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PaHALOHHOI MeIULHHEL Pedepar. Ilensio nccienoBaHus SIBHIOCH M3yYSHHE YacTOTHI aHEYIIOMIWU B CIIEPMATo-
HAMH Vkpannsi», 30MJax y My)XX4YHH OECIUIOAMEM C HOPMAaJbHBIM KapHOTHIIOM U XPOMOCOMHBIMH H3MEHE-
Kues HusMH. Vcnonb30BaHa MyJIbTHIBETHAs (IIOpeciieHTHas TMOpHu3alys in situ B criepmMaTo-

30M7aX, KOTOpast MPOBEJeHa y 30POBBIX M OSCIUIOHBIX MYy)KUHH. BBIIBICHO, YTO YacToTa
XPOMOCOMHBIX abeppaiuii B CIIepMaTo30Huaax Hanbosiee BBICOKasl Y MYXKYHH C TCHOMHBIMU
¥ XPOMOCOMHBIMH MY TaI[HSIMH.
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Grabar V.V., Feskov A.M., Stefanovich A.V., Zhilkova E.S. Aneuploidy in spermatozoa in infertile men.

ABSTRACT. Background. An important problem is to investigate the frequency of aneuploidy in sperms of infertile men
according to their changes in karyotype, that would allow to understand the contribution of paternal factor in the formation of
chromosomal aberrations of embryos. Objective. To study the frequency of aneuploidy in spermatozoa from infertile men
with normal karyotype and chromosomal changes. Methods. Fluorescence in situ hybridization (FISH) of spermatozoa
(chromosomes 13, 16, 18, 21, 22, X and Y) was performed in 79 infertile men with normal karyotype, in 16 with chromo-
somal abnormalities, in 18 with chromosomal polymorphism and in 29 healthy men. In total 23,867 of sperm cores were
analyzed. Results. In men with infertility an aneuploid sperms were in 5.7 times more often than in fertile patients (P<0,01).
An aneuploidy of sperms in infertile men with a chromosomal abnormality were in 2.1 times, with a chromosomal polymor-
phism in 1.4 times more often than in infertile patients with a normal karyotype (P<0,05). In all patients the most common
aneuploidies were in chromosomes XY, 21 and 22. The study of aneuploidy frequency in spermatozoa at different variants of
chromosomal pathology showed that in men with paracentric inversions rate was 5.75 - 7.65%, whereas in patients with
quantitative and other structural chromosomal abnormalities it was above 11.73 - 17.82%. Conclusion. The frequency of
chromosomal aberrations in spermatozoa is highest in men with genomic and chromosomal mutations. In infertile patients
with changes in the karyotype the gametes with mutations de novo can be produced.
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Brenenne

Kak n3BeCTHO, XpOMOCOMHBIE AHOMAJIUH 3M-
OpHoHa W TUIONA SIBISIFOTCS TJIABHOW MPUYHMHOHN pe-
npoayKTUBHBIX Heyaad [1]. MccnenoBanue amM6puo-
HOB 3a4acTyl0 3aTpyAHHUTENIBHO M3-3a UX paHHEH
rubenu nmpu aHeymionauu [2], a BO3MOXKHOCTH -
arHOCTHKHM XPOMOCOMHOHM MaToJIOTMH in Vivo BO3-
MOXKHBI TOJIBKO B IpOrpaMMax BCIOMOIaTelIbHBIX
penponykTuBHbIX TexHonoruid (BPT). B cBs3u ¢
3THM aKTyaJIbHBIM SIBIISICTCS HCCIICIOBAHUE TAMET Ha
MpeAMET aHEYIUIONIUH, YTO MO3BOJIUT MPOTHO3UPO-

BaTh PUCK XPOMOCOMHOH IATOJOTHH Yy SMOpHOHA.
M3BecTHO, UTO YacTOTa aHOMAJWK KapUOTHMA IO
JIAHHBIM HCCIIEI0BaHUS JIMM(OIUTOB y OECIUIONHBIX
MyX4MH B 2-3 pa3a Bbille, 4eM Yy WH(EpTHIBHBIX
>KEHIIMH U cocTaBiseT B cpearem 10 % [3, 4]. Ham
MpCACTABIACTCA aKTyaJIbHbIM HCCJICA0BATH 4aCTOTY
AHEYIUIOMJINH B CIIEPMATO30UAaX Y MYXKUUH B 3aBU-
CHMOCTH OT BBISIBJICHHBIX Y HUX U3MEHEHUH KapHO-
THIIA, YTO TIO3BOJIMIIO OBI MOHATH BKJIAJL OTLIOBCKOTO
(akropa B (opMHpOBaHHE XPOMOCOMHOW MaTOJIO-
rur SMOproHOB. CyIIeCTBYIOIINE HCCIEIOBAHUS B
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9TOM 00JaCTH HOCAT (parMEeHTApHBIA XapakTep M
HYXJAIOTbCSI B JETaTN3alnH.

