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B pamkax nporpammsl KO Tpumionasie SMOPUOHBI SBISIOTCS aOOPTUBHBIM MaTEepHaIOM H
yrumsupyrores. OHAKO MOTEHIHAT M TeHETHYECKUE MEXaHU3MBbI, PeaIn3yeMble B TPUILIOHTHBIX
SMOpHOHAX 10 CHX MOp HEHW3BECTHBI. B 3TO#l CBs3M MccieoBaHME T€HETHYECKUX IOKas3arenen
TPUIUIOMJHBIX OSMOPHOHOB 4eJOBeKa B IPOrpaMMax BCIIOMOTATEIbHBIX PENpPOIYKTUBHBIX
TEXHOJIOTUH MMEeT He TOJIbKO MPHUKJIaIHOe, HO ¥ (YHIAMEHTAIFHOE 3HAYCHHWE B TOHUMAaHHH
IPOILIECCOB OIUIOJIOTBOPEHHST W pPaHHEro HMOpUOreHe3a 4deloBeKa. B Xxoae mpoBeneHHs
MCCIIEIOBAaHMSI OBLIH IOJIyY€HBI JaHHBIC IO TEHETUYECKUM OCOOSHHOCTSIM PaHHEro SMOpHOTeHe3a
TPUIUIOMJHBIX AMOPUOHOB YEJIOBEKAa M PAa3JIMYHOW YaCTOTE SIMMHUHALMH JIMIIHETO T€HOMHOTO
Habopa B WX TCHOTHIIC, BO3HHKIIETO B pPE3ylbTaTe IUTWHUH, TUAHIPUUA U JUCIEpMUHU. bpina
NPOM3BECHA OICHKA YacTOTHl HApyUICHUI CHHTaMHU M CEeTPEranid XpOMOCOM Y TPHILUIOMIHBIX
SMOpHOHOB 4YeloBeKa. B xosme mpoBeneHHs HCCIIEAOBAHUS IMOJIYYEHBI CIEIYIOIINE Pe3yibTaThl,
BBISIBJICHO, YTO Y TPHUIUIOWIHBIX SMOPHOHOB YEIOBEKAa CYIIECTBYET MEXaHU3M JIMMHHAIMN
JIMIITHETO rarjouaHoro Habopa B paHHEM IMOpUOTeHe3e Ha CTaJuH APOOJIeHNUs, yCTAHOBICHO, YTO
4acToTa JUIUIOMJHBIX SMOPHOHOB B IpyIIe JUTMHUM cocTaBuia 74,5%, B rpymmne JUCIEPMUU —
89% u B rpynne auanapuu Bcero 10%, BbisiBaeHa HU3Kas yactora (3%) HapyllleHUs cerperanuu
XPOMOCOM Yy TPUIUIOMIHBIX SMOPHOHOB YeJIOBEKa.

KaroueBnble ciioBa: MeﬁOS, OIJIOAOTBOPCHUC, 3M6pI/IOH, FCHETUYCCKAA NUAardHoCTUKa, TpUIIOuaus.

