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CBSI3b KOJIHYeCTBEHHBIX XPOMOCOMHBIX AHOMAJIMI CIIEPMAaTO30U10B 1
NpenMILNIAHTAMOHHBIX YMOPHOHOB

I'ontaps 10.B., Mnbun W.E., Byaepainkas H.A.

CoBpemeHHas reHeTHYeCcKas IMarHOCTUKA MO3BOJIIET YCTAHOBUTH XPOMOCOM-
HbIE HEPACXOKJICHHS HE TOJIBKO B IMTOCTHATAJILHOM U NMPEHATAIIBHOM MEPHUOJIaX, HO
TaK)Ke B IMOJIOBBIX KJIETKAX U paHHHUX dMOpuoHax. Tak, B cmepMaro3ongax Hanbo-
Jiee pacrpoOCTPaHEeHO HepacxokaeHue 1o 18 u mosoBeIM XpomocoMam. B nmpenm-
MJIAaHTAlMOHHBIX AIMOPHOHAX HanboJiee BCTpeuaeMble aHeYTUIOuuu 110 21 u 18
xpoMocomam. J{oJisi aHOMalTbHBIX SMOPHOHOB B LIENIOM cocTaBmiia 65, 2 %, 4To
yKa3bIBaeT Ha HanboJee 3PEeKTUBHYIO TUMUHAIIUIO HEKU3HECTTOCOOHBIX AIMOPH-
OHOB Ha PaHHEM MPEUMIUIAHTAIIMOHHOM JTare.

KitoueBbie cioBa: aHEYIIOWINH, TPEUMITIAHTAITMOHHBIA TCHETHYECKUIN CKPH-
HUHT, SMOPHOH, CIIEpMaTO301 1, (PIryopeciieHTHas in situ THOPUN3AIIHS.

Communication quantitative chromosomal abnormalities of spermatozoa
and preimplantation embryos

Gontar Y.V, llyin L.E., Budeatskaya N.A.

Modern genetic diagnosis allows to establish chromosomal nondisjunction not
only in postnatal and prenatal periods, but also in germ cells and early embryos.
Thus, the most common nondisjunction in sperm are 18 and sex chromosomes. The
most common aneuploidy in preimplantation embryos are chromosomes 21 and 18.
Win abnormal embryos was 65, 2 %, which indicates that the most effective elimi-
nation of nonviable embryos in early preimplantation stage.

Keywords: aneuploidy, preimplantation genetic screening, embryo, spermato-
z0oa, fluorescent in situ hybridization.

BBenenue

CoBpeMeHHas penpoyKTUBHAs FT€HETHKA HAPABIIEHA HE TOJIBKO HA BBISIBIIC-
HU€ T€HETUYECKUX HAPYIIEHNUM, HO U, IIPEXKIE BCETO, HA MPEAYIIPEKICHUE POXKIIE-
HUs JIeTel ¢ nmarosorusMu. KosmuecTBeHHbIE XpOMOCOMHBIE aHOMAJINN, KOTOPBIE
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MOTYT BO3HUKHYTb Ha Pa3IMYHBIX CTAJAUSIX PA3BUTHUS SMOPHUOHOB, YA€ BCETO SIB-
JSI0TCS PUYMHOM HAPYIICHUS] UMIUIAHTALIMM, CTIOHTAHHBIX CaM0abOPTOB WIIK
MHO>KECTBEHHBIX MTOPOKOB Pa3BUTHS Tu107a. YacToTa HeBbIHAIIMBAaHUS OepeMEH-
HOCTH B MUpOBOU nomnyisuuu coctasisieT 20 %. B cTpykType HEBbIHAIIBAHUSA
4acTOTa MPUBBIYHOTO BBIKUBIIIA KoJieOaeTcs oT 5 % 10 20 %, a e TMHUYHBIX CITy-
yaeB 3aMupanus 0epemeHHOCTH — 45—88, 6 % oT unciaa caMmonpoON3BOILHBIX BbI-
KUBIIIeH Ha paHHUX cpokax (6—8 Hemenb recramuu). [Ipu vccieqoBanuy Marte-
puaia BBIKUABIIIEH OOJBITMHCTBO OOHAPYKEHHBIX XPOMOCOMHBIX HapyIICHUH
UMEITH KOJUYeCTBEHHYI0 3Tnosoruio (95 %) [4]. B cpoke recranuu 10—12 Heaens
XPOMOCOMHBIE AHOMAJIUK COCTABISAIOT 4, 5—7 %, a BO BTOPOM TpUMECTpPE — 2—
3 %. Uto KacaeTcsi HOBOPOKIEHHBIX, TO YACTOTa CTPYKTYPHBIX M KOJIMYECTBEHHBIX
XPOMOCOMHBIX OTKJIOHeHHH BeTpeuaetcs B 0, 6—0, 7 % [9]. lannas TeHaeHIus
yKa3bIBaeT HA CYyIIECTBOBAHUE IPUPOAHOTO OTOOpPA HA TEHETUYECKOM YPOBHE,
CHIDKasl, TAKUM 00pa3oM, POKJICHHE HEXU3HECITOCOOHBIX 0cO0ei B 00IIIei ueso-
BEUYECKOU MOMYJISALIUU.

