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Banenmuna Bnaoumuposna MUXA/IBHYK —

épay-zenemuk evicuieni kamezopuu Tromenckozo
001acmnoz0 yeHmpa nAAHUPOBAHUR CEMbU U

penpooykuyuu (TOL[IICuP),

Bepa Bnaoumupoena XY/IAKOBA — epau-
yumozenemux evicueii kamezopuu TOLIICuP,

Hpuna Huxonaeena PBIKOBAHOBA —

cmyoenumka V Kypca
buonozuueckozo gpaxynomema,

JIroomuna Cepzeesna TYITHI[BIHA —

Oouenm Kagheopsl IKON02UU U 2eHemuKu,
Kanouoam buonozuveckux HayK

YK 575.224.23: 599.9:57.08

CITEKTP ¥ YACTOTA XPOMOCOMHBIX HAPYILEHUWN Y JIIOJEM,
ITPOKUBAIOIIMX B TIOMEHCKOM OBJIACTH,
C JIMATHO30M PETPECC BEPEMEHHOCTH

AHHOTALHA. H3yuenvr wacmoma u cnekmp XpOMOCOMHbIX HAPYUWEHUU Y
nroo0ell, npoxcusarouux 8 TromeHcKkol obaracmu u umeroujux OuazHo3 «pezpecc
bepemennocmu (Hepassusaroujasca bepemerHocms), a makce 8 Kiemkax abopm-
HO20 mamepuaaa, NOLY4UeHH020 8 CAyuae YykazaHHoeo duazHosa.

The frequency and spectrum of chromosome abnormalites for human who
lived in Tyumen region with recurrent missed abortions was studied. Karyotyping
of cells of spontaneous abortions (missed abortion) was carried.

CJleICTBHEM CTPEMHUTEJIbHOTO YXYALIEHUS KayecTBa Cpelibl 0OMTaHHUS YeJIOBEeKa U
NIDYTHUX BUJOB XXMBBIX OPraHU3MOB CTaJI0 YCKOPEHHE TEMITa MyTaUMOHHOIO IIPOLECCa,
yBeJIHYEHHE «TeHeTHYeCKOro rpy3a» B rnonyasaumsx [1}].

D10 onpenessieT HEOOXOAUMOCTb 3KOJIOTMYECKOr0O MOHUTOPHUHIA, B TOM YHCJIE
9KOJIOTO-TeHeTHYECKOT0 MOHHUTOPHHTA MO YJISUHH YeJoBeKa, 3ajjayey KOTOPOro sIBJIs-
eTCsl CJIeXXKeHHe 3a COCTOsiHUeM reHoma. CHUCTeMa reHeTHYeCKOr0 MOHUTOPHUHTA BKJIIO-
yaeT LUTOreHeTHYEeCKUH MOHHUTOPHHT, KOTODPBIM MPeArosaraeT OLUEeHKY YaCTOThl XPO-
MOCOMHBIX HapylIeHHU! pa3Horo tumna [2, 3.

[{luToreHeTHUECKUH aHAJU3 LLIUPOKO HCITOJIb3YeTCS KaK I0Ka3aTesb HECTaOHJIbHO-
CTH XpPOMOCOMHOTIO alrnapara y HaceJleHUsI peTHOHOB C Pa3HBEIM YPOBHEM TEXHOTEH- .
HOHM Harpy3kd. MHOrO4YHUCJIEHHBIE HMCCJIEJOBAHHS BBIIIOJHEHBI C LENBIO BBISBJIEHHS
YaCTOThl PA3JIMYHBIX XPOMOCOMHBIX HAPYIUEHUH Y JIOAEH, IPOXKHUBAIOIIMX B 30HAX
[MOBBIILIEHHOH PaJIMallAOHHON HAarpy3KH, XXHUTeJIeH TEPPUTOPHH C Pa3/IMYHOH HHTEH-
CHBHOCTBIO XMMHYECKOI0 aHTPOIIOreHHOI0 3arpsisHeHHUs!, B IpyINax JIOAeH, npogec-
CHOHAJIbHO CBSI3aHHBIX C PAa3JIMYHBIMU F€HOTOKCHKaHTaMHu [4-8].

