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Y-ayTOCOMHble TpaHCNoKaummn — pefKme CTPYKTYpHble aHOMannm XpoMoCOM, KOTOpble OKa3blBaloT PasfiiyHoe BAVAHME Ha pasBuTne
NMonoBOW CUCTEMbI, raMeToreHes n ¢pepTUIbHOCTb. B cTaTbe NpeacTaBnieHbl pe3ynbTaTbl FeHETUYECKOro U CNepmMaToormyeckoro
obcnefoBaHMA rpynnbl U3 14 My>XUMH C Y-ayTOCOMHbIMU TpaHCIoOKaunAMU. BbinonHANM LMTOreHeTnYeckoe, MoeKynapHoO-
untoreHetnyeckoe (FISH), MonekynapHo-reHeTYeckoe 1 KOMMJIEKCHOe CrepmaTtonornyeckoe (CTaHAapTHbIN CNepMUOSIOrMYecKmin
aHanv3 1 KONMYeCTBEHHbIN KaproorMyecknin aHanmn3 Hespernbix NONoBbIX KNeToK 13 ocaaka 3akynata — KKA HIMK) nccnegosanua. Y
BCEX MaLMEHTOB BblABMIEHbI HEMO3anyHble Y-ayTOCOMHble nepecTponku: 10 cbanaHCMpoBaHHbIX TpaHCNoKauuii (C aytocomamu 1; §;
13-16; 20; 21) n 4 HecbanaHCcMpOBaHHbIe NepecTpoiiky (c ayTocomamu 5, 13, 22). MaymeHTbl ABAANNCL GEHOTUMNNYECK HOPManbHbIMI
My>XUMHamu, 6e3 aHomanuii GopMMpPOBaHNA NONa, MOPOKOB Pa3BUTUA, HAPYLIEHNA POCTa, PU3NYECKOro Pa3BUTUA, YMCTBEHHON
oTCTanocTu. o pesynbrataM MONEKYIAPHOIo aHanm3a Y-XpoMocombl reH SRY BbiaiBneH y13 nauneHToB, NaToreHHble MMKpoaeneumm B
nokyce Yq11.2 (AZFa+b+c, AZFb+c) o6Hapy»KeHbl y AiBYX NaLMeHTOB. Y 04HOro naureHTa MoeKynapHbI aHanus He nposogumnca. Mo
[aHHbIM CriepMaTosiormyeckoro aHanusay 11 nauneHToB o6Hapy»keHa a300cnepmus, y OAHOIO — OJIMFO300CMNEPMUA TAXKENON CTENEHN,
Yy OfHOIO — 0OINr0acTeHO300CNePMUSA, Y OGHOFO — HOPMO300CnepMuA. [PrU3HaKM NOMHOIO UK YacTMYHOro 610Ka cnepmaToreHesa B
npodase | Meio3a BbiABNEHbI Y 3 U3 7 NaLMeHTOB, KOTOPbIM BbinonHeH KKA MHK.
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Y-autosome translocations are rare structural chromosomal abnormalities that have a different effect on the reproductive system,
gametogenesis and human fertility. The article presents the results of genetic and semen examination of a group of 14 men with
Y-autosomal translocations. Cytogenetic, molecular cytogenetic, molecular cytogenetic (FISH), molecular genetic and complex semen
studies, including standard semen analysis and quantitative karyological analysis of immature germ cells (QKA of IGCs) from the ejaculate
sediment, were performed. Non-mosaic (10 balanced and 4 unbalanced) translocations involving the Y chromosome and one of the
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autosomes (chromosomes 1, 5, 8, 13-16, 20-22) were detected. The patients were phenotypically normal men, without disorders of
sex development, congenital malformations, growth and physical development disorders, mental retardation. Molecular analysis of
the Y chromosome performed in 13 patients has detected the SRY locus in all patients; pathogenic Yq11 microdeletions (AZFa+b+c,
AZFb+c) were found in two patients. Semen analysis shown various diagnosis, including azoospermia (n=11), severe oligozoospermia
(n=1), oligoastenozoospermia (n=1), and normozoospermia (n=1). Signs of a complete or partial pagarrest at prophase | of meiosis were

detected in 3 out of 7 patients who underwent QKA of IGCs.
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BBepgeHne

TPYKTYPHBIE Y-ayTOCOMHbBIE TTEPECTPONKU SBIISIIOT-

Cs PEIKUMU aHOMAJTUSIMUA XPOMOCOM, KOTOPbIE MO-

I'yT OBITH cOATaHCUPOBAHHBIMU U HecOaTaCUPOBaH-
HbIMU [1-3]. OHU MOTYT OKa3bIBaTh Pa3IMYHOE BIUSIHUE
Ha pa3BUTHE MTOJOBOI CUCTEMbI, FaMeTOreHe3 U (hepTUIib-
HOCTb B 3aBUCMMOCTHU OT THUIIa MEePEeCTPOMKHM, OT XPOMO-
COM U JIOKYCOB, BOBJICUEHHBIX B I€PECTPOIKY, U OT pac-
MOJIOXKEHHUST TOUeK pa3pbiBoB. YacToTa Y-ayTOCOMHBIX
TpaHCJIOKAlMiA B OOIIEl MOMYJISILIMKA COCTaBIISIET IPUMEP-
Ho | Ha 2000 yenosek [2]. Haubonee yacTbiM BapuaHTOM
(mo 70% caydaeB, BKJIIOYasi CEMEIMHOE HOCUTEJIbCTBO) SIB-
JISIIOTCSI TpaHCJOKallMyM MaTepuaja JJIMHHOTO rJjeda
Y-XpoMOCOMBI Ha KOPOTKOE TJIEYO aKPOLIEHTPUYECKUX
xpomocoM 15 u 22 [1, 3, 4]. Kak mpaBujio, TOYKM pa3phl-
BOB B aKPOLIEHTPUUECKUX XPOMOCOMAaX pacriojiararorcsl B
uHTtepBaje pl1-pl3, a Ha Y-xpoMmocome — B tokyce Yql2.
CaMoii pacrpocTpaHeHHOI Y-ayTOCOMHOI MepecTpoiKoii
apnsietcs Tpancaokaums t(Y;15)(ql12;p12). MyXX4uHbI U
JKEHILMHBI B PABHOI CTEMEHU MOTYT ObITh HOCUTEJISIMU
der(Y;15)t(Y;15)(q12;p12), He UMeTb aHOMAaJINiT (heHOTU-
rna 1 HapyueHuil pepTuiabHocTH [1].