]_leJ'l]) — H3Y4YUTb YaCTOTy aHCYIUIOUJUH B
CIEpPMaTO30MaxX y MY>XYHUH OECIUIOJHEM IpU HOp-
MAaJIbHOM KapHOTHUIIC U ITPU XPOMOCOMHBIX M3MEHC-
HUSIX.

Matepuajbl 4 METOAbI

Hamu cpaBHuBajack 4yactora aHEYIUIOMIHWU B
CIIEPMAaTO30MIaX Y 3IOPOBBIX MYKYMH, KOTOpBIE
y4acTBOBajM B mporpammax BPT kak Myxbsd uH-
(hepTUIBHBIX JKEHIIWH, U Y TalUeHTOB C OeCIIIOH-
eM (C HOPMaJIbHBIM KapHOTHIIOM, XPOMOCOMHOMN
HaTOJIOTHEN N XPOMOCOMHBIM IOJIMMOP(GU3MOM).

®mropecuentnast rubpuanzanus in situ (FISH)
CIepMaTO30MJI0B TpoBeleHa y 79-TH MyXUYUH C
OecruiogueM M HOPMaJbHBIM KapHOTHUIIOM (TpyImiia
1), y 16-T1 ¢ XpOMOCOMHBIMH HapymeHUsIMH (B 7-
MH CIy4asiX aHeyIUIouaus, B 9-TH — XpOMOCOMHBIE
abeppauun) (rpynna 2), y 18-Tv ¢ XpoMOCOMHBIM
nomumopdmsmom (rpymma 3) Uy 29-Ti 3M0pPOBEIX
MYX4YHH C HOPMAJbHBIMH IapaMeTpaMH CIIEPMO-
rpammsl (Tpymma 4). Beero 6put0 mpoaHanmm3upoBa-
HO 23867 simep crnepmaro3oumoB. Kpurepuem otbo-
pa MyX4uH B Tpynmsl 1, 2 u 3 Opu10 Hamu4aue BhIpa-
JKEHHBIX CIIEpMUOJIOTHYECKHX HapyLIeHHH - HE0O-
CTPYKTHBHOI a300CIE€pPMHH, OJUTOCIIEPMUU, OIH-
roacTeHO300CIEPMHH, OJIMI0ACTEHOTEPATO300CIIep-
Muu. Bcem manueHTam mpoBOJUIOCH LIUTOIE€HETH-
yeckoe uccienoBanue. [lanmeHTsl He WMenH BO3-
pacTHBIX pa3IM4Mid, COOOTBETCTBEHHO B rpymme 1 -
36,9442, 2 - 37,842,8, 3 - 37,443,9, 4 - 36,5%3,1
JeT.

Y 10,1 % wmyxunn B rpynne 1, y 31,3 % B
rpynne 2, y 38,9 % B rpynmne 3 criepMaTo30uab! ObI-
JY TOJYYEHbI C IOMOIIBI0 OMOICHHHBIX METOIUK.
Takum 00pazom, y My»X4UH C ATOJOTHEH KapHOTH-
Ia UHBA3WUBHBIC METOJAWKHU MPUXOJUJIOCH TPUMECHATH
B 3 pa3za yare, B KaXJIOM 3-M CJIydae, yTo CBSI3aHO C
BBICOKOM YaCTOTOW HEOOCTPYKTHBHOM a30CIECPMHH.
HecmoTpst Ha AWIIONUIO HATHUBHOW CHEPMBI JUIA
NPOBEJICHUSI HCCIIEIOBAaHMs, CpPEIIHEEe 4YUCIIO CIIep-
mueB Ha | deprunbHOrO MykunHy Obu10 B 1,8 pas
Oonpiie, yem B rpymme 1, B 2,9 pa3 Oounblre, 4eM B
rpymme 2, B 2,4 pa3a Oomblle, 4eM y MAIMEHTOB
rpymmst 3 (P<0,05)

