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UNTOTEHETUYECKUE ACMNEKTbI HEBbIHALLNBAHWNA
BEPEMEHHOCTU N 2MBPUOHAJIbHbIX NMOTEPb
MPU BCNOMOIATEJNIbHbLIX PENPOAYKTUBHbIX
TEXHONOrnax

H  H3BeCTHO, 4TO XPOMOCOMHBIE AHOMAMI
ARNSIIOTCA ONHON M3 Haubonee BAKMBIX
MpHYHH CNIDHTAHHOIO MpephIBAHKA
GepemennocTi. B nanHom ob3ope naerca
KPaTKHi 09CPK LHTOTEHETHYECKHX
HapyweHHH, NPHBOASLIHX

K HMeBbIHAUMBAHHIO GEepeMenHOCTH

H IMOPHOHANBHEIM TIOTEPAM

TPH BCOMOTATE/BHBIX PENPOAYKTHBHBIX
TexHonorsix. Jlpoananuanporana
CTPYKTYPa XPOMOCOMHBIX AHOMAJIHH naoAa
npa cNoHTaHRbIX 200pTax M BAHAHHE
PA3THIHBIX THNOE HADYIIEHHH

HA MPOTHO3UPOBAHWE HCXOAOB AAJNbHEHIMHX
6epemMeHHocTed. PaccmoTpena TakTHKA
BeIEeHHA NMANHEHTOR-HOCHTEIEH
¢GANAHCHPOBAHHBIX XPOMOCOMHBIX
nepecrpoek. [Tokazana poar XpoMOCOMHBIX
ABOMAJHE B HeYJA4axX BCMOMOraTeabHBIX
PenpOaYKTHEHBIX TEXHOJIOMMIA M oGocHOBAaKA
HeoOXONHWMOCTE NpoBefeHHS
HHTOreHETHYECKONO ofcnenoBaHuA map,
HYXKAQOWHXCA B WX NPHMEHEHHH.

B KmnoueBsie c10Ba: CIOHTAHHBIE
a6op'rbl, HeBbIHAWIKMBaHKE, XpPOMOCOMHDIC
aHOMaT{#l, BCIMTOMCOraTe€/bHbIC
PerpoONYKTUBHAIC TEXHOMOINH

CMOHTAHHOE IIpepbiBAHUC OepeMEeHHOCTH HBIISSTCSI OBHUM U3 OC-
HOBHHEIX MEXaHU3MOB €CTECTBEHHOro OTOOpa y 4en0oBeKa U mpenst-
CTBYET MOABIEHUIO Ha CBeT OoabHbIX geTeil. Kak u3BecTHO, nmpu6-
mmsurensHo 10—-15% Beex knuHMYECKM pacrio3HaBaeMbIX Oepemen-
HOCTEH CTIOHTAHHO MPEPBIBACTCSA HA CPOKE 10 16 HeAenb, IPH 3Tom
3HAYUTENbHAs YacTh SMOPUOHOB MMEET IelISTHYECKYIO MNAaTONOTHIO.

Haubonee 3HAYUMBIMYM MPUYAHAMM PaHHUX IMOPHOHANBHBIX
NOTeph ABMIIOTCA XPOMOCOMHbBIN Jmcbasade [48] U reHHble MyTa-
uu |1, 31]. B HacTosmem 0630pe Mbl OCTAHOBUMCA TOJIBKO Ha LM-
TOTCHETUYECKHUX HapylleHuAX, Kak Ha Haubonee 4acToil mpHumHe
CaMOMNPOM3BOIbHbIX BHIKUABIIIEH Ha pPa3HBIX CTATUAX 3MOPUGHAID-
HOCO pa3BUTHUSA.

XpOMOCOMHbIE aHOMANUKU NNoAa Kak MpUYnHa
CIOHTAHHOIO NpepbiBaHUs GepeMeHHOCTN

BriepBbie ¢CBA3b CMOHTAHHLIX aDOPTOB C XPOMOCOMHBIMH @HOMA-
JAusiMu OblTa MOKa3aHa B Hauvane 60-x ronos ABaauatoro seka |11,
12]. B TeueHUe NOCACAYIOIINX AECATHACTHI! MHTEPEC K 3TOH Npob-
neMe He ocnabeBaeT U TeHETUYECKUE aHOMAIMHM, KaK MPUYUHA lie-
BEIHAWIMBAHUS OepeMEHHOCTH, MPOAOIXKAKT OCTABATHCH OOBEKTOM
NPHUCTANBHOr0 BHUMAaHUA uccnenosareneil [7, 9, 32, 35, 45, 51, 53,
59].