biiarogapst pa3BUTHIO METOJIOB BCTIOMOTATENIBHBIX PENPOTYKTUBHBIX TEXHOJIO-
ruii (BPT) u BBeIeHUIO B IIMPOKYIO MPAKTUKY TEXHOJIOTUHA MUKPOMAHUITYJISIIIUH C
OTZAEJIBHBIMH KJIETKaMH, CTaJI0 BO3MOXKHBIM BBITIOJIHATh CKPUHUHTOBBIE UCCIIE0-
BaHUS ONPEAEIEHHON TPyl XpPOMOCOMHBIX AHOMAJIMNA B AMOPUOHAX J0 EPEHO-
ca ux B MaTKy. [1o naHHBIM 3apyOeKHBIX aBTOPOB, IPUMEHEHHE CPABHUTEIbHOM
T€HOMHOM ruOpuAN3aui, KOTOpas MO3BOJISET OLICHUTh BECh XPOMOCOMHBIN
HA0O0P, 1aJI0 BO3MOKHOCTb YCTAHOBUTD, UTO JI0JIS1 AYIIJIOUIHBIX SMOPHOHOB, MOy~
YEHHBIX B IIMKJIAX OIUIOJOTBOPEHUS in Vitro, cocTaBuiia BCero Juiib 25 %.

[TpuYrHBI XPOMOCOMHBIX HapPYIIICHU:

1) cOo¥ MEHOTHYECKOTO JCNICHUSI: CITydar HEPACX0XKICHUS TOMOJIOTUIHBIX
XpOMOCOM, YTO MPUBOJIUT K TOSIBJICHUIO MOHOCOMUH I Tprucomun. Hepacxoxk-
JICHUE XPOMOCOM B SIHIEKJICTKAX U CIICPMATO30MIaX MOXKET IMPOU30UTH B JIFOOOM
IEPHUOIC MEHOTHYECKOTO JICIICHUS;

2) aHOMAJIbHBIN MPOIIECC KPOCCHHTOBEPa MPH MEHOTUYECKOM JICJICHUN TaMeT
(HanpumMep, OOMEH y4acTKaMu HETOMOJIOTHYHBIX XPOMOCOM);

3) npoOeMbl, BOSHUKAIOIIKME MTPH OILIOJOTBOPEHUH: CIyYaH OTLIOIOTBOPEHUS
OOITUTA IBYMSI CIIEPMATO30HIaMH (IUCTIEPMHSI), B PE3yIbTaTe BOSHUKAET TPHUILIO-
UTHBIN YMOPHOH;

4) HapylIeHHUS MEePBBIX MUTOTUYCCKUX JICTICHUI: TIOJTHAS TCTPATLIOUIHS, BO3-
HUKAIOIIAs TIPU TIEPBOM JICJICHUH MUTO3a, TPHUBOIUT K YIBOCHHIO XPOMOCOM U OT-
CYTCTBHIO pa3JIeJICHUS IIUTOILIa3MBlI;

5) BO3HHMKHOBEHHE MO3aWIIM3Ma Ha 3Tale MUTOTHYECKOTO JSICHUs YMOPHUOHA
IIPH HEHOPMAJIHLHOM PACXOXKJICHUH XPOMOCOM B KJIETKAaX SMOPHOHA, HAYUHAS CO
BTOPOTO KJICTOYHOT'O JICJICHUS ITOCIIe 00pa30BaHus 3UTOTHI. [6]
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Y cTaHOBUTH XPOMOCOMHBIN Ha0OP OOIMTA UJIK CIIEPMATO30M 1A C MPUMEHEHUEM
COBPEMEHHBIX METOJIOB BO3MOKHO, HO JJIsl 3TOT0 TpeOyeTcs «yOuTh» KIeTky. s
TEOPETUYECKOTO ONPEAETECHHS XPOMOCOMHOI'O COCTaBa SIMLIEKICTKHA UCCIEAYIOTCS
MOJISIPHBIC TEJIbIIA, HO JAHHOE MCCIIEOBAHUE HE TAPAHTUPYET YCTAHOBJIEHUE XPO-
MOCOMHOT'0 Habopa 3pesioro 0oIuTa, TOTOBOTO K OIIoA0TBOpeHuto. [ToaTomy ua-
1€ BCEr0 HAPYLUIECHUs OOLUTAPHOTO MPOUCXOKICHUS OLIEHUBAIOTCS I10 PE3YJIbTa-
TaM MPEUMIUIAHTAIIHOHHOW T€HETHYECKON IMarHOCTUKH.

MykcKue ToJIOBbIE KIETKU 00Jiee JOCTYITHBI JIJIi XPOMOCOMHOT'O aHaJn3a, a
MMEHHO BBIYUCIISIECTCS JIOJII XPOMOCOMHBIX HEPACXOKICHHUM B MOJBIKHOMN (pak-
MU CTIEpMaTO30MA0B. PaHee, XxpOMOCOMHbBIE aHOMAJIUH MPUTTHCHIBAIH, IPEK]IC
BCEr0, HAPYIIICHUSAM B )KCHCKOM 1m0JIoBo# KiteTke [1]. Ho ciepmaro3ounabl Takxke
UTPAIOT OOJIBIIIYIO POJIh B BOSHUKHOBEHUM aHEYIUIOUIUN SMOpHUOHA U ero Mop(do-
KHHETHYeCKoe pa3Butue[d].

eab uccaenoBaHus

[{enbto uccaen0BaHMUs ABISECTCS YCTAHOBUTD BIUSHUE HAPYLICHUSI KAUYECTBEH-
HBIX MTOKa3aTesield MyKCKUX T€HEPATUBHBIX KJIETOK Ha SYIUIOUTHOCTH U MOP(OIIO-
TUYECKOE KaYeCTBO PAHHUX YMOPHUOHOB CPeIv MAIMEHTOB C IMArHO30M «OeCIuio-
e, ONPeIeNUTh JOJIU XPOMOCOMHBIX HAPYIICHUH B 6J1lacToMeEpax YMOPUOHOB B
COOTBETCTBUHU C ITAHEJBIO UCCIICIOBAHUS.

