HU3KOI (de-
TaJbHOU (pakiimy. PeKkoMeHI0BaH MOBTOPHBIN aHAIU3.
HMUIIT BoImoHEH MTOBTOPHO B 16—17 Henellb 6epeMeH-
Hoctu. Pesynbrar HUIIT: nynnukauus 2-il XxpoMoco-
Mbl — dup(2p25.3-p21) (puc. 1). ITo pesynbratram HUIIT
MpOBe/ieHa KOHCY/IbTAIUSI Bpaya-reHeTUKa, PEKOMEH/I0-
BaHo npoBeneHue UI1/ (amHuoueHTte3) B 18—19 Heneb.

C nenblo noodcnenoBaHus 6epeMeHHast o0paTuIach
B rocnuTaib «MaTb ¥ IUTSA», TI€ IPOBEIEH MOJIEKYJISP-
Ho-reHeTnueckuii aHanu3 (aCGH) mnona.

Pesynbrart:

1. O6HapyXeHa MUKpoOAEJeLUs KOPOTKOro Iuie-
ya (p) 2-il XxpoMocoMbl ¢ mo3uuuu 42 444 no mosu-
muu 2 246 200, 3axBaTbiBaomiast peruoH 2p25.3. Pas-
Mep: 2.203.756 m.H. B 30HY MUKpoOIeellny MoIagaoT
psii OMIM aHHOTMPOBAHHBIX T€HOB, CBSI3AHHBIX C ay-
TOCOMHO-PELeCCUBHBIMU 3a00JieBaHUsIMU. B 6a3ax naH-
Hbix ISCA u DECIPHER o6Hapy:xeHHast MUKpoAeJe-
LIS oTpeiesieHa KaK IMaToreHHas, CBsI3aHHasl ¢ 3aJepK-
KO pa3BUTHS U XapaKTePHBIM (DEHOTHUITOM (B TOM YHCJIe
BPOXICHHbBIE TTIOPOKU Pa3BUTHSI).
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Tabanua 1. BbisiBA€HHbIE «CAyHaliHble HAXOAKM» B pe3yAbTaTe NOAHOT€HOMHOTO HEMHBA3UBHOTO NPeHaTaAbHOTO TECTUPOBaHUS
M pe3yAbTaTbl UHBA3MBHOW NpPeHaTaAbHOW ANArHOCTUKK

Table 1. Revealed «accidental findings» as a result of whole genome non-invasive prenatal test and the results of invasive pre-
natal diagnostics

Ne Bospactr  I'pynma pucka Pesyaprar HUTIT Pezynbrat UTT/,

1 33 1:101—1:2500 Tpucomust 8 46,XY

2 26 1:101—1:2500 Tpucomus 7 mos 47,XY,+7[3]/46,XY[22]

3 25 1:101—1:2500 Tpucomust 8 46,XX

4 39 1:100 u BbILIE Tpucomust 16 46,XX

5 32 1:100 u BbILIE Tpucomus 16 46,XX bepemeHHoCTb nipepBaHa — 23.07.2020. Y3U: 6epeMeHHOCTH 22 Heneau

3 nust. TazoBoe npemiexanue. Py6ein Ha MmaTke. Hapymenue MITK u ®TIK 111
creneHu. Pannss 3PI1

6 37 1:101—1:2500 Tpucomus 8 46,XY

7 30 1:101—1:2500 Tpucomus 3 46,XY

8 35 1:101—1:2500 Tpucomus 16 46,XX

9 38 1:101—1:2500 Tpucomust 7 Ortkas ot I

10 39 1:101—1:2500 Tpucomus 8 Otkas ot UITJ]

11 37 1:100 u BbILIE Tpucomus 22 mos46,XY,der(14;22)(q10;q10)[24]/46,XY[6]