B nocaeanue roabl 3apyOexHLIE MCCASAOBATENM NMPUIININ K Bbi-
BOIY, 9TO KapUOTHIMPOBAHWE BCEX CIIOHTAHHbIX ADOPTOB ABNAETCS
HeoOXONMMBIM 3TANIOM OOCIEAOBAHMA MPKU CIIOHTAlIHOM TNpPEphiBa-
HUKM GepeMeHliOCTH, U KAPUOTHIT TUIOLA MOXET SIBNSThCS OHMM U3
BaXie#inmx (aKkTopoB OLUEHKM PHCKA Y KEHIIMH ¢ HeBBIHALUWBA-
HueM {44, 533].

W3pecTHO, 4T0 0K0/10 50% BRIKMABILIEH, NpoU3olIEaInX B | Tpy-
MecTpe GepeMEeHHOCTH, HMCET Pa3NHYHbIC XPOMOCOMHBIE AHOMATHN
[14, 21]. OauuM U3 MEXaHU3MOB, MPUBONSLUUX K IPEPLIBAHMIO De-
PEMEHHOCTH TUTOLOM, HECYLIMM XPOMOCOMHEIE aHOMANUU, SIBAAETCS
HapyLUeHHC pa3BUTHUSA XOpuoHa U wialeHTsl [42]. Kak mokasann
COBMECTHbIE UMTOTEHETHYECKUE U MATOCMCTONOrHYEeCKUE UCCNeNoBa-
HUSA, TAXECTb HAPYLIEHUK DMOPHUOHANBHOTO PA3BHUTHSI CBA33HA C Ha-
MUYHEM XpOMOCOMHbBIX aHOManMit [3].

YacToTa BCTpEYaeMOCTH AHOMANbIIBIX KAPUOTHIIOB NPU HEBbIHA-
LIMBAHUM KOPPETUPYET CO CPOKOM NpEpbIBaHNsg OEpeMEHHOCTH U C
BO3pacTOM Marepk. Yem panblie npepbisacTcs 6epeMelHOCTh, TeM
GonblUMi NPOUCHT abOPTYCOR HECET XPOMOCOMHBIE IEPECTPOMKHU.
Taxk, npu CNOHTAHHOM TpepbIBaHUU OepeMeHHOCTH Ha CpoKax 1o
7—8 Henmenb, 0COOSHHO MPH cpoke 4—5 Hemenb, YacToTa XPOMOCOM-
HBIX aHOManui nocruraer 80% [2], B To Bpemst xak mocne 16 He-
nenb OEPEMEHHOCTH 3TOT MMOKasarelb He npesmiuaer 17% [16].
Koppensiuyn 4acToThl BCTPEUAEMOCTH XPOMOCOMHBIX abeppaliii €O
CPOKOM DepeMEeHHOCTH BBLISBIEHBl U NIPU HMCCNeNOBaHHM KapUOTH-
MOB OT UHOYLMPOBAHHBIX abopTos [23].

Haubonee BaxXHbIM (hakKTOPOM BO3PACTAHMUS YACTOThI XPOMOCOM-
HbIX abeppauuii ABASETC] YBENIMYSHUE BO3PACTa MATEPH. ¥ XEHLIUH
CTapiero penpoJykKTUBHOIO BO3pAacTa 4acTOTa XPOMOCOMHBIX aHO-
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MIUH, KaK [IDU4UHA CMIOHTAHHOrO IpephiBaHUs
GepeMEeHHOCTH Ha cpokax 10 20 meaenb, MpeBbl-
maet 80% [16, 44]. OCHOBHOI MPHYUHOH 3TOr0
ABMSIETCSl YBEIMYEHUE HACTOTHl TPMCOMHMH BClen-
CTBHE HEPACXOXACHMI B Mmeiiose [22, 28]. Bee oc-
TallbHBIE TUMBI XPOMOCOMHBIX AHOMANHH (BKIIO-
qag TPUCOMMIO 110 16 XpoMocoMe), BHISBAsAEMbIE
[IpH CIIOHTaHHbIX abOpTaX, BCTPEYAKTCS C OOMHA-
KOBOM 4YacTOTOM BO BCeX BO3PACTHBIX TpyIinax.
CneayeT OTMCTUTB, 4TO 2((EeKT pe3eKUMH 4HacTH
auyHUKa aHanoruyeH 3¢deKTy CTapeHUs 1 TaKkKe
NPUBOIMT K YBENWYEHMIO YMC/Ia TPUCOMHDIX 3a4a-
tuit [19]. ) )

