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B cTaTbe paccMaTpuBaloTCA COBPEMEHHbIE AaHHbIE MO aHEYMNOUAUN B CNepMaTo30Maax y 340POBbIX (hepTUNIbHBIX) MyX-
YMH W NALMEHTOB C HApyWEHUEM PENnpPOAYKTUBHOM dyHKUMU. 06CYKAAIOTCA MEXaHWU3Mbl BOSHUKHOBEHUA aHeynIouanu
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BeepeHue

B Hacrosiiee BpeMs He MeHee 15 % cyIpyKecKux map
CTaJIKMBAIOTCA ¢ Mpobiemoit neropoxnaeHus [1]. OpHoit
W3 MPUYMH OecIIonus B Opake M OCHOBHOM MPUYMHOM paH-
HUX PEIpONyKTUBHBIX MOTePb M HEBBIHAIIIMBAaHUS Oepe-
MEHHOCTH SIBJISIETCS aHeyIonaus y amopuoHa [1]. Hecoa-
JIAaHCUPOBaHHBIE XPOMOCOMHBIE aHOMAJTK OOHAPYKUBAIOT
y 50—60 % aGopTycoB u 3HaunTeabHO pexe (0,5—0,7 %) —

Yy HOBOPOKIEHHBIX [2]. BcTpeuaeMocTh XpOMOCOMHBIX aHO-
MaJIiii B raMeTax B 3HAYUTEIbHOM MEPE ONPEAEIISIET YaCTO-
Ty aHeyruiouauu B 3MOpuoHax. [TocKombKy BO MHOTHX
CIIydJasix OecIuIonusl U MPUBBIYHOTO HEBBIHAIIMBAHUS Oc-
PEMEHHOCTH MPUYMHAMU SIBJISTIOTCSI XPOMOCOMHBIE abep-
paumu 3MOpHOHA/TII0NA, OLIEHKA YacTOThl aHEeYIUIOWIUN
Yy SMOPHOHOB M B CIIEpMAaTO30M1aX UMEET HE TOJIKO BaxKHOE
Hay4yHOe, HO M KJIMHWYEeCKOoe 3HaueHue [2].
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AHeyIuiouausl — XpOMOCOMHAsl aHOMaJIMs, Xapak-
TEPU3YIOIASICS U3MEHEHUEM KOJIMYECTBA XPOMOCOM, He
KpaTHBIM TaIrIougHOMY (7 = 23), U SIBJISIONIAsICSI OCHOB-
HOI1 MPUYMHOI CaMOITPOM3BOJILHBIX ITOTEPh OEpeMEHHOCTH
M HapyLIeHWi1 (DU3NIECKOro, IICUXOMOTOPHOI'O U YMCTBEH-
HOTO pa3BUTHsI, KOTHUTUBHBIX criocooHocTeil. Ee ooHa-
pyxuBaior B 50—70 % ciyyaeB moTepb O€peMEHHOCTH,
MperMyllecTBeHHO B 1-M TpumecTpe [3—7]. OgHako cpe-
JI1 BCEX KIIMHMYECKU PACIIO3HAHHBIX OepEMEHHOCTEM aHeY-
IUIOMIHBIMM SIBISIIOTCS I 5—7 % [3, 8]. B 3HauuTe1bHOIM
Mepe 3TO 00YCIOBIEHO TEM, UTO OOJIBIIIMHCTBO SMOPHUOHOB
C aHeYIUIOUIVEN MMMUHUPYETCSI Ha paHHUX CTaIMSIX pa3-
BUTHSI, 1O MOMEHTA YCTAHOBJIEHUSI KIMHUYECKHU PACIIO-
3HAHHOI GepeMeHHOCTH. [103TOMY BepOosITHAsI YaCTOTA aHEy-
TUIOUINM Y 3UTOT MOXET OBITh KOCBEHHO OlLIEHEHA ITyTeM
aHaJIN3a aHEYIIJIOMAWH B 3pesibiX MoJ1oBbIX Kietkax (ITK) —
raMmeTax [8].