B otnuuume ot Hocuteneil X-ayTOCOMHBIX U X-Y
TpaHCJIOKaIMi, MY>KUMHBI-HOCUTEIU Y-ayTOCOMHBIX
TpaHCJIOKALMI XapaKTepu3yloTcsl 0oyiee BhIpaxkeHHO
BapuabeJbHOCTHIO CIIEPMATOJOTMYECKUX MMOKa3aTeaei
U pa3IMYHbIMU HApYLIEHUSIMU DepTUIbHOCTH. TsKesbie
HapylleHusl criepMaToreHes3a (HeOOCTPYKTUBHAST a300-
CIIEPMMUSI WIM OJIMTO300CIIEPMUS TSKEJIOM CTENEeHU) Y HO-
cuteneil Y-ayTOCOMHBIX TPaHCIOKAILMiT MOXET ObITh pe-
3yJbTaTOM HecOalaHCUPOBAHHOM MEPEeCTPOIKY C TTOTHOM
WIM YaCTUYHOI yTpaToit (Aeselureit) a3yXpoMaTUHOBO-
ro perMoHa JJIMHHOTO Tijieya Y-XpOMOCOMBI, Cofepxka-
mero Jokyc AZF (azoospermia factor) [5]. OueHb pen-

KM COOBITUEM SIBJISIETCS COYETaHUE Y-ayTOCOMHOM me-
PECTpPOUKU U HATUYUS IBYX X-XPOMOCOM B KApUOTUIIE
— YHUKAJIbHbIE TPAHCIOKAIIMOHHbIE BApUAHTBI CUHIIPO-
Ma KnaitHdenbrepa [6]. JpyruM MexaHU3MOM Hapyiie-
HUS CliepMaTOreHe3a U MyXCKOro OecIijionust y HOCUTe-
Jieit Y-ayTOCOMHBIX TPAHCJIOKALIUI SIBISIETCS HApylLIEHUE
KOHBIOTALIMY TOMOJIOTMYHBIX XPOMOCOM U UX MEHOTHUYE-
CKOIf pekoMOuHauuu. Takue BapuaHThl OTMEYEHBI y Ma-
LIMEHTOB C TOYKaMU Pa3pbIBOB B IICEBI0AYTOCOMHOM 00J1a-
ctu PAR1 (Yp11.3). ITonHas wiu yactuuHas notepst PARI
MPUBOJUT K HAPYLIEHUIO Meii03a U3-3a 1e(heKTOB KOHBIO-
ralyu U OTCYTCTBUSI HOPMAJIbHOW pPeKOMOWHALIMY MEXITY
Xu'Y xpomocomamu [7-9].

Iennto pabdoThl CTAO MCCIeOBAaHUE MUKPOAEIEINI
Y-XpoMOCOMBI U HapyllleHUI criepMaToreHe3a u Menosa
Yy MalUEHTOB C PA3JIMYHBIMU Y-ayTOCOMHBIMU TPAHCJIO-
KalUsIMU.

Metoabi

I'pynny o0ciaenoBaHHBIX WHAMBUAYYMOB COCTaBUIN
14 HEepOACTBEHHBIX MALIMEHTOB B Bo3pacTe oT 23 10 42 et
(TOUHBIE CBEAEHMST O BO3PACTe OTCYTCTBOBAJIU Y OMHOIO
B3pOCJIOrO MYKYMHBI), KOTOpbIe OOpPaTUIUChH IJIST MEAV-
KO-T€HETUYECKOTO KOHCYJIbTUPOBAHUS U 00CIeI0OBaHMS
10 MOBOAY MepBUYHOro Oecruioaust B opake. IlamueHTs
SIBJISUTUCH (DEHOTUIMMYECKH HOPMaIbHBIMU MYXKUMHAMU,
0e3 aHoManuii (popMUPOBaHUS T0J1a, TIOPOKOB Pa3BUTHSI,
HapylLIeHU pocTa U (U3NIECKOTO pa3BUTUS, YMCTBEH-
HOW OTCTaJIOCTH.

CraHgapTHOE LIMTOTeHETUYEeCKOe UcceaoBaHMe (aHa-
JIU3 KapuMOTUIIA) BBITOIHSIA Ha MeTaha3HbIX XPOMOCOMaXx
13 KyJIbTHUBHUPOBAHHBIX JUMGMOLUTOB MepucepudecKoi
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KpoBu ¢ ucnonb3zoBanueM GTG-okpamuBanus. 1711 Bu3y-
aJIM3alid XpPOMOCOM M (hIyopeCeHIIUY TUOPUIN3aLIMOH-
HBIX CUTHaJI0B Mcnojb3oBaiu Mukpockorn Nikon Eclipse Ci
(Nikon Corporation, JIroHust) ¢ MporpaMMHbBIM obecrieye-
HueMm BuneoTectKapuo 3.1 (Buneorect, Poccust). Pesyiib-
TaThl MCCJIEMOBAaHMIA 3aITCaHbl B COOTBETCTBUU ¢ MexXy-
HapoAHOM HUTOreHOMHOI HoMeHKJaTypoil (ISCN 2020)
[10].

ITouck Mukpoaenenuit Y-XxpoMoCOMBI BbITTOJHSIU
metoaoM mynabtuniaekcHoi TP, ananu3upys Hanu-
gype okycoB SRY (sY14), ZFX/ZFY, AZFa (sY84, sY86,
sY615), AZFb (sY127, sY134) u AZFc (sY254, sY255).
Ammudukanvio JJTHK BeIMoaHSIM Ha TporpaMMUPYyEMOM
tepmouukiepe MC2 (JIHK-rexHonorusi, Poccus) ¢ uc-
noJjib3oBaHueM Taq-TouMepasbl. PeakiimoHHast cMech
Bxouaja 3 Mxi reHoMHoi JIHK, 2,5 Mk kaxxnmoro dNTP
B 2,5 MK ogHOKpaTHOro oydepa mis [THP (67 MM Tris-
HCI, pH 8,8, 16,6 MM (NH4)2S04, 0,01% Twin-20), no-
oasnsiiu 0,3 Mxa tepmodunbHoit JIHK-nmonumepassl
¢ antutenamu, 20-30 Mk MuHepanbHoro macnaa. ITL[P
MPOBOIMJIY B CJIEIYIOIIEM PEXMME: TIepBOHAYaIbHAsT Je-
Harypauus t= 95°C — 2 muH, t= 94°C — 45 cek, t= 65°C —
45 cek, t=72°C — 45 cex, ¢ouHanabHasa goctpoiika t= 72°C
— 7 muH. Pe3ynabTaThl aMIiivbuKauy olleHUBaIu METO-
oM 3jieKTpocdope3a B 7%-HOM MOTMAKPUIAMUIHOM T'e-
ne (ITAAT) ¢ mocienyolmMM oKpalllMBaHUEM B pacTBOpE
opomuctoro atuaus (0,1 mxr/ma B I XTBE).