B c¢Bs3M €O CTOJIE BBICOKOW 4acTOTOM XpoMo-
COMHBIX AHOMAaNWKi TpPHM pPaHHUX BLIKUIBINIAX
BCTaeT BOMPOC O INPOTHO3MPOBAaHUH UCXOAOB MO-
clenyIoIIHX OepeMECHHOCTEH U PUCKE POXACHUA
JeTeit ¢ XPOMOCOMHOIt MaTonoruei. MHorovyuc-
JMEHHBIC UCCIENOBAHUS 1I0KA3AIH, YTO CTPYKTypa
XPOMOCOMHOM MAaToJIOTHMH TIPU  PENPOAYKTHBHBIX
IOTEPAX B OCHOBHOM CTaOMILHA K [TOBTOpSETCSA
B paboTax pasnuMuHbIX Hecnenosarenel (rabnnua).
CriegyeT OTMETUTB, YTO CMEKTP XPOMOCOMHbIX
aHOMAJIMK, TPHMBOAALUMX K HEBbIHAIIMBALUIO Oe-
pEMEHHOCTH, CYWECTBEHHO OTIMYAETCS OT Tako-
BOro y HOBOPOXICHHBIX. Kak BUAHO U3 TaBAUIiGI,
pasfMYHBle TPHCOMMM  COCTABNSIOT GONBUIVED
4acTb XPOMOCOMHBIX aHOMA/IWH TIPH HEBbIHAIIM-
paHuK. Haubonee 4acTOM CCHCTUYCCKOMN (pUYN-
HO{ HeBbIHALIMBAHUA SIBASIETCA TPUCOMMS [0
xpomocoMe 16 y smMbpuona. [lanHas naronorus
HECOBMECTHMMA € XHU3HBIO M HHMKOIJA HC OonucaHa
y HOBODOX/IEHHBIX; TAKXe PeAKH ¥ HOBOPOXICH-
HBIX BTOPbIE TO BCTPEYAEMOCTH TIPU HEBhIHAIIN-
paHMK Tpucomuu mno 15 u 22 xpomocoMam [14].
HanpotyB, TpUCOMHMSA TO XpoMmocome 21, Haubo-
jee 9acTO BCTPEYAOWAnCs XPOMOCOMHAas aHOMa-
nUsl Y HOBOPOXEHHBIX, TIPH CIIOHTAHHBIX BbIKU-
abiax cocrasnsier He 6onee 10% or obulero yunc-
na xpoMocoMHo# natonorud [17]. Onncansl Tak-
Xe Cydau ABOWHBIX W TPOMHBIX TpUCOMUIA [44].

mnouauu [60). DTU aHOMANUM TNPAKTHYECKH HC
BCTPEYAIOTCA ¥ HOBOPOX/CHHBIX: OAMCaHb! NHUIbL
COMHWYHBIE CIy49dW, MPHU 3TOM AETH ObLM nubo
MEpPTBOPOXIAEHHbIMH, THO0 HorubaiM B TCYCHHE
NIEPREIX CYTOK IIOCJIE pOACB [4].

M HTEpeCHO OTMETUTH, Y4TO CYLICCTREHHYIO IO-
A XPOMOCOMHEIX AHOMAINK, [PUBOASILIMX
K CIIOHTAHHBIM abOpTaM, COCTABISIIOT MOHOCOMUN
1o X-XpOMOCOME, XOTS 3Ta AHOMANUS HEe BhI3bIBa-
eT TAXENGH COMaTUYCCKOW NaToJOrHM M HOBO-
POXZECHHBE C KAPUOTUTOM 45, X UMEIOT HOPMab-
HYK XH3HECIMOCOOHOCTD,

Okono 5% XpOMOCOMHBIX aHOMAIMIA TIpU pe-
TPO/YKTHBHbBIX MOTEPAX COCTARMSIOT CTPYKTYPHBiE
MepecTpOKU. BTOT TMII XPOMOCOMHBLIX aHOMAa |
Haubonee penko BCTPEYAETCA MPU MCCIEIOBAHUU
CNOHTAHHbLIX abOpTOB, OAHAKO €0 3Ha4YeHMe
HeJIb3A HEeOoOUEeHMBaTh ubO, Kak MpaBWIO, Takue
dHOMaJIMK HE CAYyYalHbl, HMET POAMTENBCKOE
fIPOMCXOXICHHE U SIBASKOTCS OCHOBHOW Hacijen-
CTBCHHOH LIUTOTEHETUUECKOHN TIPUYMHOM TIPHUBHIY-
HOTO HeBbIHALUMBAHHA [52].

