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IOOEKTUBHAS TUATHOCTUHKA XPOMOCOMHBIX AHOMAJIMI ITPHA
HEBBIHAIIIMBAHUUW BEPEMEHHOCTHU
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IIpo6iema HeBbIHAIIMBAHUSI 0epeMEHHOCTH SIBJSIETC AKTYaJIbHOIl M couMaabHO 3HauuMoii. Bosee 50 %
clIy4aeB OCTAHOBKH Pa3BUTHS M BHYTPUYTPOOHOl rulenu 3MOpHOHAa 00yCJIOBJICHO XPOMOCOMHBIMH
anomaausimu. Mcrionb30BaHne MeToa cpaBHUTENbHOI reHoMHoii rudopuau3anun (CGH) no3Bonnio BeISBUTH
XpPOMOCOMHBIC AHOMAJIHMH, ACCOIMHPOBAHHBLIC € HEBLIHAIIMBAHMEM OepeMEHHOCTH M HM30e:KaTh TPYAHOCTeId,
CBA3aHHBIX C KYJbLTHBHPOBAHHEM KJIeTOK Tpogoodaacra. HcciaenoBano 146 o00pa3smoB XOopHOHA IIpH
HeBbIHAIIMBaHNN OepeMeHHOCTH. Bepupukanuio renomHoro qucéaianca, spisisjennoro npu CGH, nposonuin
¢ nomomso FISH anasnm3a ¢ coorBeTcTBYIOMMH JIOKYyC-cnienu¢uuHbiMu M neHTpomepubsivu JHK-3onpamu.
Jist onpenesieHusl JIOMIHOCTH MCIOIBL30BAIH (hIyopecueHTHYIO in situ ruopunuszanuio (FISH) B untepdasubix
saapax ¢ JHK-3on1amu Ha neHTpoMepHble paiionsl xpomocoM 18, X un Y. Xpomocomubie anomannu (XA) ObL1u
BbIsIBJIeHBI B 51,4 % cay4yaeB. Cpean 75 ciydaeB XA, B 58,7 % BbIsiBIeHAa TpUCOMHS 10 ayTocomaM, B 22,7 %
caydyaeB — tpumiouausa. MoHocomusi X auarHoctupoBana B 7 Habmonenusx (9,3 %). CoueranHbie XA
BBISIBJIEHBI B 3 HaOmioneHusix (4 %) m mpejacraBjieHbl TpUcoMuel mo xpomocomam 9 u 16, monocommueii X u
TpucoMHeill o0 xpomocome 22, a Tak:xke MOHOocomueil X ¢ yacTH4HoOi Tpucomuei 6q. Haubonee yacteimu XA
SIBWJINCH TpucoMus 1o xpomocomam 16 (34,1 %), 22 (18,2 %) u 15 (13,6 %). Tpucomusi mo xpomocomam 13 u 21
BbIfiBJIeHA B 4 caydasnx (9,1 %) kaxnan. Kpome Toro, imarHocTHpoBaHbI 1O 2 cJIy4yasi TPHCOMHH 10 XPOMOCOMe
4 uS (4,5 %), a TakKe eIUHUYHBIE CJIy4Yan TPUCOMHH 10 Xpomocomam 2, 10 u 18. Takum odpa3om, meTadasznas
CGH c nocaenyromeii FISH B untepdasusix sapax no3posieT 3(p¢peKTHBHO BHISIBIATH CIy4an XPOMOCOMHOM
NATOJIOTMH NIPH HEBLIHAIIMBAHUU OepeMEHHOCTH.

