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Lens. YemaHosume Yyacmomesl aHeyrnaouduu u noaunaouduu cpedu crnepmamo3oudos, 00UMMAAHMAYUOH-
HbIX 9MbPUOHOB, 3MBPUOHOB, OCMAHOBUBWUXCA 8 PA38UMUU, PA3BUBAIOULUXCA M710008 U 83p0CbiX toded,
UccnedoB8aHHbIX 8 PAMKAX 8CITOMO2AMEsIbHbIX PerpodyKmusHbix mexHoaoauli. Memodel. [ns onpederse-
HUSA XPOMOCOMHO020 Habopa KaemoK 06pa3yoe pasnuyHo20 6U0102u4eCcK020 Mamepuasnd NPUMEHAAUCL Lu-
moeeHemuyecKue U MoseKyAApHo-yumoaeHemuyeckue memoosl ucciedosaHus. Peaynesmamel. Haubonee
8bICOKAA Yacmoma aHeynaouduu ommeyaemcs cpedu OOUMIAAHMAYUOHHbIX IMbpuoHos (69,1 %) u cpedu
ambpuoHos, ocmaHosuswuxca 8 pazsumuu (60,9 %). CoomHoweHue aHeynaouduu U 3ynaoudHo20 Habo-
pPa XPOMOCOM A8719emCcA CXOOHbIM 0718 060UX 107108 y 8CeX 06bEKMOB UCC1e008aHUSA, KpOMe SMBPUOHOS,
0CMAHOBUBWUXCA 8 pa38UMUU — 0719 HEHCKO20 r0aa 0HO cocmasuno 1:1, 0aa myxcckoeo — 1,8:1. Cpedu
crnepmamo3oudoe Haubosee YacmelmMu Aeasemca aHeynaoudus ro 18- (27 %) u nonossim (30,3 %) xpo-
MOCOMaM, cpedu NpeumMnaaHmMayuoHHbIX amMbpuoHos — no 13-l xpomocome (31,1 %), cpedu abopmycos —
no 18- (40,6 %), 0ns nnodos — 21- (72,2 %). CoomHoweHue oo cpedu noaunaoudHeIx npeumnaaHma-
YUOHHbIX 3MBpuUOHO8 — 1:1, cpedu IMbPUOHO8, OCMAHOBUBWUXCA 8 pazeumuu — 2,5:1 8 nosb3y MyHCKO20
nosna. Beleodel. BbicoKas yacmoma aHeynaouduu cpedu paHHUX IMOPUOHO8 A89emcs OCHOBHOU npuYu-
HOU HapyweHUA UMnAaHMayuu, CaMmornpou3eobHO20 pepsi8aHus bepemMeHHOCMU HA Pa3/UYHbIX CPOKAX
UAU HAAUYUS MHOX(eCMBEHHbIX MoPoKoe pa3eumus na00a. [peumnaaHmayuoHHbIl 2eHemu4yeckuli cKpu-
HUH2 HE0bX00UM 0718 CHUMCEHUS YaCmOombl XPOMOCOMHbIX GHOMAAUU U rosblweHus pe3yssmamusHocmu
8CMIOMO2aMes1bHbIX PenpoOyKMUBHbIX MexHOA02Ul.

Kntouessble €a108a: XpOMOCOMHbIE AHOMAAUU, AHeYnA0UOUS, NoAUNAOUOUSA, KapUuomur, NpeumnaaHmayu-
OHHbIl 2eHemu4YecKkuli CKPUHUHE.

BBe,quMe. OcBe,OMIEHHOCTb YesloBeKa 06 0COHEHHOCTAX CBOEro KapnoTMna U reHoTUNa, Ha-
inumne reHeTnyeckoro nacrnopta [1] aenseTcs ocHOBOW Bbibopa 0bpasa KU3HU U AeATe/IbHO-
CTu, 1, 6€3ycNoBHO, CO34aEeT OCHOBbI JIMYHOM reHeTUYEeCKON 6e30nacHOCTU YeioBeKa. CepbEésHyto
yrpo3y reHeTM4yeckol 6e30MacHOCTU HaceNeHMUA MOFyT CO34aBaTb KakK MU3MEHEHWA reHeTUYECKON
CTPYKTYpbI Nonynaumm [2], Tak 1 3arpAa3HeHne OKpy»KatoLLeil cpesbl reHOTOKCMYECKMMUM areHTamm
pa3IMYHOM NPUPOAbI, NPUBOAALLEE K YCKOPEHMIO TEMNOB MYTaLLMOHHONO NpoLecca U yBeanye-
HWIO reHeTUYECKOoro rpysa B noTomcTee [3—6]. B cBA3M € 3TUM Npu pacyéTax BeIMYMH reHeTUYeCKo-
roO PWUCKa, Ha pe3y/sibTaTax KOTOPbIX MOTYT MJIAHUPOBATbCA fieyebHO-NpoduakTMyeckme, peabu-
NITaUMOHHbIe, MPOCBETUTENIbCKME, COLMaNbHble CTPaTErMm, BO3HMKaeT HeobXxoAMMOCTb nosyye-
HWA HAaYYHbIX JAHHbIX O COCTOAHMM 340POBbA HAaCeNEeHMA Hallein CTPaHbl. ITO AeNaeT akTyanbHbIM
1 nepeooYepeHbIM NPWU peannsanmm NPorpamm, KacatoLWwmxca OXpaHbl 340p0BbA HaLMK, U3yde-
HMe penpoayKTUBHOIO NOTEHLMANA HaceneHuA.

