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Pe3iome

XpOMOCOMHBIE aHOMAa/IMU CUMTAOTCSl BeAylied
MPUYMHON TIpeKpalljeHusi pasBUTHS SMOpHOHA B
paHHMe CPOKU OepeMeHHOCTH. BrisiBrieHHe W OMu-
caHMe reHeTUYeCKHUX aHOMaJli, HeCOBMeCTHUMBIX C
3MOPHOHATBHBIM Pa3BUTHEM, IOMOTaeT pa3o0paTh-
Cs1 B TIpUUMHAX HepasBUBarolleiicss 6epeMeHHOCTH
1 OTIpeZle/IUTh BO3MOYKHbIE CII0COObI TIPO(UIIaKTH-
K WY JiedeHUs] TIaljMeHToK. B cTaTbe onucaH ciy-
Yall TMNepTPUIVIONIMH Yy abopTyca TpU KapuoTH-
nie 70,XXY,+16. XpoMocomHast aHOMaJtusi [puBesia
K 3aMUpaHHI0 OepeEMEHHOCTH B CPOKe 4 Helenu, 5

nHedt. KnmHnueckuii cmyuaid mouepKuBaeT HeoO-
XOAIMMOCTD LIUTOTeHeTHUEeCKOTO aHaiu3a abopTHO-
T'0 MaTepuvaria Mpy PerpoyKTUBHbBIX Heyauax.

KiroueBble c/10Ba: HepasBUBaroIlascs Oepe-
MEHHOCTh, [IUTOTeHeTUUeCKUN aHa/lni3, XPOMOCO-
MHbIE€ aHOMAJTUH, TUTIEPTPUTITIOU/INS.
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HYPERTRIPLOIDY AS A CAUSE OF EARLY EMBRYONIC ARREST
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Abstract

Chromosomal abnormalities are a leading cause
of early embryonic arrest Identification of genetic ab-
normalities incompatible with embryonic develop-
ment significantly contributes to the understanding of
early embryonic arrest causes and to the development
of prevention strategies. Here we describe a case of
hypertriploid abortus with 70, XXY,+16 karyotype.
This chromosomal abnormality led to the early em-
bryonic arrest at 4 weeks and 5 days of pregnancy.

The clinical report emphasizes the necessity for the <English

cytogenetic analysis of abortion material in the pa-
tients who underwent a reproductive failure.

Keywords: early embryonic arrest, cytogenet-
ic analysis, chromosomal abnormalities, hypertrip-
loid abortus.
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BBepeHue

[peHaTranbHBIA TIEPUOZ, WHIVUBUAYATLHOTO pas-
BUTHS UesIOBeKa SIBJISIETCS eCTeCTBEHHBIM «TI0JIUIO-
HOM» JIJIsI CO3[JaHMs! U arpo0Oariiy IPUPOZIoN HOBBIX
reHeTUUeCKUX KOMOWHAIWH, TO/Iep>KUBAOIIX
I/IaCTUUHOCTh BUJA B XOJe afialTalii K MeHso-
LIUMCST YCIOBUSIM cpefibl obuTtanus. OHON U3 Co-
CTaBJISTFOIUX TeHEeTUUeCKOW M3MEeHUMBOCTH SIBTISIET-
Cs1 MyTaLMOHHBIN IpoLiecc. Ero MHTeHCHBHOCTB NpU
rameToreHese, OIJIOJOTBOPEHUN M HA PAaHHUX CTa/iu-
SIX OHTOTeHe3a, M0-BUIMMOMY, Upe3BblUaiiHO BBICO-
Ka. MHOrouMc/ieHHble 1JUTOreHeTHUecKre UCceso-
BaHUsI KJIETOK CTIOHTAHHBIX aD0OPTYCOB MOKa3bIBaIOT,
uyto 6osiee TMOMIOBUHBI C/IyUYaeB CaMOIPOW3BO/ILHO-
TO TIpepbIBaHMsI OepeMeHHOCTH B CPOKe 710 8 Hefenb
CBs13aHBI C TeHOMHBIMUA Y XDOMOCOMHBIMU My TaLysi-
MH, KOTOpbIe OKa3alvcCh HECOBMECTUMBIMU C Jajb-
HeWIMM pasBuTreM SMOprioHa [1-6].