JlaHHbIe 0 HapYILIeHHSAX XPOMOCOM HaKallJIMBAIOTCS B LIUTOreHETHYECKHX Jlabopa-
TOPHSIX MEIULIMHCKOTO NPOMHIIS, TAE BBIMOJHSIIOT KAPHOTUITHPOBAHHE JIIOJEH H3 pa3-
HBIX CEJIEKTHBHBIX TPYIIIL: AeTeH C BPOXKIAEHHBIMH IOPOKAMH PA3BHUTHS, POAHUTENEeH
3THUX JleTeH; C HapylLIeHHsIMH (H3UYECKOro, NCUXUYECKOTrO, IOJIOBOIO Pa3BUTHS; B
CeMb$iX, B KOTOPBIX 3a()MKCHPOBAHO HeBLIHALIMBAHHE OEPEMEHHOCTH H T. A. [9-12].

Llenbio faHHOM pabOThI OBLI LIMTOre HETUYECKUHA MOHUTOPHHT HaceJleHHs] TIOMeHC-
KoM 06J1aCTH. 3amayH paOOTHl 3aKJII04YaJIMCh B BBISIBJIEHUH CIIEKTPA M YaCTOTHl XPOMO-
COMHBIX HapYIIEHHH Yy JIIOJEH C AMarHO30M perpecc 6epeMeHHOCTH (Hepa3BHBalOLIas-
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Csl 0EPEMEHHOCTDb) M B KJIeTKax aBOpTHOTO MaTepHaJja, IIOJYyYEeHHOTO B CIy4ae ykKa-
3aHHOI0 JHarHo3a.

Pabora BrinoJiHeHa Ha 6a3e MeHKO-TeHeTHYeCKOro OTAeJeHUsd TIoMeHCKOro o06-
JIaCTHOTO LIeHTpa IJIJaHHpoBaHHUs ceMbH U pernpoaykiwH (TOLIIICHP).

[Ipu nuarHose «perpecc 6epeMeHHOCTH» (Hepa3BHBAIOLLAsACs OepeMeHHOCTD) Ia-
LMEHTKH HaIpaBJIgIOTCS HA HCKYCCTBEHHOE ITpephiBaHHE OepeMeHHOCTH (MeIHLIMHC-
KHH a6opT B IepBOM TpUMeCTpe, A0 12 Hemesnp). MyXUMHEl H XeHUHHH (65% —
XHTeJH ropofa Tiomenu, 25% — tora TioMeHCKo# 061aCTH) B CJIyYae JUarHOCTHPO-
BaHHOTO perpecca 6epeMeHHOCTH (110 OTCYTCTBHIO Cep/lleOHeHHsT U ABUXKEHHUH ILI0/a,
IIPH HCII0JIb30BaHUH Y 3 -IMarHOCTHKH ), CIABAJTH BEHO3HYIO KPOBb JIJIS1 IIATOT€HETH -
YECKOro HccienoBaHus. AOODPTHBIM Marepuas (BOPCHHBI XOPHOHA) [ aJIbHEHILIEro
ITMTOr€HETHYECKOT0 MCCJIeJOBAaHHS IOMEllad B KyJAbTypaJabHYIO cpeny. M3 3abpaH-
HOro MarepHaja TOTOBHJH IIpernapaThl XpPOMOCOM METOJOM KpPaTKOBPEMEHHOIO
(24 yaca) KysbTHBHpOBaHMs [13].

