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AHHoTauuA. V13 KNMHUYeCcKn NpusHaHHbIX 6epeMmeHHocTeln 10-15 % 3aKaHUMBAOTCA BbIKMAbIWEM, 1 OKono 50 %
abopTyCOB Ha paHHNX CPOKax 6epeMeHHOCTV UMEIT XPOMOCOMHbIE aHOMaNMK. TPUMIOUANN COCTaBAAIOT NPUMep-
HO 12 % OT BCEX XPOMOCOMHbIX aHOManmin abopTycoB. [loNOAHUTENbHBIN rannonaHbIi HA6OP XPOMOCOM MOXET
6bITb OTLOBCKOrO (AMaHapuyeckas TPUNIoUAMA) UM MAaTEPUHCKOTO MPOUCXOXKAEHUA (QUrMHUYeCcKaa Tpunioun-
ava). InaHppuyeckan TpUNIouana NPoABRAETCA YaCTUYHbIM Ny3blpHbIM 3aHocoMm (YM3). BepemeHHoCTV gunnouna-
HbIMM 3MOPMOHaMV C IByMsi reHOMaMy OTLLOBCKOTO NMPOVCXOXKAEHNA (1 NOTepeil MaTEPUHCKOTO SAEPHOIo reHOMa)
npvi3HaHbl Hanbosiee YacTol NPUYMHON MOSTHOrO My3blpHOro 3aHoca (MM3). My3bipHbIi 3aHoC (M13) - 3TO camblit
pacnpocTpaHeHHbI TN recTaunoHHon Tpodobnactnyeckon 6onesHun. feHoTUNMpPoOBaHMe abopPTYCOB B HacToOSA-
Lee BpemMsl PAaCCMATPUBAETCA Kak HaLeXHbIi METOA ANs NOATBepXKAeHUs u anddepeHumanbHOM ANArHOCTUKN
noatunos M3. Lenbto gaHHOro nccnenosaHna 6o ¢ nomoubio HK-reHoTnnmpoBaHmusa abopTycoB npu HeBbIHa-
WwmMBaHMUM 6epeMeHHOCTM (HB) BbISBMTbL Cllyyan TPUMNAOMANM, OLEHUTb YacToTy 13, ero NoATUMNOB, MONEKYNsSPHO-
reHeTNYecKre 1 KNMHNYeCKne ocobeHHOCTM TpunnongHon 6epemerHocty, MM3 n YM3 B poccuitckoin nonynaumu.
C2018 no 2024 r. B MeinKO-reHeTnyeckom LeHTpe «lporeH» (MockBa) 6binm nccnenosaxbl 10000 nocnegosaTenb-
HbIX cnyyaeB HB. OCHOBHbIMM HanpaBUTENbHbIMU AMArHO3aMu ABAANNCH CMOHTaHHbIN BbIKUAbILL, HEPa3BrBalo-
wanca 6epeMeHHOCTb, aHIMbpuoHuaA. AHK-reHOTUNPOBaHMe MPOBOAMIOCH C MOMOLLbIO METOAA MYNTbTUMNEKCHOW
K®-TMUP, BkntouasLwero npodunuposaHue 26 aytocomHbix STR-mapkepos, DYS437, DXS6809, SRY n 30 mapkepos
Ha rOMOJOMMYHbIX yyacTKax nap xpomocom. Kputeprem MIM3 6bina romosnrotHocTb Bcex STR-MapkepoB. Kpute-
puem TpUNIoUAMN GbII0 COOTHOLLEHME MOLae MUKOB BCEX HErOMO3MroTHbIX STR-MapKepoB, 65n3koe K 2:1 nnm
1:1:1. B Hawei Bbi6opke 13 10000 cnydyaeB Hb aHOManbHbIN KaproTun abopTycoB Obin BbiSBNEH B 58.8 %, [oNs TpU-
nnovnaun coctasuna 8.3 % ot obuyero yncna cnyyaes nnu 14.3 % ot abopTycoB € aHOManbHbIM KapuoTunom. flona
AvaHapuyeckon Tpunnongum coctaBuna 43 %. Yactora MM3 6bina pasHa 0.11 %. MeaunaHHbI BO3PacT »eEHLWUH C
Tpunnounguen 6oin paseH 32.1 roaa, c MM3 - 27.9 roga. YunTbiBan OLEHEHHY!I0 B Halleil Bbibopke yactoTy YM3 n MN3
1 OTHOCWTENbHO MOJOAON BO3PACT XKEHLUMH, Y KOTOPbIX OH BCTPeYancs, Heo6XoAMMO COBEPLIEHCTBOBATb MMEIO-
Wwmeca metoabl AnarHoctrkm M3 (BkntoveHne AHK-reHOTUNMpPOBaHUA) C Lenbio agekBaTHOM NPOPUNaKkTNKK U cBOe-
BPEeMeHHOW ANarHOCTUKM NMOCTMY3blPHbIX 3/10KaYeCTBEHHbIX HOBOOOPa30oBaHWIi B JaHHOI BO3pPaCcTHON rpynmne.
KntoueBble cfioBa: TpUNAOMANA; NY3bIPHbIV 3aHOC (MOJHBIV 1 YaCTUYHbIN); HEBbIHALIVMBaHNE GepeMeHHOCTI; KONK-
yectBeHHasa dnyopecueHTHas MUP (KO-MLUP); kopoTkue TaHAeMHble noBTopbl; short tandem repeats (STR)

[na untuposanus: Mywkapes B.IN., Macbiuesa A.C., MasbipuHa E.A., CepebpeHukosa T.E., YepHbix B.b. Moneky-
NAPHO-TEHeTUYeCKoe UCCIefoBaHNe TPUMIOUAMN U MY3bIPHOTO 3aHOCa MPWU HeBbIHAWVBaHUK GepeMeHHOCTU:
aHanm3 10000 nocnepoBaTenbHbIX ClyyaeB. Basusmosckul XypHaa 2eHemuku u cenexkyuu. 2025;29(5):621-628. doi
10.18699/vjgb-25-67