OSKyISIT MyX4YMH KOHTPOJBHOM  TPYMIIBI
(rpynmma  4) pasBommics Ao KoHmeHtparuu 0,5-
0,1x10% mu; s1KyIST MHEGEPTUIBHBIX TIALMEHTOB HE
pazBoamics. [1oaroToBky 3sKyisiTa, AE€HATypaluio,
NpernOpU3aMOHHY 0 MOATOTOBKY U THOPUAN3AIINIO
NPOBOJIMIIM  COTJIACHO CTaHJAPTHOMY IIPOTOKOIY
Vysis (CIIA) [5]. Mynsrungernas FISH npoBoau-
Jack B 2 9JTama, Tak Kak HeOOJIbIIME pa3Mephl ro-
JIOBKM CIIEPMATO30MAa HE TO3BOJSUIM KOPPEKTHO
Pa3IUUUTh OO0JIBIIOE KOTUIECTBO IBETHBIX CUTHAJIOB
U3-3a UX B3aMMHOro HacioeHus. Ha mepBom srarme
HCCIIeIOBAIACH XpoMocoMEbl 13, 16, 18, 21 u 22 (uc-
nonb3oBasics MultiVysionTM PB (Abbott), korto-

peiii Brmrodan LSI® 13 (13ql4, mapkupoBaHHBII
Spectrum- RedTM), CEP® 16 (satellite II D16Z3,
MapkupoBaHHbIt  SpectrumAquaTM), CEP® 18
(alphasatellite D18Z1, MapKUPOBaHHBIH
SpectrumBlueTM), LSI® 21 (21q22.13-21q2.2,
MapkupoBaHHbI SpectrumGreenTM) n LSI® 22
(22q11.2, mapkuposanusiii SpectrumGoldTM). Ha
MOCIIEAYIOIIEM BTOPOM 3Tare HCCIIEI0BAINCh XPO-
Mocombl X u Y npumenstmuck JJHK-30a181 (CEP X
(DXZ1) Alpha Satellite DNA Spectrum Aqua, CEP
Y (DYZ3) Alpha Satellite DNA Spectrum Orange,
Vysis (CIHA)). [Ins Busyanuszauuu aHaiu3a ObLI
UCIOJIb30BaH (payopecueHTHblii Mukpockor Nikon
Eclipse 80i, 000OpymOBaHHBIH COOTBETCTBYIOIIHM
HaOopoM (GUIETPOB Vysis M CHCTEMOW aBTOMaTHYe-
ckoro aHanms3a mzobpaxenus ISIS, paspaGorannoi
¢upmoii Metasystem; MHUKPOCKOIUSI HPOBOJMIIACH
npu ysenudeHun x600. o DOKyMEHTHUPOBaHHUS
pe3yibTara MPUMEHSUIaCh IMTOT€HETHYecKas Ipo-
rpamma Lucia FISH (LIM, Yexus).

Amneymnonansa crepmaro3ounnoB mpu FISH pe-
THCTPHUPOBANACh, €CIH ONPEHeIIOCh KOJIHMYECTBO
(IIyOpEeCLIEHTHBIX CHUTHAJIOB OJHOH XPOMOCOMEI
OTJINYHOE OT ramiouaHoro. KommuectBo npoananu-
3MPOBAHHBIX CHIEPMATO30MIOB 3aBHCENIO OT KOHLCH-
Tpalyu CrepMaTo3ouaoB B 1 mil asikynsara. Y maiu-
€HTOB C a300CIEpPMHUEH, BBIPAKEHHOW OJMI0300C-
nepMueil ObIIM NMPOaHATU3UPOBAHBI BCE TOCTYIIHBIE
JUISL aHAJIM3a CHEPMATO30MIbl, Y MYXUYHH C HOPMO-
300CHepMHUel OBUIO NMPOaHANTM3UPOBAHO HE MEHbIIE
TBICSIYU CIIEPMATO30HIOB.

CraTucTHYecKyl0  00pabOTKy  pe3yiIbTaToB
NPOBOOWIM O  t-KPHTEPHIO B IIPOTpamMMe
STATISTICA, a Takke mo ) 2 B mporpaMme
STATGRAF. JIoCTOBEpHBIMH CHUHMTAIN PA3THYUSI
MIPH 3HAYEHUAX C BepOsATHOCTHIO P<0,05.

Pe3ynbTaThl U HX 06CyKIeHHE

CpaBHEeHHE YPOBHS aHEYIUIOJUU CIIEPMATO30U-
J0B B HU3Yy4Ya€MOI'0 KOHTUHI'CHTAa C MNOMOLILIO 2
MI0Ka3aJI0, YTO y MY)KUYHH C OECIUIOMEM MX 4acToTa
JocroBepHo Bble (P 5 3.4 <0,01). CpaBHeHue uac-
TOTHl AHEYIUIOWJHMH CIIEPMAaTO30MI0B B TpyHIax
MYKYHH ¢ HOPMaJbHBIM KapHOTHIIOM (Tpymma 1), ¢
XPOMOCOMHOU TaToyoruei (rpymma 2) U ¢ XpoMo-
COMHBIM TONHMOp¢dm3MoM (Tpymma 3) TMoKazaio
JOCTOBEpHOE YBEINYCHUE YAaCTOTHI aHEYIUIOUAUH y
UHQEPTHIBHBIX HAIlMEHTOB ¢ M3MEHEHMAMH KapHO-
tuna (P, 31 <0,01) (Tabu. 1).