AHaJM3 XpOMOCOMHBIX IIpPernapaToB IMPOBOAMJIM C HCIOJb30BaHHEM KOMIIBIOTED-
HBIX CHCTEM aHaJiu3a XpOMOCOM «I'eHeTHCKaH», «KapuoBuzeorecT». CUCTEMA Coaep-
XHUT CTaHJapTHOe 060py/l0BaHHE: ONTHYECKHH MHKpOCKon Axiolab (Zeiss), masora-
6aputHyio TV-kamepy axio cam hrc epson photo 890, uctoynuk 6GecrepebOHHOro
IIUTAHHUS, YCTPOMCTBO OLIM(DPOBKH U300parkKeHHH, KOMITbIOTED, IIPUHTED.

C 1997 no 2004 rr. 6110 IIPOBEIEHO KapHOTUITMpOBaHUe 611 mopent (325 XKeHIUH
U 286 MyxuyuH). [Ipy 3TOM BBISBIEHO 23 Cciay4yasi XpPOMOCOMHBIX HapyVILIEeHHH, YTO
cocraBuio 3,76+0,77% (tab.. 1). Cpeny aTHX XpOMOCOMHBIX HapyLIEHHUH BCTPEYAIOTCS
YHCJIOBBIE ¥ CTPYKTYPHEIE H3MEHEHHS, a TAKXKe CIY4Yau MO3aWYHBIX KapUOTHUIIOB. IToka-
3aTeJIb YaCTOTHI CTPYKTYPHBIX M3MEHEHHH XpPOMOCOM coctaBua 2,29+0,61%, uto B 14
pa3 BIIIIE TI0Ka3aTeJIsl YaCTOTH YHCIOBBIX HapymeHH# (0,16% ). I3 yMcI0BBIX Hapy1e-

HUU BCTPETHJICS | ciyyad TPUCOMMH I10 IOJOBEIM Xpomocomam — XXY.
Tabauya 1
YacToTa H3MEeHEeHHH Pa3HOro THNA B HCCIEAyeMbIX rpynmnax
(abconmoTHasn yacTtoTa/ OTHOCHTEIbHAA YaCTOTA, %)

XpoMOCOMHEBIE HapylIEHUS B3pocinzie A6opTYCEI I
[eTeporutonasl 0,16 + 0,16/4,3 26,03 + 2,04/48,6
Mo3saukn 1,31 + 0,46/34,8 14,10 + 1,62/26,7
[Nommmuron e 0,00 + 0,16/0,0 11,06 + 1,46/21,4
CrpykTypHBie abeppaimu 2,29 + 0,61/60,9 1,74 £ 0,61/3,3

Cpeny CTPYKTYPHBIX abeppaly y My>XKUHH BCe cJiydau (3) — UHBEPCHH, Kacalo-
muecs: 9 xpomocomsl (0,49:0,28%), B 2 3 HMX H3MEHEHHS COIPOBOXK/AIOTCS YBEJIH-
YyeHHEM reTepoXpoMmatuHa B 16 xpomocome. ¥ xxeHInuH ¢ yacrorod 0,82+0,36% Tak-
Ke BCTPeqaroTCsl HHBEPCHH 9 XpOMOCOMBEI, ¢ 4acToToH 0,33%0,23% — TpaHCIOKALHH.
B tpaHciokauuu BoBjedeHHl 15 ¥ 17, 8 u 20 xpomocomel. Mo3auiliu3m HabI0gaIH
TOJIBKO Y JKeHIMH ¢ 4acTotoi 1,31*0,46%. B maTosorMyecKix KJIOHAX BCTPEYAIOTCS
AHEYTIOU/IHS M TPUILIOUAUSA 110 X-XPOMOCOMAM, a TaKXKe KJIETKH C COUeTaHHEM YKa-
3aHHBIX aHOMAJIHH.