Molecular genetic study of triploidy and the hydatidiform mole
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Abstract. Approximately 10-15 % of clinically recognized pregnancies result in miscarriage, with chromosomal
abnormalities identified in about 50 % of early pregnancy losses (PL). Triploidy accounts for approximately 12 % of
all chromosomal abnormalities in miscarriages. The additional haploid set of chromosomes in triploidy may be of
paternal (diandric triploidy) or maternal (digynic triploidy) origin. Diandric triploidy is associated with a partial hy-
datidiform mole (PHM), while pregnancies involving diploid embryos with two paternal genomes (and loss of the
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maternal nuclear genome) are the most common cause of a complete hydatidiform mole (CHM). The hydatidiform
mole (HM) is the most prevalent form of gestational trophoblastic disease. Genotyping of products of concep-
tion (POC) is currently considered a reliable method for confirming HM and distinguishing its subtypes. The aim
of this study was to use DNA genotyping of POCs to detect cases of triploidy, estimate the frequency of HM and
its subtypes, and analyze the molecular and clinical characteristics of triploid pregnancies, CHM, and PHM in a
Russian population. Between 2018 and 2024, a total of 10,000 consecutive PL cases were analyzed at the Medical
Genetic Center Progen (Moscow). The main clinical indications included spontaneous miscarriage, missed miscar-
riage, and anembryonic pregnancy. DNA genotyping was performed using a five-color multiplex QF-PCR method,
which included profiling of 26 autosomal STR markers, as well as DYS437, DXS6809, the SRY gene, and 30 markers
from homologous regions located on different chromosomes. CHM was diagnosed based on the homozygosity
of all STR markers. Triploidy was identified by analyzing peak area ratios of non-homozygous STR markers, which
exhibited characteristic patterns of approximately 2:1 or 1:1:1. In our cohort, chromosomal abnormalities were
identified in 58.8 % of all PL cases. Triploidy was detected in 8.3 % of the total sample, representing 14.3 % of all
chromosomally abnormal POCs. Diandric triploidy accounted for 43 % of triploid cases. The prevalence of CHM
was 0.11 %. The median age of women with triploidy was 32.1 years, and 27.9 years for those with CHM. Given the
observed frequencies of PHM and CHM in our cohort, along with the relatively young maternal age associated
with these conditions, enhancing current diagnostic protocols for HM — particularly through the incorporation of
DNA genotyping of POCs - is essential for the effective prevention and timely diagnosis of post-molar malignant
neoplasms in this population.

Key words: triploidy; hydatidiform mole (complete and partial); miscarriage; quantitative fluorescent PCR (QF-PCR);
short tandem repeats (STR)

For citation: Pushkarev V.P, Masycheva A.S., Glazyrina E.A., Serebrenikova T.E., Chernykh V.B. Molecular genetic
study of triploidy and the hydatidiform mole in pregnancy loss: analysis of 10,000 consecutive cases. Vavilovskii

Zhurnal Genetiki i Selektsii = Vavilov J Genet Breed. 2025;29(5):621-628. doi 10.18699/vjgb-25-67

BBepeHmne
I[eCS[TB*l'IﬂTHaI[LIaTI) MMPOUCHTOB KIMHUYCCKU 3apECrucTpu-
POBaHHBIX OEPEMEHHOCTEH 3aKAHYMBAIOTCS BBIKHIBIIIEM,
u oxoyio 50 % abopTycoB Ha pPaHHUX CPOKaX OEPEMEHHOCTH
HMEIOT XpoMocoMHbIe anomaiuu (Soler et al., 2017; Essers
et al., 2023). Tpurutonguu cocTaBisAOT IpUMepHO 12 % oT
BCEX XPOMOCOMHBIX aHOMAJIMH, BBISIBIISIEMBIX Y CIIOHTAHHBIX
aboprycos (Jenderny, 2014; Soler et al., 2017).
Tpuronaus mpeacTaBiIseT cOO0H TeHETHIECKYI0 aHOMA-
JIMIIO B KJIETKaX SMOPHOHA/TIII0/1a, TIPH KOTOPOI TeHOM Coiep-
YKUT TPH TarmionIHeIX Habopa (37 = 69) XpoMocoM BMECTO
IBYX. JIOTIOMHUTETBHBIN TalIONIHBII HAOOp XPOMOCOM MO-
JKET OBITh OTIJOBCKOTO (IMaHApHYECcKast TPUTIION TV HIIH Ma-
TEPUHCKOTO MPOUCXOKACHUSA (IUTHHUYECKAsT TPUTLIOUINSA).
Pogurenbckoe MPOMCXOXKACHNE BIMAET Ha (EHOTHN TPHU-
TUTOMIHOHM OEPEMEHHOCTH ¥ Ha OCIIOKHEHUS JUISl JKEHIIINHBI.
Juanpudeckast TPUIUIOWIHS Yallle BO3HUKAET B pe3yJibrare
OIIIO/IOTBOPEHHS SINLIEKJICTKH JIBYMsI CIIEPMATO30UIaMH HITH
Ppexe TUIIION/HBIM CIIEPMAaTO301I0M M IPUBONT K Pa3BUTHIO
gacTHYHOTO My3bIpHOTO 3aH0ca (UI13) (puc. 1, B). CormacHo
KOHIIETIIUH TTOCT3UTOTHYECKOI NUIUIONN3aluU TPUIION-
JoB, nipeutoxkenHoit M.D. Golubovsky B 2003 1., Hopmaib-
HasAa ﬂﬁHeKHeTKa OINIOAOTBOPACTCA ABYMs ClIEpMaTO30M1aMU,
U TPUILIOWAHAS 3UT0OTa MOXKET OBITh HAYaJIOM BCEX THIIOB
my3sipHOTO 3aHOca (I13), a Takke mroma. CriopagudecKuid
noHbIN my3sIpHEIT 3aH0C (I1113) pa3BuBaeTcs mocie MOHO-
criepMHOTO (85 % ciydaeB) wim aucriepmHoro (15 % ciayuaes)
OILTOZIOTBOPEHHS SIMIIEKIIETKH (CM. pHC. 1, A, b), MaTtepuHcKue
XPOMOCOMBI KOTOPOH ObUTH yTEePSTHBI (WK pa3pyIlIeHbI) Cpazy
rocye 3adatusi. Pe3ynbraToM mepBoro BapHaHTa SIBISETCS
aHJIPOT€HETHYECKas! TUIIIION THAS 3UTOTa C SHIOPETUTHKAIIEH
orroBckux xpomocoM (Candelier, 2016). B 10-20 % ciyuaes
nMeeT MecTo pekyppeHTHbIH 1113, KOTOpEIif BOZHUKAeT n3-3a
OMaJLTCITLHBIX BAPUAHTOB B MATEPUHCKUX T'eHAX, CIIMCOK KOTO-
pBIX TIocTeneHHo yBenuuuBaetcs — NLRP7, KHDC3L, MEII,
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TOPG6BL, REC114 (Murdoch et al., 2006; Parry et al., 2011;
Nguyen et al., 2018).