KiroueBble cioBa: Hepa3BHBAaIOIIAsCS OEPEMEHHOCTh, XPOMOCOMHBIC AHOMAUIMH, CpaBHHUTENbHAs T'E€HOMHAs
ruOpuIM3anys.
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Spontaneous abortion is one of the most frequent problem of pregnancy. More than 50 % of all spontaneous
abortions have abnormal karyotype. Comparative genomic hybridization (CGH) can detect chromosomal
abnormalities associated with spontaneous abortions while avoiding the technical problems associated with tissue
culture. A total of 146 spontaneous abortions (4-20 weeks of gestation) were studied by CGH. The additional
aneuploidies detected by CGH were confirmed by targeting FISH with corresponding DNA probes. All samples
shown to be chromosomally balanced in CGH underwent interphase FISH to determine a ploidy with DNA
probes for chromosomes 18, X and Y. The overall rate of detected numerical chromosomal abnormalities was
51.4 %. Trisomies of autosomes were the predominant chromosomal aberrations (58.7 %) followed by triploidy
(22.7 %) and monosomy X (9.3 %). An unbalanced structural rearrangement was found in 4 (5.3 %) cases. In 3
cases complex aneuploidies were identified: double trisomy 9 and 16, monosomy X simultaneously with tiresome
22 and monosomy X with partial trisomy 6q. Most frequently involved in trisomies were chromosomes 16 (34.1
%), 22 (18.2 %) and 15 (13.6 %), Trisomy of chromosomes 13 and 21 was identified in 4 cases (9.1 %) each.
Trisomy 4 and 5 was diagnosed twice (4.5 %) each. Trisomies of 2, 10 and 18 chromosomes was found in one (2.3
%) cases each. We concluded that FISH analysis, followed by CGH is a suitable technique for the detection of
chromosomal abnormalities in spontaneous abortion.
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[IpoGnema HeBBIHAIIMBAHUS OEPEMEHHOCTH SIBJISIETCS aKTYaJbHOW M COLMAJIBHO 3HAYUMOM.
[IpyynHbl HEBBHIHAIIUBAHUS OCPEMEHHOCTH MHOTOYHMCICHHBl. OHU MOTyT OBITh BBI3BaHBI

T'CHCTUYCCKUMHU (FGHHBIG, T'CHOMHBIC u XpOMOCOMHBIC MyTalnuu, HUMMYHOJIOTHYCCKaA



HECOBMECTHMOCTb) W HETCHETHUECKUMH (3a00JeBaHMA MaTepu, XUMUYECKHEe U (U3NYECKUe
BozneiicTBusl) (akropamu [5]. M3BectHO, uto 10-15 % KIMHWYECKH AUATHOCTUPOBAHHBIX
OepeMeHHOCTEH OCTAaHABIMBAIOTCS B PAa3BUTHM HAa PaHHUX dTamax sMmOpuorenesza. Okoso 50 %
CllyyaeB paHHEW OCTAHOBKM pa3BUTUS M BHYTPHUYTPOOHOH rubenu >MOpHOHA OOYCIIOBJIECHO
XPOMOCOMHBIMU aHOMAJIUSIMHU, TAKUMHU KaK ayTOCOMHBIE TPHUCOMUH, MOJIUILUIONINS, MOHOCOMHUS X
XPOMOCOMBI U HecOalaHCUPOBAHHBIE CTPYKTYpHBIE MepecTpoiiku [5,9]. BompmmHCTBO M3 3THX
OTKJIOHEHUH SIBJISIOTCS CIOPAIMYEeCKUMH M BO3HUKAIOT de novo. ['eHeTnueckuii aHanm3 TKaHeH
Ioga uMeeT OOJbLIOEe 3HAUYEHUE JUIS YCTAHOBJICHHS OCHOBHOW NPUYMHBI HEBBIHAIIMBAHUS
OepeMeHHOCTH, BbIOOpa JalbHEHIIEH TAaKTUKKA OOCIEI0BAaHUS IKCHIIUHBI, IUIAHUPOBAHHUS U
HaOIIOICHUS TIOCTeAYIOMKX OepemenHocTel [4,8].

B mHacrosmelr paboTe JuIs ONpeAeNeHUs XPOMOCOMHOIO cTaryca 5SMOpHMOHAa TpH
PENPOAYKTUBHBIX TMOTEPSX HCIOIB30BAH MeToj] MeTada3sHOW CpaBHUTEIHHOW T'€HOMHOM
ruOpuam3anuu  (comparative genomic hybridization — CGH), koTopblif Takke Ha3bIBaIOT
«MOJIEKYJISIPHBIM KapUOTUIIMPOBAHUEM». DTOT METOJ MO3BOJIAET MPOBECTU aHAJIN3 BCErO F'€HOMA B
pamMKax OJHOIO UCCIIEI0BaHUS.