Pe3yanaT1)I HUCCIICA0BaHUA BCTPEYACMOCTH
aHeyIUIONIUi 1Mo M3ydaeMbIM xpomocoMaMm XY, 13,
16, 18, 21, 22 npencrariieHs! B TabuIe 2.

B cBsi3u ¢ TeM, YTO COOTHOIIEHHE CIIEpPMaTo-
30HMJIOB C XPOMOCOMOH X U CHIEpMaTO30HI0B C XPO-
Mocomorr Y Obuto paBHBIM (1:1) kKak y 3HOpOBBIX,
Tak U y UHQEPTWIBHBIX MY>KYUH, IPUBEACHBI CIIH-
HBIE [TOKA3aTENN aHEYIUIOMIUH TI0 TIOJIOBBIM XPOMO-
coMaMm.
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Tabmauma 1

YacroTa aHEyIIOANH B CLIepMaTO30HM1aX MYXUHH ¢ OecruioaneM (rpynmsl 1, 2, 3) 1 cpeu 3M0pOBBIX MY>KIHH

I'pynna 1 I'pynma 2 I'pynma 3 I'pynna 4
Bcero uccnenoBano cnepma- 11386 1712 2137 8632
TO30UJI0B (100 %) (100 %) (100 %) (100 %)
KOJ1-BO FILIOHIHEIX 10578 1459 1927 8506
(92,90 %) (85,23 %) (90,18 %) (98,54 %)
Kon-Bo ¢ anomanpHBIM XpoO- 808 253 210 126
MOCOMHBIM Ha00pOM (7,10 %) (14,77 %) (9,82 %) (1,46 %)
%’ 350 726 396 303
P <0,01 <0,01 <0,01 <0,01
Ta6numa 2
Pe3ynbraTe! HccieqoBaHUS aHEYIIONANN criepMaTro3onoB Metogom FISH
mo xpomocomaMm XY, 13, 16, 18, 21, 22
I'pynnsl My>X4uH
OO111ee KOJINYECTBO CrIepMaTo- I'pynmna 1 I'pynma 2 I'pynma 3 I'pynmna 4
301110B N=23867 11386 1712 2137 8632
(100 %) (100 %) (100 %) (100 %)
KonuuecTBo ciepmaTo30uoB ¢ 808 253 210 126
aHeymiouauen n=1397 (7,10 %) (14,77 %) (9,82 %) (1,46 %)
no XuY (%) 201 61 53 40
n=355 1,77 % 3,56 % 2,48 % 0,46 %
13 (%), 125 36 27 14
n=202 1,10 % 2,11 % 1,26 % 0,16 %
3 16 (%), 51 13 15 7
g = n=86 0,45 % 0,76 % 0,70 % 0,08 %
5| = 18 (%), 62 24 21 9
s g n=116 0,54 % 1,40 % 0,98 % 0,10 %
= ? 21 (%) 154 48 45 26
zZ | < n=273 1,35% 2,80 % 2,11 % 0,30 %
2 22 (%) 147 44 41 19
2 n=251 1,29 % 2,57 % 1,92 % 0,22 %
= MHOX€ECTBEHHBIE 105 32 25 14
aHey“J;":“lI%“* (%) 0,92 % 1,87 % 1,17 % (0,16 %)
Jurmonauu 68 27 8 11
n=114 (0,60 %) (1,58 %) (0,37 %) (0,1 %)
P 0,05 0,05 0,05 0,05

[Mpumeyanue: * - naHa cyMMapHas 4aCTOTa MHOXKECTBEHHBIX aHEYIUIOUIUil. XpOMOCOMBI, BOBJICUEHHbBIE B MHO-
JKECTBEHHYIO AaHEYIUIOUIMIO, PETUCTPUPOBAIUCH 10 KAXKI0M XPOMOCOME OTIENBHO.

Takum oOpa3om, BO Bcex IpymNIax MY>KYUH C
OecruioeM M y 370pOBBIX MY>KYMH HauboJjee dac-
TO BCTpeualach aHEYIUIOMJMs MOJIOBBIX XPOMOCOM
XY, 21-# u 22-if XxpoMmocoMaM (COOTBETCTBEHHO B
rpymmne 1 — 1,77 %, 1,35 % u 1,29 %; B rpynme 2 —
3,56 %, 2,80 % u 2,57 %; B rpymme 3 — 2,48 %, 2,11
% u 1,92 %; B rpymme 4 — 0,46 %, 0,30 % u 0,22 %)
(P<0,05).