[TosiBneHne BcIIOMOTaTeNbHBIX PENPOAYKTUBHBIX TexHosoruu (BPT) cnemano BO3MOXXKHBIM
U3y4CHHE MEXAHM3MOB OIUIOJOTBOPEHMs OOLMTOB 4YEJIOBEKa M OCOOCHHOCTEH paHHEro
sambOpuorene3a [1]. OcHOBHas Macca MOJyY4aeMbIX OOIMTOB YENOBEKAa MPHU IKCTPAKOPIOPATHHOM
omnonotrsopenun (OKO) sapnstorca 3penbiMu Ha crtaaun Metadassl |1 (MII), xorst Bmomue
BO3MOXKHO TOJIyU€HHE HE3pENIbIX OOLMTOB B CTaJWU 3apOJBIIIEBOrO My3bIpbka WM MeTadassl |
(M1) [1]. BriocnenctBuu He3pesble OOIMTHI OYIyT MCTOYHMKAMHU aHOMAJIbHBIX 3UTOT. Bu3yanbHbII
KOHTPOJIb 3UTOT Ha IPOHYKJIEAPHOM CTaIUM HE BCErJa MOXKET CIIY)KMThb I10Ka3arejaeM TOYHOIO
MOTEHIMaIa SMOPHOHOB M OIICHKM MX TeHeTHYeckoro Habopa [2]. OmHol W3 Hamboiee 4acThIX
T€HOMHBIX OIIMOOK Y YeJIOBEKa SBISETCS TPUILUIONAUA. TpHUIIIOnJHbIE SMOPHOHBI, BO3HUKAIOLIUE B
nporpamMMax BPT, crnempoBanu pa3inyHBIMH OHTOT€HETHUECKHUMH IMYTSIMH, J1aXKe €CJIM OHU ObUIM
MOJIy4eHbI OT OJHHUX poauTesnei. Hekoropele u3 HUX HE ObUIM CIOCOOHBI BCTYNATh B CUHI'AMUIO U
MHHUIMAJIbHOE Opo0JIeHne, Toraa Kak JApyrue MOTyT JeUThCs Ha JBa U Oojee OiactoMepa, JOXOIsd
70 cTanuu OnactouucTsl. HekoTopele TpUILIOWABI cpa3dy HeNATcs Ha Tpu OjacToMepa B XOje
MEpBOro JeNIeHUsl U B JajbHelmeM AaroT MOpQOJOTHYECKUH HOpMalIbHbIE SMOPHOHBI, KOTOPbIE
HEOTJIMYMMBI OT JYIUIOMJIHBIX 3MOPHUOHOB [2]. DTO OOBACHSET, MOYeMy SBISIETCS KPUTHYHBIM
otaeneHue SymaougHbIX (2PN) 3uror or moauIuIoONAHBIX 3UTOoT crmycTs 14-18 wacoB mocnie
OIJIOZIOTBOPEHUS, YTOOBI M30€XkKaTh MepeHoca MOIUIUIONIHBIX SMOPHOHOB.

CymecTByloT TpH TJaBHBIX MEXaHHM3Ma, BeAymue K Tpumiouaud. HawnbGonee
PacrpoCTPaHEHHBIM SIBJIIETCSI IPOHUKHOBEHHE B OOLMUT JIBYX CIEpMHEB M 0Opa3oBaHHE OJHOIO



MaTEpPUHCKOTO M JIBYX OTIIOBCKHX MPOHYKJIEYycoB [3]. OObIUHBIE XPOMOCOMHBIE HAOOPBI, TAFOIIUE
nucniepmudeckie dMOpHoHbI 3T0 69X XX mmu 69XXY [1]. B oomuT MOXET MPOHUKHYTh, OYCHb
pelnKo, JABYSAEPHBIH CIEpMaTO30HM], KOTOPBIH OKa3aJiCsi HECIOCOOHBIM K TaIUIOMIU3alH BO
BTOpoM Meiotudeckom Jnenenun (mMeHee 8%) [4]. CmepmuM OT MYXYUH C aHOMAaJbHBIMH
napamMeTpamMu CEeMEHH OOHapyXuBalOT Oojiee 3HAUUTENBHYIO TEHACHIUIO (OPMHPOBATH
TPUILUIONAHBIE SMOPUOHBI MOCPEICTBOM A3TOrO0 MEXaHHM3Ma, TOrJa KaK MPH HOPMO300CIEPMHHU
IUCTIEPMUYECKHE SMOPHUOHBI 00pa3yloTCs MPEUMYIIECTBEHHO MOCPEICTBOM OIUIOJOTBOPEHUS
nByMst cnepMusMu [5, 6]. Tperuid MexaHU3M TPUILUIOUAMM TOSBISETCS 3a CUET JUTHHUU
SMOPHOHOB, COJIEpXKAIIUX JIBAa MATEPHUHCKHX NpoHykjieyca. CoxpaHEHHE BTOpPOTO IOJISIPHOTO
Tenplla BO Bpems Meihosza Il sBasercs Hambosiee pacmpoCTpaHEHHON NPHYUHOW JUTHHHH
SMOPHOHOB, HO OHHM MOTYT MEHEE YacTO BO3HMKATh WM B PE3YJIbTAaTe COXPAHEHHUS IEPBOTO
MOJISIPHOrO Tenpla BO Bpems meno3a I [IpoHuKHOBEHHE B JBYAJIEPHBI OOLUUT OJWHOYHOTO
cnepMuss OyIeT JaBaTh, TPUILUIOWAHBIA SMOpHOH. XOTS TPHUIUIOWAHS, SIBISETCS MPUIHHON
npuMepHO 15% penpoayKTUBHBIX MOTEPh Yy YelloBeKa [ 7], OJHAKO BCTpedaroTcsi OEpeMEHHOCTH ¢
POXKICHUEM PEOCHKA, JKUBYIIUM JI0 HECKOJILKUX MECAILEB Mocie poaos [8].

