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UMTOINEHETUYECKUE ACMEKTbI HEBbIHALLVBAHUSA
BEPEMEHHOCTU 1 SMBPUOHANBbHbIX MOTEPb
NP BCMOMOrATENbHbIX PENPOAYKTUBHbIX
TEXHOJIOTHNAX

B HagecTHO, 4TO XpOMOCOMHbIE AHOMAJIHH
ABNAIOTCH OJMO# M3 HaHOoMee BAKHBIX
NPHYHH CNOHTAHHOIO MPEPLIBAHHSA
GepemenHocTn. B mannom 063ope aaetcs
KPATKHH OYepPK LIMTOreHEeTHYECKHX
HApYIeHHH, NPHBOAAIIMX

K HEBBLIHAIMHMBAHUIO HepeMeHHOCTH

H IMOPHOHANBHBIM NOTEPAM

NPH BCNOMOTATENbHBIX PENPOLYKTHBHBIX
TexHoJoruAx. IIpoananusnposana
CTPYKTYPa XPOMOCOMHBIX RHOMAJIHII MJIoJa
NPH CTIOHTAHHBIX a00pTax M BIHAHME
PA3MYHLIX THNOB HAPYLIEHHH

HA TPOTHO3HPOBAHHE HCXONOB JAJbHEHINX
GepemennocTeii. PaccMoTpera TakTHKa
BEJICHHA MALHEHTOB-HOCHTEEH
COATAHCHPOBAHHBIX XPOMOCOMHBIX
nepectpoex. ITokazana poas xpomocoMHbIx
AHOMAJIHIE B HEYJAYaX BCTIOMOraTENbHBIX
PENpPOAYKTHBHLIX TEXHOJIOTHIA H 0GoCHOBaHA
HeoOXO0AHMOCTb TIPOBEICHHS
LHTOTEHETHYECKOTO 00CIe10BAHMSA nap,
HYKJAIOWHXCA B MX NPUMEHEHHH.

B Knouessie cnioBa: crionTaHHbIE
aGopThi, HeBBIHALLMBAaHHE, XPOMOCOMHBIE
AHOMAJIMH, BCIIOMOTATe/bHEBIE
PETPOAYKTHUBHBIC TEXHOMOTMM

CrioHTaHHOE NpephiBaHUe GEPEMEHHOCTH SBJISIETCS OMHUM M3 OC-
HOBHBIX MEXaHHM3MOB €CTECTBEHHOTO OTOOpa Y Ye/NOBEKa M IPEIsT-
CTBYET MOSIBJICHUIO Ha CBeT GosibHBIX AeTeil. Kak u3BecTHO, mpu6-
mu3uTenbHO 10—15% Beex KIMHUYECKH Paclio3HaBaeMbIX GepeMeH-
HOCTEH CIIOHTaHHO IPEPLIBAETCS HA CPOKE 10 16 Henesib, MpH 3TOM
3HAYUTENIbHAS YaCTh SMOPUOHOB UMEET reHETHYECKYIO NTaTONOTHUIO.

Haunbonee 3HauMMbIMM TPMYMHAMH PAHHHX SMOPUOHATBHBIX
NIOTEPD SBJISIOTCS XPOMOCOMHBIN aucbanaHc (48] v reHHble MyTa-
uuu [1, 31]. B HacToseM 0630pe MBI OCTAHOBUMCS TOJIBKO Ha LiM-
TOT€HETMYECKMX HapyIUeHUsX, KaK Ha Haubojiee 4acTOil NMpHUYMHE
CaMOIIPOM3BOJIbHBIX BHIKMIBIIIEH HA Pa3HBIX CTAAUAX IMOPHUOHANb-
HOTO pa3BMTUS.

XpoMOCOMHble aHOManuu nnoAa Kak npuyYnHa
CMOHTaHHOro npepbiBaHUA GepemeHHOCTU

BriepBbie CBSI3b CIIOHTAHHBIX aG0PTOB ¢ XPOMOCOMHBIMH aHOMa-
nusiMu ObUia MokasaHa B Havaie 60-x roxos aBamuatoro Beka [11,
12]. B Teyenme mocneayommx AECITHIETHH HHTEPEC K 3TOH Mpo6-
JieMe He OcnabeBaeT M reHEeTHYeCKHe aHOMAIUH, KaK MPUYMHA He-
BbIHALIMBAHUA OGEPEMEHHOCTH, MPOHOIXKAIOT OCTABATHCS OOBEKTOM
TIPUCTATILHOIO BHUMAaHUs uccrenosaresnet {7, 9, 32, 35, 45, 51, 53,
59].