CGH-ananu3 OCHOBaH Ha OJHOBPEMEHHON THMOpUAM3AMK OMBITHOM M KOHTPOJILHOU
(momydyeHHol oT  HopMmanpHoro wuHauBuAyyma) JIHK, MedeHHBIX JAByMs  pa3HbIMHU
¢droopoxpoMaMu, Ha XpPOMOCOMHBIM Mpernapar U3 KyJIbTypbl JUMQOLUTOB 3I0POBOTO JIOHODA.
[TyreM cpaBHEHHsSI OTHOCHUTENBHOW WHTEHCUBHOCTH (DIIOOPECLEHIMH JBYX (IIIOOPOXPOMOB IO
BCEH UIMHE KaKJOW XPOMOCOMBI BBISBISIETCS T€HOMHBIM AucOanaHc B BUAC AYIUIMKAIMKA WA
nenenuu  [1,2]. Orpannuennem npumeneHus CGH g aHanusa  TkaHed 1uioga 1IpH
PENpOIyKTUBHBIX OTEPSX SBJISAETCS HEMH(POPMATUBHOCTH 3TOTO METOJIa MIPU KPATHOM YBEIUYCHUU
reHomMa (TpUIUIOWAMSA, TEeTPOIyIoausi). YUYToOBl MpPeoaosieTh 3TO OrpaHWYCHHWE U TOBBICHTH
spdexTuBHOCT, aHanu3a, B JomogHeHne kK CGH MBI ucnonb3oBanmu — MHTEPQA3HYIO
dbnyopecuentayto in situ rudbpuamzanuio (FISH) ¢ JIHK-3ommamu Ha 1ieHTpOMEpHBIE paliOHBI
xpomocoM 18, X u Y B uHTEepdasHbIX siapax A onpenesneHus miounHoctu [3,9].Takoit moaxon
MO3BOJISICT BBISABUTH IPAKTHUYECKH BCE UHUCIOBBIE U HeCOAJaHCHPOBAHHBIE CTPYKTYpHBIE
XPOMOCOMHBIE TI€PECTpOMKH pazMepoM Oojiee 4 M.ILH.,, B TOM YHCJIE AacCOIMUPOBAHHBIE C
PENpONYyKTUBHBIMH TOTEPSIMH, a TaKkKe H30eKaTh TPYJHOCTH, CBA3AHHBIX C IOJy4YCHHEM
XPOMOCOMHBIX IPENapaToB AJs HUTONEHETUUECKOTO aHAIN3a.

Ieas uccaenoBaHus

Onenka 3¢ (heKTUBHOCTHU BBISIBIICHUS U OIpeesieHHe crieKTpa XA METOJaMH MOJIEKYJISIPHOTO
KapUOTUIIMPOBAHMSL.

Matepuajbl 4 METOIBI



HccnenoBano 146 o0pa3LoB TKaHM XOpHOHA (IUIALIEHTHI), MOJYYEHHBIX IIOCIE MPEPbIBAHUA
O6epemenHocTu. [lokazaHMsIMM A TIPEpBIBAHUS SIBISUIMCH: HEpa3BHUBAIOLIasics OEPeMEHHOCTh
(n=131), anmdmOpuonust (n=8) u BpokIeHHBIC TOpPOKH y 1iona, BIIP (n=7) B cpoke ot 4 mo 20
Hezenb oepeMeHHOCTH. CpeTHHi BO3pacT JKEeHIIMH cocTaBui 32,3+4.6 roxa.

Bo Bcex ciydasx XOpuOH ObUT BHU3YaJbHO OIICHEH, TIIATENBHO OTOOpaH OT MaTepUHCKHX
TKaHE! U OTMBIT OT IIPUMECEU KPOBH.

Ot kaxzaoro ob6pasna 5—10 Mr BOpCHMH XOpHOHA MCIIOJIB30BAIM VIS MOJYYCHUSI OTIIEYATKOB
TKaHH C mocienyroomeid odpadoTkoit [6]. M3 ocrampHoro marepuwana Beiaensaun JJHK mertomom
AKCTPAKIUH (PEeHOII-XTI0PO(HOPMOM ISt IPOBEICHHS CPABHUTEIBHOM T€HOMHOM THOpHIN3aIig.