B mHactosmiee BpeMss OCHOBHOM 3ajadyeil pernpoOAyKTOJOTHH, SBIIAETCS PalMOHAJIbHOE
HCIIOJIb30BaHUE YEJIOBEUECKUX IaMeT U »MOpuoHoB B mporpamMax BPT. B pamkax mporpammsl
OKO TpumionaHsie SMOPUOHBI SBISIOTCS a0OPTUBHBIM MaTepHaIoM U YTWIH3UpPYyoTcsa. OnHako
MOTEHLIMA] U T€HETUYECKHE MEXaHW3MBbl, pealu3yeMble B TPUILUIOMIHBIX 3MOpPHOHAX 10 CUX HOp
HEU3BECTHBI. B 3TOii CBSI3M HCcle0BaHNE MeHETUYECKUX TMOKa3aTesleld TPUILUIOUMAHBIX SMOPHOHOB
YejloBeKa B IPOrpaMMax BCIOMOIAaTEIbHBIX DPENPOIYKTUBHBIX TEXHOJIOTUH HMEET HE TOJIBKO
MpHUKIagHOe, HO M (yHIAMEHTAIbHOE 3HAYEHHE B IMOHUMAHHM IPOILECCOB OILIOJOTBOPEHUS U
paHHEro SMOpHOTeHe3a YellOBeKa.

OCHOBBIBasACb Ha BBINICU3IIOKEHHOM 1ENbI0 HAIIMX MCCIEAOBAHUNA OBLIO HU3YyYEHUE
IEeHETUYECKUX MOKa3aTesiel TPUIUIOUAHBIX IMOPHOHOB YEJIOBEKA B IIPOrpaMMax BCIIOMOTaTEIbHbBIX
PENpOYKTUBHBIX TEXHOJIOTUM.

MATEPHUAJIBI U METO/bI

OOBexThl uccienoBaHUN: MHTepda3Hble sjpa OmacTomMepoB 125 TpUIIIOMIHBIX SMOPHOHOB
YyeJioBeKa Ha craauu ApodsieHust B mporpammax DKO. Beuti mpoBeneHbl uccieqoBaHus METOJIOM
NPEeIUMIUIAHTAMOHHOW T'€HETUYECKOM JUarHOCTUKU MHTep(asHbIX sAaep Ui OINpeneleHus
reHeTuyeckoro Habopa mo xpomocomam 13, 16, 18, 21, 22, X, Y (3ouasr kommanuu Abbott Vysis,
CIHIA);

Jns  mpoBeneHUs  OTHUX — HCCIENOBaHUM  OBUIM  MpPOAHATU3UPOBAaHBI 75  IIMKJIOB
MIPEIUMIIIAHTALIMOHHONW TE€HETUYECKOW JMArHOCTHKU Yy 75 CyNpY)KEeCKMX Iap, IpPOIIEIIINX
pasznuunble nporpammsel BPT B mepmon 2013-2014 rogsl Ha 6ase MHcTuTyTa penpoaykuuu
yenoBeka u sMOpuosoruu (r. Anmatsel, Kazaxcran).

BospacT xeHIMH BapbupoBail B mpenenax ot 23 go 45 ner. CTUMYISALUIO CYNEpOBYISALUN Y
KEHIIMH TMPOBOAMIM IO CXE€ME TOHAJOTPONMHAMHU, KOHTPOJIMPOBAIU pa3BUTHE (OJUIMKYIIOB C
MIOMOUIBIO YIBTPa3BYKOBOrO uccienoBaHus. [Ipu MOCTHIKEHUM JOMUHAHTHBIMU (QOJIIMKYJIaMU
pasmepa 18-20 MM BBOAMIIN TPUITEP OBYIALUU — XOpUoHHUYeckuit roHanorpomnuH (XI') B no3e 5-10
TeiIC. ME. IIpeoBynATOpHBIE OOLMTHI IOJYYAJIA ITOCPEICTBOM TPAHCBArMHAIBHOM ITYHKIIUH
¢domukynoB uepe3 35-36 yacoB nocie uHbeKIUU X1 .