CraHaapTHOE CIIEPMUOJIOIMYECKOE UCCIIENOBAHUE BbI-
TOJTHSJIA COTVIACHO PEKOMEHAAIMSM J1TabopaTopHOro Py-
koBozacTtBa BO3 [11].

KonnuecTBeHHBI KaprOJOTHYECKHMIl aHaIu3 He3pe-
JbIx moJioBkIX KileToK (KKA HITK) nmpoBoauiu corjacHo
coOCTBEHHOMY MeToay, pa3padoranHomy (Kypuio JI.D.
«Cnoco6 IMTOJIOTUYECKON AMarHOCTUKU HapyIlIeHUs
crniepMaroreHesa». IlareHT Ha n3oopeTenre No 2328736
o1 01.02.20071.). AHaIKU3 BHITTOJIHSUIM HAa (PUKCUPOBAHHBIX
M OKpaIlIeHHBIX KJIETKaX M3 ocanKa 3sKyJsaTa. C IoMOIIbIo
CBETOOITUYECKON MUKPOCKOIIMH C UCIIOIb30BaHUEM MU-
kpockona (ECLIPSE Ci-L, Nikon Corporation, flmoHus)
npu yBeanyeHun X 1000 naeHTUOULIMPOBAIU U MOICUM-
thiBasiM siipa HITK pa3HbIX cTanuii pa3BUTHSI, BBIYUCIISIS
noito (%) KIeToK KaXIoi CTaauy OT MX ODILero 4Ymcia.
KonunyecTBeHHO OlleHMBAIM CIEAYIONINE CTaIUU Pa3BU-
TUSI MYXCKHX MOJIOBBIX KJIETOK: CIIEPMATOTOHMHU, CIIepMa-
TouMTHI | (MpesentoTeHa, JeNToTeHa, 3Ur0TeHa, maxuTe-
Ha, TMIIJIOTeHa, criepMaToluThl B MeTadaszax I u 11 meitosa
(MI u MII)), onpenensin cymmapHylo noio (%) ciepma-
touutoB II u cnepmatun, HITK B coctosiHumM nereHepa-
vy (He UIeHTU(ULIMPYEeMbIe 110 CTaAMSIM), KOJIUIECTBO
(%) nepazomenmuxcs spep HITK (mmporieHT oT o6111ero
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yycia MOACYUTAHHBIX criepMaToluToB Il u cnepmatum).
Wnpexkc HITK paccunThiBaau, Kak OTHOIIEHHE OOILLETo
yucaa HITK Ha 1000 cnepMaTo30Ma0B K 001IEMY KOJIM-
YeCTBY OOHAPYKEHHBIX B OCAIKE DSIKYJISITA ITOJOBBIX KJIe-
TOK. B KayecTBe peepeHCHBIX B3SIThl 3HAYCHUs TT0Ka3a-
teneit KKA HITK y My>k4MH KOHTPOJbHOI IpyInbl (10-
HOpHI criepMbl) [12].

PesynbraTtbl

I1o pe3ynbpraTaM HUTOTEHETUIECKOTO MCCICIOBAHUS
Yy BCeX TAaIlMEHTOB BBISABICHBI HEMO3aWIHbBIE Y-ayTOCOM-
HBIC TPAHCJIOKAIIMU C BOBJICYCHUEM Y-XPOMOCOMBI M OJI-
HOI u3 ayTocoMm (xpoMocomsbl 1, 5, 8, 13, 14, 15, 16, 20,
21, 22), u3 Hux 10 IBASIUCH PEHUITPOKHBIMH cOaIaH-
CHPOBAaHHBIMU U 4 — HecOaaHCUPOBaHHBIMU (Tadu. 1).
Y ogHOTrO MYXXUMHBHI (TTalMeHT 9) TIpU MePBUYHOM ITUTO-
TEHETUYECKOM MCCIICAOBAHNY KapUOTHUII OTIpeIeieH Kak
46,X,der(Y), T.e. XxpOMOCOMHAsI aHOMAaJIMsI He ObL1a UIECH-
TrduIpoBaHa TouHO. [Ipy MOBTOPHOM IIUTOTCHETHYE-
CKOM MCCJICTOBAHNN KapUOTHII TTAIIMEHTA OMIPeaeIcH KaK
46,X,t(Y;15)(q12;q24). 13 4 4yesoBeK ¢ HecOalaHCUPOBAH-
HBIMH TIEPECTPOMKAMHM B TPEX CIYIasiXx OOHAPYKEHBI TICEB-
TOIUIICHTPUIECKIE XPOMOCOMEI, B OMHOM — HecOaTaHCH-
poOBaHHas TPAHCIOKALIMS KOPOTKOTO TIjIeda Y-XpOMOCOMBI
Ha KOPOTKOE TJIEYO XPOMOCOMEI 22.

W3 14 nccrnenoBaHHBIX Y-ayTOCOMHBIX TpaHCIOKa-
Ot y 5 MalMeHTOB TOYKM Pa3pbIBOB paCIOjarainch
B KOPOTKOM IIjIe4e Y-XpOMOCOMBI (Y YETBIpEX B JIOKycax
Ypll.2-p11.3, y onrHoro — B Ypll) n y 9 mainiveHTOB B IJTMH-
HoM 11eve (B moKycax Yql1.2-Yql2). B omHowMm ciygae (11a-
ueHT 13) B 06emx XpoMocoMax, BOBJICYEHHBIX B TPAHCJIO-
KalliIo, HE YIAJIOCh OIIPEACUTD PACTIONOKEHIE TOUEK pa3-
pBIBOB (Tab. 1).

Y manmenTta ¢ kapumotunoMm 45,X,psu dic(Y;5)
(p11.3;p15.3) 1 a300cIIepMuEii OTCYTCTBOBAIN KaK ITOPO-
KM pa3BUTHSI, TAK U YMCTBEHHAsI OTCTAJIOCTh. DTO CBHUIIC-
TEJIBCTBYET O TOM, YTO TOYKA pa3pbiBa B KOPOTKOM ILIC-
Ye XpOMOCOMEI 5 pacIiojiarajach IUCTajJbHee KPUTUIHO-
TO JUISI Pa3BUTHSI CUHIPOMA KOIIAYhero KpUKa PermoHa,
TMPEAITONIOXUTENILHO, B ToKyce 5p15.33. ¥V 4 mauneHTOB
C TOYKaMU Pa3pbIBOB B KOPOTKOM IIIede Y-XPOMOCOMBI
He 00Hapy:KeHO moTepu Y-cnenuduIHoro Matepuaia.
OmHaKo y HUX BBISIBJICHO BEIPaXKeHHOE HApYIIICHUE CIIep-
MaToreHe3a — CEKpeTOpHast a300CTICPMUSI WIIH OJTMT0300-
CIIepMUS TSDKeJION cTereHr. PocT maneHToB HaXOmuIcs
B IIpeeIaX HOPMBI, YTO CBUIETEIBCTBYET O TOM, YTO TOU-
Ka pa3pbiBa B JIokyce Ypll.3, mo-BummMomy, pacriojiara-
Jach nuctanpbHee X-Y romonorndHoro rena SHOXY (short
stature homeobox, Y-linked; OMIM 400020), moTepst (ra-
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IUIOHEIO0CTAaTOYHOCTh) WM TTaTOTEHHbIE BAPUAHTBI KOTO-
pOTro MPUBOMISIT K HU3KOMY POCTY.