3HaHME KApUOTUMA MIOAA TO3BOJAET OLUEHHWTH
DMCK TOBTOPDEHMS CIYYAeB HEBbIHAIUUBAHMA TIPU
Nocnenyomnx 6epeMEHHOCTIX, a TakKKe pPHCK
poxaeHusl pebeHKa C XPOMOCOMHOM aHOMAJIMEH.
[IporHo3 mna nociaenyolmx GepeMeHHOCTEH 3a-
BUCUT OT HAIUYKA M TUNA BEIABICHHBIX Hapylle-
HHH M pasjiuyen JUISl YUCIOBBIX WIIK CTPYKTYPHBIX
AHOMAJIMH.

Kak 3T10 He napagokcanpHO, HOpMaJIbLHBIIA Ka-
PHOTHII TWIOAA ABJAETCS OAHUM U3 (DAKTOPOB pHC-
Ka MOBTOpa HEBbINALLIMBAHUS MIPH CIEAYIOLMX Be-
peMeHHOCTAX [S53]. BbiaBlIeHUe YUCIOBBIX aHOMA-
TUH KapMOTHIIA NPU PAHHMX BBIKHABILIAX, IIATIPO-
TUB, MOXHO DaCLleHUBATh KAK OTHOCHTEABHO O1a-
TONIPUSITHBIA 1IPDOTHOCTHYECKUH NPH3HAK, AHEy-
OAOHAMM M MONUILTOMANM TIPH CIIOHTAHHOM MNpe-
pbIBAaHMK OEPEMEHHOCTH HAa paHHUX CpoKaX, KakK
NpaBHNO, SBISTIOTCA PE3YALTATOM CIIYY3aHHOIO CO-
BBITUS U HE pacCcMaTPUBAKOTCH Kak (aKTOp pUcKa

Okono 10% xpoMOCOMHBIX aHOManNMi apH wia nocaeayromux 6epeMeHHocTel [56]. Yactota
CIIOHTAHHBIX aﬁop‘rax COCTABJSIOT TPHU- W TETpaA- BCTPEYACMOCTH YUCJIOBBIX AHOMANIUM R Criopaau-
Tabnruua
CTPyKTYpa XpOMOCOMHO# NATOOTMH 1pu CUOHTAHNBIX aBopTax k I TpumecTpe GepeventocTu
Tpucomuu (%) . ) Crpyxayprsie
ABTOp, narta ny&aMKauvy Beero B Ton uncae onunnouany {%) 45 X (%) aHOM A (%)
TPHCOMHUS 16
Tonosaues T. J1., 1983 50 B 25 20 5
Tharapel A. T. et al., 1985 30 - 16 20 4
Huisjes M. J., Lind T., 1990 51,6 — 20,4 19,7 4.1
Eiben B. et al., 1990 62,1 21,8 4,3 10,5 4,7
Be C. et al., 1997 61,6 18,8 20,4 10,6
Awartanj K. A. et al,, 2001 66 = 19 8,5 2
Stephenson M. D. et al., 2002 66,9 — 19,5 9 4
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YECKUX CAY4asiX BBIKMIBILIEW HA paHHUX CpOKax
JOCTOBEPHO BBILIE, YEM IIPH IIPUBBIYHOM HCBbIHA-
wuBaHuM [39]. HekoTopeie uccaemoBaTeny aaxe
HCKIIOYAIOT CEMBH, VUMEIOIIUC BBIKHIBIILIH, CBI-
3aHHLIE C AHEYINIOMAMEH, K3 TPy, aHANU3HUpYe-
MbIX B CBA3U C NPUBBIMIIBIM HEBHHALIWBAHUEM
[50]. Cuuraercq, 4ro pUCK MOBTOPHOIO NpPEPbIBA-
HUA OepeMeHHOCTH noche abopra, CBA3AHHOTO
C HUIMYMEM TPUCOMMH Yy IJIOHA, OINpelesaeTcs
JIUIUBL BO3pacTaHUCM YMCIA TPUCOMHBIX 3a4aTui
[IpY YBEJINUEHUM BO3PacTa XeHUUHL [22, 44, 50,
51] u He OTNAHUYAETCA OT MOMYISIUMOHHOIO PDHCKA
B JAHHOK BO3pacTHON rpynne.