MarepuaJj 1 MeTOAbI HCCIAETOBAHUS

CO6op nepBuuHOM MH(pOpMAIIK TPOBOAMIICS Ha 0a3e TuarHoCTUYECKON j1abopa-
topuu OO0 «Menunuuckuit ientp UI'P» (mupexrop — k.men.H., N.E. Nnbun) B
nepuo ¢ 2013 mo 2014 rr. Kax sl marueHT, oOpaiiasch BIIepBbIe B MEAUINH-
CKHH IIEHTp, ObLIT IPEAYNPEKICH 00 UCIIOIB30BAHUH €0 JUYHON HH(DOPMALIUK U
noanuchiBal «MHpopMHUpOBaHHOE cortacke» Ha 00pabOTKy €ro nepcoHaIbHBIX
nauubiX. [Iponenypa nadopmupoBanus mpoBoauIach B coorBercTBum ¢ «Iloso-
YKEHHEM O TOpPsIKe 00padOTKU IMEPCOHATBHBIX JaHHBIX manueHToB OO0 “Menu-
rmHckui meaTp UI'P”y, kotopoe pazpaborano Ha ocHOBe 3akoHa YkpauHsl «I1po
3amuTy nepcoHanbHbIX JaHHBIX» N 1/20314 ot 03.01.2012 roga. BuyTpennmii
JOKYMEHT 00 MHGOOPMHUPOBAHHOM COTJIAIIICHUH ObUT YTBEPHKICH MEIUIIMHCKUM CO-
BeToM OO0 «Menuuunckuii nentp UI'P» (mpotokon 3acenanust Ne 6 ot
12.08.2013 rona).

[TameHThI, KOTOpPBIE BKIKOYEHBI B JAHHOE UCCIIEIOBAHKE, IPOXOIUIIN C JTha-
rHO30M «Oectioaue». O0paboTaHbl pe3yabTaThl 00CIeT0BaHNus 259 My>KUHH, KO-
TOPBIM Ha3HAUYaJIOCh MCCIIEJOBAHUE ISKYIsTa. Bo3pacT naiieHToB BapbUpOBajl OT
20 o 61 roma, cpeTHHI BO3PACT JAHHOM TPYIITHI UCCIEAYEMBIX COCTaBua 36, 3

oHTapb KO.B., MnbuH U.E., Bygepaukas H.A., CBsi3b KONNYECTBEHHbBIX XPOMOCOMHbLIX aHOMa-
nui cnepMmaTo30MaoB 1 NPeuMniaHTaunoHHbIX 3MOPMOHOB // «XKnBble 1 OUOKOCHbIE CUCTEMbIY.
— 2014. — Ne 8; URL.: http://www.jbks.ru/archive/issue-8/article-11



OnekTpoHHoe nepuoaundeckoe nsgaHme KOOY «XKueble n GuokocHble cuctembl», Ne 8, 2014 ro-
aa

7, 14 net. Taxxe B 3TOT epuo/] ObLI MPOBEJEH NPEUMIUIAHTAIIMOHHBIN reHeThYe-
CKHMM CKPUHUHT XpPOMOCOMHBIX aHOMAJIU SMOPUOHOB, MOJIYYEHHBIX B 72 IUKIIAX
OTUIOJIOTBOPEHUS 1n Vitro, cymMmmapHo 664 smOpuoHa. Bo3pacT naiueHToK, KOTOpbie
POXOUJIM JieueHue B nporpammax BPT B komOMHAaIMK ¢ IpEeUMITTIaHTAlMOHHBIM
TeHETUYECKUM CKPUHUHTOM, HaXOIUJIcs B nuanazone ot 22 1o 42 net. Takum 00-
pa3oM, CpeTHUN BO3pacT KeHIMH paBeH 31, 8 £ 5, 22 rogam.

Myk4urHaM ¢ HapyIIeHUEeM CIIepMaTOTeHEe3a IPOBOIUIOCH MOJIEKYJISIPHO-
IIUTOTEHETUYECKOE UCCIIEIOBAHNE METOJI0M (PIIyOpECIIEHTHOH 1n situ rTudpuan3a-
un (FISH) Ha criepmaro3ounax ¢ npeaBapuTeabHON ux aexkoHaeHcanuei. C ie-
JIBIO OTIpeJIeTICHNUs YPOBHS aHCYIUIOUINH CIIEpMaTO30MI0B UCIIOIH30BaIM MHOTO-
1BeTHYI0 mpody AneuVysion mis xpomocom X, Y, 18, 13, 21 (nmpou3BoauTeb
Abbott, CIIIA).