3a00J1eBaeMOCTb IMy3bIPHBIM 3aHOCOM BapbHPYET B Pa3HbIX
ctpanax ot 1-2 ciydaeB Ha 1000 6epemennocreii B EBporie
u CHIA no 10 Ha 1000 6epemennocTtei B Muann u UanoHe-
3un (Joyce et al., 2022). ITonubiit u yacTuuHbiil [13 umerot
MTOTEHIINAN JUTS OITyXOJIEBOW TPaHC(HOPMAIIH, IPUIEM PUCK
TecTalmoHHON TpodobnacTrueckoit Heormaszuu st 1113
Boie, yem st UI13 (Joyce et al., 2022).

B MeaummHCKOM TpaKTHKEe OCHOBHBIMH METOJJAMH JHArHO-
ctuku [13 ABISIFOTCS ONpeieNicHre YpOBHS OeTa-CyObeInHY-
16l XOpHOHUYecKoro ronagorponuua (B-XIU) B ceiBOpoTKE, B
JIECSITKH pa3 MPEBHIIIAONIET0 3HAYCHHUS IIPH HOPMAIBFHO TPO-
TeKarollei 0epeMEHHOCTH, 1 YIIBTPa3ByYKOBOE HCCIIC/IOBAaHHE.
OxonuatenbHo auarno3 [13 ycraHaBnuBaeTcs ¢ TMOMOIIBIO
TUCTOJIOTHYECKOTO UCCIIeIOBaHUSA. Bee 3T MeToap! iuarno-
CTHKH UMCIOT CBOM OTPaHUYCHUS, 0COOCHHO Ha paHHUX CPO-
kax HeBbIHamuBaHus oepemennoctu (HB) (Fukunaga et al.,
2005; Caxxenosa u 1p., 2009; Buza, Hui, 2021).

I'eHOTHIIIPOBAHUE TPOTYKTOB 3a9aTHsI B HACTOSIIICE BPEMSI
CUMTACTCS HAJICKHBIM METOZIOM JIJIsl IIOATBEPKIACHUS U JH]-
tdhepenmmansHoi auarnoctuku moArumos [13 (Furtado et al.,
2013; Ronnett, 2018; Buza, Hui, 2021). duddeperunponka
I13 ot Henmy3bIpHBIX 00pa31oB u pazzaenenue [13 Ha yacTuu-
HBIM U TIOJIHBIN KpaiiHe BaXKHbI JIs1 OIIPENIEICHUs PUCKa pa3-
BHTHS TOCTITY3BIPHON T'€CTAIMOHHOHN TpoQoOIacTimaecKkon
HEOIUTa3HH, KOTOPBIN BapbupyeT AJis nmoaTurnos [13 u Biuser
Ha TPOJOIDKUTEIBHOCTH TPEOYeMOT0 KIMHHYECKOTO HaOIFO-
nenns (Buza, Hui, 2021).

[enbro nanHoro MccienoBanus ObLI0 ¢ oMot JTHK-
TeHOTHITHPOBAHUSA a0OPTYCOB CaMOIIPOU3BOIBHO IPEPBaB-
muxcst O6pPEMEHHOCTEH BBISIBUTH CIIyYad TPUTUIOUINH, OIlC-
HUTB yacToty [13, ero moaTuIoB, MOJEKYISIPHO-TEeHETHYECKUE
1 KITMHAYECKUE 0COOCHHOCTH TPUIUIONIHON OEpEeMEHHOCTH,
[II13 u YII3 B poccuiiCKON MOMYISAILHH.
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T.E. CepebpeHrkoBa, B.b. YepHbix 1 My3bIPHOIO 3aHOCa NPW HeBbIHALLVIBaHNN 6epeMeHHOCTM 29.5
lecTpyKuna/akenynbcua SHpopeaynnKauma
MaTEPUHCKNX XPOMOCOM OTLOBCKUX XPOMOCOM
Z . ~ AHAPOreHHbIN AUNNIOULAHbIN
MOoHocnepMmHbIii M3, 46,XX
AnuekneTka
JecTpyKuna/akcnynbcma
MaTepMHCKMX XPOMOCOM
‘ @ @ AHAPOTrEeHHbIN ANNAOUAHbBIN
ancnepmbin MM3, 46, XX nnu 46,XY
,Elmnnom,qHaﬂ
3urota
AyekneTka
Odynnunkaumna
Xpomocom /'.‘323(’23 AHIPOreHHbI AUNIONAHBINA
—_— .
B > MoHocrepMHbiIi M3, 46,XX
BnnsHeupb
NN HeT