BepositHO, omHMM U3 OOBSICHEHUH BBICOKOTO
YpOBHS aHEYIJIOWIAMH IO TOJIOBBIM XpOMOCOMaM
ABJIAIOTCS OCOOEHHOCTH KPOCCHHIOBEPA XPOMOCOM
X u Y, B pe3yiapTare 4ero BO MeH03a TOHOCOMBI
yalle MOABEPKEHBl XPOMOCOMHBIM aHOMAUSAM MO
CPaBHEHHIO C JAPYTMMH XpoMocoMaMu. BrICOkyro
4acTOTy aHeymiouauu 21-il u 22-i XpoMocom, Be-
POSITHO, MOXKHO OOBSCHHTH TEM, YTO Majble aKpo-

LIEHTPUYECKUE XPOMOCOMBI (DOPMHUPYIOT HEOOIBIIHE
XHa3Mbl BO BpeMsl Meio3a I, a Hu3kue ypoBHU pe-
KOMOWHAIIMM MOTYT TpeApacrioyiarath K UX Hepac-
XOXKIeHHIO [2].

Jlamee mo dwacToTe clemoBalia aHEYIUIOOUS II0
13-i1, 3atem mo 18-if W pexe IPYrHX BCTpedanach
ageymongus no 16-it xpomocome. Kak BumHo u3
Tabmumpl 3 B KaXIOM CEIbMOM-BOCBMOM CIIydae
aHeyHJ’lOI/lIll/II/I B cnepMaT0301/1ﬂax 6])1.]'11/1 KOMIIJICKC-
HBIMMU. I/IS KOMIIJICKCHBIX XpOMOCOMHbIX aHOMaJ’lI/lﬁ
Hanboliee 4acTo BCTpevajach aHeyruiowausi 13-i u
21-#, 21-# u 22-i1, 16-it u 18-if XxpoMOCOMBI; 3apuK-
CHUpPOBaHA TAKXKE aHCYIUIOAUS IO TPEM XPOMOCOMaM
—16,21 u22;16, 18 u XY.

B Hammx HaOMIOOEHUAX CIIEPMAaTO30UAHI C He-
PeAyILMPOBAHHBIM, TUILIOUIHBIM YHACIOM XPOMOCOM
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BcTpevanuch B 114 coygasx (0,48 %, n=23867). Kak
H3BECTHO, (DOPMHUPOBAHKE TPUILIOMIHOTO 3MOPHOHA
Yaie CBSA3aHO C JUAHIPHEH BCIIEACTBHE OILIOIO-
TBOPEHHS OOIMTA JBYMS CIIEPMATO30UAAMU H3-3a
Hea(pexkTuBHOro Onoka moiucnepmuu [1]. U ro-
pas3no pexe TPUILIOMIHBIC SMOPUOHBI (POPMUPYIOT-

Csl BCJIEACTBHE CO3PEBAHMS JUIIIOUIHBIX CIIEPMATO-
LUTOB, YTO TAK)KE MOATBEPKAAIOT HAIIM JAHHBIE.

Pe3ynbraThl HccnenOBaHUS YacTOTHI aHEYII-
JIOUJUH B CIIEPMATO30UAAX Y MYKUHH C XPOMOCOM-
HOM MaToJIOTHEH MpeJCcTaBlIeHbl B Tabuie 3.

Tabmuma 3

YacroTa BCTpedaeMOCTH aHEYIUIOUANH 110 XpoMocomaM 13, 16, 18, 21, 22 u XY y MyXKYUH ¢ XPOMOCOMHOI
MaTOJOTHen

CPGHHHH 4JacCcTOTa aHCYIUIOUUU B CIIEPMATO30MAaX

Kapuorun Obman
(KOTMUEeCTBO CITy4aeB) yacToTa XY 13 16 18 21 22
%) (%) (%) (%) (%) (%) (%)
47,XXY (2) 15,93+ 6,47+ 1,95+ 0,85+ 1,37+ 3,0 2,29+
0,19 0,14 0,09 0,11 0,10 +0,17 0,13
47,XYY (1) 13,56 4,92 1,84 0,72 1,19 2,57 2,32
47,XXY/46,XY (2) 13,39+ 3,96+ 2,03+ 0,76+ 1,48+ 2,65+ 2,51+
0,32 0,18 0,28 0,08 0,15 0,11 0,12
45,X/46,XY (1) 13,62 3,85 1,94 0,91 1,56 2,79 2,57
47,XY, + mar/46,XY (1) 11,73 2,79 2,36 0,63 1,15 2,31 2,49
?S;XY’ der, (13:14)(q10; q10) 1547 421 267 090 127 364 378
46,XY,t%(9;15)(q21;p11) (1) 17,82 4,18 2,60 1,25 1,94 4,23 3,62
46,XY,inv(Y)(pl1;q12) (1) 16,51 3,86 2,82 0,95 1,68 3,99 3,21
46,XY,inv(9)(pl1ql2) (2) 16,40+ 3,95+ 2,93+ 0,79+ 1,85+ 3,52+ 3,36+
0,54 0,31 0,17 0,25 0,09 0,20 0,52
46,XY,inv(9)(pl1ql3) (1) 16,22 3,70 2,57 1,0 1,96 3,41 3,58
46,XY,inv(11)(q.21;g23) (1) 5,75 1,27 0,90 0,28 0,83 1,29 1,18
46,XY, inv (7)(q22q34) (1) 7,65 1,62 1,56 0,53 0,97 1,50 1,47
46,XY,inv(7)(q11;922) (1) 6,53 1,49 1,29 0,36 0,78 1,36 1,25