O6bIYHO B Y€/I0BEYECKUX MONYAALMAX YACTOTa XPOMOCOMHbIX aHOManui coctasaset 0,5-
3,0 %, B TO Bpema Kak cpeam naumeHToB ¢ becnnoguem, faxe, He CMOTPA Ha OTCYTCTBUE KAU-
HUYECKOM KAapTUHbI, A0A L, C XPOMOCOMHbIMUW HapyLweHusammn konebnetcs ot 4,3 0o 9,6 % [7].
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B rpynne nauMeHTOB — KAaHAMAATOB Ha OMJI0A0TBOpE-
Hue in vitro metogom ICSI, 3TOT nokasaTtenb AOCTU-
raet 13,1 % [8, 9]. 3auacTyo NPUUNHOMN HapyLUEeHUSA
MMMAAHTaLMWN, CMOHTAHHbIX aboOpPTOB MAM MHOMXKe-
CTBEHHbIX MOPOKOB PA3BUTUA MNJIOAA ABNAIOTCA KO-
JINYECTBEHHbIE XPOMOCOMHbIE aHOMA/IMKU, BO3HMKaA-
IOLME HA Pa3/INYHbIX CTagMAX PA3BUTUA FAMET U IM-
6proHOB BCeacTBMe c60s MENOTUYECKOTO AeNeHus,
AHOMa/IbHOrO KPOCCMHIoBeEpa, ANCNEPMUM, HapyLLe-
HUA NEepPBbIX MUTOTUYECKUX AEeNEHWUN, BO3HUKHOBE-
HMA MO3auLM3Ma Ha 3Tane MUTOTUYECKOro AeNeHus
ambpuoHa [1, 10-12].

Mo paHHbIMm BO3, yncno nap, Kotopble He MmoryT
3a4aTb pebeHKa 6e3 NpMMeHeHUs BCMoMoraTtesb-
HbIX PENPOAYKTUBHbIX TexHonornn (BPT), B mupe co-
cTasnseT okono 17,5 %. [13]. CooTBeTCTBEHHO, YnC-
/10 Nporpamm neyeHus becnnoams ¢ NPUMEHEHUEM
BPT umeeT CTONKYIO TEHAEGHLMIO K yBE/IMYEHUIo. Tak,
B YKpanHe B 2006 rogy nposeneHo 5416 nporpamm,
a B 2012 rogy — 12511 umknos BPT [14]. Moneky-
NAPHO-LUTOTEHETUYECKME U LMTOreHeTUYeckne uc-
CcnefoBaHUs ABAAIOTCA OCHOBOM ANA PAa3BUTMA U NO-
BblleHWA pe3ynbTatmeHocTu BPT [15—17]. B cBs3u ¢
3TUM NpeacTaBaseT UHTepec YCTaHOB/EHME YacTOoTbI
aHeynoMamnin n NOANNAOULUIM Cpean CnepmaTo3on-
00B, LOVMMNIAHTALLMOHHbIX 3MBPUOHOB, SMOPUOHOB,
OCTAHOBMBLUMXCA B PA3BUTUW, Pa3BMBAIOLMXCA NO-
00B W B3POC/bIX /OAEN, UCCNef0BaHHbIX B pamMKax
BPT, 4To 1 cTano Uenbio AaHHOMN paboThbl.

Marepuanbl U meToabl

B pamkax [aHHOro MccnefoBaHMA KOAMYECTBO
NnpoaHasN3MpPoOBaHHbIX 06pasyoB coctaBmao 8763.
NccnepoBanuch cneayroume buonormyeckne obpas-
Lbl: HAaTUBHbIM 3aKynAaT, | n Il nonapHble Tenbua, 3-cy-
TOYHblE AOUMMJIAHTALMOHHbIE 3MBPUOHBI, 3MBpHO-
Hbl, OCTaHOBUBLUMECA B pa3BUTUM (abopTychbl) Ha 6-11
HeaenAx rectalnm, passusarowmeca naoabl Ha 16-21
Heaenax rectauumm, B3pocable ntogm B Bo3pacrte ot 16
00 71 net. ViccnepoBaHusa npoBeaeHbl ¢ cobnogeHu-
eM BMO3TUYECKMX HOPM M B COOTBETCTBUM C TpeboBa-
HUAMM AENCTBYHOLLErO 3aKOHOAATEIbCTBA.

LUuToreHeTnyeckme metoabl NPUMEHANAUCL ANA
QHaNM3a XPOMOCOM KYNbTUBUPOBAHHbIX IMMQOLUTOB
nepudepmnyeckon KpoBu, KyNbTUBMPOBAHHbIX K/IETOK
AMHMOTUYECKOM KUOKOCTU, KNETOK BOPCUH XOPWO-
Ha C npeaBapuTeNbHbIM Ky/NbTUBUPOBAHUEM U Oe3
KYyNbTUBUPOBaHNA. OKpalmMBaHMe LUTOreHEeTUYECKNX

npenapaTos NpoBoauiocb metoaamm GTG (G-meToa)
1 CBG (C-meTopg) [18, 19]. MoneKynspHO-LUUTOreHeTH-
yeckuit metog, FISH (fluorescence in situ hybridization)
MCNONb30Ba/ICA ANA UCCIef0BaHMA KNETOK HaTUBHOM
AMHWOTUYECKOM KUAKOCTU, BOPCUH XOPWUOHA, /IUM-
dountoB nepudepmnyeckon KPoBu, CNepmaTosonaos
C NpeABapuUTENbHON AEKOHAEHCAUMEN UX XPOMaTU-
Ha, NONAPHbIX Tenew, NPENMMNIAHTaLUOHHOW reHeTU-
yecKkol amnarHoctuku (MrA) Ha 6ractomepax [20].