BoblIMHCTBO aHEYIIOMANIA HECOBMECTHUMBI C KUBO-
poxneHueM. Tpucomus o xpomocomam 13, 18, 21, a Tak-
K€ aHEYIUIOWAMSI I10 ITOJIOBBIM XpOMOCOMaM — TOHOCOMaM
(X 1Y) — xapakTepu3ylTcs BO3MOXHBIM COXpaHECHUEM
>KU3HECIIOCOOHOCTU 3MOPUOHA, OHAKO CJIEAYeT OTMETUTD,
YTO MHOTHE U3 JaHHBIX ayTOCOMHBIX aHEYIJIOMIUI 1 MO-
HocoMuM X MPUBOIST K CAMOIIPOM3BOJILHOMY IIpephIBa-
HUIO 6epeMeHHOCTHU Ha paHHUX cpoKax [7]. YcTaHOBIIeHO,
YTO OCHOBHOI HEreHETUUYECKUi1 (haKTOpP prCKa BOBHUKHO-
BEHUS aHEYIUIOMIUM — 3TO MaTepUHCKUIA Bo3pact [9, 10].
Ponutensckoe mporcxoxkneHne aHeYIUIOMANI MOXKET OBbITh
OIIPEIC/ICHO C ITOMOIIbI0 MOJIEKYISIPHO-TE€HETUYECKOTO
ucciaenoBanus. [lokazaHo, 4TO OOJIBIIMHCTBO ayTOCOM-
HBIX aHEYIUIOMANN, UACHTUGUIIMPYEMBIX Y 9MOpHOHa/
IJI0JA HAa paHHEH CTaluK Pa3BUTHUSI, UMEIOT MAaTEPHHCKOE
npoucxoxnaenue [9]. OmHako BKJIam B aHEYILIOMOIUIO
10 IIOJIOBBIM XPOMOCOMAaM CO CTOPOHBI MYXCKMX TaMeT
BBILIE ¥ B 3aBUCUMOCTH OT BapuaHTa aHEYILUIOMAMM CO-
crasisieT ot 50 1o 100 % cityyaeB YMCIEHHBIX XPOMOCOM-
HbIX aHoMainit [4]. Tak, okomo 50 % ciydaeB cMHIpOMa
Knaitndensrepa (kapuotumn 47, XXY), OOJBIIMHCTBO CIIy-
yaeB HeMo3anyHoi MoHocomun X u 100 % ciyyaeB He-
mo3anyHoil aucomuun Y (kapuotun 47, XYY) BbI3BaHBI
HepacX0oXIeHUEM IO0JIOBBIX XPOMOCOM B MYXKCKOM Melio3e.
3DT0 (paKT MMeeT BBICOKYIO KIIMHUYECKYIO aKTyaJlbHOCTb,
MOCKOJIbKY aHEYIUIOMIMM I10 IOJIOBBIM XPOMOCOMaM, Kak
MPaBWIO, XKU3HECIIOCOOHBI M BCTPEYAIOTCSI Yallie, YeM ayTo-
COMHBIC aHEYIUIOMAMHM, KaK IIPU CAMOIIPOU3BOJIbHBIX 00~
Tax, TaK U cpeayd HOBOpOXIeHHbIX [8]. I1pu camornpons-
BOJILHO IIPEPBABIINXCSI OEPEMEHHOCTSIX Hanbosee 4acToi
M3 aHEeYIUTOMAMI 10 TOHOCOMAM SIBJISIETCSI MOHOCOMUS X,
KoTopasi cocTapisieT 15—16 % ot BceX XpOMOCOMHBIX aHO-
MaJinii, 00OHapyXMBaeMbIX B aOOpTUBHOM MaTtepuaje. Pe-
ryJsipHast (Hemo3au4dHast) opma MoHocomuu X B 70—90 %
CJlyyaeB MMeEeT OTLOBCKOE IPOMCXOXACHHUE (MOTePs OT-
LIOBCKOI 0JIOBOI XxpoMocoMbl) [11]. B omimume ot Hux
TPUCOMMUU I10 QyTOCOMaM U TPUCOMMUSL X-XPOMOCOMbI M€~
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10T IIPEUMYIIECTBEHHO MaTEPUHCKOE IIPOUCXOXIECHHUE
(70—100 %) [9].