B nocnennue romel 3apyGexHbie UCCAEAOBATENM MPUILTH K Bbi-
BOJY, YTO KapMOTHUIHPOBAHHE BCEX CIIOHTAHHBIX aGOPTOB SIBASETCS
HEOOXOAMMBIM 3TaroM OOCIeNOBaHUSI MPH CITOHTAHHOM IpEphIBa-
HUH GEPEMEHHOCTH, ¥ KaPHOTHMII ILIOAA MOXET SIBISATHCS OOHUM U3
BaXHENIIMX (HAaKTOPOB OLIEHKM PUCKA Y XCHIUMH C HEBbIHAIIMBA-
HueM [44, 53]. _

U3BecTHO, 4T0 O0KOMO 50% BBIKMIBILIENH, Npousolenumx B | Tpu-
MecTpe 6epEMEHHOCTH, UMEET Pa3IMyHble XPOMOCOMHBIE aHOMAJTHH
[14, 21]. OnHuM U3 MEeXaHM3MOB, NPMBOAALIMX K NMPEPbIBAHMIO Ge-
PEMEHHOCTH IUIOLOM, HECYLIUM XPOMOCOMHBIE aHOMAIMHU, SBIISIETCS
HapyuieHWe Da3BUTHUS XOpMOHa M rutaueHTol [42]. Kak nokasamm
COBMECTHBIC LIMTOICHETUYECKUE U ITATOTUCTOJOTHYECKUE UCCISIOBA-
HUSI, TSKECTh HAPYLUEHUH SMOPUOHAIBHOTO Pa3BUTHSI CBSI3aHAa C Ha-
JIMYUEM XpPOMOCOMHEIX aHoManmii [3].

Yacrora BCTpeYaeMOCTH aHOMAIBHBIX KADMOTUIIOB P HEBbIHA-
LIIMBAaHUMN KOPPEJIHUPYET CO CPOKOM NpPEephIBaHHUA OepeMEHHOCTU U C
BO3pacTOM Matepu. YeM paHblile npephiBaeTcsl GepeMEHHOCTb, TEM
OonbuINiA NPOLIEHT a0OPTYCOB HECET XPOMOCOMHBIE NEPECTPONKH.
Tak, npy CHIOHTAaHHOM TIpEPBIBAHUM GEPEMEHHOCTH HAa CPOKax [0
7—8 Henenb, 0COGEHHO NPU CPOKE 4—35 Helesb, YACTOTa XPOMOCOM-
HbIX aHomanuil gocturaer 80% (2], B To BpeMs Kak mocie 16 He-
Jenb OEpeMEHHOCTH 9TOT MOKa3aTelb He mpesbilnaer 17% [16].
Koppensuuy 4acToTsl BCTpe4aeMoCTH XpOMOCOMHBIX abeppaLiuii co
CPOKOM GEpEMEHHOCTH BBISIBICHBI U TIDH MCCJIEAOBAHUM KAapUOTH-
ITOB OT MHAYUMPOBAHHBIX abopToB [23].

Haunbonee BaxHbiM GakTOPOM BO3pACTaAHMS 9ACTOTHI XPOMOCOM-
HBIX abeppalnii ABISIETCS] yBeTMYEHUE BO3PAcTa MaTeEPU. Y XEHIUUH
CTaplUIEro PENPOAYKTMBHOIO BO3pacTa YacTOTa XPOMOCOMHBIX aHO-
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MaJIMii, KaK NIPMYMHA CIIOHTAHHOIO IpephIBAHHUSA
6epeMEHHOCTH Ha cpokax a0 20 Hexeyb, NMPEBbI-
wiaet 80% [16, 44]. OcHOBHOIf NPUYMHON ITOrO
SIBJISIETCS] YBEJIMYEHME YacTOThl TPUCOMUIL BClead-
CTBHE HepacxoxIeHui B Meiose [22, 28]. Bee oc-
TaJbHBIE THUIB XPOMOCOMHBIX aHOMIMHA (BKIIIO-
4yasg TPUCOMMIO IO 16 XpoMOCOME), BBISBIISIEMBIC
IIpY CIIOHTAHHBIX a0OpPTax, BCTPEYAIOTCS € OAMHA-
KOBOM 4acTOTOM BO BCEX BO3DACTHBIX Tpynmnax.
CrefyeT OTMETUTD, 4TO 3(PGeKT pe3eKUnH 4acTH
SIUYHUKA aHaormdeH 3¢ dexTy cTapeHust U Takxe
TIPUBOIUT K YBEJIMYEHMIO YUCIIA TPUCOMHBIX 3a4a-
it [19].