MpoBepKy pacnpefeneHns KoNMYECTBEHHbIX AaT
Ha COOTBETCTBME 3aKOHY HOPMAJIbHOTO pacnpesene-
HMA nposoguan metogamu LLanmpo-Yunka mn Kon-
moropoBa-CmupHoBa. MiccnegoBaHue cBA3e Mexay
NpPWU3HaKaMn NPOBOAUAN METOAOM KOPPEeNALNOHHO-
ro aHanusa no MNupcoHy u no CnnpmeHy. Ctatuctnye-
CKMe rMnoTesbl NPOBEPAANCH C MOMOLLBIO KpUTEPUEB
t, X2 Ha ypoBHsAX 3HaumMmoctun p<0,05, <0,01, <0,001
[21].

CospaHve 6a3 fgaHHbIX WM MpoBeAeHWe pacye-
TOB BbINO/IHEHO C MOMOLLBI MaKeTa Mporpamm
«Microsoft Excel» onepaunoHHoi cuctemol Windows
XP Professional 1-2 CPU («Microsoft», CLUA, nu-
ueH3sma Ne X08-73060, OO0 «MeguuUMHCKUIA LeHTp
UTP»). Ons 06paboTKM M306parkeHNn LuToreHeTnYe-
CKMX MpenapaToB NPUMEHAIN NPOorpammHoe obecne-
yeHue komnaHum «MetaSystems» (fepmanua, nnLeH-
31aA Ne 1SS-0299, 000 «MeanumHCKUA ueHTp UMP»).
Ons unTOreHeTMYeCcKUx UccnesoBaHMn MCNOb30Ba-
nacb nporpamma «lkaros», Ana MonekynapHo-LUTo-
reHeTUYEeCKUX UCCNeloBaHUI ¢ NpumeHeHnem dayo-
pecueHLMn — nporpamma «lsis».

Pe3ynbratbl  06CyKAEHUE

Pe3ynbTaTbl aHa/M3a NOKasanu, YTo Hanbonee Bbl-
COKaA 4acToTa aHeyn/jaonauMmM OTMEYaeTca cpean ao-
MMMNIAHTaLMOHHbIX 3MBpHMoHOB (69,1 %) 1 cpean am-
6pMOHOB, ocTaHOBMBLUMXCA B pa3sutuun (60,9 %). Co-
OTHOLUEHWE aHeyNIoMAHOro M aynjaonaHoro Habopa
XPOMOCOM COMOCTaBMMO A/1a 060MX NO0B AN1A BCEX
0bOBEKTOB UCC/Ief0BaHMA, Kpome 3MBPUOHOB, OCTa-
HOBMBLUMXCA B PA3BUTUMN — 151 }KEHCKOTO MoJia 3TO Co-
OTHoLWeHne coctaBuao 1:1 (98:73), AnNa My»KcKoro —
1,8:1 (101:55, p = 0,0002) (Tabn. 1). B To e Bpems,
COOTHOLLEHWE MOJIOB CPean aHeynaougHbix obpas-
LLOB Ha Bcex aTanax bbls10 CONOCTaBUMbIM.

AHann3 pAgoB pacnpeseneHuna pPasanyHbIX Xpo-
MOCOMHbIX aHOMAaJIniA, BbIABAEHHbIX NMPW Ucceno-
BaHMM 523 06pa3y0B aMHMUOTUYECKON KMUAKOCTU, MO
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Tabnuua 1. XapaktepucTvKa XpOMOCOMHbIX HABOPOB Pa3HbIX 06LEKTOB UCCAEA0BAHUA

. PaHHMI sM6pUOH AbopTyc Mnoga, B3pocnbiit yenosek Bcero

Mon XpomMocomMHbI Habop
n % n % n % n % n %
e, AHeynnonaHbIM 782 69,4 98 57,3 15 6,8 5 0,2 662 18,1
dynnouaHbIN 345 30,6 73 42,7 207 93,2 2420 99,8 2989 81,9
Mysk. AHeynnouaHbIn 784 68,7 101 64,7 22 7,7 12 0,6 666 20,3
dynnouaHbIN 357 31,3 55 35,3 265 92,3 1991 99,4 2608 79,7
Beero AHeynnonaHbIM 1566 69,1 199 60,9 37 7,3 17 0,4 1328 19,2
dynnouaHbIN 702 30,9 128 39,1 472 92,7 4411 99,6 5597 80,8

MpMMeYaHMUna: N— KONMYECTBO; % — [0/, My3K. — MY}KCKOM non;

Noay NOKasa/sl 3HAYMMYIO PasHULY MeXKAy noaamu —
1,4:1 (38M:28}K, p=0,003) B No/sb3y MY*KCKOro nona
(tabn. 2).