MexaHu3mbl (hopmMUpoOBaHMA aHeyNIOUANN

B ramertax

CylIecTBYIOT 2 OCHOBHBIX MeXaHM3Ma (hOpMUPOBAHYS
aHeyrutonauii. OHM CBSI3aHbI C OLIMOKAMU MEMOTUYECKO
cerperanuy — HepacxXoxXIeHNEeM XpOMOCOM U aHadasz-
HBIM OTCTaBaHMEM XpoMocoM. HepacxokneHune XxpoMocoM
WJIX XpOMAaTHUI B TaMeTOreHe3¢e IIPUBOIUT K 00pa30BaHUIO
HYJJTUCOMHBIX (comepsKalInux 22 XpOMOCOMBI) I JUCOMHBIX
(comepxkaliux 24 XpoMOCOMBI) TaMET, TOTAA KaK IPU aHa-
(hazHOM OTCTaBaHUM TPOUCXOOUT 0OpPA30BaAHUE TOJIBKO
HYJUTUCOMHBIX TaMeT. IIpruunHOl BOSHUKHOBEHUS aHEY-
IUIOUINM B TaMeTaX MOXKeT ObITh HeaddekTuBHas1 padboTa
KOHTPOJBHBIX TOYeK Meiio3a [12]. OCHOBHBIM MEXaHN3MOM,
MPUBOISIIIYM K aHEYTUIOWIMH B CIIEPMAaTO30MIaX YeJIOBEKa,
cYMTaeTCs HepacxoxaeHue xpomocoM (puc. 1) [13].

HepacxoxneHue XpoMOCOM IIPUHSTO MOIPa3nessiTh
Ha IepBUYHOE U BTopuuyHoe. [Ipu mepBUYHOM Hepacxo-
KIEHUU 00€ TOMOJOTUYHBIE XPOMOCOMBI ITePEeMEIAIOTCS
K omHoMYy Tojtocy B meitoze I (MI), mpu BropryHOM —
K OITHOMY ITOJTIOCY TIEPEMEIIAIOTCS 00€ CECTPUHCKHE XPO-
Matuabl B Meitose 11 (MII). Takke BO3MOXHO TIpexXaeBpe-
MEHHOE pa3le/ieHue CEeCTPMHCKUX XPOMaTHU IIPU Meiio3e
I unm 11, yTo MOXET MpUBECTU K HEMPABUILHOM cerpera-
LIMM XPOMOCOM WJIM XpPOMATUI Ha OMTHOM M TOM e T0JII0Ce
(cM. puc. 1). B aTux ciydasix yacTb raMeT OyIEeT conepXKaTh
HOpPMaJIbHBIN — TaIUIOUIHbBIN — HAOOp XpoMocoM (1 = 23),
a Ipyrve raMeTsl OyayT HYJJIMCOMHBIMU MJIU IUCOMHBIMU
[7]. st mpaBUIIBHOM cerperaliiv XpOMOCOM BaxKHbI HOP-
MaJIbHasI KOHBIOTALIMS ¥ 00pa30BaHUE CUHAIICHCA MEXITY
TOMOJIOTUIHBIMU XpOMOCOMaMHU, a TaKKe PeKOMOMHALIMS
MeEXITy TOMOJIOTMYHBIMU yJacTKaMu XpoMocoM. ITokazaHo,
YTO CHIDKEHME YaCTOThI PeKOMOMHAIIUY WIN €€ OTCYTCTBUE
MMPUBOAMUT K HApYIICHUIO CIIepMaToreHe3a (CHMKEHUIO
KOJIMYECTBA CIIEPMATO30MIOB B ISIKYJISTE) U TTOBBIIEHUIO
YaCTOTHI aHEYIJIOUINH B rameTax [14].