Hanuyue y amOpuoHa HecOGanaHCHPOBAHHBLIX
CTPYKTYPHBIX TIepecTpoeK, HATpoOTHB, SBJSIETCA
HeOMaronpusATHBIM TPOTHOCTHYECKUM 1IPU3HA-
KOM. TaKue CTPYKTYPHBIE aHOMAJIMU MOI'YT CBUIE~
TeJILCTBOBATh O HACAE/ACTREHHBIX MMPUYMHAX HEBBI-
HAUIHBAHUA, U UX BBHISIBIEHUE CIYXUT MOKA3AHH-
€M JUTS HampaBleHUS PONUTENCH Ha LUWTOIEHETU-
yeckoe obcnenoBanue. [Ipu OTCYTCTBHMM JaHHBIX
O KAapUOTHIIE BBIKMAbIHIA TAKUM NMOKa3aHHEM SB-
JIIETCSE HaJIM4ME ABYX M ©Oonee clydaeB CIIOHTaH-
HOFO MpepbiBaHUA BepeMEeHHOCTH Ha PaHHHUX CpoO-
Kax [54].

CHanaHcnpoBaHHble XPOMOCOMHbLe
nepecTporku y poauTenen Kak npuuvnHa
NPUBbLIYHOrO HeBbiHaWWBaHUA

Hanuuue ¢6anaHCUPOBAHHBIX XPOMOCOMHBIX
NepecTPOeK Y OJAHOTO M3 POAMTENCH SBIACTCS OC-
HOBHOIf HHTOTCHETUYECKOH MPHYMHOH TPUBLIY-
HOro HeBblHaumuBanus [55]. Yacrora HocuTeNb-
CTBA XPOMOCOMHBIX AHOMAQIUM B CCMbSIX C HEBbI-
HauwupaHueMm oosee yeM B 10 pa3 npeBbILIAET HO-
MTYJSIMMOHHBIA YPOBEHB M MO JAHHBIM Pa3in4yHBIX
UCCIIeIOBaTeNIC BapbUpyeT B AManaoHe o1 3,5
oo 11,5% [24, 31, 50, 52]. Ilpn yyere n1ap, UMcB-
LEHX MOMHMMO CHOHTaHHBIX abOpPTOB C/Iy4Ydd [OB-
TOPHOTC POXACHUS NETEH € XPOMOCOMHOM [fa10-
JIOTHEN, 49acTOTa HOCMTIEAbCTBA JOCTHIAIA [AXE
16,4% [4].

Cpean CTPYKTYPHBIX aHOMANHI, BBISIBASEMBIX
B CEMbsIX C IIPUBBIMHbBIM HEBLIHAIUMBAHUEM, OC-
HOBHas I0JisI NPUXOIUTCsT Ha cOanaHCHPOBAHHEIS
TpaHcaoKauud. OmUcaHpl MHOTOYKC/ICHHBIE CIy-
Yay MPUBBIYHOrNO HEBBIHAUIMBAHUS B CEMBSIX C HO-
CHUTEIBCTBOM TPAHCJOKALUMH KaKk IO ayTOCOMaM
[27, 48], Tak 1 No NOIOBLIM XpoMOcOoMaM [43, 46].

OnpeneneHue TUNA XPOMOCOMHOTO HAPYIIEHHUS
y poaouTeNneill HMeEET NepBOCTENEHHOE 3HAYEHHE,
IIOCKONBKY IOMOraeT NpaBWIBHO OLCHUTB PUCK
M pa3paboraTb TAKTHKY BEACHUSI HOCAEIYIOLIHX
6epementocTed. MMeeT OONMbUIOE 3HAYCHUE, KTO
W3 pOAUVTENEN SABISETCS HOCHUTEIEM CTPYKTYPHOM
MEPeCTPOMKH, TOCKONBKY O3MIMPUYECKNIH PHCK
JJIsE MOTOMCTBA TIpH HATHYUH NMEPECTPOHKH ¥y Ma-
TEPH BBIILE, €M PUCK NMPH OTLOBCKOM HOCHTE/b-

ctee [54]. TIpyM HekoTopbiX €OANAHCUPOBAHHBIX
TPAHCJIOKALMAX PHUCK ITOBTOPHOTO CIOHTAHHOTO
abopra WAM POXICHHUSN pebeHKa ¢ XPOMOCOMHON
MaToJIOTHEH HACTONBKO BEJIMK, YTO METOXOM Bbi-
6opa 11IpM JIeYEHUN HEBBIHALLIXBAHHUSA B TAKHX CJIy-
Yagx ABAAECTCA IKCTPAKOPHOPAILHOE OIUIOAOTBO-
pPEHUE NOC/AE [POBEASHHUS IIPEHMMIUIAHTAUMOHHOM
nyarHocTuku [15, 38, 46].