“Iar;;w““ - —

AnuekneTka

» [lnon

AHIPOreHHbI AUNIONAHBIA
ancnepmbiv MN3, 46,XX unun 46,XY

» HopmasnbHbIN UM MO3anyHbIA NOA

> ﬂl/laH,ElleHeCKaﬂ Tpunnonana,

43, 69,XXY, 69,XXX, 69,XYY

Puc. 1. OCHOBHble MeXaHV3Mbl BO3HUKHOBEHWA cnopagnyeckoro nysblpHOro 3aHoCa.

MonHbI Ny3bipHbIN 3aHoc (MM3) pa3BrBaeTca nocsie MoHocnepmHoro (85 % cnyuvaes) (A) unu ancnepmuoro (15 % cnyyaeB) (5) oNnoAOTBOPEHNUA ANLEKNETKN,
MaTEPUHCKIE XPOMOCOMbI KOTOPOI ObIN yTepAHbI (UK paspyLUeHbl) cpasy nocse 3a4atua. PesynbTaToM NepBOro BapuaHTa ABAAETCA aHAPOreHeTNYeCKan an-
nnougHas 3Urota ¢ sHAOPeNIMKaLumen oTLOBCKMX XPOMocoMm (A). B — nocTanrotnyeckas aunnovansauyua tpunnongos (Golubovsky, 2003); HopmanbHas AnLe-
KeTKa OMnioAoTBOPAETCA ABYMSA CMEPMATO30MAaMK, U TPUMIOWAHAA 3UroTa NIEXNT B OCHOBe Bcex TvnoB 13, a Takxe nnoga.

MaTepmanbl n metoabl

C 2018 mo 2024 r. B 1ab0paTopuy MEINKO-T€HETHIECKOTO
nentpa «lIporen» Orpimn uccnenonansl 10000 mocnenosa-
TeNbHBIX ciiydaeB HB, HanpaBieHHBIX IIaBHBIM 00pa3oM U3
MockBsl 1 MockoBcko# o0macti. OCHOBHBIMH HATIPaBUTEIb-
HBIMHU JIMarHO3aMU ObUIM BBIKUBIIIN, HEPa3BUBAIOLIASICS
OepeMeHHOCTh, aHdMOpHOHUS. OT BCeX MaIMeHTOB OBLIO MO-
Jy4eHO MH(OPMUPOBAHHOE COTTIACHE.

B kauecTBe OMOJIOrMYECKOro Marepualia HCCIIeIOBaINCh
BOPCHHBI XOPHOHA, a TAKIKE IJIOIHBIE 000I0UKH 1 TKaHH IIJI0-
na. IHK-renotunuposanye NpoBOANIOCH C TIOMOIIBIO METOAA
MSATHIIBETHOW MYJIBTHILICKCHOM KOJHUYCCTBCHHOM (hiryopec-
[EHTHOU MoTMMepa3Hoii ienHoit peakiwm (KD-I1LP), Bkitro-
yapiiero npoguimposanue 26 ayrocomublx STR-mapkepoB
(D1S1656,D25441, D3S1358, D452366, D452408, D5S818,
D6S1017, D6S474, D7S820, D8S1179, D8S1115, D9S2157,
D10S1248,D10S1435,THO1,D12S391,D13S317,D14S608,
D15S659, D16S539, D18S535, D19S253, D20S482,
D20S1082, D21S1412, D22S1045), Y-STR (DYS437),
X-STR (DXS6809), SRY n 30 MapkepoB Ha FOMOJIOTMYHBIX
ydacTkax map xpomocom. Kpurepuem o6opa STR-mapkepos
OBLTa OXKUIaeMasi TeTePO3UTOTHOCTH >(0.7 U 9HCIo ajenei
<12 B poccwuiickoii nomyisinuu (Smolyanitsky et al., 2004;
[ecuk u ap., 2014; Zavarin et al., 2019).

MEAUUMNHCKAA ULUTOTEHOMUKA / MEDICAL CYTOGENOMICS

TIIIP-rtpoayKThl pa3nensuld Ha FTeHETUYECKOM aHaIu3aTo-
pe 3500 Series Genetic Analyzer (Thermo Fisher Scientific,
CIIA). Ananus anexrpodoperpamMm IPOBOHIN B IIPOrpamMMe
GeneMapper Software 5 (Thermo Fisher Scientific, CIIIA).
Kpurepuewm I1113 6pu1a roMmo3uroTHocTs Beex STR-MapkepoB
(puc. 2), KpuTepreM TPUIUIONIUY — COOTHOIICHHNE IIJIOIA/ICH
MMKOB MH(OPMATHBHBIX (HeroMo3urotHsix) STR-mapkepos,
6mmskoe k 2:1 nm 1:1:1. [Ipoucxoxnenne TpUIIonany (-
AHJPUUYECKOE W AUTUHUYECKOE) YCTAaHABIIUBAIIN 110 HAIIPAB-
JICHUIO JIeYallluX Bpaueii CpaBHEHHEM I'€HETHYECKUX MTPOoQHu-
neit abopTycoB U poanTeneit. B rpymnmy «apyrie XpoMocoM-
HBIC aHOMAJIN» BKITFOYAJIH ayTOCOMHBIE MOHO- U TPUCOMHH,
TOHOCOMHBIC aHCYIUIOUINUH, KOM6I/IHI/IpOBaHHI)IC AHOMAaJINH.
B rpynmy «3ymnonaHsie abopTychl» OTHOCHIIH CITydau, Tne
He ObUT 0OHapY)KEHBI AaHOMAJIbHBIE KApHOTHIIBI.