HMHBepcuio B 9 XpoMOCOMe CUMTAIOT OAHOH H3 PaCIpOCTPaHEHHBIX abeppalluH,
aCCOLIMMPOBAHHBIX C NIEPBUYHBIM HEBBIHAILIMBAHHEM, CyOdhepTHIBHOCTHIO U GecIo-
nuem [14-16], moaToMy 4acToTa 3TOH aHOMAJHMHM 3HaykMMa [JIS XapaKTePUCTHKH
PENPOAYKTUBHOH (DYHKIMH YEJIOBEKA U OLIEHKH TeHeTHYeCKOoro 6aaromnonyyus. Paxr
YaCTOr'O BOBJIEYEeHHS B I€PECTPOUKH XpOoMOCOMH 9 oTmeyawT P. Porenrb u
A. Moryabcku [17], anst npuMepa yKaselBasi Ha padoTy, BEITOJTHEHHYIO B PHHIISAH-
nud. [1pu aHanmu3e KapHOTHIIOB 631 XXHUTesss 3TOM CTPaHHI 10 Pa3JHYHBIM JHATHOC-
THYECKHMM I0BOZaM, B 6 caydasx (9,5%) 6bl1a o6HapyxeHa IIepULIEHTpHYECKasl
HHBepcHs B 9 xpomocoMme. B rpymnre 60JbHBIX C BPOXIAEHHBIMU ITOPOKAMH Pa3BUTHS
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U HMX DOACTBEHHHMKOB aOCOJIOTHAs 4acCTOTA HOCHUTeJIed UHBEPCHH B XPOMOCOMeE
9 cocraBuna 0,8%, oTHocutenbHas — 5,1% [9]. Ilpu aHanuse xapHotunos 6205
yesioBeK B TOLITICuP ¢ 1990 no 2003 rr. 66110 BhIsiBIE€HO 55 HHBepcHi, 47 (85,5%)
M3 HHX 3aTPOHYJIH XpOMOCoMY 9.

C BBICOKOM 4acTOTOH B Halled paboTe 0OHAPYKeHBI C/1y4YaH yYBeJHYEHHUS reTepo-
xpomaruHa 1 (0,33%), 9 (3,11%), 16 (0,65%), 17 (0,28%), a TakXe yBeJH4YEHHBIE
cnytHukd 13 (0,82%), 21 (2,13%), 22 (0,98%) xpomocom (Taba. 2). tu 2 THmna
M3MEHEHHH CYHTAIOT BApMAaHTAMH HOPMBI M OTHOCSIT K HHAUBUAYa/JIbHOH H3MEHUYHBO-
CTH XpomocoM. I'etepoMopdH3M 0COOEHHO BEIpaXKeH B OTHOLLIEHHH pa3mepa CITyTHHY-
HOHM 00J1aCTH aKpOLIEHTPHYECKHX XPOMOCOM, JJIMHBI Y-XPOMOCOMBI, H «BTOPHYHBIX
mepeTskek» XpomocoMm 1, 9 u 16 [13]. O deHOTHIIMUECKOM IIPOSIBJIEHUH YBEJIHYEHHS
CITYyTHHKOB B JiuTepatype HHpopMmaLuu mano. CoaepKaHue CTPYKTYPHOIO reTepoxpo-
matHHa C-THrna oCOOEHHO CHJBHO BapbHUpyeT B ayrocomax 1, 4, 9, 13-16, 21, 22,
Y-xpomocome [18]. UMeHHO reTepOXpOMaTHHY, U B IIEPBYIO O4YePelb, BXOASIIEH B €T0
coctaB careJuIMTHOM JIHK, NpUIUCHIBAIOT pOJIb PETYJsiTopa CKOPOCTH KJIETOYHOI'O
nejieHuss U pocta [19]. BeisgBieHa TeHAEHLHS K YBEJHYEHHIO TeTepPOXPOMATHUHOBBIX
OKOJIOLIEHTPOMEPHBIX PaHOHOB XpOMOCOM 1, 9,1 5 1 Y y maleHTOoB, IIPOXHBAIOLIHX B
3arpsi3HEHHbBIX PAJUOHYKJIHAAMHA paroHax [11].