12 40 1:101—1:2500 Tpucomus 16 46,XY

13 37 1:101—1:2500 del(18922.1-q23)+T18 46,XY

14 38 1:100 u BbILLIE T18+XO 69,XXY

15 40 1:101—1:2500 dup(20p12.2-p11.21) 46,XX

16 29 1:101—1:2500 dup(2p25.3-p21) arrffGRCh37]2p25.3(42444_2246200)x1, 2p25.3p22.2(2308980_36982202)x3

17 38 1:101—1:2500 del(1p35.2-p13.2) 46,XY

18 36 1:101—1:2500 dup(12p13.33-p11.1) 47,XX,+mar

19 29 1:101—1:2500 dup(4p16.3-p15.1); [IpepbiBaHUEe GepeEMEHHOCTH MO MPUUYKMHE HEXXM3HECTIOCOOHOTO TUT0/Ia B CBSI3U
del(8p23.3-p23.1); ¢ BITP Bo Bropom Tpumectpe: 14.09.2020 B 20 Henenb+6 aueit. BITP: BpoxneH-
dup(8p23.1-p11.22) Hble aHOMaJIMM CepIIeYHbIX KaMep U coenuHeHuii. be3 mposenenust U1

20 39 1:101—1:2500 dup(18p11.32-p11.21) 47 XX+mar

21 41 1:101—1:2500 dup(18p11.32-p11.21) 46,XX

Tpumeuanue. HUIIT — HenHBa3uBHOe NpeHataibHoe TectupoBaHue; MITJ — nHBa3uBHas npeHaraibHas auarHoctuka; BITP — BpoxneHHbIE 110-
poku passutust; 3PI1 — 3anepxka passutust miona; MITK — matouHo-mnaneHTapHoe kpoBobpaiieHue; @K — deTornaneHrapHoe KpoBo-
obpaleHue.

Tabanua 2. BAnsinne MOAa, BO3pacCTta U pocCrta ﬁepeMeHHbIX KEHLINH, a TAK)XK€ MYXKCKOIo noAa nAOAa Ha BbIIBA€EHUE MOAOXKU-
TEAbHOro pe3yAbTata HEMHBA3UBHOI O NMPEHATaAbHOI0 TeCTUPOBAHUSA

Table 2. Sex, age and height of pregnant women, as well as the male sex of the fetus, influence on the detection of positive re-

sults of non-invasive prenatal test

Mapaverp KeH1uHbI, y KOTOpI)I)i no HUIIT y miiona Kenmmnsl, y kKotopsix mo HUIIT y mnona Cratuctuyeckas
BBISIBJIEHBI «CITyJYaifHbIe HAXOIKU» BBISIBJICHBI YaCThle aHEYTUTONINT 3HAYUMOCTD, p
Bospacr, et 36 [29; 39] 37 [32; 40] 0,629
Macca tena, Kr 59,5 [55; 63] 63[57;71] 0,382
Pocr, cM 164,5 [164; 168] 165 [160; 170] 0,880
MyxcKol o rrona, % 50 59,70 0,644

2. ObOHapyxXeHa AYIIMKALMS KOPOTKOro Ijievya
(p) 2-i1 xpoMocomsl ¢ mo3unuu 23 08 980 no mo3unuu
36 982 202, 3axBaThIBamoILast perioH ¢ 2p25.3 o ¢ 2p22.2.
Pasmep: 34.673.222 n1.H. B 30HYy AyIIIMKALMX MONAa0T
psin OMIM-aHHOTUPOBAHHBIX T€HOB, CBSI3aHHBIX C ay-
TOCOMHO-PEeLIeCCUBHBIMU 3a00jieBaHMsIMU. B 6a3zax nmaH-
Hbix ISCA u DECIPHER o6HapyxXeHHast MUKpoOIesie-
1M olpeesieHa KaK MaToreHHasl, CBsI3aHHas C 3aepXK-
KO pa3BUTHS U XapaKTePHBIM (DeHOTHUIIOM (B TOM YHUCJIe
BPOXXJIEHHbIE TIOPOKU pa3BUTHs) (puc. 2).