buornicuio 61actoMepoB MPOBOAMIN HA YMOPHOHAX JOCTUTIINX CTAIUI0 6-8 OracTtomMepoB, Ha
TpeTuii IeHb KyIbTHBMpPOBAaHHUA. JlaHHAs TpOLEAypa OCyIIecTBsAnach npu Temmeparype 37°C. B
71a00PaTOPHBIX YCIOBUSX,C MOMOIIBI0O MUKPOMaHUMYISITOpOB (pupmel Narishige, B crenuanbHON
cpene PGD Biopsy Medium (Life Global) nmpousBoauics MexaHU4eCKH XOTUUHT OJeCTsIIel 30HbI
SMOpHOHOB. (pucyHOK 1). 31mech, B 3aBHCHMOCTH OT AMaMETpa WTIJbI JAelald T,X,V oOpaszHbIe
paspesbl. [locne X3TuuHra ¢ MOMOIIBI0 OUOTICUHHON MIJIbI IPOM3BOIMIIACH ACTTHPALMS OJJHOTO MU
IBYX 0JIacTOMEpPOB B 3aBHUCHMOCTH OT HaJM4us sJipa B acCHUPUPOBAHHOM OiiacTomepe. 3aTem
IPOBOJIMIIN (PUKCAIMIO Spa, MOTYUYEHHBIX 0JIaCTOMEPOB Ha MPEIMETHBIX CTEKJIaX.



Pucynok 1 — Drambl X3T4WHTA PH OUOTICHH SMOPHUOHOB.



Jisg  Ttoro, 4toObl MpoBeCTH (UKCAUUIO sAep HA MPEIMETHBIX CTEeKJIaX, TOTOBUIIHN
TUIIOTOHUYECKUH U pPacIUIacThIBAIOLIME pacTBOpbl. /J[Isl NpPUrOTOBIEHHS T'MIOTOHHMYECKOIO
pactBopa cmemuBain 3,5% LUTpAT HATPUS U CHIBOPOTOUYHBIA albOyMHUH B COOTHOLIECHHH 5:1 H
N00aBIsIM TBOWHOW 00BEM IUCTUIMPOBAHHOW BOJBL. B cocTaB pacruiacThIBAIOMIETO pacTBOpa
BXOAWT JAUCTWIMpOBaHHas Boaa, 1% TBun-20 u nensHas ykcycHas kuciorta. Kaxmaeii 6mactomep
IIPOMBIBAIM B TMIIOTOHWYECKOM PacTBOpPE B HECKOJbKUX Karuiax. Ha mpenmeTrHoe cTteno kamanu
pacmiacThIBAIOIIMKA pacTBOp M IMEPEHOCHIM B Hero Omacromep. 3aTeM HaOIIOJanu IOA
MHUKpPOCKOIIOM II0Ka KaIllli HE BBICOXHET M SIpO HE BBIWJAET M3 LMUTOIUIa3Mbl. MecTo, rae
3a()UKCHPOBAHO SIPO OTMEYATH ATMAa3HBIM KapaHIaioM (PUCYHOK 2).

OcHosuble 3tanbl FISH — nuarnoctuku:

* IIpenruGpuauzanuonHas oopaboTka

* Jlenarypauus

* ['ubpumuzanms

* [locTtrubpuauzanuonHas oopadoTKa

e Buzyanusauus v UHTEpHpeTanus NOJIy4eHHbIX PE3yJIbTaTOB

IIpeocubpuousayuonnas oopabomka. Jjis oOpabOTKH CTEKOJ TOTOBUJIM CEPUIO0 PacTBOPOB. B
coctaB 2*SSC BX0oAWIIM pacTBOPHI MENCHHA U mapadopmainbaeruia. s ero npuroTosieHus opanu
20*SSC u n106aBIsAIN AUCTUIUPOBAHHYIO BOY. UTOOBI MPUTOTOBUTH PACTBOP MENCcUHa Opanu 75
MJI JUCTHJIMPOBAHHON BOABI U 5 MKI KPUCTAJJIMYECKOIO IOPOIIKA MEINCHHA, MEepeMEIIUBAIUd U
noGasimsuin 65ul consHOM KUCIOTHI. A [JIs TPUTOTOBJICHHSI pacTBOpa mapadopMaibaeruia
ucnons3zoBanu 500 mr mapadopmanbaeruaa, 25 mu 20*SSC pactBopa u 60 M AUCTUIUPOBAHHOM
BoAbl. It Toro, uro6sl mapadopMaibAeru] MOJHOCTbIO PACTBOPUIICS CTaBWJIM €r0 Ha BOJASHYIO
6anro npu temneparype 85°C. 3arem B mocyny Kommuua Hamusanmm 2*SSC, pacTBOp MemcuHA U
CTaBUIM B BOJASHYIO OaHio mpu Temmeparype 37,5°C. A mapadopManbaeruj OCTaBIsIM IPH
KOMHaTHOI Temmeparype. Korna pactBopsl ObLTM MPUTOTOBJICHBI, OMENIANN CTEKJIa CHAYalio B
pactBop 2*SSC Ha 5 MHHYT, IOTOM B pacTBOp MeENCHHA HA 6 MUHYT. 3aTeM MOMEIIAI 00paTHO B
pactBop 2*SSC, nns momackaHusi, a IMOCIE OCTaBsUIM B pacTBope mapadopmanpieruga Ha 17
MuHyT. Ilo ncredenun Bpemenu nponoiackuainu B pactBope 2*SSC, B 70% u 90% cnmprax, B
JUCTUIMPOBAHHON BOJIE U CyIIWIM B TuOpuau3zatope. Ilocie Toro, kak crekia MoAChIXaid, Kanaiu
JIHK-30H1bI, MOKpHIBaJIM IOKPOBHBIM CTEKJIOM, 3akKjeuBalId NapaduibMOM U CTaBUIU B
rubpuauzatop. Jlajgee HaunHaAIM NPOLIECC JIeHATYpaLUH.

Henamypayus. Jenatyparmio npoussoaumd npu 86°C B Teuenuu 10 MUHYT.

Tubpuousayus. Tubpuausamuio ocymectsnsmu npu 43°C B Teuernu 3 yacos.

Ilocmeubpuouzayuonnas oopabomka. I{nsi Toro, 4roOsl M30aBUTHCS OT HECTEHU(PUUYECKOTO
CBSI3bIBaHHUS 30H/10B, TpoMbIBaiK B 2*SSC pactBope. [lomerianu pacTBopbl B BOJsHYIO OaHio Ha 15
MUHYT Tipu Temmeparype 37,5°C u manu moka TOKpPOBHBIE CTeKIa He OTKIeoTcsa. M 3aTem
nponoiackusaiu B 70% u 90% cnuprax, B AUCTUIIMPOBAHHOM BOJIE U CYIIMIIM B THOpHIU3aTOPE.

Oxkpawusanue u unmepnpemayus pezyibmamos. Ha o0pas3upl kamanu Antifade, B coctaB
KoToporo BxoauT DAPI, nokpeiBaii MOKPOBHBIM CTEKJIOM M MUKPOCKOIIHUPYEM I0J] HUMMEPCHEH.
AHanu3 pe3yiabTaToB IMpH MOMOIIM (DIyOpPECIEHTHOTO MHKPOCKONA TMpPEeACTaBiIseT co0oi
pEeTUCTpallMI0 M UACHTU(DUKAIMIO MCCIAEAYEMBIX XPOMOCOM CHEIU(PUYECKH OKpalleHHBIMU
(GIyopecueHTHBIMU CHUTHAJIAMU Ha Pa3IMYHbIX (QUIbTPaX MPOMYCKAIOIIUX CBET ONpPEIEICHHON
JUTUHBI BOJTHBI.

Pecubpuousayus.locne okoHYaHHS TEPBOrO IUKJIA MCCIEAOBAHUNA yOWpaniu MOKPOBHBIE
CTEKJIa C IPEIMETHBIX CTEKON W mnpomnonackuBaid B 70% u 90% cnuprax, B AUCTUIMPOBAHHON
BOJie W cymmmid B ruOpuamsarope. [locne toro, kak crekna moackixanu, kanamu JIHK-30mH78I,
MOKPBIBAJM TOKPOBHBIM CTEKJIOM, 3aKJIEWBaNU TapaduiIbMOM WM CTaBUIM B THOPHUIM3ATOp IS
BTOPOTO IIMKJIa UCCIIEI0BAaHUH.



Pucynok 2 — Draribl gukcaruu sijipa 071acTOMEpOB.



PE3YJIBTATBI U OBCYXIEHHUE

Brenpenne BCIOMOTaTeNbHBIX PEMPOAYKTUBHBIX  TEXHOJIOTHH JaId BO3MOXKHOCTH
KOMIUIEKCHOMY  HCCJIEIOBAaHUI0 U TIyOOKOMY TMOHUMaHUI MOP(O-(QU3HMOJOTHUYECKHX U
TeHETUYECKUX 3aKOHOMEPHOCTEH paHHEro SMOpHOreHe3a SMOPHOHOB YeIOBEKa.