CBOEBPEMEHHOE BBISIBREHUE CTPYKTYPHBIX Tie-
PECTPOCK ¥ POOMTENEH HEOGXOMMMO ellle ¥ FOTO-
My, YTO TAKME BMIhl XPOMOCOMHBIX HAPYILIEHMIA,
KAaK FOMOJNIOTMYHbBIE pOGEPTCOHOBCKUE TPAHCAOKA-
LMK (TPAHCHOKALIMU THUIIA LICHTPHUYECKOTO CIIHsI-
HMSI), UCKITIOYAIOT [aXe BO3MOXHOCTbH POXIEHMA
300poBOro pebeHka. Takue 1epecTpoiiku TIpUBO-
AT 1160 K abCOMIOTHOMY HEBBIIAUIMBAHUIO Gepe-
MEHHOCTH, JMO0 K 4YEepeAOBaHUIO BBIKMIbILIEH
U POXIECHUI NETe C XPOMOCOMHKIMH 3aloseBa-
HUSMM [2]. EAMHCTBEHHBIM pelieHHeM IpohieMbl
B TAKMX CeMbsIX OYIET SB/ITbCS 3KCTPAKOPNO-
PAABHOE OIUIOAOTBOPEHUE C MCIONL30BAHMEM N0-
HOPCKUX NOJIOBLIX KJIETOK. CReAyeT OTMETHTDb, UTO
IPH FOMOJIOTUYHBIX POOEPTCOHOBCKMUX TPAHC/IOKA-
LUMSIX PUCK ANA MOTOMCTBA HE 3aBUCHT QT TOTO,
KTO W3 DOOMTEICH SBISACTCH HOCUTEAEM.

ApyriM pacnpoCTpaHEHHBIM THIIOM XpOMO-
COMHBIX aHOMQJIUI B CEMBSIX C NPUBBIYHBIM HEBbI-
HallUBAHUEM ABIAOTCA MHBepcuu [50, 54]. Oc-
HOBHBIM MEXaHU3MOM (OpMHpPOBaHUA HecbanaH-
CUPOBAHHBIX TAMET NPHU MHBEPCUSIX ARIAETCS He-
PaBHBIT KPOCCUHIOBEDP, TNPUBOASALIMN X BO3HUK-
HOBEHUK HecOANaHCHPOBAHHBIX CTPYKTYPHBIX Ha-
pywieHuii xpoMocom y rmiioga. B pane cayvaes
HaONOAACTCA YBEAMYEHUE YHCNA AHEYIUIOMAMI
npu rameroreHese [6]. Hanuyue nusepcum y on-
HOTO M3 poaMTENncl XOTS1 U sABASeTcsd (PaKTOPOM
pPHCKXA NOBTOPHOIO BO3HUKHOBEHUS aHOMANHMI Ka-
puUoTMNIA Yy IUIoNa, B OONBIIMHCTBE CIOYY4ACB He
UCKIIFOUAET BO3MOXHOCTU 61aronpHATHOIO UCXO-
Ja nocnenylonimx GepeMeH1ioCTed.

3HavyeHHe CTPYKTYPHBIX MEPECTPOEK XPOMOCOM
CTANO eue OoNee 3aMETHO B IOCHEIHMUE TOIbI,
B CBSI3M C BHEJPE!NNMEM B MPAKTUKY COBPEMEHHBIX
MONEKYNAPHO-LIWTOT€HETHYECKUX METONOB, I03-
BONSIIOWINX BBHIABUTH AAXE MEIKUE CTPYKTYPHbIE
NEPECTPOAKHM, HE ONpeaesieMble MpU PYTHHHOM
obcnenopanuu [13, 34]. B pane cnyyaeB UCIIONb-
30BaHUE 3THX METOAOB NOMOTraeT BbIsSIBUTh IPHYH-
HY WIMONIATHUYECKOro HeBbIHAIIKBAHUA [10].