Craructuueckas 00paboTKa pe3yJbTaToB MCCIICIOBAHMUS
MPOBOJIMJIACH C UCIIOIB30BAaHHEM CTAHAAPTHBIX MAaKeToB R
(Bepcus R 4.4.2).

PesynbTatbl

Menuana Bo3pacrta Bcex o0cieoBaHHbIX xeHmuH ¢ Hb co-
craBuia 34.6 roga (MexXkBapTHIbHBIN pazmax (MKP) 30.3—
38.3 roma). MenuaHHBIH cpok OepeMEeHHOCTH, Ha KOTOPOM
HACTYIIJIO IPephIBaHKE, COCTaBMII 7.5 SMOpHOHAIIBHOH He-
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D151656* D851179 SRY** Y-X D165539 THO1 D205482 D55818
A6opryc 139* 235 - XX 297 170 102 162
Orey 135-139 228-235 + XY 288-297 170-174 102-114 154-162
Marb 150-158 228-231 - XX 280-284 162-174 111-117 150-159

* lnviHa annenei nHdopmatreHbix STR B HykneoTtnaax; ** Hanuume SRY 0603HaUeHO 3HAKOM «+», OTCYTCTBME — 3HAKOM «—». [loAYepKMBaHEM OTMeYeHbl 06Lme

annenu STR-npo¢una oTua n abopTyca.

Puic. 2. Pesynbtatbl KO-TLIP, cBMAeTensCTBYIOLWME O HANMYMM NMOSTHOTO MOHOCMEPMHOTO My3bIPHOTO 3aHOCa.

Pesynbtatbhl nccnegosarua 10000 cnyyaes
HeBblHalUVBaHKA 6epeMeHHOCTU

[Moka3atenb Konnuectso [poueHTHOEe
copeprkaHune
(95 % On*)
DYMOVAHbIN KapyoTun 4122 41.2 (40.3-42.2)
AHOManbHbIN KapyoTKW, BCEro 5878 58.8 (57.8-59.7)
AyTOCOMHbIE, FOHOCOMHbIE 5038 50.4 (49.4-51.4)
aHeynnonann, KOMoMHMPo-
BaHHble aHOManunn
Tpunnongun, Bcero 829 8.30 (7.80-8.80)
69,XXY 448 4.50 (4.10-4.90)
69,XXX 363 3.60 (3.30-4.00)
69, XYY 13 0.13 (0.08-0.22)
68,XX 5 0.05 (0.02-0.12)
[AvnnongHbI FOMO3UTOTHbLIN 11 0.11 (0.06-0.20)

OTLLOBCKUIN FreHOM

* 95 % poBepUTesNbHbIN UHTEpPBaJI.

nenu (nanee —uen) (MKP = 6.5-9). Pesynbrars! Hcciie1oBaHus
MIPE/ICTAaBIICHBI B TAOMHIIE.

W3 10000 ciryuaeB HB syrutonaublii KapuoTHIT OBLT BBI-
sBieH B 4122 cinyyasx, uro coctaBuiio 41.2 % (95 % nose-
putensHbI naTepBai (JJN) = 40.3-42.2). Menmana Bo3pacrta
JKEHIIMH 3Toi rpymnibl Ha MoMeHT HB cocraBuna 33.5 rona
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(MKP 29.6-37.1), cpoka 6epeMEeHHOCTH, Ha KOTOPOM HacTy-
nano npepsisanue, — 7.5 vex (MKP 6.5-10).

AHOMAaJBHBIH KapHOTHIT aDOPTYCOB BEIsBIICH B 5878 ciry-
yasx, wiu 58.8 % (95 % AN = 57.8-59.7). MenuanHblii BO3-
pacT JKeHIIMH 3Toi rpynnsl Ha MomeHT HbB Obit 35.4 rona
(MKP 30.8-39.0). MenuanHbIi CpoK OepeMEeHHOCTH, Ha
KOTOPOM HAacTyTajo npepbiBaHue, cocrasun 7.5 nen (MKP
6.5-9). CortacHo Tecty MaHHa—YHUTHHU, OOHApyKEHbI CTATH-
CTHYECKH 3HAa9UMBIe pasmans (W = 8233198, p <2.2x10710)
B BO3pacTe KEHIIIMH HA MOMEHT ITOTepH OEPEMEHHOCTH MEKITY
JIAHHBIMH TPYIITaMH.

Tpurnonaust Obina BeIsBIeHA B 829 cirywasx (8.3 % ot
obmrero yncna cirydaeB (95 % JAU = 7.8-8.8). MeauaHHbIH
BO3pAacT KEHIIMH C TpuIutionanei obu1 pasen 32.1 roxa (MKP
28.2-35.8). MenuaHHBII CPOK OEpeMEHHOCTH, Ha KOTOPOM Ha-
cTynaio npepsiBanue, cocrasui 8 Hex (MKP 7-9). B 14 ciy-
YasiX yCTaHOBJICHO TPOUCXOXKICHHE TpUILIonuu. B 8 ciyuasx
(57 %) Obwna ompeneneHa AUTHHUYECKAs TPUTUIOUINS U B
6 ciryuasix (43 %) — muanapudeckas Tpurionus, T. e. YI13.
[Tpumep ycraHOBIIEHHS AUTMHUYECKOH TPUILIONWIANH TIPHUBE-
JIeH Ha puc. 3, anannpudeckoii — Ha puc. 4. [lomyuernoe Hamu
COOTHOIMICHHE AUTMHUYCCKUX/ANaHIPUIECKUX TPUTLIONANI
0JIM3KO K JIAaHHBIM JAPYTHX MCCIIEI0BAHMUIT; HAIPUMED, B paboTe
(Massalska et al., 2021) gons TuaHAPUYIECKUX TPHUILIOUANN
coctaBuna 44.9 %.