B noxoxem wuccnegoBaHUM amMepUKaHCKMe y4yé-
Hble [22] onpeaenunu Kak aHeyniouAHble OKOJIO
3,5 % 06pasuoB M3 BCeX, MOJIyYEeHHbIX NOC/e NpoBe-
OEHHbIX aMHMUOLEHTe308, U OTMETUAN CABUT B COOT-
HOLUEHWM NOJI0B B CTOPOHY MY*KCKOTFO NOAA, YTO CXO4-
HO C HalMMM pe3ynbTaTamu. M3secTHo [23-25], uTo
3MBpMOHaNbHOE pPa3BUTME OPraHM3MOB MYKCKOTO
nosna npomcxoamt BbiCcTpee, Yem »KeHcKoro. B csaAsum
C 3TMM, BO3MOXHO, N0A4bl MY}KCKOTO Noaa MOTyT He
BMMUCLIBAaTbCA B YCTAHOBJ/IEHHbIE KPUTEPUU OLLEHKM
HOPMANIbHOIO Pa3BUTUA MPU CKPUHMUHIOBBIX UCCae-
O0BaHUAX.

[Jonsa aHeynnouaHbIXx 06pasuLoB Npu MccienoBa-
HUM KNETOK aMHMOTUYECKOM KUAKOCTU B Hallen pa-
60Te B 2 pasa Bbille, YEM Y aMEPUKAHCKUX KOJJIET,
4YTO, BEPOATHO, CBA3AHO C pas3/IMiMEM B OpraHu3a-

YKEH. — YKeHCKuIA non.

UMM MEeAMUMHCKMX Nporpamm ana Hacenenusa CLUA
1 YKpauHbl. B YKpanHe MHBa3uBHble NpeHaTasibHble
npoueaypbl 06bIYHO NPOXOAAT bepemeHHble, NMeto-
LMEe UCKAOYUTENbHO BbICOKUI PUCK XPOMOCOMHOWM
naTosIorMM NnoAa, B TO BPeMsA KaK B €BPOMeMCKUX
cTpaHax u CLUA 61oncuto BOPCUH XOPUOHA Y aMHUO-
LeHTe3 BbIMONHAT M TEM MKEHLUMHAM, A1 KOTOPbIX
PUCK XPOMOCOMHOM NaTo/forMm naoAa OoLeHMBaeTcs
KaK cpegHun.

MN3yyeHMe aHeynnouamu no oTAeNbHbIM XPOMO-
comam (13, 18, 21, n X/Y) n nx rpynnam Ha pasHbIX
3Tanax MccneaoBaHUA MOKa3ano, YTo Kak Ansa chnep-
MaTo30MA08B, TaK M ANA NPEUMMNAHTALMOHHBIX 3M-
H6pPMOHOB COOTHOLIEHME aHEYMIOUANW MO aHANUZUPY-
eMbIM Xpomocomam conoctasmumo — 1:1:1:1 (p>0,05).

Pe3ynbTaTbl HaWero nccaefoBaHMA NOKasaau, 4Yto
ONA CnepmaTo30MA0B XapaKTepHbl MpAMble CBA3U
[0An xpomocom 18 u X/Y 1 obluero uncna aHeynno-
namn (r=0,83, p=0,01 mn r=0,88, p=0,003). Hanbonb-

Taﬁnm.l,a 2. CTpyKTypa XpOMOCOMHbIX aHomanMﬁ, BblAB/IEHHbIX NPU UCCeA0BaHUN KNETOK aMHMOTUYECKOM HKNAKOCTU

MNpoaHanusnpoBaHHble 06pasupbl Mon
XpomocomHoe HapyLieHue
n % My>. Ken.

Tpucomma 21 26 5,0 15 11
Tpucommsa 18 6 1,2 4 2
Tpucommsa 13 1 0,2 1 0
Tpunnonana 0,4 0 2
Mo3anumn3m no NOAOBbIM XPOMOCOMaM 3 0,6 1 2
MHBepcua xpomocombl 9 11 2,1 4 7
MNHBepcumn apyrmx xpomocom 3 0,6 3 0
TpaHcnoKkauum 5 1,0 2 3
[eTepoxpomaTMHOBbIE BapUaHTbI 10 1,9 7 3
MuKpozeneunoHHble CUHAPOMbI 4 0,8 0 4
MapkepHaa xpomocoma 1 0,2 1 0
bes pocTa KynbTypbl 12 2,3 - -
Bcero 84 16,1 38 28

MpUmMeUYaHMA: N — KOAKYECTBO, % — AONA OT BCEX NPOaHaM3MpPOBaHHbIX 06PasLOB Nocae NPOBeAEHHbIX aMHUOLEHTE30B; My K. —

MYKCKOM NOJ; KEH. — YKEHCKMI NoA.
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Taﬁnuu,a 3. PacnpeneneHne aHeynnonaum no otaeIbHbIM XPOMOCOMaM Y pasHbIX 06bEKTOB nccnenosanua, %, n

AHeynnonanmn no XxpoMocomam Beero
O6beKT uccnenoBaHus 13 18 21 X/Y

% n % n % n % n % n
Cnepmato3ounabl 20,0 - 27,0 - 22,7 - 30,3 - 100,0 -
MpenmnaaHTaLMOHHbIEe IMBPUOHDI (31
CYTKM MocC/ie ONi1040TBOPEHUS) 31,1 389 22,9 286 25,1 314 20,9 262 100,0 1251
3MOPUOHbI, OCTAHOBMBLUMECA B
pa3suTun (6—11-a Hepenu rectaumm) 23,4 15 40,6 26 9,4 6 26,6 17 100,0 64
Mnopapl (16-21-9 Hegenu rectaumm) 2,8 1 16,7 6 72,2 26 8,3 100,0 36
B3pocnble ntoam 0,0 0 0,0 0 58,8 10 41,2 100,0 17

MpumeyaHua: % — [ona, n — KOAMYECTBO.