Ilo pesynbraTamM MHBAa3WBHOI TMATHOCTUKU MPOBE-
JIeH TIpeHaTaJbHbI KOHCWIMYM. CeMbs TIPUHSIIA pellle-
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HUE O NpepbIBAHUM OEPEMEHHOCTH C YYETOM BBISIBJICH-
HOM XpOMOCOMHOI TTaTOJIOTUM TIIOJA.

Bepemennas 2, 26 net. Bropasi camocTosiTeibHas1 Oe-
PEMEHHOCTb, IpoTeKasia 6e3 maronoruu. B anHamHese on-
HU CpouyHbIe ponbl. IIpeHaTaNbHBIN CKPUHUHT TIEPBO-
ro TpuMectpa nposoauiicsa B KITJ B cpoke 12—13 He-
nenb. KTP Ha MomeHT ucciemoBanus — 68,0 MM (12 Hen
3 mug), TBIT — 1,70 mm, YHCC mnona 160 yn/muH. ITo-
POKY ¥ aHOMAaJIMU Pa3BUTHS TUIOJA HA MOMEHT HCClie-
JIoBaHUs He BbIsIBIEHBI. ChIBOPOTOUHBIE MapKepbl: XI'H
0,934 MoM, PAPP-A 0,392 MoM. Puck xpoMmocoMHOI1
naroJjoruu mioaa (Astraia): Tpucomus 21 — 1:2248; Tpu-

[Mpobaembl penipoaykumm, 2021, T. 27, N°1
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Puc. 1. BoiiBA€HHbBIV PUCK AyNAMKALIMK 2-Fi XPOMOCOMBI MO pe3yAbTaTam HeMHBA3UBHOIO NPeHaTaAbHOIo TeCTUPOBaHKS.

Fig. 1. Chromosomal microarray-like result for chromosome 2 duplication based on the results of whole genome non-invasive

prenatal test.
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Puc. 2. BbisiBA€HbI MUKPOAEAELMSI U AYNIAMKALUSI KOPOTKOrO
nAeya 2-ii XpOMOCOMbI MO pe3yAbTaTam MOAEKYASPHO-TeHe-
Tuueckoro aHaau3a (aCGH).

Fig. 2. Chromosomal microarray analysis (aCGH) result
for microdeletion and simultaneous duplication on the short
arm of the chromosome 2.

comus 18 — 1:18084; tpucomus 13 — 1:20000. ITo pe-
gyabratam HUIIT BhIsABIEH pUCK TPUCOMUM 7-i XpOMO-
combl (puc. 3).

Pesynbrat FISH: I1pu ucnonb3oBaHuu cyoTeI0MEDP-
Hbix JIHK-30H10B Ha KOPOTKOE U IJIMHHOE TIEY0 XPOMO-
COMBI 7 OOHAPYKEeH MO3auLIU3M: B 4 KJIeTKaX — 3 KOIMUU
nokycoB 7PTELO03, 7QTEL20 xpoMmocomsl 7, B 25 KiieT-
kax — 2 konuu JokycoB 7PTELO03, 7QTEL20 xpomMocombl
7. Pe3yibTaT IUTOTEHETUYECKOTO MCCIIeIOBAaHMSI: Kapruo-
Tun miona — mos47,XY,+7[3]/46,XY[22]. I1pu uurtore-
HETUYECKOM UCCIICIOBAHUHM BhISIBJIEH XPOMOCOMHBIIA MO-
3aULIM3M: B 3 KJIeTKax — TPUCOMMUS XpOMOCOMbI 7 (puc. 4),
B 22 KJIeTKaX — HOPMaJIbHbII MY>KCKOI KapUOTHII.