C yd4eToM 3TOro IMTOTEHeTUYeCKWH aHasu3
abOpTHOrO Marepuasa CTaj PyTMHHOW JMarHOCTH-
YyeCKOU MpoLieAypoy NPy BbISICHEHWU NPUUWH Hepas-
BUBaroLIelicsi GepeMeHHOCTH. BhisiB/ieHVe reHeTHYe-
CKUX aHOMaJ/IMH B MCCefyeMOM Griomarepuarie rpu-
HSITO CUMTaTh [JOCTAaTOUHOW MPUUMHOMN BBIKU/BILIIA,
a TIOMCK JIOTIO/THUTE/TbHBIX 3THOMOrMYeCKUX (haKkTo-
POB B /TaHHOM CJTy4ae OKa3bIBAeTCS W3 TUIITHHM.

AHanu3 crieKTpa LUTOreHeTUYe CKUX HapyLlleHU
y abopTyCOB SIB/sIETCS BaXKHOM MPaKTUYeCKoH 3a/1a-
yell MeIWIMHCKON TeHeTHKU. BbIfBneHue W Kara-
JIOTH3aLMsi TeHeTUYeCKUX aHOMasliii, HeCOBMeCTH-
MbIX C SMOPUOHA/ILHBIM Pa3BUTHEM, MOMOTaeT pa-
300paTbCsl B MPUUKMHAX PENPOJYKTUBHBIX HeyJau u
OTIPE/Ie/TUTE BO3MOKHYIO TaKTHKY TMPOGHIAKTHKA
WY JIeYeHys1 NalieHToB.

KnuHuueckum cnyuan

Mo HabnrofeHreM Bpaueli Haxounach GepemMeH-
Has >KeHIMHa Bo3pacTtoM 33 roga. bepemeHHOCTB
3-1 1O CueTy, B aHaMHe3e 2 3amepiire OepeMeHHO-
cty. OuepeiHOe YIBTPa3ByKOBOE UCC/Ie0BaHNE Bbl-
SIBUJIO TIpeKpalljeHre pa3BUTHs SMOPHOHA B CpOKe 4
Hefleny, 5 fHeld. IlnogHoe siino 6e3 MpHU3HAKOB fie-
(hopmaru, pacriosiaraioch B BepxXHell TPeTH MaTKU,
CpeHYI BHYTPEHHUM JUiaMeTp TUIOAHOTO sira 12
MM, KOITYMKO-TeMEHHOe PacCTOsTHUE — 3,5 MM, >KeJl-
TOYHBIA MelloK — 2 MM. CepzieuHasi [1esiTelTbHOCTh
5MOpHOHa He orpefiensiack. B xofe NCKyCCTBEHHO-
IO IpepbIBaHuMs 3aMepiieil GepeMeHHOCTH ObLTH TI0-
JlyyeHbl 0Opasija XOPHOHa, TIOCTY)KUBLIIFE MaTepya-
JIOM [IJ1s51 [IATOT€HeTUUeCKOTO UCC/IeI0BaHHS.