JHK mona (ombitHasg) u pedepercHas JIHK (koHTponbHas) MeueHBl B PEAKIMU HHK-
tpancimsiuun - SpectrumGreen dUTP u  SpectrumRed dUTP (AbbottMolecular, CHIA) mno
cTaHmaptHoMy mporokony [2]. [lmardgopmoit s coBMecTHOW THOPHAM3AIMU ONBITHOW U
pedepercunoit  JIHK cmyxuim XpoMOCOMHBIE —TpemapaTsl M3 KyIbTyphl — JTUMQOLHUTOB
nepudepuyeckoil  KpOBH JOHOPOB — MYXYHH C HOPMAJIbHBIM KapuoTUNOM. Peakuuio
CPaBHUTENHHOW T€HOMHOW THOpPHIM3alMM U TOCTTUOPUAM3ALMOHHYIO OTMBIBKY MPOBOAMIM IO
npoTokoiry Gpupmsl pousBoautens (AbbottMolecular, CILIA). /11 KOHTPOKpALTUBaHUS XPOMOCOM
ucnosb3oBanu DAPI 1 (AbbottMolecular, CIIIA) B pactBope Vectashield (VectorLabs, CIIIA) B
cooTHoweHuu 1:20.

Ananmu3 wu300pakeHMd MeTadaszHbIX XPOMOCOM MPOBOJIWIM Ha 3SHUGIYOPECHEHTHOM
mukpockone «Eclipse90i» (Nikon, Snonus), obopymoBannom CCD kamepoir «ProgResMF»
(JENOPTIK) u mporpammoii o6pabotku wnzobpakenus «LuciaCGH» (Yexus). [Qna kaxmoro
oOpa3ua ananusupoBanu 10—15 meradazHbIX MIACTUHOK.

FISH anamu3 uarepdasnbix saep ¢ JIHK sonmamu: SE2 (D272), SE4 (D4Z1), SE10 (D10Z1),
SE 15 (D1574), SE 16 (D16Z2), SE18 (D18Z1), SE 20 (D20Z1), SE (XY18), SE (X,Y), PN13
(13q14), PN 21 (21g22), Sub-TelomereSqter (D5S2006), Sub-Telomere 6qter (D6S2523), Sub-
Telomere9pter (D9S917), Sub-Telomere9qter (D9S1838), Sub-Telomerel Iqter (D11S4437), Sub-
Telomere20pter (D20S1156), Sub-Telomere 20qter (RH44234), Sub-Telomere22qter (D22S1056)
(Kreatech, Hupgepnanapl) NpoBOAMIM IO MPOTOKONaM (UPMBI — TMPOU3BOAMTENS.  AHAIHM3
OCYILECTBIISUTH Ha 3MHQIYOpEeCIeHTHOM MUKpockone «AxiolmagerM.1» (CarlZeiss, ['epmanusi) ¢
COOTBETCTBYIOLIMM HaOOpOM CBETO(HIBTPOB U C UCIOJIH30BAHUEM KOMITBIOTEPHOH MpPOTrpaMMBI
006paboTku 1 poBEIX n300paxeHuit «Isis» (MetaSystems, ['epmanms).

Pe3yabTaThl M 00cy:K1eHHE

N3 Bcex 00pa3loB XOpHOHA MOJY4E€HO AOCTaTouyHoe il aHanmmza kosmmdectBo JIHK, u
IIPOBE/ICHA CPAaBHUTEIbHASI TEHOMHAs THOPUIH3aIIHs.

IIpu OoTCYTCTBHM XPOMOCOMHOIO JucOanaHca IJIOUTHOCTh OMPEENSUIM NPH MPOBEICHUH



FISH ¢ /IHK 30H1am1 Ha 1ieHTpoMepHbIe pailonsl xpomocoM 18, X n Y. Bee cimyyan oOHapyxeHuUs
mic6ananca npu CGH monrBepxpanuck ¢ nomousio uutepdasznoit FISH ¢ coorBercTByromumu
JIOKyC-CeIM(PUYHBIMU MM LIEHTPOMEPHBIMH 30H1aMU.