B cBs3M cO CTOJNBL BBICOKOM 4acTOTOM XpOMO-
COMHBIX AHOMAJIMii IIpM pPaHHUX BBIKUABILIAX
BCTaeT BOIMPOC O MPOTHO3MPOBAHUU HCXOIOB MO-
crenyolux GepeMEHHOCTEH U PHUCKE POXACHUS
JeTeil ¢ XpOMOCOMHOI martonorueil. MHorouuc-
JICHHBIE HCCIeNOBaHUS TMOKa3aau, YTO CTPYKTypa
XPOMOCOMHO NaToJNIOTMM MPU PENPOAYKTUBHBIX
1oTepsAX B OCHOBHOM CTaOWibHa W MOBTOPSAETCS
B paboTax pasIM4HBIX MccaenoBareneit (tabnuua).
Cnenyer OTMETUTb, YTO CIEKTP XPOMOCOMHBIX
aHOM&IMIA, IPUBOISALIMX K HEBbIHALUMBAHUIO Oe-
PEMEHHOCTH, CYLUECTBEHHO OTJIMYAeTCs OT TaKO-
BOTO Y HOBOPOXIeHHBIX. Kak BMAHO M3 TabIMibl,
pasiuyHbie TPUCOMHMM COCTABJIAKT OONBLIYIO
4yacTh XPOMOCOMHBIX aHOMAJIM MPU HEBBIHALIM-
paHun. HaubGonee yacToil reHeTUYECKOH INMpHUYH-
HOI HEBLIHALUWBAHUSL SABISIETCS TPUCOMHUSA 110
xpoMocoMe 16 y smbGpuona. [lanHasa matosorust
HECOBMECTUMA C XH3HbIO M HMKOTAA HE OmucaHa
Yy HOBOPOXIEHHBIX; TAKXe PEAKH y HOBOPOXIEH-
HBIX BTOpbIE€ O BCTPEYAEMOCTU IPU HEBHIHAILIM-
BaHMM TpucoMuu no 15 u 22 xpomocomam [14].
Hanpotus, Tpucomusi nmo xpoMocome 21, HauGo-
Jiee 4acTO BCTPEYalollasiCsl XpOMOCOMHasi aHOMa-
JIUSL Y HOBOPOXIAEHHBIX, NPH CIIOHTAHHBIX BBIKH-
JIBIIAaX cOCTaBIsAeT He Gonee 10% or obuiero yuc-
J1a XxpoMocomMHoM maronoruu [17]. OnMcaHbl Tak-
Ke CJIydad NBOWHBIX M TPOIHBIX TpUcoMuil [44].

Oxono 10% XpOMOCOMHBIX aHOMaIUH IpH
CIOHTaHHBIX abopTax COCTABJSIOT TPU- U TeTpa-

rwonauu [60]. DT aHOMANUM TNPaKTUYECKH HE
BCTPEYAIOTCSl Y HOBOPOXACHHBIX: OIMCAHBI JINIIb
e€IMHUYHBIE Clly4au, IPU 3TOM [OETU ObUIU JTUGO0
MEPTBOPOXICHHBIMU, JTUOO MOrHbanu B TEYECHHE
IEPBLIX CYTOK Mocie ponos [4].

HnrtepecHO OTMETUTDH, YTO CYIIECTBEHHYIO I0-
JII0 XPOMOCOMHBIX aHOManui, MNPUBOJALIUX
K CIIOHTAHHBIM abopTaM, COCTaBASAIOT MOHOCOMHHU
o X-XpOMOCOME, XOTH 3Ta aHOMaJIUsI HE BbI3bIBa-
€T TSXKEJIOH COMATHMYECKOW MaToJOTMM M HOBO-
POXIEeHHbIE ¢ KAapUOTUTIOM 45,X MMEIOT HOpMaJib-
HYIO XU3HECMOCOOHOCTD.