[ToaroroBka mpemnapaToB MPOU3BOAUIIACH ITOCIE CAYX MAIUEHTOM ISKYIIATA.
Heobxoanmblii 00beM criepMbl TOMEIIAJICS B TPOOUPKY U TPHUXKIbI OTMbIBAJICS
dbocharasim 0ydepom. [Tocne 3Toro ocagok packamnbiBajics Ha CTEKIA U cymuics 1
yac npu Temmnepatype + 50 C. B nanpHeliem cTekiia ommycKaaiuch B €MKOCTb C
dbukcaTopom u ocTaBisUIMCh Ha 18 wacoB mpu Temneparype - 20 C. [1o npore-
CTBUM YKa3aHHOI'O BPEMEHH MPOBOMIACH JEKOHAEHcCAUs IyTeM MHKyOauuu B 0,
1 N pactBope runpokcua HaTpusl. 3aTeM CTEKJIa OMOJACKUBAIUCH B ochaTHOM
Oydepe u mpocylmnBanuchk Ha Bo3ayxe. Jlanee npoBoaunach npearuopuan3aioH-
Hasl MMOJATOTOBKA MpenapaTa, U HaHocuauch mpoosr CEP 18/X/Y u LSI 13/21 Ha
IpeIBApPUTENILHO OTMEUYEHHBIE 30HbI ruOpuan3anuu. CTEKI0 ¢ HAHECEHHBIMU 30H-
JaMH TIOMENIAIOCh B THOPUIN3aTOP C YCTAaHOBIEHHOM MPOTPaMMO IeHATypaIuu
u rubpuauzanuu npu + 37° C pnutenbHOCThIO OT 4 110 12 yacoB. 3ateM Auis yna-
JICHHs] HETUOPUAN30BABIINXCS IPOO CTEKIIa MOJBEprainch OTMBIBKE. [lanee mpe-
napaThl OKPAIIMBAIIMCH, i IPOBOIUIACH JETEKIUS (ITyOPECIEHTHBIX CUTHAJIOB CO-
IJIACHO CTaHAAPTHOMY MPOTOKOMy. J{Jist MccienoBanusi ypOBHS aHEYTUIOUIUN B
criepMaro3omiax nmpopowics anaiau3 1000 kietok. [2].

Uccnenosanue ypoBus dparmentanuu JJHK npoBoauics merogom SCD
(Sperm Chromatin Dispertion test) ¢ ucrnoap3oBaHHEM KOMMEPYECKOro Habopa
Halosperm (mpoussoactso Halotech dna, Mcnanus). [Ipu 3T0M HOACYUTHIBAIOCH
500 keToK, ¥ OILICHUBAJICS pa3Mep Opeosia BOKPYT TOJIOBbI CIIEPMAaTO30H .

HccnenoBanne anoMaabHON KOHJIEHCAMU XPOMATHHA BBIIIOJIHAIOCH C IIPUMe-
HEHHEM aHUJIMHOBOI'O TECTA C UCIOJIb30BAHUEM KPACUTEISI METUIICHOBBIN CUHUM.
IIpu 3TOM BCsI rOJI0OBKA CIEPMATO30Ma OKPALIMBAJIACH B TEMHBIN LIBET, €CJIN I10-
JIOBast KJIETKA HeceT OeJIKHU, XapakTepHbIe JIsl HE3PEJIOro CIIiepMaTo301aa, B TO
BpEMsI KaK 3pesble CIIEPMATO30M bl UMEIOT «CBETIIYIO» HEOKPALIEHHYIO F'OJIOBKY.
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Jlns onpenesieHusl ypoBHsI aHOMaJIbHOM KOH/ICHCAIIMU XpOMAaTHHA T0/ICUUTHIBA-
jock 200 criepMaTo30UI0B B HCCIIEAYEeMOM O0pasIie.

Marepuan 1151 NpeUMIIaHTallMOHHOTO CKPUHUHTA ObUT MOJTYYEH MyTeM aclupa-
IIUW OJTHOM KJIeTKH (OracToMepa) SMOpHOHA Ha CTAllMK § KIIETOK, IIPH STOM KJICTKU
001a1ar0T TOTUIIATCHTHBIMU cBoMicTBamHu [8]. Tlonydenuslii 61acTomep mocie 00-
paboTKu TUIIOTOHNYECKUM pacTBOpoM (1 % turpaT HaTpus) pUKcupoBaics HA
CTEKJIE C TIOMOIILI0 CMECH METAHOJIa M YKCYCHOM KHUCIIOTHI B COOTHOIIIEHUH 3: 1
(¢pukcarop Kapnya). [locnenyromnum 3Tanom SBisioch HaHECEHUE (HITyOPECIICHT-
HeiX JIHK-30H10B B 30HY, IJie HAXOIWIKCH si/ipa KIETOK AMOproHa. OOBIYHO HC-
MOJIB3YIOTCS 30H]IbI A1 XpomocoMm 13, 16, 18, 21,22, X, Y, ucciegoBaHus KOTo-
pbix obecrneunBaroT kommepueckue Habopsl PB MultiVysion u CepX/CepY (po-
u3BoauTesb Abbott, CIIIA) CTekiio ¢ HaHeCeHHBIMH 30HIaMH IIOMEIIAIOCh B TH-
OpUaM3aToOp C YCTAaHOBJICHHOW MPOrpaMMOil IeHATypallii U THOpuan3auuu npu +
37° C murensHOCTRIO OT 4 10 12 wacos. [loctrubpuan3amnuonnas 00padoTka
BKJTItoYasia oTMbIBKY B pactBope 0, 7XSSC/0, 4 % NP-40 npu temneparype + 73° C
(7 munyt) 1 2XSSC/0, 1 % NP-40 nmpu komHatHO# Temnepatype (1 muHyTa). MuK-
POCKOTIMYECKUH aHAIN3 OCYIIECTBIISIICS C HCTIOIB30BaHUEM (ITyOPECIICHTHOTO
mukpockorna Olympus BX 51 (mpoussojactso CIIIA), 060pya0BaHHOTO COOTBET-
CTBYIOIIMM HA00pOM (QUIBTPOB U TPOrPAMMON aBTOMATUYECKONH 00pabOTKH M300-
paxeHwusi, B JaHHOM cirydae rporpamma ISIS (mpoussonctBo Meta Systems, ['epma-
HUSN).