711 coxpaHeHUs1 TKaHell BO BpeMsl XpaHeHUsI U
TPAHCIIOPTUPOBKK  MCIIONB30BaM  (pr3MOIOriye-
CKWI PacTBOp C TelapyHOM B KaueCcTBe aHTHKOary-

nsiHTa. B Teuenue paboueli cMeHbI 06paser] 6bUT J10-
CTaBJIEH B [IUTOr€HETUUECKYIO J1ab0paTopuio Meiu-
Ko-reHeTHueckoi KoHcynasTalpu ['AY3 KO «Kewme-
POBCKast 00/1acTHasi KITMHMYECKast O0/bHHULIA IMEHH
C.B. bensieBa», r/ie BHITIONHSIMCh Ja/IbHEHIIINE 3Ta-
bl UcciefoBanust. OTOOp, rUIIOTOHNMYECKast obpa-
60TKa, (prKcaLyst BOPCHH XOPUOHA 1 TIPUTOTOB/IEHHE
TIPeTapaToB OCYIIeCTBISUTACH COTYIACHO peKOMeH/ ja-
1wisiM [ 7]. LluToreHeTHYe CKUM aHa i3 OCYITIe CTBISII-
cs1 rocye auddepentmanbHoro GTG-oKpallBaHus
riperiapatoB. ITopsiIoK ¥ KpUTepUX M3yueHHs1 MeTa-
(ha3HBIX XPOMOCOM COOTBETCTBOBAIA MEXKIAYHAPOJ-
HbIM TpeboBaHusiM [8].

B cooTBeTCTBUM C pe3ysibTaTaMy HCC/IeJOBAHUS
K/IeTOK BOPCMH XOpHOHa y abopTyca orpefesneH
MY>KCKOM TIOJT TIPH THUIEPTPUITIOUAHOM KapUOTHITE
(70,XXY,+16). [TomMrMo KpaTHOTO yBe/TMUEHUS UMC-
Jla XpOMOCOM [0 3N TIPUCYTCTBOBAsIA JIOTIOHUTE Th-
Hasi xpoMmocoma 16 (pucyHok 1). OueBUIHO, IPUUH-
HOU TIpeKpailieHysi pa3BuUTHs GepeMEHHOCTH B [JaH-
HOM CjTyuae CTasia BbISIB/IeHHasi XDOMOCOMHasl aHO-
MaJust.

O6cyxpaeHue

PaccMoTpeHHBI KMMHAYECKUH CJTydail Tipef-
CTaBJIsieT UHTepeC TPEeXKZe BCEro C (pyHIaMeHTab-
HOW Ouosioruueckoli Touku 3penust. Heobxomumo
TIOHSITh, SIB/ISIETCS JTU BbISIB/IEHHAst Y abopTyca reHe-
THUeCKasl aHOMaJIisl YHUKAIbHbIM COOBITHEM, TPU-
CYILLIM TOJIbKO JJAHHOUM GepeMeHHOCTH (WU JaHHOM
TIaLMeHTKe), ¥ KAKOBBI ee BO3MOKHbIe PUUKHBI.

Onupasich Ha COOCTBEHHBIH OTIBIT U JJAHHBIE TTPe/i-
LIeCTBYIOLIMX WCC/Ie[J0BAHUN, MOKHO KOHCTaTUPO-
BaTh, YTO XPOMOCOMHBIe aHOMAJ/INH SBJISIIOTCS BeZly-
111l IPUUMHOM MpeKpalLieH st Pa3BUTHsI SMOPHUOHA B
TIepBOM TpUMecTpe GepeMeHHOCTH. [Tosist abopTycoB
C aHOMaJTbHbIM KapUOTHUIIOM, YCTaHOB/IEHHAsI LIUTO-
TeHeTHKaMH MeIKO-TeHeTUIeCKOM KOHCY/BTalN
F'AY3 KO «KemepoBckasi 06/1acTHasi KJIMHAUeCKast
6ompHmia umenu C.B. BensieBa», coctasnsiet 67,3%
OT BCeX U3y4yeHHBIX c1yyaeB [2]. CoriacHO JaHHBIM
JIPYTUX WCCTeI0BaHMM, Be/TMUMHA 3TOTO TIOKa3aTesis
HaxouTcs B ripezieniax 64 % — 74,7% [1, 3-6]. Oue-
BHZIHO, TAMETOTeHe3 1 OTUIOZIOTBOPEeHHe y uesloBeKa
COTNPOBOXK/AIOTCSI MHTEHCUBHBIM MyTareHe3oM, UTo
SBJISIETCST HEOOXOAUMBIM YC/IOBUEM 3BOJTFOLIMOHHBIX
ripeoOpa30BaHmii KapUOTHITA.