Okono 5% XpOMOCOMHBIX aHOMaJIMUHU IIpU pe-
MPOAYKTUBHBIX IOTEPSIX COCTABISIOT CTPYKTYPHBIE
MEPECTPONKHU. DTOT TUIT XPOMOCOMHBIX aHOMAJTUM
HauboJiee pedKo BCTpedaeTcss MPU UCCIEOOBAHUU
CIIOHTAHHEIX abOpTOB, OZHAKO ero 3Ha4yeHue
HeNlb3 HeNOoOUEeHMBaTh MO0, KaK MpaBUJIO, TaKHe
aHOMaJIMM He CNy4aiHbl, UMEIOT POIUTEILCKOE
MIPOMCXOXIECHUE M SIBISTIOTCA OCHOBHOM Hacne[l-
CTBEHHOI LIUTOTeHEeTUYECKON NMPUUYMHOMN NPUBHIY-
HOTo HeBbIHALIMBaHMs [52].

3HaHUe KapUMOTHIIA IUIONA MO3BOJSIET OUEHUTD
pHCK TMOBTOPEHHS ClydaeB HEBbIHALUMBAHMUS IIPH
rocHeayloluX OepeMEeHHOCTIX, a TAaKXKe PHUCK
poXneHusa pebeHKa C XpOMOCOMHONH aHOMalnHeM.
[Mporuo3 mwia nocneayoumx GepeMeHHOCTEH 3a-
BUCUT OT HAJMYMS M TUIIA BBISIBACHHBIX Hapylue-
HMI U pamIMyeH U1l YUCIIOBBIX MJIM CTPYKTYPHBIX
aHOMAJIMH.

Kak 310 He mapagokKcajbHO, HOPMAaJIbHbIH Ka-
PUOTHII TUTOJA SIBJISIETCS1 ONHUM U3 GaKTOPOB pUC-
Ka TNIOBTOPa HeBBIHALUWBAHUS IIPU CELyIOMMX 6e-
peMeHHOCTsIX [53]. BbIsiBIeHME YHMCIOBBIX aHOMA-
JIMH KapHOTHIIA TIPY PAHHUX BBIKMIBILIAX, HANPO-
THUB, MOXHO pacLIEeHUBaThb KaK OTHOCUTENbHO Ona-
TOIPHUATHLIM TPOrHOCTUYECKUIT MPU3HAK. AHey-
[UIOMIUNA Y TIONHMIVIOUAUU MPH CIOHTAHHOM IIpe-
pHIBAHMHU OEPEMEHHOCTH Ha PaHHHUX CPOKaxX, Kak
MPaBIIO, SBASIIOTCS PE3YJILTATOM CIYYaiiHOIro COo-
OBITUA M HE paccMaTpUBAlOTCA KakK ¢aKTop pHicKa
Ui Tmiocnenyomux 6epeMeHHocten [56]. Yacrora
BCTPEYAEMOCTH YHC/IOBBIX aHOMANUil B CIiopaiu-

Tabauya
CTpyKTypa XPOMOCOMHO# NATOJIOTHH NPH CIOHTAHHBIX abopTax B I TpumecTpe GepemennocTH
Tpucomuu (%) Crpyxrypibic
ABTOp, AaTa Imy0AMKaLKuH Beero B ToM dncie Momruonanu (%) 45X (%) anomant (%)
TpHcomus 16

Tonosaues I'. /1., 1983 50 — 25 20 5
Tharapel A. T. et al., 1985 50 — 16 20 4
Huisjes H. J., Lind T., 1990 51,6 — 20,4 19,7 4,1
Eiben B. et al., 1990 62,1 21,8 43 10,5 4,7
Be C. et al, 1997 61,6 18,8 20,4 10,6
Awartani 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 C/Iy4asiX BBIKUABILIEH HAa paHHHUX CpPOKax
JIOCTOBEPHO BBILIE, YEM NPH NMPUBBIYHOM HEBBIHA-
ummBaHuU [39]. HekoTopble mccnegoBatenu gaxe
HUCKJIIOYAIOT CEMbU, MMEIOLIME BBLIKUIBIIIH, CBSI-
3aHHbIE C aHEYIJIOUIWe, U3 TPYIIN, aHaJIH3Upye-
MBIX B CBSI3M C NPHMBBIYHBIM HEBHIHALIMBAaHUEM
[50]. Cuuraercsi, YTO PUCK MOBTOPHOTO MpephiBa-
HUs1 OepeMEHHOCTH Tocje abopra, CBA3AHHOTO
C HaIWYMEM TPUCOMHHU Y IVIOHa, ONpeaensercs
JIMLIb BO3pACTAHMEM YHMCJIA TPUCOMHBIX 3ayaTHii
NP YBEIMYEHUH BO3pacTa XeHWUHbI [22, 44, 50,
51} ¥ He oTIMYaeTCs OT MOMY/ASLMOHHOIO PHUCKa
B JaHHO# BO3PAacTHOM Ipynie.