B 11 cnyuasx Obu1 ycranosinen [1I13, uro cocraBuio
0.11 % ot obmero uncna cirygae HbB (95 % I =0.06-0.20).
I'pynma sxenmua ¢ 1113 6puta Goee MONIOAOH, MEeAHAHHBIN
Bo3pact pasHsuics 27.9 roma (MKP 26.4-35.1). MenuanHbIii
CpOK OEpeMEHHOCTH, Ha KOTOPOM HACTyIajo HpEephIBaHME,
op1 6.5 Hen (MKP 6.5-7.5). Bo Bcex 11 cimydasx mis
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AbopTyc
Lii 1 , (0357408 ] @ ] |2 s— h 3 = (0155659 — ] D205 —
i Al L l i A s
B El [l
OTtey
@ — ] % ] - ] D5sEEs — ] D20sdsz ; ]
, 1 J 1 i l 1t ALK
e
MaTtb
I'l«sut% = i} ) [D35Zi08 ] lnsﬂ;s ] [z s—] m ] mesara 0155659 ] ]
b o
Bl [l ] []
D14S608* D452408 D8S1115 SRY** Y-X D16S539 D65474 D155659 D205482
AbopTyc 291-308-312 369-373-373 368-368-371 - XXX 280-280-305 | 383-391-395 191-199-203 114-117-117
OTey 308 365-369 371 + XY 297-305 391 183-191 111-114
Matb 291-312 373-377 368-371 - XX 280-288 383-395 199-203 117

* InviHa annenen nHpopmaTueHbiX STR B HyKkneoTuaax; ** Hanuumne SRY 0603HaueHO 3HaKOM «+», OTCYTCTBUE — 3HAKOM «—». [loguepK1BaHMemM oTMmeueHbl obLLve annenu
STR-npodunsa oTua v abopTyca.

Puc. 3. BbifiBfieH1e TPUNIOUANM 1 YCTAHOBMIEHNE €€ NPOUCXOXKAEHNA (QUTVHMYecKan TpUnnonams) ¢ nomouybio KO-MLP.

AbopTyc
— (01051248 1 . [D35Za08 = s— 5 7L 1 [THO1 ] (055818 — ]
il | 1 R
| s | ez 1 [z - 1 e | eSS = )
B
MaTtb
[DT57656 = 0352366 — ] (01051248 - 1 = 12— - ] ATE;L ] [05587 —
| L , L
D1S1656* D4S2366 D1051248 D452408 SRY** Y-X D75820 THO1 D55818
AbopTyc 131-139-158 327-327-339 109-109-116 369-377-377 + XXY 339-339-343 162-177-177 150-162-162
OTey 131-139 327 109-113 369-377 + XY 339-347 177 158-162
Matb 158 331-339 113-116 369 - XX 343-352 162-174 150-154

* inviHa annenei nHopmaTnBHbIX STR B Hykneotugax; ** Hannuve SRY 0603HaueHo 3HakoM «+», OTCYTCTBME — 3HAKOM «—». [TofuepK1BaHMeM OTMeUeHbl obLLve annenu
STR-npoduns oTua v abopryca.

Puc. 4. BbiABieHne TPUNAONANM 11 YCTAHOB/IEHWE ee MPOUCXOXKAEHVA (UaHapuYeckas Tpuniouamns) ¢ nomouybio KO-MLP.
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Molecular genetic analysis of triploidy
and the hydatidiform mole in pregnancy loss

100
[lpyrvie XpOMOCOMHbIe aHOManun
SynAonAHbIA KaproTun
75 Tpunnoungna

S

T 50
]
=

25

0

<5 5-10 >10
(382) (7937) (1533)
Cpok HbB, Hep

Puc. 5. PacnpepeneHne pe3ynbraToB reHeTn4yeCcKkoro ncciefoBaHna a60pTI/IBHOFO maTtepuana no cpokam Hb.

Ocb opanHat — pgonsa (B %), ocb abecymcc — cpok HbB (B Hep). MNMoa cpokom HB B Kpyrnbix ckobKax yka3aHo oblyee KONM4ecTBO Clyyaes.
[na 148 nccnepoBanuii ceefieHna o cpokax Hb 6b1m HegocTynHbI. Ha cTonbrikax 0603HaueHa AonA COOTBETCTBYOLMX Clyyaes (B %) oT
KOMMYeCTBa CJlyyaeB Ha 3ToM cpoke. LLinprHa cTon6brkoB oTpakaeT obliee KOnMYecTBO CiyvaeB AnsA Kaxaoro cpoka HB. pyrue xpo-
MOCOMHbI€ aHOManuu — TPUCOMMUM, MOHOCOMMI ayTOCOM 1 MOJSIOBbIX XPOMOCOM U Ap.; SYMIOVNAHbIA KapuoTun — OTCYTCTBME aHOManuin

KapuoTtuna; Tounjionana — ciaydan TpunaiongHoro Kapunotuna.

abopTYCOB OBLIT MOJIYYECH TOMO3MIOTHBIN MPOGHUIIH IO BCEM
uccnenoBanHbM STR-nokycam. DToT mpoduis coBmaman ¢
STR-mpodunem ota u ormudancs ot STR-npodwms marepu,
T. €. TCHeTHYECKUI MaTeprall POUCXO/IMII U3 SAMHCTBEHHOTO
criepmaro3oua (cM. puc. 2).