Pe3yJIBTaTLI HCCJICA0OBAHUA U UX oﬁcymneHne

UccnenoBanue CTpousioch Ha pe3ysIbTaTax aHaJIM30B IAKYJsATa 259 marueHToB
U 72 LMKJIOB OILIOIOTBOPEHHS in Vitro.

[1o naHHBIM MOJIEKYJIIPHO-IITUTOTEHETUYECKOTO aHAIH-
3a metoaoM FISH ypoBens aneymmonauii B criepMaro3oniax OblUT B 1HMaNa3oHe OT
1, 8 % no 23, 7 %, Torna Kak B HOpME MPOIICHT HEPACXOXKICHUN XPOMOCOM HE
NoJpKeH npeBsimath 2, 5 % [5]. [Ipu aHanu3e criepMaTo30MI0B BCTPEUATUCH Clle-
JYIOIIME BapUAHTHl aHEYTUIOUINI: HATMYNE JBYX MOJIOBBIX XPOMOCOM
(XX, YY, XY), HylucoMus 110 MOJOBBIM XPOMOCOMaM, HaJTM4Kie HECKOJIbKUX I10-
JIOBBIX XpoMocoM U aytocoM (XXY 1818, XX 1818, XY 1818, XYY 1818), nynu-
COMHUS TIO ayTOCOMHBIM XpomocoMam (X_, Y , 13 , 21 ), mpuCyTCTBHE HECKOJIb-
kux aytocom (1313 21, 13 2121, 1313 2121). O600111eHHBIE JaHHBIE 110 AHEYTIOHU-
JIASM CIIEPMATO30M 0B TIPEACTaBIICHbI B Ta0uIe 1.
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Tabauya 1 — Bapuabenvnocms nokazameisi GHEYNIOUOUL CHEPMAMO30UO08

HccienoBaHHLIE Cpennee 3HaueHune Hopma, /ToJ1s1 HepacxoKIeHust
XPOMOCOMBI Hepacxo:xxaenusi Ha % XPOMOCOMBI B ClIepMa-
1000 xaeTok, TO30M1AaX,
% %%
XY 2,71+1,73 0.5 30, 21
13 1,86 +1, 36 0.5 20, 74
18 2,36+1,54 0.5 26, 31
21 2,021, 24 0.5 22.74
O01Iee KOJIHIECTBO
aneyrmiouaumii (13,18, 8,974, 26 2,5 100
21,X/Y)

Cambie BBICOKHE YPOBHU HEPACXO0XKICHUSI XPOMOCOM B CIIEPMATO30MIaX 3a]1EH-
CTBOBaHbI 18 U MOJIOBBIE XPOMOCOMBL.

B 3aBrcHMOCTH OT BO3pacTa TEHJAEHUUS HEPACXOKACHUS XPOMOCOM B MYKCKHUX
IIOJIOBBIX KJIETKaX HEOAHOpPOAHA. HO B COOTBETCTBUM C MPOBEAECHHBIM AHAJIN30M
TEHJEHIMS K CHI)KEHUIO YPOBHS aHEYIUIOUANI HaOt01aeTCs ¢ YBEIMYEHUEM BO3-
pacrta, 4To, CKOpee BCEro, OOBSICHAETCS CTUJIEM KM3HU (CHUKEHHE YaCTOThI MOJI0-
BBIX KOHTaKTOB, COOTBETCTBEHHO YMEHBIIEHUE BEPOATHOCTh OCTPHIX BOCHANIH-
TEJIbHBIX COCTOSIHUM, a TAK)KE YBEIIMUUBACTCA BPEMEHHOM ITPOMEKYTOK MEKITY
ISKYJIALUSIMH, CIOCOOCTBYIO MTOJIHOMY CO3PEBAaHUIO T€HEPATUBHBIX KJIETOK U T.IL.).
VYka3aHHYI0 3aBUCUMOCTb 0TOOpaxkaeT pucyHOK 1. JlaHHbIE 10 Kax/10i TOYKE BO3-
pacra yCpeaHEHbI B COOTBETCTBUM C YMCIEHHOCTBIO MY)KYHUH 110 KaKIOMY BO3-
PacTHOMY IIOKa3aTeJIIo.
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Pucynox 1 — pacnpedenenue ypoeHetl HepacxoncoeHusi XpoMocom 8 CHepMamo30udax 8 3a6Uci-
Mocmu om 803pacma 00ciedyemvlx

Kpome ypoBHs aneyrmonanii cnepMaTo30M0B CYIIECTBYET MHOKECTBO IPYTUX
MoKa3aTesiel, CBSI3aHHbIX C KAUECTBEHHBIMU XapaKTEPUCTUKAMU ISKYJSATA. DTO
ypoBenb pparmentanuu JJHK ciepmaro3zonoB, aHoMansHOM KOHACHCAITMH XPO-
MaTHHa criepMaTo30uaa, Mopdoorus u apyrue. HekoTopbie mokazaTtenu UMEIoT
B3aMMOCBsI3b. B Tabmuiie 2 cBeIeHBI JaHHBIE O TAIMEHTAX C MPEBBIIIAIOITIMHI
HOPMY YPOBHSIMU TOM WJIM HHOM XapaKTEPUCTUKHU U BBIBEJICHA JOJISI CIIy4aeB, IPU
KOTOPBIX MMOKa3aTesi KOMOMHUPOBAIUCK.