Hanmuune y asmMOproHa HecOGajaHCHPOBAHHBIX
CTPYKTYDHBIX TI€PECTPOEK, HAIpPOTHUB, SBISETCS
HeOJMAarONPHUSAATHBIM IPOTHOCTHYECKUM TIpU3HA-
KoM. Takue CTPyKTYpHbIE aHOMAJIHHM MOTYT CBUIIE-
T€JIbCTBOBATh O HACIEACTBEHHBIX MTPUYHHAX HEBLI-
HAlMBaHUsl, U UX BBISIBIEHUE CHYXUT MOKAa3aHU-
€M JUIS HarpaBJIeHUs] POAUTENICH Ha LIMTOreHeTH-
yeckoe obcnenosaHue. IIpM OTCYTCTBMM JaHHbBIX
O KapUOTHIIC BBHIKM/BIILIA TAaKUM ITOKA3aHHEM SIB-
JisleTcsl HaTu4Yue OByX M Gojiee ciayyaeB CIIOHTAaH-
HOTO TpepbiBaHUsI GEPEMEHHOCTH Ha paHHHUX CpPO-
Kax [54].

C6anaHcMpoBaHHble XPOMOCOMHbIe
nepecTponkn y poauTenein Kak NpuuMHa
NpUBbIYHOrO HeBbIHALLMBAHUA

Hanuuue cOGanaHCUPOBAHHBIX XPOMOCOMHBIX
MePECTPOEK Y OMHOTO M3 POIUTENIEi SIBISETCS OC-
HOBHOM LIMTOT€HETUYECKOM TNPUYMHOMW IIPUBBIY-
HOro HeBblHaumiMBaHusg [55]. Yactotra HOCHUTEND-
CTBa XPOMOCOMHBIX aHOMaJINH B CEMbSIX C HEBBI-
HalluBaHUeM Ooniee 4yeM B 10 pa3 mpeBbllIAeT I10-
MyJTALMOHHBIA YPOBEHBb M IO JaHHBIM Pa3IMYHbBIX
uccaegoBaTeneil BapbUpyeT B AMAIa3oHe OT 3,5
no 11,5% [24, 31, 50, 52]. [1pu yyere map, UMeB-
IIMX MOMWUMO CIIOHTAHHBIX abOPTOB C/Iyyau IIOB-
TOPHOI'O POXIEHMUS AECTeH C XPOMOCOMHOI Maro-
JIOTHEH, YacTOoTa HOCUTENbCTBA JOCTUIAIA JaXe
16,4% (4].

Cpeny CTPYKTYPHBIX aHOMAJIUM, BbISABISEMBIX
B CEMBSIX C MPHUBBIYHBIM HEBBIHAIMBAHUEM, OC-
HOBHasi J0JIS1 TIPUXOAUTCSA Ha cOaaHCHUPOBaHHBIE
TpaHcnoxauuu. OnucaHbl MHOTOYUCJIEHHBIE CITy-
4Yayu NMPUBLIYHOTO HEBBIHALIMBAHUS B CEMbSIX C HO-
CHUTE/IbCTBOM TPAaHCJOKAUMN KaK IO ayrocoMaM
[27, 48], Tak 4 1O MOJOBLIM XpoMocoMaM [43, 46].

OrnpenenieHHe TUIIA XpPOMOCOMHOIO HapylleHUst
Yy poauTeieit uMeeT HEePBOCTENEHHOE 3HaueHMe,
MTOCKOJIBKY TIOMOTaeT TPaBUIBHO OLEHUTb PUCK
U pa3paboTarb TAKTHKY BeleHUs MOCIeayIOLUINX
6epeMeHHOCTeil. MMeeT Oonblioe 3HaYeHUe, KTO
M3 pOOMTENEHN SIBJISIETCSE HOCHUTENEM CTPYKTYPHOI
MEPECTPONKHU, TIOCKOJIBKY 3MIIUPHYECKHI DPHCK
IUTSl IOTOMCTBA NMPU HAJIMYUH TEPECTPOMKH Y Ma-
TEPU BbILIE, YEM PHUCK TPU OTLIOBCKOM HOCHTEIb-

crBe [54]. IIpm HekOTOpBIX cHANAHCHPOBAHHBIX
TPAHCIOKALMSX PUCK MOBTOPHOTO CIIOHTAHHOIO
abopra MU poXIOeHHS peGeHKa C XPOMOCOMHOM
MaToJIoTUel HACTONBKO BEJMK, YTO METONOM BhI-
0opa npu Ne4eHMU HEBBIHAIIMBAHUSA B TaKHX CITy-
qasix SIBJISIETCS JKCTPAKOPIIOPAIBHOE OIUIOAOTBO-
PEHME TMOCTe MPOBENEHUSA NMPEUMIUIAHTALIMOHHOM
nuarHocTuku [15, 38, 46].