Wan AoNsA aHeynioMauu ANA cnepmaTo3ouaoB npu-
XOAUTCA Ha nonosble Xpomocomsbl, 30,3 % (Tabn. 3).
Mo AaHHbIM pAZa aBTOPOB, OTLLOBCKMI BKAAL B aHey-
naonguto 6onee CyLecTBeHeEH A5 aHeynaougui no
NnonoBbIM Xpomocomam — 84 % MYXKYMH C KapuoTKu-
nom 47,XYY nmerT XpOMOCOMHYO aHOMANuo B pe-
3y/NbTaTe OTLLOBCKOrO HEpacxoXXaeHus B meiose Il; B
50 % cnyyaeB cuHapoma KnaiHoenbtepa asnatoTcA
pe3ynbTaTom OTLLOBCKOM owwmnbKM menosa |; 80 % cny-
YyaeB cMHApoma TepHepa MPOUCXOAAT M3-3a NOTEPM
OTLLOBCKOM MON0BOM XpOMOCcOoMbl [26—-28]. B cnyyasax
cMHapoma KnaliHdenbTrepa, BO3HUKLLIETO M3-3a aHey-
NJoMAHOrO cnepmaTto3ounaa, Habawaanca ewe u oT-
LOBCKUI adpdeKT Bo3pacTa [29-30].

[na npeMmnaaHTaLMOHHbIX 3SMOPUOHOB Hanbob-
LWan JoNA aHeynaongum NpUxoamTca Ha XpOMOCOMY
13, Hanpumep, gona aHeynionamn no Hen (31,1 %)
CTaTUCTUYECKM 3HAYMMO BblLLE A01M AHEYNIOUANM MO
xpomocome 21 (25,1 %) (p<0,001) (tabn. 3). CooTHO-
LeHMe gonen aHeynioManii no xpomocomam 13, 16,
18, 21, 22 n X/Y asnaetca pasHomepHbimM (p = 0,362).
MUWHMMaNbHbLIA BKNAZ XpoMocombl 16 obycnosneH
HEeCOBMECTUMOCTbIO TPMCOMUM No 16-i1 xpomocome
OaKe ¢ paHHUMM CTagMAMM SMOPUOHANBHOTO Pa3Bu-
TMA. HepaBHOMEPHOCTb BKIaZa OTAENbHbIX XPOMO-
COM N XPOMOCOMHbIX HabopoB B pacrno3HaBaemyto
yTpaty 3uroT [31], aMb6pUOHOB 1 NN0A0B, BEPOATHO,
CBfI3aHa C Pa3HOM CTEMEeHblo TAXKECTU PpeHoTUMMYe-
CKMX aHOMaNIM NPV peanmnsaLmm UX reHeTUYecKoro

noTeHLMana 1, COOTBETCTBEHHO, C Pa3HbIM BpEMEHEM
WX 3IMMUHALMN.

O6bl4HO BO3HMKHOBEHME aHeynoManmn B ambpu-
OHaXx CMUCLIBAIOT Ha XPOMOCOMHbIe OWNBKK BO Bpe-
MSA MENOTMYECKUX [eNeHUN 00oLMTa, YTO O0COBEHHO
4acTo C/Nly4aeTcA C YBEIMYEHMEM BO3PACTA KEHLUMUHbI
[32]. OTUOBCKMIA BKNaA B aHEYN/IOMANIO BCErda Cuu-
TaNCA HU3KUM, a BAMAHME OTLOBCKOrO BO3pacTa Ha
BO3HWKHOBEHME TPUCOMMIA BbINO NPegMeTOM cnopa.
Mo gaHHbIM AnTepaTypbl [33], MoNeKynapHbIA aHanu3
61onornyeckmx 06pasLLoB c TPMCOMMEN NOKasasl, YTo
10-30 % ayTOCOMHbIX TPUCOMMI BO3HMKAIOT U3-3a OT-
LLOBCKOW NOI0BOM KNETKM, HECYLLEN OLLIMOKM BTOPOTO
OeNeHus Melro3a, NPy 3TOM OTMEeY€eHbl aHeynIouanu
no xpomocomam 13, 14, 15, 21 n 22. bbi/Io NOKa3aHo
TaK¥XKe, YTO OONONHUTENbHAA Xpomocoma 21 nmena
OTLLOBCKOE MPOUCXOXKAEHME B 5 % ciy4aes, NpU 3TOM
B 60 % cny4aes 310 HbINO CeacTBMEM OLIMBOKN meit-
03a Il c BepoATHbIM 3¢ deKTOoM OTLLOBCKOro BO3pacTa.

Mo HawWm JaHHbIM, aHeynouaum no 13-i, 18-i,
21-11 xpoMOCOMaMm Yalle 0b6ycNoBAEHbI HapyLLeHUEM
PaCXoXAeHUA XPOMOCOM BO Bpems mMenosa |, aHey-
naovauu no 16-i, 22-i XxpoMmocomam Yalle cBA3aHbl
C HapyweHuamn meiosa Il (p<0,001) (tabn. 4).

BbllwensnoxkeHHoe ABAAETCA elle OAHWM apry-
MEHTOM B M0J1b3y NPOBEeAEHUA NPEBEHTUBHbIX UCC/le-
O0BaHUI XPOMOCOMHOro Habopa ANLLEKNETOK U IM-
6pPMOHOB Y BO3PACTHbIX Nap C Le/ibio 0TCeBa aHeyno-
WAHbIX BAPUAHTOB.