Kak BugHO M3 Tabmuipsl 3, y MalUeHTOB CHH-
npomoM Kmaitndenstepa (47,XXY) gactoTa aHeyn-
JIOMJTHBIX CHEepMaTo30MuJI0B cocTaBisier 15,93+0,19
%, nupu Mo3amuHOW Qopme 3TOro cuHIpOMA
(47,XXY/46,XY) - 13,39+0,32 %. Bnonne o0bsic-
HHUMO, YTO B CIIEPMATO30MAAX ITHX MAIIMEHTOB II0-
BBIIIICHa 4YacToTa aHeymiouguu XY. B mponecce
MeHo3a Y ATHX MalUCHTOB (YOPMHUPOBAIKCH TUCOM-
HBIE 110 TOHOCOMAaM TaMeTHl (IIPH TOJHOW (Gopme ¢
gactoToit 6,47+0,14 %, mpu mo3andHoi - 3,96+0,18
%). Kpome Toro, BEpOSITHO, MOBBIIICHHE YaCTOTHI
AQHEYIUIONIUHN Y 3THUX MYXYMH TaKKe MOXXET OBITh
CBSI3aHO C M3MEHEHHEM MHKpPOCpEAbl B TOHAJax B
CBA3U C THUICProHaAOTPOIIHBIM COCTOSIHUEM, UYTO
TaK)Ke OKa3bIBAaET BIIUSIHUME HA XPOMOCOMHYIO Cerpe-
raiuio B Meio3e B criepMaTonuTax | nopsaka.

Y uHGEPTUWIBHOTO MYXYHHBI C KAaPHOTHIIOM
47,XYY oOmas yactora aHemmouaud Obuta 13,56
%, no xpomocomam XY - 4,92 %. B psage uccaeno-
BaHUH TPENIoaraeTcs, YTo y MareHToB C Kapuo-
tunoM 47, XYY HpoucXomuT moTepss M30BITOYHON
XpOMOCOMBI Y U B JaJIbHEHIIEM B CIIEpPMATOreHE3E
CHepMaTOIUTHl BeAyT cebs Kak JSyMmIoOWAHbBIE [6].
OpnHako, 0oJiblliee KOJIMUECTBO paboT YKa3hIBAIOT Ha
TO, 9TO CHEPMAaTONHTHI ¢ kKapuoturiom 47,XYY mpo-
Xo#AT 4epe3 (azbl Melo03a, IPOU3BOJIS aHEYIIOH/I-
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HbIe TaMeThI [4].

Y Myx4uHbI ¢ KapuoTunom 45,X/46,XY obmas
YacTOTa AHCYIUIOMIUH CIIEPMATO30MI0B COCTaBUIIA
13,62 %, no ronocomam 3,85 %, mpu 3TOM 0OBsIC-
HHUMO Yalie (POPMUPOBAIHCH HYJUTHCOMHBIE TaMEThl.

Harmu wccneioBanust mMoKas3pIBalOT, 4TO y Ma-
[UEHTOB C AHOMAJIIUSIMH B CUCTEME ITOJIOBBIX XPOMO-
COM TaK)X¢ IMOBBIIICHA YACTOTa AHCYIUIOMIUH IIO
ayrocomam. [IOBbIlIEHHE YAaCTOTHI AHEYIUIOWIHU B
CIIEPMATO30UIaX y MYKUUH C aHOMAIUSIMU B CHC-
TEME TOJOBBIX XPOMOCOM MOATBEPIKIACT CYIIECTBO-
BaHHE TaK HA3bIBAEMOTO0 HHTEPXPOMOCOMHOTO 3(-
(bexra, COrjIacCHO KOTOPOMY B IIpOIEcce MeHo3a Jac-
TOTa aHCYIJIOWJAUN 110 AyTOCOMAaM IOBBIIIACTCS MPH
HAJIMYAW B KapHOTHIIC aHOMAJHMH B CHUCTEME IOJIO-
BBIX XpOMOCOM M Ha000poT [7].