CTpYKTypa XpPOMOCOMHBIX HAPYLIEHHUH IIPH CIIOHTAHHBIX a00pTaX TAKOBA: TPUCO-
mMuH coctaBiasiioT 40-50%, moHocomust X — 15-25%, tpumtounus okono 15% u
TeTPAIJIOUIHS OKOJIO 5%. Tpucomuu onucaHsel JJi1 BCEX XPOMOCOM, Kpome 1 U Y.
B 1/3-1/2 HabmiogeHUH MMeEeT MeCTO TPUCOMHS 16-¥ XPOMOCOMBI, Ha KaX/IYIO U3
Tpucomuii 2, 7, 13-15, 21 xpomocom npuxopurcsi ot 5 10 10% [20]. Yacts aHOMamHH,
Takde Kak XO, BCcTpeyaroTcs cpegd a0OpTYCOB U HOBOPOXKJEHHBIX, JAPYrye, HaIpH-
Mep, TPHUILJIOMAHS, TOYTH BCerja BeAyT K BHIKHBIIIY, COBMECTUMBI C POXKIEHHUEM
pebGeHKa B HCKJIIOUUTEJbHBIX CIy4YasiX, TPeTbH, TAKHe KaK TPUCOMUS 16, MOXHO 0OHa-
DY2KHTb HCKJIIOYHUTEJbHO Y aO0OPTHPOBAHHLIX IJIOA0B [21].

C BO3pacTaHHEM TSXKECTU HapyUIeHHs SMOPUOHAJIbHOTO PA3BUTHUS B PSALY: COO-
CTBEHHO CITOHTAaHHBIM a00pT — Hepa3BHUBAKOIIAsCS 6epeMeHHOCTh — aHIMODHOHHS,
yBeJIMYHBAETCSl 4aCToTa aHOMaIHi Kapuotunos: 31,3-53,8-55,8% [22].

B nepuop ¢ 1998 nmo 2004 rr. aBTOpaMH CTATbH IPOBEJEH LIUTOre€HEeTHUYECKHH
aHanu3 461 abopryca, MOJYUYEHHBIX IIPH perpeccHpyloles 6epeMeHHOCTH. ¥ 53% u3
HUX BBISIBJIEHBI XPOMOCOMHBIE HADYLIEHUS.

Cpenu abOpTYCOB MY2KCKOTO I110J1a XpPOMOCOMHBIE HAPYLIEHHUS] BCTPEYAIOTCS € Yac-
totoit 47,09¢3,34%, cpeny a6opTycoB xKeHcKoro mosia — 58,40:3,19%. ¥ aGoprycos
MY2KCKOT'O U XX€HCKOTO 110J1a ITpe001aJalolMMH SIBJISIOTCSI TEHOMHBIE MYTallHH, 8 HMEH-
HO TPUCOMMH II0 BCEM ayTocoMaM Habopa, uckmwouas 11, 17, u 19 xpomocomsr. Hacto
BBISIBJISTIOTCSI TPHCOMHUH 110 2, 13, 16, 18-22 u X-xpomocomam (puc. 1). C HaubobIeH
YaCTOTOH BCTpeyaeTcss aH3yTLIOUAus 1o X-xpomocoMme (8,9%), 13 (3,3%) 1 16 (3,3%)
xpomocomaM. [1o 1nosoBeIM XpoMocoMaM oTMeueHa MOHOCOMHS XO, ee 4yacToTa CoCTa-
iaa 15,13+2,32%, nomucomut 1o X- (0,8920,63%) u Y-xpomocomam (0,45%). Cpenu
abOpTYCOB XKEHCKOr'0 I10J1a BeJIMKa J10JIsi MOHOCOMHUH I10 X-XPOMOCOME, MY>KCKOro —
TPHCOMHH 110 21 xpomocome. OOpailuaer Ha ce6ss BHUMaHHe CYILIECTBEHHasl 4aCcTOTa
ITOJTMTLIOMIHBIX KJeTOK y a6opTycoB — 11,06¢1,46% (ta6u. 1). OTHOCHTE IbHAS YacTo-
Ta CTPYKTYPHBIX abeppauuy B 20 pa3 MeHblle, YeM y B3POCJIBIX.