Tabnuua 4. PacnpeseneHme HepPacxoXKAEHWIM No OTAeNbHbIM XPOMOCOMAaM Ha pa3HbIX 3Tanax meiosa

HapylieHuve 3Tana pacxoxaeHus Xpo- AHeynionamna nNo xpomocomam, %
mocom 13 16 18 21 22
Merios | 40,1 32,0 48,3 41,4 34,3
Mewos Il 36,3 44,4 34,6 36,7 41,5
Meios | u meitos Il 23,6 23,6 17,1 21,9 24,2
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[ns aMBPUOHOB, OCTAHOBUBLLUMXCS B PAa3BUTUM Ha
6-11 Hepensx rectayumm, U BHYTPUYTPOBHBIX N1040B
Ha 16—-21 HepenAx rectauum, pacnpepeneHve aHey-
nAouAMn No OTAENbHbIM XPOMOCOMaM 3HAa4YMMO OT-
NinyaeTtcsa OoT paBHomepHoro (p=0,0002). Ona abop-
TyCcOB Hambosiee YacTol oKasanacb aHeynjaongma no
Xxpomocome 18, Hanpumep, 40NA aHeynaAoOuAUK Mo
Hel (40,6 %) CTaTUCTMYECKM 3HAYMMO Bbille A0M
aHeynaouamin no xpomocome 13 (23,4 %) (p<0,05)
(tabn. 3).

®. dorenb, A. MoTynbckn [31] npuBoaAaT AaH-
Hble 0 NpoBeAeHNN nccnenoBaHnA 3714 CNOHTAHHbIX
abopTycoB., cpean XPOMOCOMHbIX aHOMANI y KOTO-
pbIx 6oNee N0N0BMHbI OKa3aMCb NPeacTaBAeHbl TPU-
comusimu, okosio 20 % — moHocommuammn, 18 % — no-
annouamamm, 3 % — CTPYKTYPHbIMW HApPYLIEHUAMMU.
C npeAcTaBNeHHbIMM OAHHbIMU COFNACYOTCA MONy-
YeHHble HaMMK pe3ynbTaTbl, COMMIACHO KOTOPbIM aHe-
ynaounguu coctasunun 82,7 % (129), noannaongmm —
12,8 % (20), cTpyKTypHble HapyweHua — 4,5 % (7) ot
BCEX BbIAAB/IEHHbIX XPOMOCOMHbIX aHOMa/ I y abop-
TycoB. Mo AaHHbIM ApPYyroro macwtabHoro nccnenosa-
HuA [31], npu nsyyeHunmn 941 ogHonnogHoro abopTyca
ofHa BOCbMas 4YacTb aHOMA/IMIM OKasanacb NpeacTas-
JleHa noaunaongamu, B NoSOBMHE C/ly4aeB BblsiB/e-
Hbl NEepPBMYHbIE AayTOCOMHblE TPUCOMMUMU, OKOJIO YeT-
BepTM abopTycoB 6bIN X-MOHOCOMUKAMU. [JONONHU-
Te/ibHble XPOMOCOMbI 21 1 22 BCTpEYaNnUCb NPUMEPHO
B 10 % cny4yaes Bcex Tpucomuii. PacnpeneneHnue Bbli-
ABNEHHbIX APYTMMUW aBTOPAMM aHOMAJIMIA NO rpynnam

Xpomocom (n=183) 1 cobcTBeHHbIe pe3ynbTaThl Npea-
CTaB/ieHbl B Tabnumue 5.

Hanbonee yacto BbiaBnAemon Ha 16—21 Hepenax
rectalumm XxpoOMOCOMHOM aHOMaMel B HalWeMm ucce-
[OBaHUM ABAAETCA Tpucomma no 21-ii xpomocome,
KOTOpas C 0AMHAKOBOW YaCTOTOM BCTpeYaeTcs BO BCEX
YyenoBeYeCKMX NonyaaLnsaX U He 3aBUCUT OT colMalb-
HOro cTaTyca WM HauuoHasbHOCTK [34]. ITOT ¢akT
MOMKET ObITb CBA3AH C TEM, YTO, COI/IACHO pe3y/bTa-
TamM MOJIEKY/NIAPHO-TEHETUYECKOrO aHanAn3a AUHUIA
CTBOJIOBbIX K/IETOK, MOJIYYEHHbIX M3 aHeynJouaHbIX
ambpuoHos [35], pabota reHeTuuyeckoro annapara
KNETOK C Tpucommel 21 makcMmanbHO npubankeHa
K QYHKLMOHUPOBAHUIO KNETOK C HOPMa/IbHbIM XPO-
MOCOMHbIM Habopom. B cBs3u € 3TUM 3MBpPUOHbI C
Tpucommein 21 yauie Apyrux aHeynJoMaHbIX BapuaH-
TOB MMMNNAHTUPYIOTCA B MOMIOCTM MATKK, u3beras oT-
TOPKEHUA NN0AHOrO AlLA, U Pa3BMBAtOTCA Aasblue.

He meHee BaKHbIM ABAAETCA UCCAeAOBaHUE MO-
NIMNNONAOHBIX BapWUaHTOB KapMOTMUMOB Ha pPasauny-
HbIX 3Tanax pa3BUTUA YenoBeKa. Bcero Hamu unsyue-
HOo 324 nonvnnonaHbix 06pasua, 6abLyHo YacTb KOTO-
PbIX COCTaBUAU paHHME aMBpUOHBI (N = 294), a TakXKe
aboptychkl (n =28) v nnoapl (n = 2) (Tabn. 6).