CBOEBpEMEHHOE BBISIBJIEHUE CTPYKTYPHBIX II€e-
PECTpPOCK Yy poauTeneii Heo6XoauMo ellle U foTo-
MY, UTO TaKu€ BUABI XPOMOCOMHBIX HapyllIEHHI,
KaK rOMOJIOTHYHBIE POOEPTCOHOBCKHE TPAHC/IOKA-
MH (TPaHCJIOKALMK THUIIA LEHTPUYECKOTO CIIUs-
HMSI), UCKIIOYAIOT JaXe BO3MOXHOCTb POXIEHHS
310pOBOro pebeHKa. Takue mepecTpoiftkM IPUBO-
AT 1160 K abCoMOTHOMY HEBbIHALLIMBAHUIO Oepe-
MEHHOCTH, JMOO K 4YEepeJOBAaHHIO BBIKHABIILEH
U pOXIEHUI HeTeil ¢ XpOMOCOMHBIMU 3a0oJieBa-
HusIMM |2]. EIMHCTBEHHBIM pellieHUEM MpoO/IeMbl
B TAKUX CEMBSIX OYAET SIBASATLCS IKCTPAKOPIO-
pPaJIbHOE OILTOAOTBOPEHHE C HCIOJIb30BAaHHEM J10-
HODPCKUX IMOJIOBBIX KJIeTOK. CllelyeT OTMETUTD, YTO
TIPY TOMOJIOTUYHBIX POOEPTCOHOBCKUX TPAHC/IOKa-
LMAX PUCK ISl TIOTOMCTBA HE 3aBUCHUT OT TOTO,
KTO U3 PONUTENeil SIBJISIETCS HOCHUTE/IEM.

JpyruM pacripocTpaHEHHBIM THIIOM XPOMO-
COMHBIX aHOMAJIUI1 B CEMBSIX C TIPUBBLIYHBIM HEBbI-
HaliMBaHUeM sBistoTca uHBepcuu [50, 54]. Oc-
HOBHBIM MEXaHU3MOM (OPMHUPOBAHUS HecOalaH-
CHUPOBAaHHBIX TaMeT NPU UHBEPCUSIX SBISETCHA He-
paBHBII KPOCCHHTOBEp, NMPUBOMSALUYI K BO3HUK-
HOBEHUIO HECOUTAaHCHPOBAHHbBIX CTPYKTYPHBIX Ha-
pYLUEHMII XpoMOcOM y Iuioga. B pspe ciyyaeB
HaOMIOnaeTCsl YBENWYEHUE YMCNA AHEYIUIOMAWMI
npu rameroreHese [6]. Hanuuue vHBepcUH y on-
HOTO U3 pOIOUTeNeil XOTS U SIBIAETCH (DaKTOpOM
pHCKa MOBTOPHOIO BOZHHKHOBEHMS aHOMAJIMI Ka-
puoTtuna y 1/ioga, B OONBLIMHCTBE CIyYyacB He
HCKJTIOYAaeT BO3MOXHOCTU OJIATONMPHATHOTO HCXO-
Jla nocyenyroumnx 6epeMeHHOCTEI.

3HaueHUe CTPYKTYPHBIX IIEPECTPOEK XPOMOCOM
cTano euie Oonee 3aMeTHO B MOCJHEIHHE TOIb,
B CBSI3U C BHEIPEHUEM B TMPAKTHKY COBPEMEHHBIX
MOJIEKY/ISIPHO-LIUTOTEHETUYECKUX METOIOB, [03-
BOJISIIOIUX BBISIBUTh JaXe MeJIKHe CTPYKTYpPHBIE
MEPECTPONKHU, HE OMNpelensieMble NMPU PYTUHHOM
obcnenoBanuu [13, 34). B psame cnaydaeB HCHONb-
30BaHHE 3TUX METO/I0OB MOMOTAeT BBISIBUTh MPHYM-
Hy UIUONATUYECKOTO HeBbIHAlUMBaHUA [10].