Tabruya 2 — Bzaumocssnzv nokazamenetl d8Kyaama

Ioka3aresnb, NpeBbIIAIUIA HOPMY B KOMOMHALIMHU € IPYrod Xapakre-
pHMCTHKOH IKyJasTa, %0

IMoxa3arenns Hepacxoxne- @parmenta- Anomanb- Mopdono- [logsux-  [KoHueHtpa-
Hue xpomocomuus JJHK  Has  KoH-rus HOCTB IS

(FISH) MEeHCALNS
XpOMaTrHa

Hepacxoxne-
HHE XpOMOCOM - 28,3 27,3 54,5 44, 2 52,7
(FISH)

DparmMeHTaIu:

THK 75,7 - 51,6 55,6 68, 1 49,1

AHOMAaJILHAS
KOHIECHCALIUS 28,6 53,8 - 66, 7 85,7 66, 7
XpOMaTHHA

I'pynnbl nmo mokazaresisim, npe-
BbIIIAKIKMM HOpMY Y 100 %
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Mopdomorust

100 306 43.8 ; 636 71,2
n
OABIDKHOCTR) 43 g 236 23 9 76,3 ; 65, 2
Kourie a
HHCHTPAY 4 7 21,6 47,9 32,8 87.8 i

Taxum oGpazom, eciu paccMOTPETh Ipymmy, B KoTopor y 100 % my»4uH ObL1
NOBBIIIEH YPOBEHb AHEYIJIOMIUNA B CIIEPMATO30MaX, TO B 3TOM K€ IPYIIIE yPO-
BeHb (parmenTtanun JJHK Obut1 BHE HOpMBI y 28, 3 % MalneHTOB, MOBBILIEHHBIN
1oKa3aTelb [0 AHOMAJIbHON KOH/ICHCALMU XPOMATHHA CIIEPMAaTO30M10B HaOJIIO-
nancsy 27, 3 %, Mmop¢os1orusi TeHEpaTUBHBIX KJIETOK MPEBbIIIANa JOMYyCTUMbIE
rpaHutibl y 54, 5 %, CHI>KeHa MOABUYKHOCTD CIIepMaTo30uA0B Obla y 44, 2 %, a
TaK)Ke HU3Kas KOHILIEHTpAIUs KJIETOK B dKYJISITE YCTAHOBIIEHA Y 52, 7 % MyX 4MH.
[Ipu sToM oOparaet Ha ce0si BHUMaHKE TpyTIia MalMeHTOB ¢ aHOMaJIbHON MOpdo-
norueit ciepmatozonaoB. B 100 % cirydaeB Ob110 YCTAaHOBIECHO MOBBIIICHUE YPOB-
HSl HEPACXOXKJACHUS XPOMOCOM B MYKCKUX ramerax. Cieayer 3aMeTUThb, YTO Mpo-
CJIE)KMBAETCS B3AaMMOCBS3b MEK/ly YPOBHEM aHEYIUIOMAMN B CIIEPMATO30MaX U
Mopdororueii, KoHleHTpaiuei u yposaeM ¢parmentaruu JJTHK cnepmaTto3onios.

KauecTBeHHbBIC TTOKA3aTeNN ISAKYIATA TAK)KE OKA3bIBAIOT BIMSHUE HA MOP(]OII0-
TUI0 YMOPHOHOB, @ UMEHHO Ha Mporiecc OnacTysuuu. Cuuraercs, 4To Hauboliee
MEPCIEKTUBHBIE JJISI UMIUIAHTAIUU 01aCTOIUCTHI (AMOPHOH Ha MSATHIE CYTKH KYJIb-
TUBHUPOBAHUSA) JOJKHBI UMETh rpananuio SAA no knaccudukanuu J. 'apanepa.
Ha pucynke 2 npenctaBieHo BIMSHUE KAYECTBEHHBIX XapaKTEPUCTUK ISKYJIIATA,
OTJIMYAIOIIUXCSL OT HOPMbI, Ha KOJUYECTBO SMOPHUOHOB, Pa3BUBIINXCS 10 CTAAUU
OsactouucTsl kinacca SAA. [IpoananusupoBansl JaHHbie 10 506 sMOpruOHaM.
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Pucynox 2 — Jlons bnacmoyucm 5AA (no I'aponepy) om obueco konuuecmsea sMOpUOHO8 npu

noxkasameiix AKyaAama, onaudarouuxcs ont HOpmbsl

Takum oOpa3om, NMoBBINICHHBIH ypoBeHb PpparmenTanuu JJHK cnepmarosounion
OKa3bIBaeT HanboJiee HETaTUBHOE BO3/ICHCTBUE HA MOP(OJIOTHUECKHIE XapaKTepu-

CTUKHA SMOPHOHOB.