BbonbmmncrBo ciyuae HB, 80.6 % (95 % AU =79.8-81.3),
MPOU30IILTH MEXKAY S-i u 10-ii Hen 6epemenHOCTH (pHC. 5).
Ho 5 men Opwio 3.9 % cmygaeB HB (95 % AN = 3.5-4.3).
Ocrasmmecs 15.6 % cmyugaes HB (95 % AU = 14.9-16.3)
MIPUXOAMINCH Ha cpoku Oosiee 10 Hex. Camast BEICOKAsT 0TS
TPUILUTONMHY ObUIa BBIsSIBIIEHA Ha cpokax 5—10 Hen — 8.7 % ot
Bcex ciydaeB Hb. AyTocoMHbIe, TOHOCOMHBIE aHEYTIOUTNH,
KOM6I/IHI/Ip0BaHHBIe YU CJICHHBIE XPOMOCOMHBIC aHOMAJINU
yaie oTMedanan Ha cpokax 5—10 Hen — 54 % ot Bcex ciry-
gaeB Hb. KonmndecTBo aymuionasrx abopTycoB OBIIIO MAKCH-
MaibHBIM (61.7 % oT Bcex cmydaeB HB) Ha cpokax mozaHee
10 mex recranuu.

CTaTUCTHUYECKYI0 3HAYUMOCTD PA3NIUUUs PAaCHpeaeIeHUs
4acTOT Pe3y/bTaTOB UCClIeA0BaHus B pazHble cpoku Hb owe-
HUBAJIM € TOMOI11IbI0 TouHOTO Tecta @umepa. [1pu cpaBHeHUN
rpynn Hb Ha cpokax «<5 Hen» npotus «5—10 He» BenmnurHa
BeposiTHOCTH p = 0.0012, npu cpaBHEHHH «<5 HEA» NPOTUB
«>10 memy» p = 8.6x10710, «5-10 men» mporus «>10 Hem»
p<2.2x10716,

O6cyxpeHue

B namem uccnenoBanuu cpeau 10000 nocneaoBaTelbHbIX
ciayyaeB Hb MonekyssipHO-reHeTHUeCKUMH METOJIaMU aHO-
MaJIbHBIN KapUOTHUII BBIsBJICH B 58.8 % 00pasioB, TPUILIOH-
qusi — B 14.3 % 00pasiioB ¢ aHOMaJIbHBIM KapuoTHIIOM. [1o-
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XO’KHE IPOIOPLUHU XPOMOCOMHBIX aHOMAJIMI U TPUILJIOUIUI
(Tmoymron i) OBITM TOMXYYEeHBI PU KapHOTHITHPOBAHUN
BOPCHH XOPHOHA BBIKUABIIIEH IIEPBOTO TPUMECTPa APYTHMHU
aBropamu (Jenderny, 2014; Soler et al., 2017).

Oxono 80 % ciryuaeB Hb Obutn 3apeructprupoBaHbl B UH-
TepBae Mexay 5-i u 10-i Hex 6epeMeHHOCTH (CM. puC. 5).
Knaccuyeckue kivMHMYECKHEe CUMITOMBI [13 — BaruHaib-
HO€ KPOBOTEUECHNE M M30BITOUHBIN pazMep MATKH — PEIKO
BCTPEUAIOTCS] HA TAKUX CPOKAX. DTO MPUBOAUT K TOMY, UTO
XapakTepHble Mopgonoruueckue cpoiicrsa 113 (momaHoro u
YaCTUYHOT'0) MEHEE BBIPAKEHBI U XyXe TUPPepeHnpyIoT-
CA OT HeMy3bIPHBIX cocTogHMM. EcTh omenku, uto 50 %
ciyyaeB uctuHHOro YI13 He MOTYyT OBITh AMArHOCTHUPOBAHBI
PYTHHHOI rECTOMOP(OIOTHEN U CYIIECTBYET 3HAUUTETbHAS
MeX- U BHYTpHIaOopaTopHas BapuabembHOCTD TaXe Cpenn
ombITHEIX Tatonoros (Fukunaga et al., 2005; Hui et al., 2017).
BeposiTHO IPUYUHOM SBIISIETCS TO, YTO PU OEPEMEHHOCTSX
¢ TpucoMuei o xpomocomam 7, 8, 13, 15, 16, 18,21 u 22 ru-
CTOJIOTMYECKUE N3MEHEHHsI 000JI04eK SMOPHUOHA/TIIIONA MOTYT
nmutuposats UI13 (Buza, Hui, 2013; Gergely et al., 2024).
Orto eme pa3 yoexkmaer B ToM, uto JJHK-renoTrnmpoBanme
aboprycos ripu Hb nmeet BaxxHOE 3HAYEHUE JUIS TPABUITEHOM
i depeHInanTbHON THarHOCTHKY, a TAKOKE JUIS OTIPEASIICHUS
aJICKBaTHOTO IOCJIEAYIOIIEr0 HAOMIOACHUS U IIPOTHO3a JIJIst
CIeIyIoNMX OepeMEHHOCTEH.

B pa3HbIxX cTpaHax u pacax ObII0 OOHAPYKEHO YBEINICHUE
3aboneBaemoct [1113 cpemu skeHIMH cTapiie 35 JIeT U JeBy-
mek-noapoctkoB (Hui et al., 2017). B narmeii Bei0opke Mbl He
YBHJIEIH OMMOAAIBHOTO pacipe/ieNIeHNs] BO3pacTa KEHIIMH C
[1I13, Bo3pact xeHuwH rpynnsl [1113 (Becero 11 sxeHiunH) ObL
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JIOCTOBEPHO MEHBIIIE, YEM Y )KEHIIMH C JIPYTUMH IPUINHAMHI
HB. Bo3MoykHO, 3TO CBA3aHO ¢ 0COOCHHOCTAMHU (POPMHUPOBa-
HUSI Halel BBIOOPKU M HeOONIbIINM yrciioM cirydaes T1113.