ITo pe3yabraTaM MHBA3UBHOI TMAarHOCTUKY ITPOBENEH
MpeHaTajabHbIi KOHCHIMYM. C y4eTOM BBISIBJICHHOM T1a-

Russian Journal of Human Reproduction, 2021, vol. 27, no.1

TOJIOTMH TUIO/A 10 UTOraM MpPeHaTaJIbHOIo KOHCHIMyMa
CeMbsI IPUHSIIA PeLlieHUe O MPePbIBAaHNY OepEMEHHOCTH.

Bepemennas 3, 35 net. Bropas caMmocrosiTesbHas oe-
PEMEHHOCTb, IpoTeKasia 6e3 maroioruu. B anHamHese ox-
HM cpouHble ponbl. [IpeHaTaIbHbIM CKPMHUHT IEPBOTO
TpuMecTtpa nposeneH B KIT B cpoke 12—13 Hegens. KTP
Ha MOMEHT MCCJIeIoBaHUs cocTaBII — 62,5 mM (12 Hen
3 nus), TBIT — 3,00 mm, YCC mona 157 yn/muH. Ilo-
POKM U aHOMAaJIMM pa3BUTHUS IJI0a HA MOMEHT MCClle-
JIOBaHMS He BbIsIBJIeHBI. ChIBOpOTOUYHBIE MapKephl: XIU
1,676 MoM, PAPP-A 1,306 MoM. Puck XxpoMOCOMHO
naroJjioruu 1oaa (Astraia): tpucomus 21 — 1:948; tpu-
comus 18 — 1:7539; tpucomus 13 — 1:20000.

Pesynmerar HUIIT B 15—16 Hemelb: BBICOKUM
PUCK IYIUIMKAIIUM KOPOTKOTO Iieda 12-i1 XpoMOCOMBI
dup(12p13.33-p11.1) (puc. 5). PekomeHgoBaHa KOHCYJIb-
Talus Bpaya-TeHeTUKa.

ITo pesynbratam HUIIT npoBeneHa KOHCYIbTaLMsSI
Bpaya-reHeTuKa, peKoMeHIoBaHO BbinosHeHue MII
(amHmMoleHTe3). B cpoke 6epeMenHocTH 16—17 Henelnb
MPOBeeH aMHUOIIEHTE3 ¥ BBHIITOJIHEHO LIMTOTCHETHYE -
CKOe McclienoBaHue. Pe3yabTaT HIUTOreHeTUIeCKOrO UC-
chenoBaHus: Kapuotun miona: 47,XX,+mar (puc. 6). [Ipu
LIMTOTEHETUYECKOM MCCJIeIOBAaHUU BBISIBJICHA MapKep-
Hasl XpoMOcoMa y IIofa K€HCKOTO 1oJjia. MapkepHast
XpoMOCOMa IpeACTaB/IeHa ABYMs KOPOTKUMU TUIeYaMK
12-i1 xpoMocoMbl. B 6a3e maHHBIX peIKUX TeHETUYECKUX
3aboseBaHMii Rarechromo martoyiorust onucaHa Kak Te-
TpacoMusl KOPOTKOTro Iieva 12-it XxpoMocoMbl (CUHAPOM
IManaucrepa—Kunnuana). [1posiBneHUsiMU JaHHOM Ta-
TOJIOTUY MOTYT OBITh JIMLIEBbIE TU3MOPGhUM, TOPOKU pa3-
BUTHS CEPACYHO-COCYIUCTOM CUCTEMbI, HAanboJIee XapakK-
TepHBI AuadparMajibHble 1eDEeKTHI.

3akiiroueHue pesyabTata Y3-uccieIoBaHus BTOPO-
ro TpuMecTpa: bepeMeHHoCTh 19 Henens 0 nHeit. Huzkas
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Puc. 3. BbisiBA€HHDI PUCK TPMCOMUM 7-ii XPOMOCOMBI MO pe3yAbTaTam HEMHBA3MBHOIO NPEHaTaAbHOIO TeCTMPOBaHMsI.