AHanmu3 crieKTpa XpOMOCOMHBIX HapylleHud y
abopTyCcoB, paHee WCC/IeZI0BaHHBIX B jlabopartopuu
MeTUKO-TeHEeTUUeCKON KOHCY/IBTaIliH, TI0Ka3bIBa-
€T, UTO Hanbo/lee YacToi U30/TMPOBAHHON FeHOMHOM
MyTaLell sBIseTcs TpUcoMus Mo 16 xpomocoMme,
BCTpeyvatorasacs B 17,1% aHoMabHbIX KADUOTHIIOB.
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[laHHast XpOMOCOMa TakyKe BBISIB/ISIETCS B COYeTaHHH
C JIOTIOJTHUTEJTBHBIMHA XPOMOCOMaMH U3 JIPYTHX I1ap
(Tipy IBOMHBIX aH3YIIONUsX) [2]. YcTaHOB/IeHHas
3aKOHOMEPHOCTb  TIOATBEPIKJAETCsI  pe3y/ibTaTaMH
Tpe/iLlie CTBOBABLIMX UCC/IeJOBaHHH IPYTHX aBTOPOB
[1, 3-5,9].

[Mosmronayy, CBsi3aHHBIE C KPAaTHBIM YBesrue-
HHMEM YMC/Ia Taryiou/jHbIX HabOpOB XpPOMOCOM, SIB-
JIFOTCSL YacTOM HAXOZKOW INPYU LIUTOTreHeTHUeCKOM
aHajm3e abopTHoro Marepuasna. [1py 3Tom Haubosee
PaCTpOCTPaHEHHOM TIO/IUIUIOWANEN SIB/ISIETCS TPU-
rionziyst. YactoTa TPUTITIONJHBIX KapUOTHUIIOB Cpe-
[V TeHETHYECKU aHOMAJTbHBIX abOPTYCOB, TO-BU/IU-
MOMY, HaxoAuTCs B mpedenax 14-21 % [1, 3-5, 9],
a I0 JJaHHBIM Hallleli 1abopaTopyy, OHa COCTaB/IsIeT
14,3% [2].

OOGHapy>keHHasl B HallleM CJlyuae THIePTPHILIO-
WSl MOXKET PacCMaTpUBaThCsl Kak COUeTaHWe JIByX
He3aBHUCHUMBIX MYTallMOHHBIX COOBITHI, MPOU30LLIE/-
IIMX B rameTax POAUTesiel WK MPH OIUIOZ0TBOpe-
Hu. O)KyZiaeMasi yacToTa Takol THIepTPUIION NN
JOJDKHA OBbITb TPOIOPIIMOHAIbHA YacTOTaM TPUCO-
MUU-16 U TPUIUIOWAWY, UTO OIpefe/sieT HU3KYHO
BCTPEUAeMOCTb TAaKOW COUeTaHHOW MyTal y abop-
TycoB. Hesb3st TakKe MCK/TIOUaTh BOSMOXKHOCTBD TIO-
BBIIIEHHOTO JIeTalmbHOro0 3(¢eKTa TUIepTpUIIon-
[M1 B pPaHHUE CPOKM OepeMeHHOCTH, YTO CHWKaeT
BEpOSITHOCTb OOHapy’keHHs1 aHoMau. PaHee o 11o-
IOOHBIX CJIydasix COOOIIANOCH JIMIIb B €IUHUUYHBIX
nybmikarusix [10].