AHEYIUIOUANIO B CIIEPMATO30MIaxX OIIEHMBAIOT C I0-
MOIIBIO MOJIEKY/ISIPHO-IIUTOTeHETUYECKOTO MeTona (hryo-
pecuieHTHOI1 in situ ruopuausaimu (FISH) [15]. IToka3zaHo,
YTO YacTOTa aHEYIUIOUIUM B criepMaronuTax | mopsmka
(14 %) cxomHa ¢ TakoBOI, HabOHaeMoii B ooruTax 11 mo-
psiaka (oountax I1) y Mononsix xkenmmd (13—19 %) [2, 16,
17]. DTH JaHHbBIE CBUIETEJILCTBYIOT O TOM, YTO Pa3Inyus
MEXIY OTIIOBCKMM M MAaT€PMHCKUM BKJIaJIOM B aHEYILIO-
WUIWIO TIJI0/Ia CBA3aHbI HE C pa3IuYUsIMU B OIITMOKaX cer-
peraiuu XpoMOCOM (XpOMaTu), a, BEPOSITHO, ¢ 0oee -
(eKTUBHBIM (DYHKIIMOHUPOBAHUEM KOHTPOJBHBIX TOUCK
(checkpoints) B cnepmaroreHese, yeM B ooreHese [18]. Ho-
Ka3aHo, YTO OIIMOKHU CMHATICKCA TOMOJIOTMYHBIX XPOMOCOM
1 MEHOTUYECKON peKOMOMHAIIMM HE TOJbKO BBI3BIBAIOT
aHOMAJIBHYIO Cerperaliio XpOMOCOM, HO TaKKe ITPUBOIST
K 0710Ky (apecty) Meito3a. YacTuuHBbIi 070K Meii03a y MyXK-
YUH BBI3BIBACT CHIDKEHUE TIPOAYKIIUM CIIEPMATO30UI0B —
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Puc. 1. Cxema 603HUKHOBeHUS AHEYNAOUOUU 8 Pe3YAbMame Melomu4ecKoeo
HepacxoNcoeHuUst XpOMOCOM U HEPACXONCOCHUS. CeCIMPUHCKUX Xpomamuo [3]:
a — HopmanvbHoe (MPasunbHoe) pacxoxcoerue Xpomocom npu meiiose I; 6 — nop-
ManvHoe (npasunvHoe) pacxoxicoerue xpomocom (Xxpomamud) npu meiiose 11;
8, 2 — <UCMUHHOE» HEPACXONCOCHUE XPOMOCOM; 0 — AXUAZMAMUYECKoe Hepac-
X0JICOeHUEe XPOMOCOM, € — NPeNCcOeEPEMEHHOe PACXONCOeHUE CeCIPUHCKUX XPO-
mamud. M1 — 1-e meitomuueckoe denernue, MII — 2-e metiomuueckoe denerue

Fig. 1. Diagram of aneuploidy formation as a result of meiotic chromosome
nondisjunction and nondisjunction of sister chromatids [3]: a — normal (correct)
chromosome disjunction in meiosis I; 6 — normal (correct) chromosome
(chromatid) disjunction in meiosis I1; 8, e — “true” chromosome nondisjunction;
0 — achiasmatic chromosome nondisjunction; e — premature disjunction of sister
chromatids. MT — I¥ meiotic division, MII — 2 meiotic division

OJIMTO300CTIEPMUIO, B TO BpeMsI KaK IMOJIHBIN 0JI0K Meiio3a,
Kak IIPaBWJIO OTMEUAEMbIil Ha JOTIAXUTEHHBIX CTanUsIX (cTa-
WY TIPEJICTITOTeHBI, JISTITOTEHBI M 3UTOTeHBI) Ipodassl 1,
MPUBOIUT K HEOOCTPYKTUBHOI (popMe azoocriepMui [2].