MoJteKyJISIpHBII aHaIU3 Y-XPOMOCOMbI BBIIIOJTHEH
13 maumneHTaM (Kpome MaiueHTa 8 C HOpMO300CIepPMUEii).
Hanuuue nocnenoBarenbHocTH Jokyca SRY (Yp11.3) 06-
Hapy>KeHO Y BCEeX U3 HUX, ITATOreHHbBIE JEJICIIUU B JIOKYyCe
AZF (Yql1.2) neTekTpoBaHbl y ABYX MALlMEHTOB, UMEIO-
LIMX HecOalaHCUPOBaHHbIE Y-ayTOCOMHbBIE TPAHCIOKALIMU
— nanueHT 14 (meneuust Bcero jgokyca AZF) u naueHT 8
(neneuust peruoHoB AZFb u AZFc) (taba. 1).

VYV nauuenrta 14 B pe3yibTaTe HeCcOJaHCUPOBAHHOM
Y-ayToCOMHOIi TpaHCIOKAIIMK OTCYTCTBOBaJIa OOJIbIIIAsT
4acTb Y-XPOMOCOMBI (IIPOKCUMaJIbHasl YacTh KOPOTKOIO
ieya, IIEHTPOMepHasi 00J1acTh U BCe JUIMHHOE I1JIeY0), YTO
MpUBENO K MoTepe OoJblieit yactu peruoHa MSY (male-
specific region of the Y chromosome), mpu 3ToM TouKa pas-
PBIBa JIOKaJIM30BaHA B KOPOTKOM ILIeye Y-XpOMOCOMBI (JIO-
Kyc Yp11.2). ¥ ocTanbHbIX MallMEHTOB MOJHBIX WU ‘KJIac-
cuyeckux’ penenuit jokyca AZF He oOHapykeHO.

Medical genetics 2024.Vol. 23. Issue 2

ITo pe3yabTaTaM CTaHAAPTHOI'O CIIEPMUOJIOTTYECKOTO
HCCJIEIOBAHUST a300CIepMUST (OTCYTCTBHUE CIIEPMATO30M-
JIOB B 2SIKYJIATe) AMarHoCTUpoBaHa y 11 mauueHToB (ma-
LMEHTHI 1, 2, 4-7,9-12, 14), y IByX My>XUlMH OOHapyKeHa
oMrozoocrnepmus (y OQHOIO — OJIUT0300CTIIepMUST Kpaii-
HE TSDKEJION cTerneHM (HaJIMYKMe eIMHUYHBIX CIIepMaTo-
30UI0B B 3SIKYJISTE), Y Apyroro (mamueHt 13) — onuroa-
CTEHO300CTIEPMMUSI, U TOJIBKO B OJTHOM ciIydae (malueHT 8
¢ xapuoturiom 46,X,t(Y;14)(q12;p12) BeIsIBIIEHa HOPMO-
3o00cnepmust (Tab. 1).

KonunuectBennsiii KKA HITK 13 ocagka asKynsTa BbI-
MOJIHEH 7 TalueHTaM ¢ Y-ayTOCOMHBIMU TPaHCIOKalIMsI-
MM C BOBJIEYCHUEM PA3IMYHBIX ayTOCOM (XpoMocoM 1, 3,
5,6,8,12u 13), B TOM YKCIIe IBYM MY>KUMHAM C OJIUTO30-
ocniepmueii (mamueHTs 3 1 13), 4 My>kunMHaM C a300cCrep-
muel (mauueHTsl 1, 5, 6, 8 u 12) 1 manueHTy 8 ¢ HOpMo-
300cmniepMueit (Tadu. 2). ¥V 3 u3 4 mauMeHToB ¢ a300CIep-
Muel (IMarHOCTUPOBAHHOM MO JaHHBIM CTaHAAPTHOTO
CIIEPMUOJIOTUYECKOIO aHaJii3a) B 0caaKe OOHApYKEeHbI

Ta6nuua 1. Pesynbtathl 06CnefoBaHMA MyUVH C Y-ayTOCOMHbIMY TPaHCIOKaLnaMm

Table 1. Results of examination of men with Y-autosomal translocations

Kon Bospacr, Knunnyeckuii CriepMUOJIOTUYECKUIA Kapuotun SRY TNenenns AZF
ManrueHTa JIeT UarHO3 IMATHO3
1 40 becruonue [ azoocrepmust 46,X,t(Y;1)(p11.2;q21) + -
2 38 Becrutonue I a300CcTIepMUst 46,X,t(Y;1)(p11.2;q32)
3 23 Becroaue I omurozoocnepmust Tsik. | 46,X,t(Y;1)(p11.3;p34) + -
crenieHu (0,05 mMaH/mi1)
4 26 Becruonue 1 a300CIepMust 45.X,psu dic(5)t(Y;5)(p11.3;p15.3) + -
5 32 Becruonue 1 a300CIePMUST 46,XY,t(Y;8)(ql1.2;q11.2) + -
6 24 becruionue | a300CTIePMUSI 46,X,t(Y;13)(q12;q12) + -
7 33 Becrutonue I a300cTepMuUst 45,X,psu dic(Y;13)(q11.2;p11.2) + del AZFb+c
8 B3pOC- Becruionue 1 HOPMO300CIepMUsT 46,X,t(Y;14)(q12;p12) H.M. H.M.
JIBIIA (78 MutH/MJ1, OO1LIEe
KOJIMYECTBO —
312 MJH.)
9 34 Becrnoaue [ a300CnepMus 46,X,t(Y;15)(q12;q24) + -
46.,X,der(Y) — mepBuYHO
10 38 Becromme I a300CITEPMHUST 46,X,t(Y;16)(q11.23;q12.1) + -
11 35 becruonue | a300crnepmust 46,X,t(Y;20)(q11.21;p13) + -
12 38 Becrutomue 1 a300cTepMust 46,X,t(Y;21)(q11.2;q22.3) + -
13 31 Becrutonue 1 osnuroacteHosoocrnep- | 45,X,psu dic(Y;22)(?;?) + -
mus (3,5 MJIH/MJIH,
obuiee KOJUYECTBO —
21 MJIH)
14 42 Becrutonue 1 a300CTepMusI 45,X,-Y,der(22)t(Y;22)(p11;p12) + del AZFa+b+c