[TpUHATO CUMTaTh, UTO MYTaLMX SIBJISTFOTCS CIT0-
pajIMuecKUMH M He TIOJ/Jal0TCsl PaHHel MarHOCTH-
Ke ¥ KOHTPOJIIO C yUeTOM MMEIOLIMXCs B HacTosIIee

3???; 5

22 ¥

BpeMsI 3HaHWM 1 TEXHUUEeCKHX BO3MOYKHOCTe. Mox-
HO JIMILIL 00CYKJaTh JjaHHble coObITHs post factum,
a UX CJIeCTBHe B BUZe 3aMeplueli 6epeMeHHOCTH
paccMarpyBath Kak «COpPOC» JieTabHbIX TeHeTHue-
CKMX KOMOUHaIMi. B Takol cutyaryu oOHapy>keHre
XPOMOCOMHOM aHOMaJIH Y TI0Jja MO3BOJIsieT Hazie-
ATBCS HA OTCYTCTBUE Y >KEHIIWHBI UHBIX TIATOJIOTHH,
TIOBJIEKIIIMX 3aMHpaHue OepemeHHocTu. Ilocneny-
to1pe GepeMeHHOCTH MOTYT Peanu30BaThCsl BIIO-
He ycreliiHo. Harpotus, oTcyTCTBHe B SMOpHOHAIb-
HBIX KJ/IeTKaX XPOMOCOMHBIX HapyLIeHHi 1mo0y»Kza-
€T TIPOZIO/DKUTB IMOMCK TIPUUMH PEeNPOAYKTHBHOM He-
yZiauu, 4to OyAeT COMPSDKEHO C JOTOJTHUTETBHBIMU
00C/1eI0BaHUSIMU >KEHILMHBI U, BO3MOXKHO, TeparieB-
TUYECKUMH TPOLie/[yPaMH.

Ocoboe 3HaueHHe [UTOreHeTHUeCKUIA aHaIN3 M-
OpUOHAILHOrO MaTepuasia MpPUOOpeTaeT B CBS3U C
pacIMpeHHeM CIeKTpa BCIIOMOTaTe/lbHBIX Perpo-
JOYKTUBHBIX TeXHOJOWH. ONTUMaibHBIM SIBISIETCS
MPOBe/IEHYe aHa/IM3a KapyoTHIa SMOPHOHA Ha Tpe-
JVMIVIAHTALOHHOM CTa/iy, YTO rapaHTUpyeT OT-
CYTCTBHE y HEro XpOMOCOMHBIX aHOMa/IMi U MOBBI-
II1aeT IIAHCHI Ha HOpMaJ/IbHOe BbIHAIIMBAaHWE U [ie-
TopokZeHre. HeBO3MO>KHOCTh TTOBCEMECTHOTO BHe-
JIpeHUsI TOM TeXHOIOTUHU JieJlaeT LIUTOreHeTHue CKU
aHa/M3 abOpTHOTO Marephasa MoJie3HbIM WHCTpY-
MEHTOM /i/Is BBISICHEHUSI BO3MOYKHBIX TIPUUMH Hey-
Jiau TP TIPOBeJIeHHH TIPOLIeAYp SKCTPaKOpIiopasb-
HOTO OIUIOZOTBOPEHHs] WHTPALMTOIIa3MaTHueCKOi
WHBEKLK criepMato3onzia. LIuToreHeTrueckoe wc-
CJleIoBaHKe JaeT LIeHHYH0 WH(GOPMALUIO /7Sl Bpaua
Y TI03BOJISIET HAMETHTD TTyTH Ja/IbHEMIIIero aHammsa
U pellleHyst BO3HUKIIMX PelpOofyKTUBHBIX IIpobiem.

PucyHok 1.

KapuoTun aéoptyca ¢
runepTpunnonguei

(70,XXY,+16)

Figure 1.

Karyotype of hyper-
triploid abortus (70,

XXY,+16)
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