CymiecTByeT oOueHb TOHKHMH ©OajaHC, KOTOPBIH HEOOXOAMMO TMOAJAEPKUBATH MEXKIY
TOMOJIOTHYHBIMH XPOMOCOMAaMH POJUTENCH Il TOro, 4YTOOBI 3MrOoTa HWHHIIMPOBAJIA IMPOIIECC
IpoOsieHUsT U COXpaHWJA TOCIEAYIOU[YI0 MHTOTHYECKYI0 aKTHMBHOCTh 3MOpHOHa. DTOT OaslaHC
JIETKO HAPYIIAETCS HEJOCTATKOM MJIM M30BITKOM T'€HETUYECKOr0 MaTepuaia OJJHOTO U3 POIAUTEINCH.
B o5tomM ciyyae uacTo 3MOpPHMOHBI OCTAHAaBIUBAIOTCA HA Ppa3HBIX JTanax pa3BUTHS, [pU
MPOXOXKJICHHH KOHTPOJBHBIX TOUYEK JENCHHUS KIETOK W CTaJuHu OJOKOB pPa3BUTHS SMOPHOHOB.
YenoBeueckne KIJIETKHU Yallleé TOJEPAHTHbI K M30BITKY F'€HETUYECKOr0 MaTepualia B CPaBHEHUU C
HefocTaTKOM. Kak BhINIEyKa3bIBAIOCH, TPHUILIOWIHBIE 3MOPHOHBI, BO3HUKAIOIIUE B MPOTpamMmax
BPT, cneayiooT pa3nuyHBIMH OHTOT€HETHUYECKUMHU ITYTSIMH pPa3BUTHA, JaXe €CJIM OHU ObLIN
MOJIy4eHBI OT OJHUX poauTeneit. [IoaToMy TepBBIM 3TAllOM HAIIMX HCCIEIOBAaHUIN OBLIO M3YYCHUE
TEeHETUYECKOro Habopa TPUILIOMIHBIX SMOPHOHOB YeJIOBEKa B 3aBUCUMOCTH OT MEXaHU3Ma
OILIOIOTBOPEHUS, PUBEAIIETO K TPUILIOHIUH.

Ha pucynke 3 mnoxkaszanbel pesyiabTaThl FISH muarHoctwku TpUIUIOMIHOTO SMOpHOHA
AJIMMHHAPOBABIIICTO JIUIIHAA HA0Op '€HOMa W TaKHUM O0pa30oM penapupOBABIICTO JTUTIIIOWHBIH
Habop xpomocoM. Ha 4 pucyHke mnokaszaHbl pe3yiabTaThl FISH nmarHocTHkM TpHIUIOMIHOTO
AMOpHOHA € TIOITBEPIKICHUEM TPUIUIOUINH 1O XpoMocomam 13, 16, 18, 21,22, Xu Y.

Pucynok 3 — Pesynprarel FISH nuarHoctuku TpUIioniHoro sMOpHOHa YeTTOBEeKa
9JIMMUHUPOBABIIETO JMIIHUK Habop reHoma. (YBenuuerue x 1000).
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Pucynok 4 — Peaynprarel FISH nuarHOCTHKY TPHUIDIONAHOTO YMOPHOHA YEIOBEKa C aHOMAJIHHBIM
HabopoMm xpomocoM. A - FISH nuarnocruka mo xpomocomam 13, 18, 21, Xu Y; b - FISH
JMAarHOCTHKa 1Mo xpomMocoMaM 16 u 22 (Yeenmunuenwue x 1000).



B rtabnune 1 mpuBeneHsl ocHOBHBIE pe3ynbraThl FISH ananmsza na 125 tpummongHbIx
SMOPHOHOB YEJIOBEKa C YKA3aHHUEM COCTOSHUSI Pa3BUTHS Ha MOMEHT OMOTICHMH Ha TPEThH CYTKH, a
TaKKe Ha MATBIA JICHb KyJIbTHBHpOoBaHUs. Kak BUIHO 13 TaOnuIbl 1 y 87 TPUILUIOUAHBIX SMOPHOHOB
no pesyinbraram FISH nmarnoctuxkm Obun aumuiomaHbiid HabOp, dTo coctaBuio 69,6%. Camas
BBICOKAsI 4acTOTa JUILIOUIHBIX SMOPHOHOB ObliIa BBISIBJICHA B I'PYIIE IUCIICPMUH, a caMasi HU3Kas
B rpynmne auaHapud. COOTBETCTBEHHO KOJIMYECTBO aHOMAIBHBIX AIMOPHOHOB OBLIO BBICOKMM B
rpymre TUaHApUU U caMasi HU3Kas 9acToTa ObUIa B TPYIIE TUCTIEPMHUH.