IMpumepHo B 10% ciyyaeB NMpUBBLIYHOTO HEBBI-
HallUBaHUS ¥ OHOTO U3 POIMUTENICH BBISIBISIETCH
MaJIOTIPOUEHTHBIH Mo3aniu3M [29]. Ciayyan nmos-
TOPHOTO POXACHUS ACTEH WIN IMPUBBIMHBIX BBIKM-
IbiUIeil ¢ XpPOMOCOMHBIMH QHOMAJIMSIMH IPH OT-
CYTCTBUU XPOMOCOMHBIX HAPYUIEHUHN Y poauTeaeid
MIPUHATO OOBACHATh TOHATHBIM MO3aULIM3MOM, TO
€CTh NMPUCYTCTBHEM AHOMAJIBHBIX KJIOHOB TOJIBKO
B TKaHM roHaxn [50].

W KYPHATD ARYHIEPCTB » XKEHCKHXD BOAB3HEN TOM LIl BbINYCK 1/2003

ISSN 1684-0461



OB30OPbBI

75

XpOMOCOMHble aHOManuu Kak npuynHa
Heypay Npy BcnomMoraTenbHbIX
penpoayKTUBHbIX TEXHONOTUAX

XpOMOCOMHBIE HApYyLUEHUsI MOTYT OBITH 3aIeii-
CTBOBAaHHl B MaTOTreHe3¢ MMIUTAHTALMOHHBIX I10-
Teph U CJIy4YaecB HEBBIHALUMBAHUSA IIPH 3KCTPAKOP-
MopajibHOM orutogoTBopeHuu [41, 46]. Cbanancu-
POBaHHbIE TPAHCJIOKALMH Y POAMTENIEN, aHAIOTHY-
Hbl€ BbIABJSAEMbIM TPY MPUBBIYHBIX BBIKKIbILIAX,
YacTo SABISAIOTCS MPUYMHOM Heyday IPU BCIIOMO-
rateJIbHbIX penpOAyKTMBHBIX TexHonorusx. Ilocie
MPOBEAEHUS TPEUMIUIAHTALUOHHON JOUArHOCTH-
KU, WCKIIOYaloleil MCIoNb30BaHNe 3MOPHOHOB,
HECYIIUX XPOMOCOMHbBIE AHOM@JIMU, DE3YNLTAThHI
3KCTPAKOPNOPAILHOTO  OTUIONOTBOPEHUS 3HAUM-
TebHO yayuiiaiorcs [38].

TMonyasLMOHHO-UWTOTEHETUYECKUH  aHaIU3
fap, npuoeraplux K 3KCTPaKOpHOpaibHOMY OIl-
JIONOTBOPEHMIO, TIOKA3aJ, YTO YaCTOTa HOCUTENb-
CTBa XPOMOCOMHBIX aHOMaJMii B O3TOM IPYIINe
B HECKOJIBKO pa3 BbIlLIE MOMYJSIUMOHHOW K CXO[-
Ha C TAaKOBO# B I'PYIIEe ¢ IPYUBBIYHBIM HEBbIHALIU-
BaHueM [47, 51]. HocurenscTBO cOanaHCUpOBAaH-
HBIX XPOMOCOMHBIX TIEPECTPOEK OIHUM U3 POAUTE-
JIE YBeJIMUMBAaeT PUCK HEYIAUHBIX MPOLEAYP IPH
3KCTPAKOPIOPAJIbHOM OIUIONOTBOPEHUU. B cBs3n
C THUM reHeTHYecKasl OLleHKA JOJDKHA paccMaTpH-
BaThCA KaK YacTh 00C/IeI0BAHUS TIALUEHTOB, HYX-
JAIOLIMXCS B MPUMEHEHHH BCIMOMOTATEeIbHbIX pe-
MPOAYKTUBHBIX TexHONIOTUA. CBOEBPEMEHHOE BbI-
SBJIEHUE XPOMOCOMHBIX aHOMAJIUH Y JIML, TUIAHHU-
PYIOIIMX B3KCTPaKOPIIOPATIbHOE OIUIOLOTBOPEHME,
M aHayu3 IMPOTHO3a IS MOTOMCTBA B TaKUX CIIy-
4asgx MO3BOJISIET NMOAOOpPATh ONTUMAIbHBIH METOL
petileHus1 mpoOaeMbl 6eCIIIONUsT U COKPATHUTh YHC-
JIO PeNpONYKTHBHLIX MOTEPD.