Huddepennuposka [13 oT Hemy3bIpHBIX 00pa3I0B U pa3-
nenenue [13 Ha YacCTUYHBIA W TIONHBIA KpaiHe Ba)KHBI IS
OIIPE/ICIICHHS PUCKA PA3BUTHS OCTITY3BIPHOI recTallnOHHOMN
TpooOIaCTHUECKOW HEOIUIa3uu, KOTOPBIA BapbUPYyeT JJIs
noatunos I13 u BiusieT Ha NPOAOIKUTETBHOCTD TPEOyeMOro
kauHugeckoro Habmonenus. 1113 nmporpeccupyer B nepeu-
crupyrouwmii/uaBazuBHbIil [13 B 15-20 % u B recTaliioHHy0
XOpHOKapIuHOMY B 2—3 % ciydaes, TOTza Kak PHCK I0CIe
UII3 cocrasinsier 0.5-5 % ai1st epcUCTUPYIOIIET0/NHBA3HB-
Horo [13 1 0.015 % muis xopuokapiaoms! (Buza, Hui, 2021;
Vmepux u ap., 2024). JIHK reHotunmpoBaHue MpU3HAETCS
Ha/Ie)KHBIM HHCTPYMEHTOM ISl TOUHOW JuarHocTuku [13.
Knunnueckas uyBcTBUTENBHOCT M crienuduunocts JJTHK
reHoTunupoBanus g nuarnoctuku Y113 u 113 6pumi moa-
tBepkaeHsl panee (Furtado et al., 2013; Buza, Hui, 2021).

B nocrynHol Ham JuTeparype Mbl HAlLIA Majo HUHOp-
maruu o gactore [13 mpu HB B Poccwmiickoit deneparum.
AHanM3 CTaTUCTUYECKHUX JAHHBIX O PAHHUX PETIPOAYKTUBHBIX
norepsix B Pszanckoit o6mactu B 2017-2021 rr. oOHapy)uI,
YTO «B EAMHUYHBIX CITydasX JUArHOCTHUPOBAJICS ITy3BIPHBII
3aHoc» (Anemkuna, Konosanos, 2023). B pa3nu4HbIX aB-
TOHOMHBIX OKpyrax TromeHcko#t obmactu B 2016-2021 rr.
CpeIy MPUYNH OEPEeMEHHOCTH ¢ a0OPTUBHBIM HCXOJOM IO
12 men I13 coctaBun 0.11-0.17 % (MatetikoBud u 1ip., 2023).
BrisiieHHOe Hamu oOriee yuciio Tpuruionauit (n = 829), a
TaKXKe JOJIsI YCTAHOBJIEHHBIX AWAHIPUYECKUX TPUTLIOUANI
(43 %) no3BomnsttoT oneHUTH yrcao YII3 npumMepHO paBHBIM
350 ciyqasam, uimu 3.5 % wa 10000 cnygaeB Hb. OueBunno,
YTO CYIIECTBYIOIINE B HACTOSIIEE BPEMsI B MEIUIIMHCKOMN
MPAKTHKE INarHOCTHYECKHUE aJITOPUTMBI HYKJAlOTCS B YCO-
BEPILICHCTBOBAHUU. PaHHAA U CBOEBpEMEHHAsl TUarHOCTHKA
I13 sBAsieTcst 3am0roM ycrexa B JICUEHHUH M COXPaHEHUH
MOJIOJIBIM KEHIIMHAM PENpOyKTUBHOM (DYHKIINH, TIOCKOJIb-
Ky BBICOK PHUCK Pa3BUTHUS OCJIOKHEHHH OEpEMEHHOCTH TpH
JTAaHHOM 3a00JIEBaHUM, B TIEPBYIO OUYEPEb IEPCUCTUPYIOIEH
TpodobIacTIIecKoit 00Ie3HU.

OrpaHu4yeHue JaHHOTO MCCIIE0BAaHMUS — HEBO3MOKHOCTh
BBISIBIIEHUS peKyppeHTHoro I1I13, xoTopsrii sBiIseTcs ayTo-
COMHO-PELIECCHBHBIM 3200JICBAHUEM.

3aknioyeHune

JHK-renotunupoanne adoprycos npu Hb ¢ momomrsro me-
tona KO-ITLP mo3BossieT HaJie:KHO BBISIBIIATH XPOMOCOMHbBIE
aHoMaJHH, BKmodas Tpurutonanto, YI13 u I1113. B Hameii BbI-
6opke n3 10000 ciryqaeB Hb anomanbHbIi KaproTHn abopTy-
COB ObUI ycTaHOBIIEH B 58.8 %, 107151 TPUILIONIMH COCTaBHIIA
8.3 % ot obmrero uncna ciaydaes win 14.3 % ot aboprycos ¢
aHoMasbHBIM KapuotunoM. Yacrora [1I13 coctaBuna 0.11 %.
MeauaHHBIH BO3pacT KEHIMH C TPUILIOUAUEH ObUI paBeH
32.1 roxa, ¢ III13 — 27.9 roxa.

VYunuThIBas OICHEHHYIO B Halled BHIOOpKE 4acTOTy 4a-
CTUYHOTO ¥ NoiHOTOo 13 1 0THOCUTENHHO MOJIO/ION BO3pacT
JKEHIIUH, Y KOTOPBIX OH BCTpEdasIcsi, HEOOXOANMO COBEPILCH-
CTBOBATh MMEIOLIMECS METO/IBI TMarHocTHky [13 (BKIrounThH
JIHK-reHOTHIIMpOBaHUE) C LIEJIBIO a/IEKBATHOM MPOMUIAKTHKI
U CBOEBPEMEHHOH AMAarHOCTHKM MOCTITY3BIPHBIX 3JI0Kaue-
CTBEHHBIX HOBOOOPA30BaHMH B JAHHOH BO3PACTHOM I'pyTIIE.
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