IIpumeuanne: H.u. — He uccienoBaiu.
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cnepMmaro3ouabl (ot 1 no 81). Mupexc HITK y Mmy>kunHbI
¢ HOpMO3ocTiepMueil (malueHT 8) ObLT HECKOIBKO MOBbI-
meH u coctaBui 7,9%, y mauueHTa ¢ OJIMT0aCTEHO300-
criepmueit (manveHT 13) — 3HaunTeTbHO noBbIeH (38,0%,
HopMa 2-4%). [1pu3HaKu MOJTHOTO WJIM YaCTUYHOTO 0J10-
Ka criepMaToreHesa B mpogase I Meito3a ynanoch BbISIBUTD
y 4 mauuMeHToB (mamueHTsl 1, 5, 6 1 13). Hanuuue 610Kka
cliepMaToreHe3a He 0OHapyKeHO y IalMeHTa ¢ HOpMO-
300CIIepMHUEIi, OMHOTO U3 MYKYMH C a300CcIepMueii (ma-
LMeHT 12) 1 oMHOTOo MaleHTa ¢ 0JIUro300crepmueii (rma-
LIMEHT 3), BO3BMOXHO, M3-3a MOBBIIIEHHOIO KOJUYECTBA
nereHepupytomux HITK B ocanke ssikynsita (HeMASHTU -
dunmpyemsbie siapa HITK — 10% u 11,5% xiieTok coot-

Medical genetics 2024.Vol. 23. Issue 2

BETCTBEHHO). Y MOCJEIHETO MallieHTa OTMEUEHO 3HAYM -
TEJIBHO IMOBBIIIEHHOE KOJTMYECTBO HEPA3OLIEAIIUXCS SIAeP
HIIK (46,6%), 4T0 MOXET TaKxXe CBUAETEILCTBOBATh O Ha-
PYLIEHWU MPOXOXACHUS Meiio3a.

06cyxpaeHne

B 0630pe Hsu L.Y. ormucano 130 cayyaeB Y-ayrocoM-
HbIX TPAHCJIOKALIMIA, IIPUMEPHO [TOJIOBMHA 13 KOTOPHIX (60
n3 130) xapakTepr30oBajiach TpaHCIOKAIIACH TeTepoXpoMa-
TUHA IUIMHHOTO Tieda Y-xpomocomsl (Yq12) Ha KopoTKoe
TUICY0 OMHOM M3 aKPOIICHTPUUISCKUX XpoMocoM (13, 14, 15,
21122). Y 16 (80%) 13 20 B3pOC/IbIX MALIMEHTOB MYKCKOI'O

Tabnuua 2. Pesynbratbl konnyectBeHHoro KKA HIMK 13 ocagka aAakynaTa y naymeHToB ¢ Y-ayTOCOMHbIMM TPaHCOKaLMAMI

Table 2. Results of quantitative karyological analysis of immature germ cells (QKA of IGCs) from the ejaculate sediment in patients

with Y-autosomal translocations

Kon nanueHTa, KapuoTHIl, CriepMaTOJIOTMYECKUI AUarHO3
Pede- IMauuent 1 411_I6a;l(mt%{;13) [Mauuenr 5 Hawent 6 Manuent 8 | IManuenrt 12 HZ?I;?HZUB
ITapamerp PEHCHBIC | 46 X t(Y;1) ( 1’1 ’3, é 4) 46,XY,t(Y;8) 46 )]('l H(Y:13) 46,X,t(Y;14) | 46,X,t(Y;21) dic (Y"2,2p) :9)
KKA HITK sHaue- | (p11.2:q21) pii.op (q11.2;q11.2) AL (012:q12) | (q11.2:922.3) O
Hus* Ouro300- (ql2;q12) Onuroacre-
Azoocrniep- Azoocrniep- Hopmosoo- Azoocrniep-
CriepMust TsKe- A3soocrniepmust HO300cIIep-
MUt i MUt criepMust MUt
JIO¥A CTEeTIeH! MUst
Wnnexke HITK | 2,0-4,0% | H.o. (1 cniep- | H.o. (1 criep- H.o. (4 H.p. (0 criep- 7,9% H.p. (81 38,0%
(KOJTMYECTBO MaTo30uI, MaTO30U]I, criepmar- MaTO30U/IOB, CIIepMaTo30-
00HapyKEHHbIX 102 HIIK) ** 339 HIIK) ** o3ouna, 146 HIIK) ** unos u 240
ITOJIOBBIX 436 HIIK) ** HIIK) **
KJIETOK)
[Mpenenrtore- 0,66 0,0 0,0 4,6 4,8 0,0 0,0 2,8
Ha —3uroreHal | 0,16%
IMaxurena I 0,45 + 1,0 0,0 1,6 22,6 0,0 0,0 0,0
0,10%
Jurorena | L1+ 5,9 0,0 2,3 8,2 0,0 0,0 0,0
0,26%
B nnakunese, 0,04 + 15,7 0,0 0,0 17,1 0,0 0,0 0,0
metadaza [ u I1 0,02%
CnepMaroiiu- 91,99 £ 66,6 88,5 83,0 432 96,8 90,0 90,5
161 11 1 criep- 0,89%
MAaTHUJIbI
Hepasorren- 22,98 + 14,9 46,6 18,0 1,9 28,7 15,8 32,0
mecs siapa 2,65%
B CITEpPMATOII -
Tax Il u criep-
MaTumax
Heunentudu- 5,85+ 10,8 11,5 8,5 4,1 3,2 10,0 6,7
LAPpYyEMBbIE 0,85%
snpa HITK

Ipumeuanne: * PecdepercHbie 3HaueHus napamerpoB KKA HITK B3siter u3 coobuienust Kypuio JI.®. ¢ coasr., 1995 [12]. ** Unaekc HITK He pac-
CUMTBIBAJIM M3-3a HEOCTATOYHOTO KOJIMYECTBA MOJIOBBIX KJIETOK, OOHAPYKEHHbIX B ocanke 3sikysta. H.o.- unaekc HITK He ornpeneneH n3-3a He-

JOCTAaTOYHOI'O KOJIMYECTBA ITOJIOBbIX KJIETOK.
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T10J1a, SIBJISIIOIIMXCSI HOCUTEISIMU Y-ayTOCOMHBIX TPAHCIIO-
Kalui, AMarHocTUpoBaHa azoocnepMus [3].