[Ipu couetanuu AByX MoKaszaTesei dSIKyJIsATa, OTIIMYAIOIIUXCS OT HOPMBI, TAKXKe
Ha0JI0JaeTCsl TEHEHIINS K CHI)KEHUIO KOJIMUECTBA )KM3HECTIOCOOHBIX YMOPHOHOB.
Ha pucynke 3 oToOpakeHa 3aBUCUMOCTb MEXAY KOJIMYECTBOM JYTIIOUIHBIX IM-
OpHOHOB, HACTYIUICHUEM OJIaCTYyJISLMU U KOMOUHAIIMEH HAPYILIEHUH B JSIKYJISATE.
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Pucynox 3 — Bzaumocesse nokaszameneti FISH-ouaenocmuxu u gppaecmenmayuu /JHK cnepma-
mo30u006 ¢ pesyromamamu I ][ u mopghonocuveckum xawecmeom smMOpUoOHo8

Hanuuwne ABYX KaUC€CTBCHHBIX XapPaKTCPUCTHUK CIICPMATO30MA0B, OTIIMYAOIIUX -
Cs OT HOPMBI, CHUKAIOT BBIXO 6J'IaCTOHI/ICT H BJIMAIOT HA OYIINIOMAHOCTD 3M6pI/IO-
HOB B CPaBHCHHUHN C OAHNM HCHOPMAJIbHBLIM ITOKA3aTCJICM O5KYJIATA.

B cBsI3U ¢ BBICOKMM PUCKOM MAIMEHTOB ¢ OECIIIIOINEM UMETh aHOMaJIbHYIO Oe-
pEMEHHOCTh, B «Menuimackom uentpe MI'Py» BeInonmHsIeTCs pan npeaynpexaaro-
IMX MEPOIPHUITUNA, OJTHO U3 KOTOPBIX IPEUMIUIAHTALIMOHHBIA T€HETUYECKUI
ckpununr (I1I°C).

B cooTBeTCTBUM C TaHHBIMH, MPEJICTABICHHBIMU B UcciienoBanuu, [1I'C nposo-
JUIICs o 7 XpoMocoMaM 664 SMOPHUOHOB, MOTYYEHHBIX B 72 IUKJIaX OIMJIOI0TBO-
penus in vitro. Cpeau ucclieo0BaHHBIX SMOPUOHOB JHIIIb 34, 8% ObUIN SyTUIOU-
HBIMU T10 TTPOAHATIM3UPOBAHHBIM XPOMOCOMAaM, YTO COOTHOCHUTCS C JAHHBIMHU JIW-
Tepatypsl [7]. B cpenHeM Ha KaX bl UK JUATHOCTUKHU HPUIIAIAIIO 1Mo 3, 2
SYIIOUIHBIX IMOpHoHa. J[pyrue 433 sMOprnoHa UMETTN aHOMAJIUHA XPOMOCOMHOTO
Habopa, cpenu KOTopsix 19, 8 % cocTaisiv HapyIIEHHUS YPOBHS TUIOMIHOCTH, B
ToM yucie rammonans (44 smOpuona) u tpurutonaus (16 smopronon). Creayer
yKa3aTh, 4To 182 aHOMaIbHBIX SMOpPHOHA UMEJIH CIIOKHBIE HAPYIIEHUS] XPOMO-
COMHOT0 Habopa, OCHOBHAS 4acTh KOTOPHIX (53, 3 %) Obl1a mpencTaBiieHa _ of-
HOBPEMEHHOM MOTEpeil 1 MpruodpeTeHrneM pa3IuyHbIX XpomocoM. [Togo0Hoe
HapyllIeHUE, BEPOSITHO, BOBHUKAET BCJIEICTBUE KOMIUIEKCHOTO HEPACXOXKICHUS
TOMOJIOTOB IIPU MUTOTHYECKOM JiesieHuu 6:1actoMepoB. COOTHOIIEHUE MY>KCKOTO
1 ’KEHCKOTO T0J1a 00CIeJ0BaHHBIX IMOPHOHOB cocTaBuiio 47,5 % u 52, 5 % cooT-
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BETCTBEHHO, YTO COOTHOCHUTCS C TEOPETUUECKU OKUIAEMBbIM pacupeaeneHuem. Oc-
HOBHOW KOJIMYECTBEHHON aHOMAJIMEH TOJIOBBIX XPOMOCOM BBICTYIIajla MOHOCOMMUS
1os10Boi Xxpomocombl X (37 ciiyuaen).

3aBUCHUMOCTB JYIJIOUTHOCTH ¥ BO3pacTa MaTepH MPEACTABICHA HA PUCYHKE 4.
JlaHHBIE 110 KaK0M TOYKE BO3PACTa yCPEAHEHBI B COOTBETCTBUH C YUCIEHHOCTHIO
NAUEHTOK 10 KaXXJIOMY BO3PaCTHOMY ITOKA3aTEJIo.

8.91%
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W16
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w22

XY

Pucynox 4 — Pacnpedenenue Koauuecmsa 3yniouOHbIX IMOPUOHOE 8 3A8UCUMOCTIU OM 803DAC-
ma nayueHmox

Kak 1 05k11a10Ch, ¢ yBEIMUYEHHEM BO3PACTa JKEHIIUH KOJIUIECTBO XPOMOCOMHO
HOPMAaJIbHBIX SMOPHOHOB CHUXKAETCSI, YTO COOTBETCTBYET MUPOBBIM JIUTEPATYP-
HbIM JaHHBIM [10].