B cnepmaTtonurax B mpodase I meitoza B XxpomMoco-
max 21, 22, X u Y 006b14HO (hopMupyeTcsl TONbKO 1 caiiT
peKoMOMHAIIMM, TOTAa KaK B OCTaJbHBIX XpOMOCOMax
BO3HUMKAaeT 2 Uy 0oJjiee caiiTa peKOMOMHALIMU. DTOT (haKT
MpeamnoaraeT, YTo XpOMOCOMEI, obnamaioiue 1 caiittom
peKoMOMHALIMM, HauboJjiee TOABEPKEHBI 00pa30BaHUIO
axya3sMaTUIeCKUX OMBAJICHTOB, a CJIEAOBATEIbHO, UMEIOT
0oJ1ee BBICOKMIT PUCK HEPACXOXKIEHNS IO CPABHEHUIO C XPO-
MOCOMaMM C HECKOJIbKMMMU caiiTaMu peKoMOuHauuu [19].
DTOT BBIBOI NoATBepKaaeTcs obonbinnHcTBoM FISH-mccne-
JMOBaHMI CTIEPMAaTO30UI0B, KOTOPHIC BHISIBMJIN MOBBIIICH-
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HbIE YPOBHU aHEYILUIOMINUM CIIEPMAaTO30MIO0B 110 XPOMOCO-
maMm 21, 22, X n Y Kak y (GepTWIbHBIX MYXYWH, TaK
1y MYXX4UMH ¢ 6ecruionueM [8, 20, 21].

B xonme Meiio3a, moOMUMO HapyIIEHUSI peKOMOWHA-
LIMY, MOTYT BO3HUKATh e(heKThl (hOPMUPOBAHMS CUHAII-
TOTEMHOI'0 KOMILIEKCa, 9aCTOTa KOTOPBIX Y MTallMEHTOB
¢ OecryiogveM BBIIIE MO CPAaBHEHUIO ¢ (DEPTUIBHBIMU
MYXUYMHaMHu [22, 23]. DTo CBUAECTEILCTBYET O TOM, YTO
Y MYXUYMH C HapylieHrueM (hepTUIbHOCTU CHIDKEHA Ya-
CTOTa MEMOTHUUYECKOU peKOMOUHALIMHU, YTO MOXET MpU-
BOJUTH K MTOBBIIICHUIO AaHEYILJIOMINUM B CTIEPMAaTO30MIaX
U1 3MOpHoOHax [2].