Ha sTane npeuMmnnaHTauMOHHOIO 3MBpPMOHA CO-
OTHOLLIEHWE NOoJI0B cpean NoAnnIoMaHbIX obpasuos
coctasuno 1:1 (162 M:132 ), Toraa KaKk cpegu o6-
pa3uoB abopTMBHOro Matepuana (6—11-a Hepenu) —
2,5:1 (20 M:8 X, p = 0,02) B Nonb3y My»KCKOTO nona.
BeposTHO, nosvniaonapl ¥KeHcKoro nona abopTtupy-
tOTCA Ha 6osiee NO3AHMX 3Tanax Pa3BUTUSA, TaK KaK Ha

Tabnuua 5. PacnpeseneHune aHeynaonanm B abopTMBHOM maTepurane Mo rpynnam XpomMoCOM, YCTaHOBNIEHHbIX NPY CTaHAAPT-

HOM UUTOreHeTU4YeCKOM aHanunse

MoKa3aTenu ayToCOMHbIX aHeynaongui pynna xpomocom

B abOpTMBHOM MaTepuane A B C D E F G Bcero
KonnyectBo 06pasLos, n 4 2 40 21 26 9 27 129
YactoTta o6pasyos, % 3,1 1,6 31,0 16,2 20,2 7,0 20,9 100
YacToTa obpasuos, % [31] 5,6 1,9 11,7 18,9 37,7 1,9 22,3 100

Tabnuua 6. PacnpeaeneHune NoAMNAOUMANN Y Pa3HbIX 0OBEKTOB MCCNeA0BaHMA
O6beKT Bcero, n Mysk. Hen
n % n %

MpenmMmnaaHTaLMOHHbIE IMBPUOHDI (3-M CyTKM nocne
ON/I0A0TBOPEHMSA) 294 162 55,1 132 44,9
AbopTycbl (6—11-a Hegenn rectaumm) 28 20 71,4 8 28,6
Mnoabl (16—21-a Heaenu rectaumm) 2 0 0,0 2 100,0
B3pocnble noam HEeT XMBOPOXKAEHHbIX

MprMMeYaHMAa: N — KONNYECTBO; % — LONS; MYK. — MYSKCKOIM MOJ; KEH. — YKEHCKMIA non.
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16-21-11 Hegensax rectaumm obHapyKeHbl NOAUMNIO-
MAbl TONbKO ¥eHcKoro nona (n = 2) (Tabn. 6). Hawwu
pesynbTaTbl CXOAHbl C AAHHBIMW POCCUIACKUX aBTO-
poB, B UCC/NeQ0BaHMM KOTOPbIX perynspHas ¢opma
Tpunaomann Habnaoaanacb B ABa pasa Yale y CnoH-
TaHHbIX aBOPTYCOB MY}KCKOIO N0Ja, YEM Y YKEHCKOro
[36]. No aaHHbIM E. B. Hook et al., yactoton Tpunno-
nann cumtaetca 1-2 % cpeay KAMHUYECKU YCTAHOB-
JIeHHbIX BepemMeHHOCTEN, NPU 3TOM % CaMOMpou3-
BOJIbHO NpepbiBatoTca Ao 15-i Hegenu rectaumm [37].
B nuTepaTtype npuMBoAmUTCA YacToTa NoAUNIOUAUN —
1,34/10 000 poskaeHuit, n obcy»KaaeTcsa paHHAS noTte-
ps N10A0B C NOAUNIONAHBIM KapuoTunom [38]. Mac-
WTabHoe eBpoOmnenckoe UcciesoBaHMe onpeaenser
yacToty Tpunionammn —1,26/10 000 poskaeHuiA, U3 Ko-
TopbIX 92 % cnyyaeB OblAM BbIABNEHbI NPEHaTabHO,
M B TO K€ BPeMs OKOJI0 5 % Takux mnageHues 6blim
YKMBbI MPU POXKAEHUN. TPU 3TOM CBA3U BO3HUKHOBE-
HMA aHeynAouANKN C YyBENIMYEHNEM BO3pacCTa maTepu
nccnenoBaTenaMm BbliBAEeHO He bbino [39].

MpeactaBneHHble B paboTe pesynbTaTbl MOTyT
6bITb MCMNO/b30BaHbl B KAMHUYECKOM MPaAKTUKe Ans
BblIOOpA TAaKTUKM IeYeHUs HapyLeHui GepTUAbHOCTH
N CHUMKEHUS BEPOSTHOCTU HEeXKenaTesbHbIX MCX040B
6epemeHHOCTH.