Tabmunua 1 - OcHoBHBIE pe3ynbTathl FISH ananusa untepdazusix suep 6macromepon 125
SMOPHOHOB YeJIOBEKa.

OmiogoTBOpeHue N 6-8 k1. | BaacTouncTbl aN 6-8 k1. | BaacTouucTbl
Jluruaus 74,5% 38 5 24,5% 13 0
Juanapus 10% 2 0 90% 19 0
Jucnepmust 89% 47 7 11% 6 0

BbUTO BBISBICHO, YTO Y TPHUIUIOMIHBIX SMOPHOHOB 4YEJIOBEKA CYIICCTBYET MEXaHH3M
NIMMHUHALMY JIMITHETO TAIUIOWIHOTO Habopa B paHHeM 3MOpuoreHese. Yacrora IHUILTIOWIHBIX
SMOpPUOHOB B Tpylie AuruHuM cocTaBmwia 74,5%, B rpynne aucnepmuu — 89% u B Tpymnme
muanapun Bcero 10%.

Ha cnenmyromem »srtame HamuWxX WCCICAOBAHUNM Mbl HM3y4YaJld SIBICHUE MO3aWIM3Ma Yy
TPUILIOUIHBIX YMOPHOHOB YEIOBEKa JIJISl HCKIIOUCHHS OIIMOOK aHaJIK3a.

Tabnuma 2 - Pesynbratel FISH ananu3za mo3zaunnusma npu npoBeeHUH MoHON ouoncuu 60
SMOPHOHOB YeJIOBEKA

Ne PesyabTarel FISH nuarnocruku KoanuecTBo 5MOpHOHOB
1 46, XY 15
2 46, XX 11
3 69, XXX 10
4 69, XXY 6
5 69, XYY 2
6 47, XX, +13 3
7 45, XX, -13 1
8 47, XX, +16 1
9 45, XX, -16 1
10 47, XX, +18 1
11 47, XY, +21 1
12 45, XX, -21 1
13 47, XX, +22 1
14 45, XX, -22 1
15 45, XO 1
16 48, XY, +16, +22 1
17 48, XX, +13, +21 1
18 48, XY, +13, +16; 45, XO; 46,XY 1
19 47, XX, +21; 44, XX, -16, -18 1




Kak mokazano B Tabiuie 2, KOJIWYECTBO M'EHETHYECKH 370POBBIX AMOPHOHOB COCTAaBUIIO
40% (24 smbpuona), u3 Hux 14 —46,XY, a 10 — 46,XX. KonnuecTBo TpUILIOUAHBIX SMOPHOHOB 18,
yro coctaBisier 30 % or obmero yucina SMOpuoHOB. W, HaKkoHeN, B pe3yibTaTe MPOBEACHUS
UCCIIe0BaHMs OBIJIO BBISIBICHO 2 SMOpHOHA C MO3aUYHBIM T'€HOMOM, y KOTOPBIX BBISBIEHA HHU3KAs
yactoTa (3%) HapylIeHUs CErperaluu XpoOMOCOM.

BbIBO/IbI

Takum o00pa3oMm, NPOBEIEHHBIE MCCIEJOBAHUSA U IIOJyYCHHbIE HAa MX OCHOBE [JaHHbIE
MO3BOJISIOT CIENIATh CIICIYIONIUE BHIBOIBI:

e BbIsBIECHO, UTO Y TPUIJIOUIHBIX SMOPHOHOB YEJIOBEKA CYILECTBYET MEXaHU3M JIUMUHALUN
JIMIITHETO TarIonTHOrO Habopa B paHHEM 3MOpHOreHe3e Ha CTaluu IpOOICHHS.

e VYCTaHOBJIEHO, YTO YacTOTa JUILIOMIHBIX SMOPUOHOB B IpyIle JUTMHUM cocTaBuia 74,5%,
B rpynmne gucnepmuu — 89% u B rpynne nuanapuu Bcero 10%.