Kak MbI BuuM 13 TaOJIUIbI 3, 4acTOTa aHEeyI-
JIOUJMY TIPU WHBEPCHUSX 3aBHCENIA OT €¢ THIA — Iie-
pHU- WIM HaparneHTpUyecKass U OT JUIMHbI WHBEPTHU-
poBaHHOTO cermenra. Tak, NP MEPUIICHTPUUECKUX
MHBEPCHUSX YaCTOTA aHEYIUIOMIUU OblLia BbIIIC, YeM
[IPY MAPAUCHTPUUECKHX, BUANMO, B CBSI3H C TEM, 4TO
[P TICPUIICHTPOMEPHBIX MEPECTPONKAX HAPYIIACT-
csl mporece (OPMHUPOBAHUS XMa3Mbl U ITOCIICIYFO-
as cerperamusi XxpoMocom. Y OeCIUIOIHBIX MYiK-
YUH C NEPULICHTPUICCKUMU HWHBCPCUAMU
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(46,XY,inv(Y)(pl1;q12); 46,XY,inv(9)(pl1;q12;
46,XY,inv(9)(pl11ql3)) obmias gacrora aHEYILUIOH-
JIUM B CIIEPMATO30M/IaX COCTABUJIAa — COOTBETCTBCH-
Ho 16,51 %, 16,40+0,54 % u 16,22 %. Ilpu napa-
HNCHTPHUYCCKUX HHBCPCHUAX B HAIIUX Ha6ﬂlOIleHl/I$[X
YPOBCHb aHEYIUIOWIHBIX CIHEPMATO30HIOB OBLI ca-
MBIM HU3KHM, U COCTaBJsUT 5,75-7,65 % (KapHOTHIIBI
Oecrutogubix  MyxunH  46,XY,inv(11)(q.21;923);
46,XY, inv (7)(q22q34); 46,XY,inv(7)(q11;q22)).

ITo manueIM [8], YacToTa GpopMHUpOBaHUS aHEY-
TUTOMIHBIX CTIEPMATO30UAOB 3aBUCHUT OT JUIMHBI MH-
BEPTUPOBAHHOTO cerMeHTa. [Ipu anmmHe MHBEpTHPO-
BaHHOTrO cermenTa Oosee 100 Mbp wacrora aHeyI-
JIOWJUH B CIIEPMATO30MAAX COCTABIAET 0Koyo 50 %,
M HOCHUTCIIM TAKUX XPOMOCOMHBIX MNEPECTPOCK MME-
10T BBICOKMH PENpOAyKTUBHBIN puck. [lpu miune
MHBEPTUPOBAHHOTO cermeHTa MeHee 50 Mbp uacro-
Ta aHEIUIOMJIWU B CIIEPMATO30HJIaX BO3pacTacT He-
3HAYUTEIIBHO.

Y uHOQEpTUIFHOTO MYKYHHBI C PEIUIPOKHON
TpaHciokanuei 46,XY,t4(9;15)(q21;p11) obmas gac-
TOTa aHEYIUIOWAWHA B CIEPMATO30HMIaX COCTABHJIA
17,82 %, uTo OBIIO BHIIIE, YEM y MAIIMEHTOB C APY-
TUMH YHCICHHBIMUA U CTPYKTYPHBIMH H3MEHEHUSIMH
xpomocoM. CKopee BCero, 3TO 4acToTa Oblaa ObI
BbIIIC MPHU paCIMPEHHUU KOJIMYECTBA 30HAOB, B TOM
quciae mo xpomocomaMm 9 u 15, omHAKO, TEXHUYE-
CKHE BO3MOXHOCTH JIaOOpaToOpHH HE TO3BOJIMIH 3TO
caenarb. Pe3ynbTaThl HECKOJIBKUX HCCIICIOBAHHUN
MOKA3bIBAIOT JIOCTATOYHO PA3HOPOJHYIO YaCTOTY
AHCYIUIOWIUHN Y HOCHUTEICH PEIUIIPOKHBIX TPaHCIIO-
Karuit — ot 18,6 mo 62,8 % [9]. BeposarHee Bcero Ha
9TH TOKAa3aTeNId OKa3bIBAIOT BIUSHHUE THIBI XPOMO-
COMHBIX TIEPECTPOEK, OJHAKO, HEIb3s UCKIIOYUTH U
METOAOIOTUYCKHE M TEXHHYECKUE Pa3Iudus, K Of-
HUM W3 KOTOPBIX OTHOCSITCS IOTPEUIHOCTH MYJIBTH-
usetoii FISH B mpenmenax HeOONBIIMX pa3MepoB

TOJIOBOKH CIIEPMATO30MUI0B, U3-32 KOTOPBIX (uiyope-
CIICHTPHBIE CHUTHAJIBI MOTYT HACIAWBATHCS, YTO MPH-
BOJMT K HEBEPHOM OIICHKE.