W3 146 nabmioneHuil, XpOMOCOMHBIN U FeHOMHBIN JucOanaHc He oOHapyxeH B 71 ciyuae,
410 cocTaBmiio 48,6 %. Paznuunsie XA BbisiBieHBI B 75 ciydasx. Takum o6pa3om, yactora XA npu
HeBbIHAIMBaHUM OepeMeHHocTH coctaBmwia 51,4 %. CHexTp BBIABICHHOW XPOMOCOMHOM
MATOJIOTUX BKIJIIOYAJl MPAKTUYECKH BCE TUIBI XA, NMPUBOAIINME K aHTEHATAIbHON rubenu 1mioja,
KpOMEe MOHOCOMHH IO ayTOCOMaM U TeTparionanu (tadi. 1).

Cpenu 75 cnyuyaeB xpomMocoMHo maronoruu B 58,7 % (44 oOpasua) BHISBICHA TPUCOMUS
no ayrocomaM. Tpumnouausi ompezgeneHa B 22,7 % cmnydaeB (n=17), u3 HuUX: B 9 ciydasx
murenndeckoro (XXX), a B 8 — mmangpuueckoro (XXY) mnpoucxoxaeHus. Monocomusi X
nuarHoctupoBaHa B 7 HabmogeHusx (9,3 % ot Bcex XA). CoueTaHHass XpOMOCOMHAS ITATOJIOTHS
BbIsBIIeHAa B 3 HaOmozeHusx (4 % ot Bcex XA) W mpeacTaBieHa ABOWHON TpuUcOMHUEH IO
xpomocomaM 9 u 16, moHocomueld X B COYETAHUU C TPUCOMHUEH 1O 22 XpOMOCOME U MOHOCOMHUEN
X ¢ 4acTUYHOU TpUCOMHUEH 6.

I'enomHBII nucOamanc B BHAE JeNCUUH W/WIM AYIUTUKAIMM TEPMHUHAIBHBIX PaliOHOB
XpOMOCOM JMAarHOCTHPOBaHbI B 4 HaOmoneHusx (5,3 %) npu Hanmuuu BIIP y mnona. B 2 ciy4asx,
IIPY YaCTUYHOM TPUCOMMH 110 JUIMHHOMY IUIeEYy XpOMOCOMBI 20 y 110132 U YaCTUYHOW TPUCOMUM 110
JUTMHHOMY IIJIEYy XPOMOCOMBI 22/4aCTMYHONH MOHOCOMHH MO JUIMHHOMY IUIE4Yy XpoMocoMbl 11
YCTaHOBJICHO, YTO NPHUYMHON aHOMAJbHOTO (peHOTHIA y IUIOAA SIBIISJICS TEHOMHBIN aucOaliaHC
BCJICICTBUE  MATOJIOTMYECKOW MEMOTHYECKOW CerperauM XpoOMOCOM MpH  ayTOCOMHOM
PELMIIPOKHOM  TpaHCioKauuu y poaurens-Hocurens — 46,XY,t1(16;20)(p13.3;q13.13) wu
46,XX,t(11;22)(q23.3;q12.2), COOTBETCTBEHHO. Baxxno OTMETHUTD, 4TOo B ciy4ae
t(16;20)(p13.3;q13.13) npu CGH He BbIsABiEHA neneuus pariona 16ql3.3-qter u3-3a orpaHuyeHus
paspelaronieil  crnocoOHOCTH METOJAA, IMOCKOJIBKY pa3Mep TPaHCIOLMPOBAHHOTO CETMEHTa He
npesbimaeT 4 miuH.ILH. Tem He MeHee MH(OpPMANM, TMOJyYCHHAs MPU UCCIIEAOBaHUM abOPTHOTO
matepuana merogoM CGH, mo3Bonmia ycTaHOBUTH COATaHCHUPOBAHHYIO TPAHCIOKAIMIO Yy OTII,
Korjna jaepuBaTtHas Xxpomocoma 16 oOHapyxena mnpu TtapretHod FISH ¢ JIHK-30mmom Ha
CyOTeIOMepHBI palloH AITMHHOTO Iieya XpoMocoMbl 20. B ocTabHBIX ABYX ClydasX yCTAaHOBUTH
IIPOUCXOXKACHUE XPOMOCOMHON aHOMAJIMH Y IJIOAA 0Ka3aJI0Ch HEBO3MOXKHBIM.