Fig. 3. Chromosomal microarray-like result for trisomy chromosome 7 based on the non-invasive prenatal test.

mianeHTanus. [Topok pa3BUTHSI OPraHOB IPYIHOM KJIET-
KU: JIEBOCTOPOHHSS AuacdparmManbHas rpbika. EquH-
CTBEHHAsI apTepusl MYITOBUHBI.

C y4eToM BBISIBJICHHO! MATOJIOTUH TUTOJA 10 UTOTaM
MPEHATAIbHOTO KOHCUJIMYMa CeMbsI TIPUHSLIA PellleHKe
O MpepbIBAHUU GEPEMEHHOCTH.

OBCYXAEHME

Bo3moxunocTu nosHorenomsoro HUIIT

PazButHe MOJIEKYISIPHBIX TEXHOJIOTHII BO BCEM MU-
pe IpenoCTaB/sIeT BO3MOXHOCTh ITEPECMOTpa CYIIECTBY-
OllIel CUCTEMBI PEHATaIbHOTO 00C/IeIOBaHUST OepeMeH-
HBIX XEHIIH. B HEKOTOPBIX pa3BUTHIX 1 Pa3BUBAIOIIMXCS
ctpadHax HUTIT BkJtouyeH B rocygapcTBEHHBIE ITPOrpam-
MBI TIPEHATAJIBHOTO CKPMHWHTA BBUIY TOKA3aHHOM BBI-
COKOM YyBCTBUTEJIBHOCTU M CIIEHM(GUUHOCTU TecTa JJIsI
4acTo BCTpeyvalolyXcs aHeymaouanii (tpucomust 21-ii,
18-i1 u 13-i1 xpomocom) [13, 14].

BrisiBnenue xkiaumHuudecku 3HauyuMbix CNV mipu
ucrnonbp3oBanuu HUIIT umeer ocoboe 3HaueHuUe.
Ot 20 1o 30% BpOXIEHHBIX IOPOKOB Pa3BUTHSI CBSI3aHBI
C MUKpOJAEJEHMSIMA Y MUKPOAYILIMKALIUSIMU, KOTOPBIC
HE BBISBIISIIOTCS CTAHOAPTHBIM LIUTOTEHETUYECKUM UC-
clemoBaHUEM M3-3a HU3KOM pa3pelarolieii CriocooHo-
cti Metoga (oT 5 MiIH m.H.) [15]. OnHaKO MOJOXUTENb-
Hble pe3yabratel HUITT pekoMeHayeTcs HoATBEpXKIaTh
JIPYTUMM MOJIEKYJISIPHO-TeHETUIECKUMU WJIH IIUTOTeHE-
TUYECKUMHU MeTonaMu. 151 MOATBEpXKIACHUSI KITMHUYE-
cku 3HauuMbIx CNV, BeiaBneHHbix HUIIT, B HacTos1Iee
BpEMSI IPUMEHSTIOT METOI] CPABHUTEJIbHOM TeHOMHOIM TH-
opuauzaunu (aCGH) Ha maTepuae mioaa, mojay4yaeMom
npu WUIIJI. BeisiBieHue poaguTeabCKUX (MaTepUHCKUX)
KInHU4Yecku 3HauuMbIXx CNV ciiydyaiiHbIM 00pa3oM B X0-
ne nposeaeHus HUIIT takke nogHUMaeT 3TUYECKKE BO-
Mpockl 00 MHGOPMUPOBAHNU MALMEHTKN O HANIEHHBIX
CNYV, ncciienoBaHre KOTOPBIX OHA He TuTaHupoBaa [16].
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Puc. 4. Pe3yAbTaT UMTOreHETUYECKOTO UCCACAOBAHUSI — TPH-
COMMS 7- XPOMOCOMBI.

Fig. 4. The result of a cytogenetic analysis — fetus trisomy
chromosome 7.