Cpenu Bcex Y-ayTOCOMHBIX TPAHCIOKALIMI BBIICISIOT
3 OCHOBHBIX TpyMIIbL: 1) cOamaHCUpOBaHHbIE TPAHCIOKA-
11U, 2) HecOaJaHCUPOBAHHbIE TPAHCAOKALIMM U 3) MYXK-
YUHBI C KapuoTunoMm 45,X BcaeACTBUE KPUNITUIECKUX
(HeuaeHTUDULIMPYEMBbIX TP CTAHIAPTHOM ILIMTOTEHE-
TUYECKOM UCCIIeTOBAaHNUM ) TPAHCIOKAIIMIA MaTepuajia KO-
POTKOTO IIIeya Y-XpOMOCOMBI Ha KaKylo-JIM00 ayToOCOMY
[1, 3, 9]. Kpome Toro, onvcaHbl ABOMHBIE TPAHCIOKALIUH,
a TaKKe YHUKaJIbHbIE XDPOMOCOMHBIE aHOMAJIUU, CJIOXKHbBIE
MepecTPOMKY C BOBJIeYCHUEM Y-XPOMOCOMBI U ayTOCOM
[1, 13]. ®deHOTUIT MAIIUEHTOB M COCTOSTHUE PEITPOIYKTUB-
HOIi CUCTEMBI, CliepMaToreHe3a u (epTUIbHOCTh Y MYXK-
YUH-HOCUTEJIEH 3aBUCIT OT THIIa XPOMOCOMHOI aHOMa-
Jnuu [5]. B otnuuue oT ABYX NMEPBBIX TPYIIN, TPaHCIOKALUU
TpeTheli IPYMIIbl BO3HUKAIOT TOJBKO KaK MYTalluu de no-
vo, TIp1 3ToM 45,X MY>KUYUHBI UMEIOT IEPBUYHOE OECIIIO0-
Jli€ BCAENCTBUE a300CIIEPMUU U MOJYIUTh CIIEPMATO30M -
Ibl, ipuroaHble i mporpamm DKO/ICSI, y naHHBIX T1a-
LIMEHTOB HEBO3MOXHO BCJICACTBUE TSIKEJIOTO HApYILIEHUS
criepMmaToreHes3a 13-3a nmotepu Jiokyca AZF [9, 14-16].
Y omHOro u3 00C/IenoBaHHBIX HAMU MYXXYUH (MallMeHT
14), nmeroliiero a300CnepMuIo, OTMEUEH CXOAHbII Bapu-
aHT HecOaJTaHCUPOBAHHOM Y-ayTOCOMHOM TpaHCIOKALIMKU
C ToTepelt IIMHHOTO ieya Y-XpoMocoMbl. B pesynbrarte
CTPYKTYPHOI1 TTepecTpoiiku Matepuai Yp (ComepKaliuii
reH SRY) ObLI TpaHCIOUMPOBAH Ha KOPOTKOE TIJIEYO XPO-
MOCOMBI 22. Y HEKOTOphIX 45,X My>KUMH B pe3yabTaTe aHO-
MaJIbHOI peKOMOMHAIIMK MOXKET OBITh yTpaueHa 4yacTh ay-
TOCOMBI, Ha KOTOPYIO TPaHCJIOIUpyeTcst hparMeHT Y-Xpo-
MOCOMBI, IPUBOJISI K COOTBETCTBYIOIIMM (heHOTUITMIECKUM
M3MEHEHUSIM, XapaKTePHBIM JIJISI MOHOCOMMMU I10 yTpayeH-
HOMY ayTOCOMHOMY ¢parMeHTy [15].

W3 5 o6cnenoBaHHBIX HAMU MALIMEHTOB € Y-ayTOCOM-
HBIMU TPaHCJIOKAIUSIMU, ¥ KOTOPbIX TOUKU Pa3pbIBOB
B Y-XpOoMOCOMe pacliojlarajich B 9yXpOMaTUHOBOM 00-
JIACTHU JUIMHHOTO TuIeYa Y-XpPOMOCOMBI, Y OJTHOTO MY>K4M-
HBI ¢ a3oocTiepMueii (mauueHT 7) oOHapykeHa neelus
B iokyce Yql1.2, 3axBarbiBaromias peruoubl AZFb u AZFc.
Jpyrue aBTOpbl TakxKe coobiianu o geneuusx AZFb+c
Y HEKOTOPBIX MallMEHTOB C TOUKaMU pa3pbiBoB B Yql1.2
[9] u 06 oTcyTcTBUM AZF neneuuii B ciydasix Jiokaau3a-
LM TOYEK pa3pbIBOB B JJoKyce Yql2 [17-24].

VY 13 u3 14 (93%) oGcnenoBaHHBIX HAMU MYXKYUH C
Y-ayTOCOMHBIMU TPAHCIOKAIIUSIMUA OOHAPYKEHO BhIPaKeH-
HOE HapylleHue criepMaToreHes3a (a300CrepMust WIn OJI1-
r0300CIePMUST TSKEJIOM CTeIeHn), B ToM yucie y 11 maru-
€HTOB, HEe UMeIoLIMX aeneluit B jokyce AZF, uro, BeposiT-
HO, 00YCJIOBJIEHO HETaTUBHBIM JACMCTBUEM HATUYMSI CAMOM

Medical genetics 2024.Vol. 23. Issue 2

TpaHCJIOKAIIMKY Ha MTPoLIecC MEMOTUYECKOTO NeJeHUsI Criep-
MaToLUTOB. Jpyrue ucciaenoBaTesM OTMEYaroT, YTO IS
MY>XUMH-HOCUTENel Y-ayTOCOMHBIX TpaHCIOKalMi ¢ Ha-
pylieHreM (hepTUILHOCTU XapaKTePHO BhIPAXKEHHOE Hapy-
IIIEHME CTiepMaToreHes3a, MPUBOISILEe K a300CTIEPMUN WIH
onurosoocrepmun [17-23]. ¥ 12 u3 14 o6cneqoBaHHBIX Ha-
MM MY>KUMH OTMEUYeHa a300CTIepMMSI WIM KpaiiHe TsoKesast
OJIMTO300CIIEPMMUSI, UTO CBUIETEILCTBYET O BHIPAXKEHHOM
HapylIEeHWU CriepMaToreHe3a y HocuTesel Y-ayTOCOMHbBIX
TPaHCJIOKAIIMl ¢ BOBJICYEHUEM KaK aKpOLEHTPUYECKUX,
TaK M HeaKpOLIEHTPUUECKUX ayTocoM. B obOcienoBaHHOM
HaMU Tpy1Iie NaureHTOB TPaHCIOKalUKU MeXIy Y-XpOMO-
COMOI1 M aKpOLIEHTPULIECKUMMU (N=7) 1 HeaKpOLIEHTpUYE-
CcKUMM (n=7) ayTocoMaMU BbISIBJIEHbI B paBHOM uncie (1:1).
B Y-ayrocoMHbIe TpaHCIOKAIMK Yallle BOBJIEUEHbBI aKpo-
LIEHTPUYECKHUE XPOMOCOMBI, Yallle BCETO XpOMOCOMBI 15 1 22
[2, 3]. Cpenu obGcienoBaHHBIX HAMU MY>KUMH Y TPEX Mallu-
€HTOB OOHapYy>XeHbI Y-ayTOCOMHbIE TPAHCIOKALIMU C BOB-
JIEYEHUEM JaHHBIX XpoMocoM (TabJ.1).