Mo3zauiam B a60pPTHOM MaTepHase BCTpedaeTcss ¢ yacToTod 14,10%1,66%:;
10,31*2,0y M10K0B MYKCKOTO IM0OJIa U ¢ YacToTo 17,65%2,47% — y IIOIOB XKEHCKOTO
nosia (Tabu. 1); OTHOCHUTEJBHBIM BKJIAJ, MO3aUYHbIX BaADHAHTOB paBeH 26,7%. Cpenu
MO3aMYHBIX BapHAaHTOB KapHOTHIIOB IIpe00J1afialoT Habophl C HOPMAJbHOH H TPHCOM-
HOM JIMHUSIMHU KJieTOK. [IpHYMHA UX MOsIBJEHHSI — B MUTOTHYECKHMX MyTaUusAX (He-
pacXoX/eHHe XpPOMOCOM) Ha PaHHHX 3Tanax 3MOPHOHAJIbHOrO pa3BHTHs. COOTHOLIE-
HHe NUCOMHBIX U TPUCOMHBIX KJIETOK 3aBUCHT, B TOM YHCJIE, H OT TOTO, SIBJASETCS JIH
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3UroTa IMCOMHOH HJIH TPUCOMHOH. ECJIM 3urora siBJSIETCSI XpOMOCOMHO HOPMAJIbHOH,
TO B pe3yJibTaTe HEPACXOXAEHHUS Ha IOCT3MTOTHYECKHX CTamUAX OYAYT BO3HHKATh
KJIETKH C MOHOCOMHEH ayTOCOM, KaK IIPABHJIO, HEXKH3HECITOCOOHbIe, B JJaJIbHEHILIEM B
opraHu3Me OyneT 2 KJOHa KJNeTOK — C HOpMaJIbHBIM HaGopoM H TpHCOMHeH [23].
ClenoBateIbHO, YaCTOTa MO3aHLM3Ma MOXKET YKa3blBaTh Ha YPOBEHb BHELIHECPEO-
BHIX (DAKTOPOB B IMEPHOA IMOPHOreHe3a, YTo CYILECTBEHHO C MO3ULIMH 3KOJOTHYECKO-
ro MOHHTOpHHra. CyMMapHasi 4acToTa LIMTOreHeTHYECKKX HapylIeHHH a00pTyCOB OfiH-
HakoBa B TIOMeHCKOH (HalM naHHble) 4 Tomcko# [22] obaacTax. CXOQHOH SIBJISIETCS
H 4YaCTOTa HApyLUEHHH MO PSAAY NO3HLHUH CIIEKTPa: YUCJAY MOHOCOMHH M TPHUCOMHH
ayTOCOM, TPUIJIOUJAUH, abeppalui XpoOMOCOMOM. Ho UMeIoTCSl ¥ pa3JinyMs [BYX BhI-
6opok. B TioMeHH pexxe BCTpeUYaeTCsl TeTPAIJIOHHS, HO BBIILE NOJS reTepOrIOHIHH
T10 TIOJIOBBIM XPOMOCOMaAM.

qaC'I'OTa,% I U —-’?h RS SN L U S PRt

1 2 4 7 38 9 1213 14 1516 18 20 21 22 X

HOMEP XPOMOCOMEI

Puc. 1. OTHOCHTeJIbHAs 4YaCTOTa reTepOIIOUIHH
110 pa3HbIM XPOMOCOMaM B aGOPTHOM MaTepHale

Takum oOpa3om, yacToTa UMTOT€HETHYECKUX HAPYILIEHUH IIPH perpecce OepeMeH-
HOCTH CYIIECTBEHHa, a CJIeJOBaTeJIbHO, Ha3BaHHAsI CeJIEKTHBHAS IPyma (K TOMY XKe
B CHJy CBOEro 4eTkO 00O3HAYEHHOIO CTaTycCa) MepClieKTUBHA B IJIAHE 3KOJIOTO-
reHeTHYECKOTO MOHHTOPHUPOBAHUS IO ISALMH JIOAEH.
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