e BrpiBinena Huskas yactota (3%) HapylleHHs cerperanuyd XpOMOCOM Y TPUILIOMIHBIX
SMOPHOHOB YEJIOBEKA.
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JleHeZieH ThIC YPBIKTAHABIPY OaFaapiiaMachlHBIH asChIHIIA TPUILTOUITH SMOPHUOHIAp a0OPTTHIK
MaTepuain OOJBIN TaOBUIBII, KOUBIIAABI. Aaiiia, TPUILIOUITEI SMOPHUOHIAP/IBIH ICKE aChIPHUIATHIH
MMOTEHITMABI )KOHE T€HETUKAJIBIK MEXaHU3M/IEpl ol KyHre neiin Oenrici3. OchlFaH OailIaHBICTHI,
KPT Garnmapnamanapsia/ia alaMHbBIH TPUTUIOUATH SMOPHOHIAPBIHBIH TeHETUKAIBIK KOPCETKIITEPIH
3epTTey — YPBIKTAHIBIPY NpoleccTepl MEH aJaMHBIH epTe AMOPHOHTEHE31 TYCIHIKTEpIHE TEK
KOJJIaHOaJIbl FaHa eMec, COHbIMEH Oipre QyHIamMeHTanpAli MOH Oepeni. 3epTrey Kyprizy
OapbIChIHAA alaMHBIH TPUIUIOUATH 3MOPUOHIAPBIHBIH €pTe 3MOpPUOTEHE3iHACT] T'eHETHKAIIBIK
EpEeKIIEeTIKTEPl )KOHE AUTUHUS, JUAHIPUS COHBIMEH Karap IUCIEpMHUS CallJapblHAH makaa OoyFaH
TCHOTHIITET] apPTHIK KHUBIHTBIKTBIH OPTYPIi JOpEXkKeneri dTUMHHALUACH OOMBIHINIA MaryMaTTap
QJIBIHFaH. AJTaMHBIH TPUILUIOUATE YMOPUOHIAPBIHAAFEI CETPETalis JKOHE CHHTaMUs YpAicTepiHaeri
XPOMOCOMAaJTapIbIH Oy3bIIBICTAphIHA OaFa Oepiyii. 3epTTey KYprizy OapbIChIHA KeJIeCl HOTHKEIEeP
QIBIH/ABI, aJaMHBIH TPHUIUIOMATH AMOPHUOHAAPBIHIA €pTe OSMOpHOTCHE3iHAEC OOIIIEeKTeHY
CaThICBIH/IA aPTHIK TAaIUIOWATHIK JKUBIHTBIKTHIH JJIUMHHALUSACHI OpPBIH aJaThIHBl aHBIKTAJIIbI,
JUTUHUS TOOBIHIAFBI JUILIOUITH SMOPHUOHIAP/IBIH Ke3/1eCy Kuiliri — 74,5%, aucrnepmusi TOObIH/IA
— 89% >xone aumanapus ToObiHAAa — 10% FaHa exeHpiri Oenrim OOJIbI, alaMHBIH TPUILIOUATHI
SMOPHOHAAPBIHAA XPOMOCOMAIAP/BIH CHUTPEIUSACHIHBIH OY3bUIBICTAPBIHBIH ToMeH >kuimiri (3%)
AHBIKTAJIJIBL.
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Within the IVF program, triploid embryos are abortive material and are disposed of.
However, the potential and genetic mechanisms realized in triploid embryos are still unknown. In
this case, the study of the genetic indices of human triploid embryos in the programs of assisted
reproductive technologies is not only applied but also fundamental in understanding the processes
of fertilization and early embryogenesis of human. During the study, data were obtained on the
genetic features of early embryogenesis of human triploid embryos and the different frequency of
elimination of excess genomic set in their genotype that arose as a result of diandra, diginiya and
dispermy. An assessment was made of the incidence of singamy disorders and chromosome
segregation in human triploid embryos. In the course of the study, the following results were
obtained, it was found that in human triploid embryos, there is a mechanism for eliminating the
excess haploid set in early embryogenesis at the cleavage stage, it was found that the frequency of
diploid embryos in the diginic group was 74.5%, in the dispermy group 89% In the diandra group
only 10%, a low frequency (3%) of the violation of chromosome segregation in human triploid
embryos was detected.

Key words: meiosis, fertilization, embryo, genetic diagnosis, triploidy.