IIpodeccroHanbHbIe 1 HaydHbIe OpraHU3aluu, TaK1ue
KaK AMEpUKaHCKWI KOJIISIK MEIUIIMHCKON TeHEeTUKU
u reHomuku (American College of Medical Genetics and
Genomics, ACMG) u EBponeiickoe 00111€CTBO FreHETU -
ku yesnoBeka (The European Society of Human Genetics,
ESHG) He pekxoMmeHayIoT pyTuHHOE ipuMmeHeHue HUTIT
JUTSI BBISIBJIEHUST MUKPOXPOMOCOMHEBIX aHOMauTnii [16—18].

B TO Xe BpeMst OOJIBIIMHCTBO MHEHUI SKCIIEPTOB
U TIpo(eCCUOHATIBHBIX PEKOMEHIALIMI TOBOPSIT O TOM,
YTO HE CJIeAyeT CKPhIBaTh MH(POPMALIMIO O KIIMHUYECKU
3HAYMMBbIX AaHOMAJIUSIX TUIO/IA, BBISIBIEHHBIX TIPU ITPUMeE-
HEHWUU MOJHOTEHOMHBIX METOAOB y O€pEMEHHOI XKeH-
muHb [19]. TakuMm ob6pazom, B nmpodeccuoHaaIbHOM

[Mpobaembl penipoaykumm, 2021, T. 27, N°1



leHeTnka

LAt
ro

Genetics

S— 1 BTN ,2_ ,_““; I-'_':.'a ?
TR Bk 4
4 .0 1 ‘i i

Tecon
o

i

.
g

wofif

yand ||
o

pony |

]

- a . -.__,E . -
33 & & -] E mnAa g S A JodLAn & M A
i S b 5 535 8 6 0 333333 3 3 3

Puc. 5. BbiSIBA@HHDIH PUCK AYNAMKALIMM KOPOTKOrO NAeva 12-/ Xpomocombl N0 pe3yAbTaTaM HEMHBA3MBHOIO NPeHaTaAbHOIO Te-

CTUPOBaHMS.

Fig. 5. Chromosomal microarray-like result for chromosome 12 based on the non-invasive prenatal test-duplication of the short arm.

Puc. 6. Pe3yAbTaT LMTOreHETUYECKOTO UCCACAOBAHUSI MaTepy-
aAa naoaa 47,XX,+mar.

Fig. 6. The result of a cytogenetic analysis — fetus 47,XX,+mar.

COODIIIEeCTBE OTCYTCTBYET €AIMHOE MHEHHUE 10 TaHHOMY
Borpocy. Ilpu ucciienoBaHUY MpeAroYTeHU OepeMeH -
HBIX XXEHIIWH IT0OKa3aHO, YTO OHU Yallle, YeM Bpauu Mpe-
IMOYUTAIOT UMETh MH(MOPMAIIUIO O PUCKE TOMOJIHUTEIIb-
HBIX XPOMOCOMHBIX aHOMAJIMIA, a He TOJIbKO YaCThIX aHe-
yrouauii [20].

JI0ZKHOIIOJIOKHUTEIbHbIE H JIOZKHOOTPHIIATEIbHBIC
pe3yabtathl HUIIT

HecMmotpst Ha BBICOKYIO TOUHOCTh, BO3MOXKHBI JIOXK-
HOIIOJIOKUTEJIbHBIE U JIOXKHOOTPUIIATEIbHBIE PE3YIbTaThI.
M3BecTHO, YTO OCHOBHBIMM OMOJIOTUYECKUMU ITPUIMHA-
MM JIOXKHBIX PE3YJIbTAaTOB SIBJISTIOTCS (peToILIalieHTapHbIN
MO3aMII13M, 3JI0KaueCTBEHHbIE HOBOOOPA30BaHUS MaTe-
pu, (peHOMEH ucuesatoniero 6au3Hena [21].