B penkux ciaydasix Y-ayTOCOMHBIX TpaHCJIOKaIUiA,
B TOM YHCJIE C BOBJEYCHUEM HEaKPOLEHTPUISCKHUX XPO-
MOCOM, OTMEUYEHO COXpaHEeHUe criepMaToreHesa u dep-
TUWIBHOCTU Y MYXXUMH-HOCUTEJIe, HaCTyIJIeHue oepe-
MEHHOCTEI y UX mapTHepin [24-26]. Y ogHoro u3 obcie-
MOBaHHBIX HAMM IMallMEHTOB, Y KOTOPOro oOHapyxkeHa
TPaHCJIOKALIUS TeTePOXPOMAaTHHA TUCTATbHON YACTU IJTUH-
Horo mieva Y-xpomocoMmbl (Jiokyc Yql2) Ha KOpoTKoe Tijie-
4O aKpOLIEHTPUYECKOI XpoMocoMmbl (14p), BbIsIBIEHA HOP-
MO300CIIEPMUSI, T.€. OUEBUIHO, YTO CIIEPMATOTeHE3 HEe ObLT
Hapy1eH. [To-BunumMoMy, TaHHBIA BapuaHT Y-ayTOCOM-
HBIX MEPECTPOEK HE OKa3bIBAET CYIIECTBEHHOIO BIMSIHUS
Ha criepMaToreHes, MOCKOJIbKY HaJluuKe reTepoxpoMaTiHa
Yq12 Ha KOpOTKOM ILIeYe aKpOLEHTPUUECKUX XPOMOCOM
He MPensITCTBYET MEHOTUYECKOI peKOMOMHALIMY U TTPOXO-
KIEHUIO Melio3a. Y-ayTOCOMHBbIE TPaHCJIOKAIIMKU C TOYKa-
MM Pa3pbIBOB B 9YXPOMAaTHHOBBIX PETMOHAX Y-XPOMOCOMBI
XapaKTepU3yIOTCsl HapyllleHUEM TPOXOXKACHUS criepMma-
ToUMTaMU | TOMaxuTeHHBIX CTaAUI U MaXUTEHbI, TPUBO-
ISl K 010Ky criepMaToreHesa B npogase I meitoza [1, 20].
OnHako HEKOTOpPhIE MOJIOBbIE KJIETKHU MPOXOAST BCE CTa-
UM Pa3BUTHS, U HEOOJIbIIOE KOJUUYECTBO CIepMaTO30M-
JIOB yAaeTcs 00HAPYKUTh Y TaHHBIX ManueHToB [9]. Cpe-
I 00CeT0OBAaHHbBIX HAMU MAllMEHTOB Y 3 U3 4 MYyXYUH
¢ Y-ayTOCOMHBIMM TPaHCJIOKALIMSIMU, Y KOTOPBIX 11O TaH-
HBIM CTAHIAPTHOTO CIIEPMUOJIOTMYECKOTO UCCICI0BAHMUS
ObL1a TMarHOCTUPOBaHa a3oocnepmusi, ¢ momoiibio KKA
HIIK B ocanke 2sKyJisiTa 0OHapy>K€HO HEOOIbIIOE KOTM -
YECTBO CIIEPMATO30UIOB.

Heckonbko uccienoBaHuil ONMUCHIBAIOT ME03 U Meli-
OTUYECKYIO CEerperaiuio XxpoOMOCOM, BOBJIEYEHHBIX B Iepe-
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CTPOIIKY, Y (DePTUIbHBIX MY>KUYMH, ITAIIMEHTOB C OJIUTO300-
CIIEpMMEii ¥ a300CTIepMUEI C YACTUYHO COXPAaHHBIM CITep-
MaTOIeHe30M C Y-ayTOCOMHBIMM TpaHCIOKasMu [24, 26,
27]. Tak, y malieHTa ¢ OJIMroacTeHOTepaTo300CIepMueii
TspKesoit crernienu (1 MH/mit) u Kapuoturom 46, X,t(Y;16)
(q11.21;q24) obHapyxeHo, uTo 51% criepMaTo30Ma0B UME
cOaJlaHCUPOBAaHHBII WJIM HOPMaJIbHBII KapuoTuIl, B 36%
KJIETOK BBISIBIIEH COBMECTHBIH | Turt cerperanuu u B 12 %
KJIeToK — HepacxoxaeHue 3:1 [24]. T1pu 5ToM B aTUIMUYHBIX
CIIEpMAaTO30M1aX aHeyIuIonaus ooHapyxeHa B 92% ramer.
IIpoBenenue KO (6e3 I1T'T) mpuBesao K HACTYILIEHUIO 3
OGepeMEHHOCTE y ero CyNpyr, U3 HUX OlHa 3aKOHUMJIACh
BHEMAaTOYHOI OEPeMEHHOCTBIO, OIHA — POIaMU 30POBOI
neBouku 46,XX, mpyrasi — poaamu IBOWHU (1eBouka 46,XX
M MaJIbuMK-HOCHUTEIb cOaJlaHCUPOBAHHOM TPAHCIOKALIMHM).
Touka pa3pbiBa B Y-XpOMOCOME pacriojiarajiach B JIOKY-
ce Yqll.2, npu aTom aenenuiit AZF He Obl10 oOHapyXKe-
HO [24]. CxonHOE KOJMYECTBO raMeT ¢ albTepHATUBHBIM
turnoM cerperaiuu (50,31%) obHapyXeHO y APYroro ma-
nueHTa, nMesinero kapuorun 46,X,t(Y;10)(q11.2;q15.2)
[26]. YacToThl coBmecTHOTro I 1 II TMMmoB cerperanuu,
cerperauuu 3:1 u nunaouauu (uau cerperauuu 4:0) co-
CTaBMJIA COOTBETCTBEHHO 39,62%, 1,63%, 7,83% 1 0,61%,
IPY 3TOM HE OTMEUYEHO MPU3HAKOB MEXXPOMOCOMHOTO
addekTa [26]. Y naHHOTO NaleHTa BBISIBIEHA TePaTO30-
ocriepMusi, Ho oH ObLT pepTusieH. CriepMaToIOru4eckoe
HCCJIeIOBAHUE BBISIBUIO HOPMaJIbHOE KOJIMYECTBO CIIEP-
MaTo30ua0B (26 X 10°/MI1) U IPOrPEeCCUBHO MOABUXKHBIX
criepmaTo30un0oB (35%), CHUKEHHOE KOJIUYECTBO MOP-
(omormueck HopMabHBIX TameT (3% tipu Hopme 4%
u 6oJiee). Y ero qoyepu ¢ yMCTBEHHOI OTCTaJIOCThIO, pO-
JUBIIIEICST OT GEPEeMEHHOCTH, HACTYIUBIIEH €CTeCTBEH-
HBIM ITyTeM, OOHapyKeH HecOalaHCUPOBAHHBINM Kapuo-
i 46,XX,der(10)t(Y;10)(q11.2;p15.2). ITo nanusim FISH
HCCIIeIOBAaHUIM CIIEPMATO30MI0B, BBITIOJTHEHHBIX Y IPYTUX
JIBYX MY>KYMH-HOCUTENIEeH Y-ayTOCOMHBIX TpaHCIOKAIIUiA
t(Y;1)(ql2;p34) [28] wu t(Y;3)(ql2;p2l) [29],
cObajlaHCUPOBAHHBIM MM HOPMaJbHBI KapUOTUII
ob6HapyxeH B 36,0% u 29,7% raMeT, COOTBETCTBEHHO,
a B OOJIBIIMHCTBE CIIEPMATO30UI0B BBISIBIIEH COBMECT-
Hbiii (I u IT) Tun cerperauuu, pexe cerperaums 3:1 u 4:0.
Bo3M0OXHO MeHBIIIee KOJMYeCTBO cOalaHCHPOBAHHBIX MU
HOPMAaJIbHBIX TaMeT ObLJIO OOYCJIOBJIEHO TSIKECThIO Hapy-
LIEHMS CIIepMaTOreHe3a, IMOCKOIbKY 00a MalueHTa MMe-
JIA TSDKENYIO WIIM KpaiiHe TSDKEIYIO OJIUT0300CIIePMMIO,
M KOJIMYECTBO MPOAHATN3UPOBAHHBIX ITOJOBBIX KJIETOK
ObLIO MEHBIIIUM.