[IpumepHo B 10% cnydaeB NpUBBIYHOIO HEBbI-
HAUIMBAHWSA Y OOHOTO M3 POMMTE/CH BbISBIAETCA
MaNONPOUSHTHbIN Mo3auuu3M [29]. Cnyyau nos-
TOPHOTO POXACHUS NETEH WIM NMPUBBIYHBIX BBIKH-
IbIIEA ¢ XPOMOCOMHBIMU AHOMATHAMU NPH OT-
CYTCTHMM XPOMOCOMHBIX HApPYIUEHUN Yy poautenei
TIPUHATO OOBACHATH TOHAAHBIM MO3AHMLIM3MOM, TO
€CTb TMPUCYTCTBHEM AHOMANBHBIX KJIOHOB TOMBKO
B TKaHH roHan [50].
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XpOMOCOMHbIEe aKoOManuM Kak npuynHa
HeyAad NMpu BCnomoraTefibHbIX
pPenpPOoYKTUBHbIX TeXHONOrmsx

XPOMOCOMHbBIE HAPYLUEHHA MOTYT ObITh 3aneii-
CTBOBAHBLI B MAaTOICHE3e MMIIAHTAHMOHHbBIX I10-
Tepb M CNy4aeB HEBBIHAWIMBAHHA [IPU 3KCTPAKOD-
HOopanbHOM OMNoAoTBOpeHuu [41, 46]. Coanaucu-
pPOBAHHBIE TPAHCIOKAUMHA Y POAUTENRH, AHAJIOTHY-
Hbje BBISIBASEMbIM TIDY OPMBBIMHBIX BBIKUAbIILAX,
Y4CTO ABMSIOTCA NPUYMHON HEYAAY IPU BCIIOMO-
TaTe;IbHBIX PEMPONYKTHBHBIX TEXHONOrHAX. [Tocie
NpOBEACHUA TTPEUMIAAHTALMOHHON AMArHOCTU-
KM, WCKJTIOYAIOWIEN HMCMONB30BAHME IMBPUOHOR,
HECYIIMX XPOMOCOMHBIE AHOMANUM, Pe3ybTaThi
3KCTPAKOPIIOPATLHOrO ONMNOLOTBOPCHUS  31iayu-
TeapbHO yayuuaTces [38). )

[TonynsSiUMOHHO-IIUTOTEHETHYECKUI  AHAIU3
nap, NMpuderalIlinX K 3KCTPaKOPIOpaILHOMY Ofl-
NOJOTBOPCHUIO, MOKA3aJ, YTO YacTOTa HOCUTE/IL-
CTBa XPOMOCOMHBIX AHOMXTMM B 3TON rpymme
B HECKOJBKO pa3 Bbillte MOMYJISLMOHHOW U CXOM-
Ha ¢ TAKOBOMH B IPYIINE C NPUBBLIYHBIM HEBBLIHALLIM -
sanuem (47, 51]. HocutenneTso cbanancuposan-
HBIX XPOMOCOMHBIX TICPECTPOEK ONHUM M3 POIUTE-
neil yBERMYMBALT PUCK HEVAAYHBIX MPOUELYP NpH
IKCTPAKOPNOPATLHOM OMIOAOTBOPEHUM. B CBsA3m
¢ 3TUM TEHETHYECKAs: OLIEHKA NOMKHA paceMaTpy-
BATbCS KAK YacTb 0GCNEN0BaHUR TALMEHTOB, HyX-
DAOIIHXCR B APUMEHEHUM BCIIOMOIATENLHBIX pe-
NPOAYKTHBHBIX TCXHOMOIUM, Csogapemennoe BBL-
SIBIEHUE XPOMOCOMHBIX AHOMAIKM ¥ JIML, MJIAHU-
PYIOIIMX 3KCTPAKOPTOPATLHOE OMTONOTBOPEHHE,
¥ aHATU3 MPOTHO3a AN [IOTOMCTBA B TaKMX CNy-
4aax MO3BOJISIET NOAOOPAaTh ONTHUMalbHBIM MeTox
petleHHsT POGACMbI 6ECTUIOAUA ¥ COKPATUTD YkC-
JI0 peNPOAYKTUBHBIX TOTEPD.

BbiaBieHMC HOCHUTENBECTBA XPOMOCOMHBIX IIC-
PECTPOEK WM HEBLHAILUBAHME B aHAMHESE AR -
eTcsl MoKa3aHMeM K NPeUMNNaHTALMOHHON AUar-
HOCTHKE [IPU IKCTPAKOPNOPANbHOM OILIONOTBOPE-
Huun [15, 58]. BeiasneHue XPOMOCOMHBIX aHOMa-
AU NpK NPeMMNIAHTAUMOHON AWATHOCTHKE NO3-
BOJISIET MHOTOKPATHO CHHU3HMTh UMNIAHTALMOHHbIE
MOTEPH U CAYMaM HEBBIHALUMBAHUS GEPEMEHHOCTH
nocie KO [36].