Tabmumna 1
Pesynbrare ucnons3zoBanus metoaoB Metadasznoit CGH u FISH ananu3a amns uccienoBanus

MaTepHualia Hepa3BUBaIOIINXcs OepeMeHHocTel (n = 146)



Koa-Bo
BrisiBJIeHHAS 1ATOJI0TUS CGH FISH
cayuaeB(%)
Tpunjaonaus ishcgh(1-22)x2 nucish(D18Z1x3) 17 (22,7)
Monocomus X ishcgh(1-22)x2,(X)x1 nucish(DXZ1x1,DYZ3x0) 7 (9,3)
Tpucomuu ayrocom: 44 (58,7)
+16 ishcghenh(16) nucish(D16Z2)x3 15
+22 ishcghenh(22) nucish(D2251056)x3 8
+15 ishcghenh(15) nucish(D15Z4)x3 6
+21 ishcghenh(21) nucish(21q22)x3 4
+13 ishcghenh(13) nucish(13q14)x3 4
+4 ishcghenh(4) nucish(D4Z1)x3 2
+5 ishcghenh(5) nucish(D552006)x3 2
+2 ishcghenh(2) nucish(D2Z72)x3 1
+10 ishcghenh(10) nucish(D10Z1)x3 1
+18 ishcghenh(18) nucish(D18Z1)x3 1
CoueTaHHBIC XPOMOCOMHBIC AHOMAJINU: 34)
JBoiinast Tpucomusi ] nucish(D16Z2x3)
ishcghenh(9), enh(16),(X)*2 ] |
no xpomocomam 9 u 16 nucish(D9S917x%3)
Monocomust X ¥ TpHCOMHESI TI0 ] nucish(D22S1056x3),
ishcghenh(22),(X)x1 1
xpomocome22 (DXZ1x1,DYZ3x%0)
Monocomusi X ¥ YaCTHIHAS ) nucish(D6S52523x3),
ishcghenh(6)(g21qter),(X)x1 1
TPHUCOMHUSA 110 XPOMOcOMe 6 (DXZ1x1,DYZ3x%0)
CTpyKTypHBI€e epecTPOHKH XpOMOCOM: 4(5,3)
YacTtuyHasi TPHCOMHUSI MO ishcghenh(20) nucish 5
xpomocome 20 (q13.13qter),(XY)x1 (D20S1156%2,RH44234%3)
YacTuuHasi TPHCOMHES 1O ishcghenh(9)(p11.2p24.3), nucish (D9S917x3, |
xpomocome 9 (XY)x1 D9S1838)
YacTuyHasi TPHCOMUSI IO XPOMOCOMe ishcghenh(22) ]
) nucish (D11S4437x1,
22, yaCTUYHAS. MOHOCOMMS 110 (ql3.1qter), dim(11) 1
D22S1056x%3)
xpomocome 11 (q23.3qter),(XYx*1)

TpucoMuss 1O pa3IMYHBIM ayrocoMaMm SBJsUIach Haumbojee YacTOW XPOMOCOMHOMU
natojorueid. Yacrora BCTpEUaeMOCTH DPA3IUYHBIX TPUCOMHU KojeOanach B IIMPOKUX Ipenesax

(Pucynox 1).
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Pucynok 1. UacTtoTa BeTpeuaeMOCTH Pa3JIMYHBIX TPUCOMMIA

Cpenn 44 BBIABICHHBIX CIy4aeB TPUCOMHMM HamboJiee YacTO BCTPEYAIUCh TPUCOMUS IIO
xpomocomam 16 (15 cmygaeB — 34,1 %) u 22 (8 cinywsaeB — 18,2 %). YactoTra TpUCOMHUH TIO
xpomocome 15 cocraBuia 13,6 % (6 ciyuaeB). Tpucomus no xpomocomam 13 u 21 BeisiBiIeHA B 4
cnydaax (9,1 %) kaxnas. KpoMe Toro, tmarHocTUpoBaHbl MO 2 ciaydas TPUCOMUU XpOMOCOM 4 U 5
(4,5 % xaxxnas), a TakkKe eIMHUYHbIE ClTydyau TPUCOMHH 110 Xpomocomam 2, 10 u 18.