Russian Journal of Human Reproduction, 2021, vol. 27, no.1

B 11e;10M yacToTa JI0XKHOMOJIOXUTEIBHBIX PE3yJIbTa-
TOB B HallleM ucciiegoBaHuu coctasuia 0,21% nis pen-
Kux XA, BKIo4asg KanHudecku 3HaunMble CNV. OroT
MoKa3are/ib 3HAaUUTEIbHO HIDKE, YeM B IPYTUX IMyOJIrKa-
uusx [21]. IIpencraBieHHOCTb MATOTEHHBIX MUKPOCTPYK-
TYPHBIX aHOMAJIUI CBsI3aHa ¢ 00Jiee HUBKMMU TOJIOXKH-
TEJIbHBIMU MPOTHOCTUYECCKUMU 3HAYCHUSMU K OOJIbIIIEH
YaCTOTOM JIOXKHOTIOJIOXKHUTEIbHBIX PE3YJIbTaTOB, BEPOSIT-
HO, M3-3a HU3KOM pacrpoCTpaHEHHOCTH MUKPOIEICII -
OHHBIX U MUKPOAYIIJIMKALIMOHHBIX CUHIPOMOB B 00111ei
MOy, YacTOThI ICTUHHO MOJIOXUTEIBHBIX U JIOX-
HOIIOJIOKUTEIBHBIX PE3YJIbTATOB ISl PEIKUX TPUCOMUIA
Y MUKPOCTPYKTYPHBIX aHOMAJIMi1 COTIOCTABUMBI C PE3YIIb-
TaTaMM TIOJOOHBIX MCCIIeI0OBaHMii. BeposTHOI MpUIrMHOM
JIOXKHOMNONOXUTeNbHBIX pe3yabTaToB HUIIT B nanHOM
HCCJIEIOBAHMU SIBJISTIOTCS BapyalliK YMCIa KOIUIA y Ma-
TEpU, a TAKKE TUIALIEHTaPHBIM UIM MaTepUHCKMI MO3au-
1u3M [22]. JloxkxHoOTpuLIaTebHbIE PE3YIbTaThl SIBISIOT-
cs KpaiiHe peakum peHomeHoMm st HUTIT u cocraBnsi-
o1 B uejom 0,01% [21].

BbIBOADbI

1. Borpoc pyTMHHOTO OIlpelneJeHUs peIKUX aHey-
MJIOUAUN U MUKPOXPOMOCOMHBIX aHOMAJIMM TIIo1a WU
BapMalMii yucjaa KON reHOB B KIMHUYECKOM TMpak-
TUKE OCTAeTCs INPOKO AUCKYTUPYEMbBIM U, BEPOSITHO,
npexaeBpeMeHHbIM. OIHAKO MPU MPOBEASHUU TTOJHO-
T€HOMHOTO HEMHBAa3UBHOI'O IMPEeHATaIbHOTO TECTUPOBA-
HUS cheayeT MHOOPMUPOBATh OEPEMEHHBIX O €r0 BO3-
MOXHOCTSIX U ¢ UX UH(POPMUPOBAHHOTO COTJIacus CO00-
1IATh O KIMHUYECKU 3HAYNMBIX «CJIyYaliHbIX HAXOJKaX»
HEMHBa3UBHOTO MpeHaTaJbHOrO TECTUPOBAHUSI, BKITIO-
YalolMX PUCKU Pa3BUTUS PEAKUX aHEYIUIOUAUN U MU-
KPOXPOMOCOMHBIX aHOMAJIWii M10Ja WY Bapualuii yuc-
Jla KONIUIA TE€HOB.
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2. enecoodpa3Ho mpoBeaeHNe MaCIITAOHbBIX KJIMHU -
YECKUX U 3TUYECKUX UCCICIOBAaHMUN ¢ qalbHEUIM hop-
MMPOBaHMEM PEKOMEHIAIIMIA 110 Bblaue CydaiiHbIX Ha-
XOJIOK, BBISIBJICHHBIX IIPEHATAJILHO.
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