CraTucTiuecKkuii aHanu3 OOIIUX YaCTOT aHEYTIIOUIUN OTJEIBHBIX XPOMOCOM,
1oKa3aj, YTO B3HOCHI KaXKJI0M U3 MPOAHAIN3UPOBAHHBIX ayTOCOM B (DOpMHpOBaHHE
XPOMOCOMHOM MAaTOJIOTUHU MPEUMILTIAHTALIMOHHONW YMOPHUOHOB CYIIIECTBEHHO HE OT-
JUYaloTCA U BapbUpyIoT B nipezenax 8, 9—20, 7 %, 4to neMoHCTpUpyeT pUCYHOK
5.
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Pucynox 5 — Obwee pacnpedenenue aneyniouduti 0moenbHuIX XPOMOCOM CPeOU AHOMATUL IM-
bpuonos

CyliecTBEHHYIO YacTh B MOJIMCOMHBIX BAPUAHTOB COCTABISIET XpoMocoma 2 1.
Takum 00pa3om, TaHHas MATOJIOTHS MpeodIiaiaeT Kak B IOCTHATAIbHOM, TaK U B
MIPEUMIUIAHTAIMOHHOM 3Talle pa3BUTHA. TakKe OJHOW U3 YaCThIX TPUCOMUM B
MPEUMIUIAHTALIMOHHBIX SMOPUOHAX SIBJIAETCA aHEYIUIOUIUA 10 XpoMocoMe 18, HO
MOCTHATAJIbHO BCTPEYAETCS PEXKE B CBA3U C TSHKEIBIMU MOPOKAMU PA3BUTHUSA TUIOJIA.

ITo maHHBIM HccllenOBaTENEH NPU MOJIEKYITHO-TEHETUYECKOM aHAIU3€E JIMHUN
CTBOJIOBBIX KJIETOK, ITOJTYYEHHBIX C TECHETHUECKH aHOMAJIbHBIX SMOPHOHOB, OBLIIO
YCTaHOBJICHO, YTO MATTEPH IKCIPECCUU KJIETOK TpucoMuer 21 Obu1 OImKe Ipyrux
K KOHTpOJIbHOMY mipoduitio [3].

Kak u3BectHo, Tpricomus 21 nmeer, B OCHOBHOM, MAaTEPHUHCKOE IMPOUCXOK]IE-
HUE M HAIIPSAMYIO 3aBUCHUT OT Bo3pacta [10]. B cBoro ouepenp, aHan3 criepmMaTo-
30MI0B TIOKA3aJl, 9YTO MY>KCKHM TIOJIOBBIM KJIETKaM MPHUCYIIAs aHSYTUIOU NS 110
xpomocoMme 18, 4To Takke KPUTUUHO OTOOpaX)aeTcsi Ha XpOMOCOMHOM Habope M-
OpHUOHOB.

BuIBOABI

AHOMaJIMM XpOMOCOMHOTO Habopa no xpomocomam 13, 16, 18,21,22, Xu'Y
OBLIIM XapaKTepHBbI 17151 65, 2 % npeuMILIaHTallMOHHBIX YMOPUOHOB, YTO 3HAYH-
TEJbHO NPEBBIIIAET YPOBEHb XPOMOCOMHBIX aHOMAJIMHM B IIPEHATAIBHOM 3TaIle
pa3Butua. OT MOMEHTa 00pa30BaHUs 3UTOTHI 10 MOMEHTA POXKIECHUS peOEHKA BbI-
pa’keHa TEeH/ICHLIMS HAa YMEHBIIEHHE JJOJIU SMOPHOHOB C XPOMOCOMHBIMH Hapyle-
HUAMH. COOTBETCTBEHHO, CaMblil 3(pPEKTUBHBIA OTOOP U TUMHUHALIAS HEKU3HE-
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CITIOCOOHBIX SMOPHUOHOB ITPOUCXOIUT UMEHHO Ha CTAJMH MPEUMITJIAHTAlIHOHHBIX
AMOPHOHOB. BBISIBIICHO XapaKTepHOE MPUBHECEHUE aHEYIUTOUIuu 21 yepes OoIuT,
a Takxke aneymionanu 18 dyepes cnepmarozon. O4eBUAHO, XPOMOCOMHBIN COCTaB
AMOpHOHA, HATIPSAMYIO, 3aBUCUT OT HabOpa XpOMOCOM B raMeTax, a TakXe UX MOp-
($hoI0THYeCKUX M KaYeCTBEHHBIX XapakTepucTuk. [loaToMmy HE0OOXOAUMO YIIETATh
O0JBIIIOC BHUMAHUE TUATHOCTUKE KApUOTHUIIA M TEHEPATUBHBIX KJIETOK, B YACTHO-
CTH CIIEPMATO30MJIOB, JI0 BBEACHUS MAIIUCHTOB B IIMKJIbI OILIOAOTBOPEHHMS in Vitro
JUJIS1 TIOBBITIICHUS 3(PPEKTUBHOCTH NMPEUMILTAHTAIIMOHHON JUArHOCTUKHA U COCTaB-
JeHus1 6oJiee TOYHOTO POTHO3a B Ucxojie mporpammbl BPT.
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