B ormiimuue ot 1-ro MeOTHYECKOTO OeIeHUS B OOTe-
He3e, B xome Kotoporo I1K He moaBepraroTcst CTporomy
JMEUCTBUIO MEXaHU3MOB KOHTPOJISI TeHETUYECKUX TTOBpe-
XIOCHUMN KJIETKU, B MEMO03€ B CIIEPMATOTCHHBIX KJIETKAX
JMEUCTBYIOT MEXaHU3Mbl KOHTPOJIBHBIX, WJIA CBEPOYHBIX,
TOYEK KJICTOUHOTO JejeHus — checkpoints, KoTopble Ipu-
BOISIT K 3JIMMUHAIIMM aHOMAJIBHBIX KJIETOK, B TOM YKCIIC
U aHeyIuTounHbIX [24]. Tak, B cmiepMaToreHese y MIeKo-
MMUTAIOLINX KUBOTHBIX U Y Y€JIOBEKa OTMEYaroT 3—4 muka
nmereHepauuu auddepenuupyoomumxces [1K: Ha paHHUX
CTaausX pa3BUTHUS CIIEPMATOrOHUATBHBIX KJIETOK, B XOJIE
MEMOTUYECKOrO AeJIeHUS ClIepMaToLUTOB I ropsiaka, B Xo-
JIle CIiepMUOreHe3a Ha 3Tale KOHIEeHCAllMy XpoMaTHhHa,
WHOTAA — Ha CTaIUM TTO3MHMX CTIepMaTHI. DTUM ITMKaM CO-
OTBETCTBYET ACCTBYE MEXaHM3MOB 4 OCHOBHBIX CBEPOUHBIX
ToYeK B criepmartoreHese [25]. Yx ¢pyHKIIMOHUpOBaHUE
MIPUBOIMUT K OJIOKY MUTOTHMYECKOTO M MEHOTUUECKOIO
nesleHust He3peabix Myxkckux 1K u 3amycky mporpaMMbl
armonNTOTUYECKON THMOEIM  CIIEpMATOTeHHBIX  KJIETOK
1o p53-3aBucUMoOMYy ITyTHU. TaKuM 00pa3oM OCYIIECTBIISIET-
¢ perameTndeckuit HeratuBHbI oTO0p 1K ¢ nedpexkramu
CHUHAIICHCa,/IeCUHATCHCa XPOMOCOM U XPOMOCOMHBIMU
anoManmusamu. B padore E. Kovanci u coaBT. mokasaHo,
yTo KonmdyecTBo He3penbix 1K B 1,5—4 pa3a nmpeBsbiiiaer
konmyecTBo 3penbix [TK (cnmepmaTo3onmoB) ¢ BappaHTaMu
aHEYIUIOMINH 10 TI0JIOBBIM XPOMOCOMaM M XpoMocoMme 17,
YTO MOATBEPKAAeT IeHCTBHUE MEXaHM3MOB CBEPOYHBIX TO-
YeK B cliepMaToreHese y yesoseka [26]. Creayer OTMETUTD,
YTO pabOTa MEXaHU3MOB CBEPOYHBIX TOUEK OTHOCUTEJILHO
3¢ (deKTUBHA, HO BCE XK€ HeCOBEpIIeHHA, ITOCKOJIbKY He-
kotopsie ITK ¢ XxpoMOCOMHBIMU aHOMATUSIMU TOCTUTAIOT
B CBOEM Pa3BUTHUH CTAIUM CIICPMATO30UIOB.

YacroTa dHeynjouauu B cnepmato3sonpax

y hepTUNBbHBIX MYKUYUH U Y MYIKUUH

c 6ecnnognem, MMEIOLUX HOPMANIbHBIN MY}KCKOWM

kapuotun (46,XY)

CoracHO JaHHBIM JIUTEPATypPhl, Y (DePTUIbLHBIX MYXK-
YMH 4aCTOTa aHEYIUIOMAHBIX CIIEPMATO30UIOB COCTABISICT
3—5 % (B cpenreM — 2,5 %) [27]. CpeaHsist 4acToTa IUCO-
MMHU JUISI KaXKIIOM M3 ayTOCOM BapbMpyeT B mpenenax 0,1—
0,2 % [20], mpu 5TOM IMCOMUSI IO ITOJIOBBIM XPOMOCOMAaM
U JUILIOMAMS SIBJISIIOTCSI CAaMBbIMM PacIpOCTPaHEHHBIMU

cmambaA4

0O63opHasn

N
O



cmambaA

063o0pHas

(98]
[e)

AHIPOAOI' VI

I TEHUTAABHASI XUPYPT VST

BapUaHTaMU XPOMOCOMHOTO IUCOAJIaHCa U BCTPEYAIOTCS
¢ yactoToii 0,2 % st KaxkIoii II0JI0BO XpOMOCOMBEI [28].