BbiBOADI

BbicoKas YacToTa aHeyn1onaumn cpeam paHHUX IM-
6pPMOHOB ABNAETCA OCHOBHOM MPUYMHOWN HapyLUEHUSA
MMMNIaHTaLMK, CAaMOMPOM3BO/IBHOMO MpepbiBaHUA
H6epemMeHHOCTM Ha Pas/INYHbBIX CPOKAX MM HANNYUA
MHOYeCTBEHHbIX MOPOKOB pa3sBuTUA nnoga. Hepas-
HOMEPHOCTb BK/1aJa OTAE/bHbIX XPOMOCOM U XPOMO-
COMHbIX HabOpOB B pacrno3HaBaemMylo yTpaTy 3uroT,
3MBPUOHOB M NNOLOB MOXKET BbITb CBA3AHA C pa3HOW
CTEMEHbIO TAXKECTU GEHOTUNMUYECKUX AHOMANUI NpuU
peanu3aumm Ux reHeTUYECKoro NoTeHUmMana, u coot-
BETCTBEHHO, C Pa3HbIM BPEMEHEM WX 3/IMMUHALMMU.
MpenmMnAaHTaLNOHHbIA TeHETUYECKUIA CKPUHUHT He-
06X04MM AN CHUMKEHMA YACTOTbl XPOMOCOMHbIX aHO-
Mannuii U NOBbIWEHUS Pe3yNbTaTUBHOCTM MPOrpamm
BCMOMOTFATE/IbHbIX PENPOAYKTUBHbIX TEXHONOTUIA.
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Merta. BCcTaHOBUTM 4acTOTM aHeynnoigii i nmoninnoigii cepen
CNepmaTo30igis, A0IMNAAHTALIMHUX eMOpioHiB, eMOpioHiB,
AKi 3yNUHUANCA B PO3BUTKY, MJIOAIB, AKi PO3BUBAOTLCA i A0-
pocaux niofen, [LOCNioKEeHUX B pamKax AOMOMINKHUX penpo-
OYKLUiNHUX TexHonorii. Metoau. [Ina BU3SHa4YEeHHS XPOMOCOM-
HOro Habopy KNiTUH 3paskiB pi3HOro HionoriyHoro matepiany
3aCTOCOBYBA/NIUCA UMTOrEHETUYHI Ta MONEKYNAPHO-LUTOreHe-
TUYHI MeToAM AoCniaXKeHHs. Pe3ynbratn. Halibinbw BMCOKa
HUX embpioHiB (69,1 %) i cepen embpioHiB, AKi 3ynuHMAKCA
B po3BUTKY (60,9 %). CniBBigHOWEHHA aHeynioiajl i eynnoig-
HOro Habopy Xpomocom € noAibHMm gns 0box cTaTen y BCiX
06’€eKTiB AOCNIAXKEHHSA, KPiM eMBPIOHIB, AKi 3ynMHUAUCA B PO3-
BWUTKY — A8 XKIHOYOI cTaTi BOHO cKnano 1:1, ana yonosivoro —
1,8:1. Cepep cnepmaTo30iais HalbinbLL YacTUMK € aHeynAoiAiT
no 18-i (27 %) i cratesum (30,3 %) xpomocomam, cepeg, npe-
imnaaHTauiiHUx embpioHis — no 13- xpomocomi (31,1 %), ce-
pea, abopTycos — no 18-i (40,6 %), ana nnogis — 21-1 (72,2 %).
CniBBiAHOLWEHHA cTaTel cepea MOANINAOIAHUX NpeiMmnaaHTa-
LiiHMX embpioHiB — 1:1, embpioHiB, AKi 3yNMHUAWCA B PO3BUT-
Ky — 2,5:1 Ha KopuCTb YonoBiyoi cTaTi. BUCHOBKMK. Bucoka yac-
TOTa aHeyn/oiAii cepes paHHIX eMBPiOHIB € OCHOBHOW NpU-
YMHOIO MOPYLUEHHA iIMMNIaHTaLLii, CAMOBIZIBHOTO NepepuBaHHA
BariTHOCTI Ha Pi3HMX TepMiHax abo HaABHOCTI MHOXWHHUX Baz,
po3BUTKY nsiogy. MpeiMnnaHTauinHUIA reHEeTUYHUI CKPUHIHT
HeobXigHWI A8 3HUMKEHHA YAaCTOTU XPOMOCOMHUX aHOManNIN i
NiABULLEHHA Pe3yNbTaTUBHOCTI AOMOMIXHUX PENPOAYKLINHUX
TEXHOJIOTIN.

KniouoBi cnoBa: xpomocomHi aHomanii, aHeynnoigia, noni-
nAoiAinA, KapioTun, NpeiMnAaHTaLLIAHUIA TEHETUYHUIN CKPUHIHT.

INVESTIGATION OF HUMAN ANEUPLOIDY AND POLY-
PLOIDY IN SUBCIDIARY REPRODUCTIVE TECHNOLOGY
PROGRAMS
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Aim. To evaluate the frequency of aneuploidy and polyploidy
among sperm, preimplantation embryos, the embryos
stopped in development, developing fetuses and adults
studied in the framework of subcidiary reproductive
technologies. Methods. To determine the chromosomes of
cells from samples of different biological material cytogenetic
and molecular cytogenetic methods were used. Results.
The highest frequency of aneuploidy is observed among the
preimplantation embryos (69.1 %) and the embryos stopped
in development (60.9 %). Aneuploid/euploid chromosome
set ratio is similar for both genders in all research objects
except embryos stopped in development: for females it
was 1:1, for males — 1.8:1. Among the spermatozoa most
frequent is aneuploidy along the 18th (27 %) and sex (30.3 %)
chromosomes, among preimplantation embryos — along the
13th chromosome (31.1 %), among abortuses along the 18th
chromosome (40 6 %), fetuses — along the 21st chromosome
(72.2 %). Sex ratio among polyploid preimplantation embryos
—1:1, among the embryos stopped in development — 2.5:1 in
favor of males. Conclusions. The high frequency of aneuploidy
among the early embryos is a leading cause of implantation
failure, spontaneous abortion at different timing or the
presence of multiple fetal malformations. Preimplantation
genetic screening is essential for reducing the incidence of
chromosomal abnormalities and increase in the effectiveness
of subcidiary reproductive technologies.

Keywords:  chromosomal  abnormalities,  aneuploidy,

polyploidy, karyotype, preimplantation genetic screening.
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