[onroe  BpemMs  CTaHZAPTHOE  LUTOIEHETHMUYECKOE  KAapUOTUIIUMPOBAHUE  SBISJIOCH
TPaZMLMOHHBIM METOJOM YCTAHOBJIEHUS XPOMOCOMHOIO CTaTyca IUIOJa MpPH PENpOAYKTUBHBIX
notepsix. OJHAKO JaHHBIH METOJ HMMEET psii OrpaHHYEHHH, OOYCIOBJIEHHBIX OCOOCHHOCTSIMHU
TKaHU, WCIOJb3yeMOW i aHanu3a. Tak, BCIEACTBHE CHIDKEHHOM MpOJHQepaTuBHON H
MUTOTHYECKOM aKTHMBHOCTH KJIETOK XOPHUOHA INpH Hepa3BUBarouleics OEpeMEHHOCTH, HE BCerna
BO3MOJKHO TOJYYUTh XpPOMOCOMHBIE mpemnapatsl. [lo naHHBIM psaa aBTopoB, 10 20 % o06pa3ios
TKaHU XOPHOHA OKAa3bIBAIOTCS HEIOCTYIHBI JJig LUTOreHeTuueckoro ananmusza [1,8,5,10]. Yacro
TPYAHO IOOUTHCS XOpolei MOp(OIOTHH XPOMOCOM, Ul TOYHON HAECHTH(PHKAIUKA XPOMOCOMHON
natosorud. KpoMe TOro, BO3MOXHO IIOJIyYEHHE JIO)KHOTO pe3ysibTaTa M3-3a KOHTaMUHALMH
obpasua MarepuHckumu kietkamu [1,8,9]. Metoasl MOJNEKYISPHON ITUTOTCHETUKH JIAIOT
BO3MOKHOCTh ~MCCJIEJIOBATH XPOMOCOMHBIM HabOp KJIETOK C UCKIIOYEHHEM JTama HX
KyJIbTHBHpOBaHus [1].

[To naHHBIM MHOTOYHCICHHBIX HaOmoneHui, npumepHo 50 % penpoayKTUBHBIX HOTEPb
00yCIIOBIICHO aHOMAIHUSIMH XPOMOCOMHOTO Habopa sMmOpuona [1,5,8]. Mcnoms3oBanue merona

metadaznoit CGH c¢ mnocnenyrommm  FISH ananu3oMm mokas3ano aHalOTMYHYKO 4YacTOTy



XPOMOCOMHBIX HapylieHHi B uccienyeMoil BeiOopke. Ilpu stom anamu3 mposenen B 100 %
CIIy4aes.

Iloka3aHo, 4TO TPUCOMHUH IO ayTOCOMaM COCTaBISIIOT 59-68 % OT Bcell BBISIBISIEMON
[IATOJIOTUHM XpOMOCOM Yy IuioAa, mnosumiongust — 15-19 %, monocomus X — 8-14 %.
HecOanancupoBaHHBIE CTPYKTYpHBIE MEPECTPOHKH XPOMOCOM BbIABIEHBI B 4—8 % ciiyuaeB XA.
IIpouas XxpoMOCOMHasi MaToJIOTHs (JBOMHBIE M TPOMHBIE TPUCOMHH, MO3AULM3M, MOHCOMMH IIO
ayrocoMam) coctaBisieT oT 2 10 12 % ot Bcex cayudaeB XA [5,9]. [lonydyeHHble HAMM JaHHbBIE TIO
CIEKTPY XPOMOCOMHON TaTOJIOTMM TIPU HEBBIHAIIMBAHWM OEPEeMEHHOCTH COBMAJAIOT C
pe3yibTaTaMi APYrMX aBTOPOB M JIOKAa3bIBAIOT BBICOKYIO 3(()EeKTUBHOCTH KOMOMHMPOBAHHOTO
WCIIOJIb30BaHUS ABYX MoJieKynsipHo-niuToreHetnueckux MeroqoB (CGH u FISH) nns anamuza
MIPUYMH HEBBIHAIIMBAHUS OEPEMEHHOCTH.