VY Hocutens poOSPTCOHOBCKOW TPaHCIOKAIUH
(45,XY, der,(13;14)(q10; ql10)) crepmaTo30umoB C
HecOaTaHCUPOBAHHBIM TaIIOWIHBIM HA00POM OBLIO
16,47 %. CornacHo IUTEpaTypHbIM JaHHBIM, 4aCTO-
Ta cOaTaHCUPOBAHHBIX TAMET IPU POOESPTCOHOBCKUX
TPAHCIIOKAIMSIX UMEET JAOBOJIBHO IIMPOKHHN Juama-
30H — oT 60 mo 93 % [8], BeposATHO Ha Pe3yIbTATHI
HCCIIEIOBAHUHA OKa3bIBAIOT BIMAHUE TAKHE TEXHIUE-
CKHE OCOOCHHOCTH, KaK IPOTOKOJBI MOATOTOBKH
asikynsata, FISH, pasmuansie JIHK 30H75I.

Takum 00pa3oM, HAlIU UCCICIOBAHUS MMOKA3a-
JA, 4YTO KOJHWYECTBCHHBIE W CTPYKTYPHbLIC II€pPEC-
CTpOﬁKH, BBIABJICHHBIC MPU HUTOTCHETHUYCCKOM HC-
CJIeZIOBaHUH JIUM(OIUTOB TEPUPEPUICSCKON KPOBU
y OECIUIOIHBIX MYKYWH BJIHSIOT Ha HAPYIICHHUE CET-
peramuy XpoMocOM B cIiepMaToreHese. B cBs3u ¢
STUM y WHQEPTIIHHBIX MAIIMEHTOB C HAPYIICHUSIMH
B KapHOTHIIE MOTYT (POPMHPOBATHCS TaMETHI C MYy-
TamusiMa de novo, WCTIIONB30BaHUE KOTOPBIX B TIPO-
rpammax BPT MoxkeT npuBECTH K pOXKACHUIO JeTei
C XpOMOCOMHOM MaToJIOTHEN.

BruiBoabI

YacTota XpOMOCOMHBIX abeppaiuii B criepMa-
TO30MJaX Y MHQEPTUIbHBIX MYXYHMH BBILIE, YeM Y
310poBbiX. Cpenn OSCIUIONHBIX MYXKUYUH C W3MEHE-
HUSMH KapHOTHIIA YPOBEHb aHCYIUIOUIHBIX CIIepMa-
TO30HUOB BHIIIE, YeM P HOPMAITBHOM KapHOTHIIC.

IlepcneKkTUBBI AaJbHEHIMX HCCIEJ0BAHUI

[lepcrieKTHBHBIM SIBIISIETCSI BBISICHEHUE CBSI3U
MEXIIy YPOBHEM aHEYIUIOMIUH B CIIEPMATO30HIaX H
(hopMUpOBaHUEM aHEYIUIOMIUH Y SMOPHOHOB B PO-
rpammax BPT, uTo mo3BOJUT OILIEHUTH POJIb OTILOB-
ckoro ¢Qakropa B (GOpPMHPOBAHMH XPOMOCOMHOM
IaToJIOTuu y NOTOMCTBA.
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I'padap B.B., ®ecbkoB O.M., Ctepanosuu I'.B., Kuiakopa E.C. Aneynioinis B cnepmaro3oigax y
iHpepTHIBLHUX Y0/10BIKIB.

Pegepar. MeToro mpocnimkeHHs OyI0 BUBUEHHS YacTOTH aHEYIUIOiNil B CIIEPMATO30i1aX y YOJOBIKiB 0e3-
IUTIISIM 3 HOPMAJTBHUM KapioTHIIOM 1 3 XpOMOCOMHHMMH 3MiHaMU. BHKopucTaHa MyJbTHKOIBOPOBA (hIropectie-
HTHa TiOpuau3aiis in situ B cmepmaro3oigax, sika MPOBEICHA y 3A0POBUX 1 OE3MUIIAHUX YONOBIKiB. BussieHo,
1110 YacTOTa XPOMOCOMHHUX abepalliif B criepMaro30inax HaiOUIbII BUCOKA Y YOJIOBIKIB 3 TEHOMHUMH 1 XpOMOCO-
MHHMMH MYTallisIMH.

Karwuosi ciioBa: 6e3mutis, aHeyIuIoiis, CriepMaTo30iiu.
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