BuisBneHe HOCHTENBCTBA XPOMOCOMHBIX TIE-
PECTPOEK WM HEBbIHAILUMBAaHUE B aHaMHE3€e SABJISA-
ercs MoKa3aHWeM K TNpeMMIUIaHTAllMOHHOHM Iuar-
HOCTHKE IIPH 3KCTPAaKOPITOPaJbHOM OMJIONAOTBOPE-
HuM [15, 58]. BobisiBIeHHE XPOMOCOMHBIX aHOMa-
JIMiT NPH NPEUMIUIAHTALIMOHOM THAarHOCTHKE MO3-
BOJISIET MHOTOKPATHO CHU3WTh UMIUIAHTALIMOHHbIE
MIOTEPU U CjIyyau HEBBIHAILMBAHUA OEPEMEHHOCTH
mocne DKO [36].

Oco0GeHHO BEAMK PUCK Pa3MYHBIX XPOMOCOM-
HBIX HapyHUIEeHUH Y MYXYUH, HYXIAOUIKXCH
B UHTPALMTOILIA3MaTU4E€CKOH MHBEKUHUU CIIEPMbI
(ICSI). HecmoTpst Ha TO, YTO ¢ MOMEHTA BHEApPe-
HUA 3TOro Merofa B 1992 rony AOCTUIHYTHI 3HAYU-
TEJIbHbIE PE3YJILTATHl B JIEYEHUM MYXKCKOTo Oec-
[UIOAMSI, OCTAIOTCS HEKOTOpbIE COMHEHHS B €ro
6e3zonacHocTi. [IpUYMHON 3THX COMHEHUH CIy-
XKUT TOT (haKT, YTO HapyLIEHUs ClepMaToreHesa
y MyXYMH YacTO SIBASIOTCS pPE3YJIBTATOM XPOMO-
COMHBIX aHOMaJIUIii, YTO YBEJINYUBAET PUCK MOBTO-
peHusi MaToJOrMM WM BO3ZHUKHOBEHHUS HOBbIX
aHoManuit y noromctea {20, 33]. Pasnuynble yuc-
JIOBBIE U CTPYKTYPHbIE HApyUICHUSI XPOMOCOM

BCTPEYaIoTCsA y JIMIL, KOTOpbiM noka3aHo ICSI, B
HECKOJIPKO pa3 uyallle, 4eM B nomyasiuud [25].
OcobeHHO BEIHK PUCK BO3HUKHOBEHMS XpOMO-
COMHBIX aHOMAJIMIl y JIML, HYXIAIOUIMXCA B UC-
MOJIb30BAaHUM TECTHUKYISIPHONW SKCTPaKLIMU CIEp-
MbI [48].

VY 4acTu ManueHTOB, MOABEPTaloLUUXCS MPOoLe-
nype 1CSI, HaGmionaoTca pasiMyHbEe XPOMOCOM-
Hble HapylleHMs mpu rameroreHese [18, 26]. Jto
MOXET TIPUBOAUTH K HMILIAHTAlIUOHHBIM IIOTE-
pSIM, CIIOHTAHHOMY ITIPEPBIBAHUIO GEPEMEHHOCTH
WY pOXICHMIO AeTell ¢ XPOMOCOMHBIMM 3aboJe-
BaHUAMU [5]. XOTSI HET ONHO3HAYHOTO MHEHUA MO
nmoBoay McxonoB GepemeHHocteidt nmocne ICSI [30,
39], 3HaHHE O HAMYUM XPOMOCOMHBIX AHOMAIUNA
Yy My>XYHWHBI HEOOXOIUMO, YTOOBI CBECTH BO3MOX-
HBIl PUCK K MUHUMYMY.

BaxHast poJib, KOTOPYI0 MTPAlOT XPOMOCOMHbIE
aHOMAJHMM B [MATOreHEe3e CIOHTaHHBIX abopTOB
M MMIUIAHTALIMOHHBIX MOTEPb MPU BCIOMOTaTeNb-
HBIX PEMPOAYKTHBHBIX TEXHOJIOTHSIX, CTABUT aKy-
LIEPOB-THHEKOJIOTOB nepel HeoOXOoAUMOCThI0 6o-
Jiee IMMPOKOTro IIPUMEHEHHUS] LIUTOT€HETHUYECKOTO
aHaaM3a Opu OOCIEeNOBaHWU TAp C MPUBBIYHBIM
HeBbIHAIIIMBAHHEM.
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CYTOGENETICAL ASPECTS OF MISCARRIAGES
AND REPRODUCTIVE FAILURES AT ASSISTED
FERTILIZATION TECHNOLOGIES

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

B The summary: It 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 embrio losses
at assisted fertilization technologies. We have analyzed the
structure of chromosome 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. So 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 techniques
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