BeisiBnenne npu CGH renomHoro amcOananca B BHAE JA€ICUMU W/WIM TYIUIMKALUU
OTACIBHBIX PAaliOHOB XPOMOCOM CBMJETEIBCTBYET O HAJU4YUU CTPYKTYPHOM XpOMOCOMHOM
aHOMAJIMM y IJIOJIA U SIBJISIETCSA TOKa3aHWEM JAJIsl MCCIIEJOBAHUS KapUOTUIIOB POJUTENEH C LENbIO
YCTaHOBJICHHSI €€ MPOUCXOXKICHUS, YTO, B CBOIO OYepe/ib, IMO3BOJISIET MOBBICUTH 3(P(PEKTUBHOCTH
MEJUKO-T€HETUYECKOTO KOHCYIbTUPOBAHUS CEMbU U ONPEAEIUTh TAKTUKY IUIAHUPOBAHUS, BEACHUS
MOCIIENYIONNX OepeMEeHHOCTEH 1 Mepbl MPO(YUITAKTUKA XPOMOCOMHOMN MAaTOJIOTHH.

3akiao4eHue

Meton cpaBHuTenbHOU reHoMHoi ruOpumusanuu (CGH) B coueranun ¢ FISH-anammzom
MOKa3aJl BHICOKYIO 3((EKTUBHOCTD Ul YCTaHOBJIEHUS XPOMOCOMHOIO cTaTyca 3MOpHOHa, IUI0Aa
IIPU PENPOAYKTUBHBIX MOTEPSAX U MOJXKET CIYXKUTh AJIbTEPHATUBON LIUTOI€HETUYECKOMY aHAIMU3Y

JJIL YCTAaHOBJICHU A MPUYWH HCBbIHAIIIMBAHUW A 6€peMeHHOCTI/I.

Cnucok uTeparypsl

1. JleGeneB U.H. MouiekynsipHO-IIUTOT€HETUYECKAs XapaKTEPUCTUKA XPOMOCOMHBIX aHOMAJIUi
npu aHAMOPUOHMM U HEpa3BUBAIOILEHCS OepeMeHHOCTH: aBToped. AuC. ... KaHA. OMOJ. HayK. —
Tomck, 2001. — 25 c.

2. MonekynsipHO-0HOIOTHYECKHE TEXHOIOTUN B MEIUIIMHCKOM MPAKTUKE / IO pell. WI.-KOpp.
PAEH A.b. Macnennukosa. — Bein. 21. — HoBocubupck: Akagemusnar, 2014. —206 c.

3. MunbxenkoBa M.E., [llunosa H.B., MapkoBa X.I'., Ko3noa 10.0O. 3onoryxuna T.B.
D¢ (heKTUBHOCT,  pa3lIUYHbIX  METOJOB  JWAarHOCTUKM  XPOMOCOMHBIX  AQHOMAIMWA  TIpH
PenpoyKTUBHBIX MOTepsx // MenunuHackas revetuka. —2014. — T. 13, Ne 2. — C. 25-30.

4. Fritz B, Hallermann C, Olert J, et al. Cytogenetic analyses of culture failures by comparative

genomic hybridisation (CGH) — reevaluation of chromosome aberration rates in early spontaneous



abortions//. Eur J HumGenet. —2001. — 9. — P.539- 547.

5. Hardy K., Hardy Ph. 1st trimester miscarriage: four decades of study // TransIPediatr. —
2015. — Apr; 4(2). — P.189-200.

6. Klinger K1, Landes G, Shook D, Harvey R, Lopez L, Locke P, Lerner T, Osathanondh R,
Leverone B, Houseal T, et al. Rapid detection of chromosome aneuploidies in uncultured
amniocytes by using fluorescence in situ hybridization (FISH) // Am J Hum Genet. — 1992. — Jul;
51(1). — P.55-65.

7. Lathi RB, Gustin SL, Keller J, et al. Reliability of 46, XX results on miscarriage specimens:
a review of 1222 first trimester miscarriage specimens // FertilSteril. — 2014. — 101-P.178-182.

8. Lomax B, Tang S, Separovic E, Phillips D, Hillard E, Thomson T, Kalousek DK
Comparative genomic hybridization in combination with flow cytometry improves results of
cytogenetic analysis of spontaneous abortions // Am J Hum Genet. — 2000. — 66. — P.1516—-1521.

9. Van den Berg MM, van Maarle MC, van Wely M, et al. Genetics of early miscarriage //
Biochim Biophys Acta. —2012. — 1822(12). — P.1951-1959.