MexaHM3M HapylIeHUs CliepMaTOreHe3a y HoCUTe e
TpaHCJIOKAIMIi, He MMEIOIIMX ITATOTeHHBIX MeJICLIMIA B JIO-
Kyce AZF, no-BuaumMomy, CBsI3aH ¢ TeM, 4YTo (popMUpOBa-
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HUE KBaJIpuBaJeHTa B Melio3e HapyllaeT (opMUpPOBaHUE
ITOJIOBOTO MY3bIpbKa, YTO MPUBOIUT K aKTUBAIIMU AIlOII-
TO3a B CIIEPMATOLIMTAX U criepMaTuaax. MyXcKue 1oJo-
Bbl€ KJIETKU, MPOILLIEAIINEe Me03, AeMOHCTPUPOBAIU TIpe-
MMYILECTBEHHO OMBaJIeHTHOE 0Opa3oBaHue, 1 6oiee 90%
MpOaHAIM3UPOBAHHBIX CIiepMaTo30M 0B co3penu u3 HITK,
MPOLIEAIIMX HOPMaTbHbIN Meiio3 [24]. BeposiTHO, KJeT-
KU ¢ coBMecTHBIM 11 THITOM cerperaiuu, a Takxe ¢ cerpe-
rauueii 3:1 u 4:0, BO3HUKILIME B PE3yJIbTaTe PACXOXKICHMS
XPOMOCOM KBaJpUBaJCHTHOM acCOIMALINU, YCTPAHSIOT-
cs myteM anonTo3a. [To-BunuMomy, Ha cliepMaToreHe3
1 KOJIMYECTBO CIIEPMATO30UIOB B 3KYJISITE Y HOCUTENIEH
TPaHCJIOKALIMI MOXET BIUSTh COOTHOLIEHUE OVBAJIEHTOB
1 KBaJpMBaJICHTOB B CIIEpMaTOLIMTaX, YTO CBSI3aHO C pac-
MOJIOXKEHMEM TOYEK pa3pbiBOB. YeM MeHbIlIe TpaHCIO-
LIMPOBAaHHBII CETMEHT XPOMOCOM, TeM Yallle IIPOUCXOIUT
(bopMupoBaHUe OUBAJIEHTOB 1 TeM OOJIbIIIE KOJUYECTBO
CO3pEBaIOIINX MTOJIOBBIX KJIETOK.

3ak/ovyeHne

Y MyXunH-HOcuTesael Y-ayTOCOMHBIX TPaHCIOKALMi
BBISIBJICHA BBICOKAsI YaCTOTa a300CTIEPMUU 1 OJIUTO300-
CIIEPMMH, YTO CBUICTEIBCTBYET O BBIPAXKCHHOM Hapyllle-
HMU CIIepMaToreHe3a y OOJIBIITMHCTBA TaHHBIX MMAIlMEHTOB.
I1pu 3TOM HapyllleHUe CO3peBaHUN TOJOBbIX KJIETOK 00Y-
CJIOBJIEHO TIOJTHBIM MJT YaCTUYHBIX OJIOKOM TTpodassl I meii-
03a 13-3a 1e(HeKTOB KOHBIOTAIIMN XPOMOCOM 1 MEHOTHYE-
CKOI peKOMOMHALIMU, PEXKE BOSHUKAET BCAESICTBUE ACICLIUIA
B JIoKyce AZF (B citydasix HecOaaHCUPOBAHHBIX TPAHCIOKA-
1mit). CoXpaHHOCTD cIiepMaToreHe3a u (hepTUILHOCTH OT-
Me4YeHa MPEUMYIIIECTBEHHO Y MYKUYNH-HOCUTEJICH TPaHCIIO-
Kauuii Yq12 Ha KOpOTKOE TJIeU0 aKPOLIEHTPUIECKUX XPOMO-
COM. YUNTBIBasi BBICOKYIO YaCTOTy HECOATaHCUPOBAHHBIX
ramMeT IT0 XpOMOCOMaM, BOBJICYCHHBIM B TPAHCJIOKAIIUIO,
HOCUTEJISIM Y-ayTOCOMHBIX TPAHCIOKAIIN pEeKOMEHIOBAHO
MpeMIUIAaHTAallMOHHOE TeHeTHYecKoe TectupoBanue (I1I'T)
WJIU TIpeHaTaIbHAsl TeHETMYEeCKasl TMarHOCTHKA.
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