Oco6EeHHO BENMK PUCK Pa3IMYHBIX XPOMOCOM -
HbLIX HApYyWeEeHUR ¥y MYXUHH, HyXIaowuxcs
B HHTPALIUTOTIA3MATHYECKONH UHBEKLUHKU CMECPMBI
(ICSI). HecmoTps Ha TO, 4TO C MOMEHTa BHEIpe-
HHs 3TOro Metona B 1992 roay A0CTUrHYTHl 3HaYU-
TEAbHbIE Pe3y/ibTaTh! B JIEUCHHKW MYXCKOTO fec-
(TOAMA, OCTAKITCA HCKOTODBIE COMHEHMA B €ro
6esonacHocTH, TIPHYUHON 3TUX COMHEHME Cly-
XUT TOT (PaKT, 9TO HAPYWEHUS cliepMaToreHesa
Y MYXUWH YacTO SIBISIIOTCA PE3YNbTaTOM XPOMO-
COMHBIX aHOMATHI, UTO YBEIWYUBAET PUCK [TOBTO-
PEHHA [ATONOrMW MM BO3HUKHOBEHWS HOBBIX
aHomanuii y notomctsa [20, 33]. Pasnuyuwie yuc-
JICBbIE M CTPYKTYPHbIE HapYLIEHHS XPOMOCOM

BCTPEYAlOTCA ¥ JIMMU, KOTOpBIM nokasaHo ICSI, s
HECKOABKO pa3 value, 4eM B nonyaiumu [25].
OcobeHHO BEMMK PUCK BO3HMKHOBEHMS XPOMO-
COMHbBIX AaHOMAIMIA Y JIUL, HYXOARLWMXCI B HC-
MOJb30BAHUM TECTUKYAAPHON 3KCTPAKIIMM Criep-
MbI {48].

Y 4acTi MauMeHTOB, NOABEPrarLIKXCS npoie-
aype 1CSI, wabmoaaioTcs paznuuHble XPOMOCOM -
HBIC HapyuleHus Npu rameroredese [18, 26]. Arto
MOXET TNPHBOAWMTL K MMIUIAHTALIMOHHBIM TMOTE~
PsIM, CTIOHTAHHOMY TPEPBIBAHUI0 GEPeMEHHOCTH
WIH POXIEHUIO NETEH C XPOMOCOMHBIMM 3a60/e-
BZHUAMM {5]. XOTSI HET OXHO3HAYHOrO MHEHUS O
[I0BOIy UCXOAOB GepemeHHocTel nocne 1CSI [30,
39|, 3HaHMe © HaaMYUu XPOMOCOMHBIX aHOManu it
¥ MYX4KHBI HEOOXOAUMO, YTOOLI CBECTU BO3IMOX-
HBIM PHUCK K MUHUMYMY.

BaxHasi ponb, KoTopyro MrpaoT xpoMocoMuble
AHOMANMN B NATOICHE3E CIIOHTAHHBIX aBopTOB
W MMIUIAHTAUMOHHLIX MOTEPh NIPH BCIIOMOTATE b~
HBIX DENPOAYKTUBHLIX TEXHOJIOTHSX, CTABUT aKy-
WEPOB-THHEKONIOTOB Tepel HeOOXOAUMOCTBIO §O-
Jiee IUPOKOTO NMPHUMEHEHUST HUTOrCHETUYECKOTO
AHATM3a NPpH OOCNENIOBAHMK NAP € TPUBBIYHBIM
HEBBIHALLIUBAIIUEM.
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CYTOGENETICAL ASPECTS OF MISCARRIAGES
AND REPRODUCTIVE FAILURES AT ASSISTED
FERTILIZATICN TECHNOLOGIES

Charchenko T. V., llyin A B.,
Abashin V. G.

B The summary: [t is known that chromosomal abnormalities
are one of the most important causes of the spontaneous
abortions. In this review we have considered the cytogenetical
disturbances which can lead to miscarriages and embnio losses
at assisted fertilization technologies. We have analyzed the
structure of chromosceme aberrations in spontaneous abortions
and influence of the different types of alterations on the
forecasting the future pregnancy outcomes. It has been
considered the probability of recurrence of the pregnancy
losses in patients-carriers of structural balanced chromosome
rearrangements. In vitro fertilization implantation failures like
as the miscarriages can depend on presence of chromosome
anomalies including the occasions when the parents are the
carriers of structural unbalanced rearrangements. Sc the
kariotyping of couples, which require the assisted fertilization
technologies, should be the necessary part of preliminary
investigation.

B Key words: spontaneous abortions, miscarriages,
chromosomal abnormalities, assisted fertilization technigues
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