C. Templado u coaBT. mpoBeJIM UCCISAOBAHUE aHEY-
IUIOUAUM B criepMaro3onnax y 388 3M0pOBBIX MYKUMH
B Bo3pacte 18—80 neT. B pabore ObLIM omnpenesieHbl 4acTo-
ThI 1rcoMuu 110 18 xpomocomam (16 ayrocomam U MoJjio-
BbIM XxpoMocoMaM — X 1 Y). CpemHsisa yacToTa JUCOMUU
1o ayrocomaM coctaBuia 0,1 % — B nnanazone ot 0,03 %
(xpomocoma 8) 1o 0,47 % (xpomocoma 22). Takxke oTMe-
4aJioch HepacxoxneHue xpomocomsbl 21 (0,17 %) u roHo-
coMm (0,27 %), uto B 2—3 pa3a BbIllE 110 CPABHEHUIO C APY-
TUMU XpoMocoMami [8].

Bkuianm aHeyIIouany co CTOPOHBI MYXKCKUX 1 KEHCKUX
ramer pasjndyeH. Pe3yabraTbl MOJIEKYJIIPHO-T€HETUYECKO-
ro MCCJIEIOBAHMUSI CBUAETEIbCTBYIOT, UTO B OOJIBILIMHCTBE
CJlyyaeB ayTOCOMHBIC TPUCOMUH SIBJISIIOTCSI PE3YJIBTaTOM
y4acTUsI B OIUIOAOTBOPEHUHU OOLIMTOB C ayTOCOMHOI -
COMUEN, TOrIa KaK aHeYIIOMIUHU I10 MOJIOBBIM XPOMOCO-
MaM 4allle MMEIOT OTLIOBCKOE IIPOMCXOXICHUE, T. €. BO3-
HUKAIOT B CIIEpMAaTOTeHHBIX KiIeTKax [29]. YcraHOBICHO,
YTO BO3PACT OTLIA HE MMEET Y€TKOI KOPPEJISILIUU C YaCTO-
TOM BO3HMKHOBEHUSI aHEYIUIOMAWM II0 ayTOCOMaMm, HO,
BO3MOXHO, CYILIECTBYET 3aBUCUMOCTbh MEXIY BO3PAaCTOM
OTLA 1 YyacTtoToil XY-nucoMuu B ciepMmaTo3zounaax [30].

AHeynnonaua B CNepMaTo30Maax y MyX4YnH

C naro3oocnepmuen U HOPManbHbIM MyM¥CKUM

Kapuotunom (46,XY)

[NareHTsI ¢ HapyIIeHUEM PeNpPOTyKTUBHON (DYHKIIUM
MMeIOT 00Jiee BBICOKMI YPOBEHb aHEYILIOUINU B CTIepMa-
TO30MIaX — B CpeIHEM B 3 pasa BBIIIE IO CPaBHEHUIO
¢ (hbepTWILHBIMM MY:XYMHAMU, TIPX 3TOM 4YacToTa aHEy-
TUIOMIWI MPOIOPLMOHAIbHA BHIPAXXEHHOCTU MYXKCKOTO
(akTopa Oecrtonusl — TSKECTU HAPYIIEHMS CIiepMaTo-
reHe3a (matosoocriepmMuu) [8]. B paHee mpoBemeHHBIX
HCCIIeIOBaHMIX OTMEUEHA MOBBIIIIEHHAS YacTOTa aHEYILIO-
MUY 10 XpoMocoMaM 1, 9 u 16. Ha ocHOBaHUU MOJIy4YeH-
HBIX Pe3YyJIBTaTOB OBLIO CIEIaHO MPEAITOIOKEHUE O HATMYUI
MPEapacIioIoXXeHHOCTH K MEMOTUYECKOMY HepacXOoXIe-
HUIO, TTOMUMO XpOMOCOM G-TIpyIIIbl, ¥ MOJOBBIX XPOMO-
COM, a TaKXe XpOoMOCOM 1, 9 1 16, TOCKOJIbKY IOCICIHKE
XapaKTepU3yITcs 0ojiee KPYITHBIM OJI0OKOM MPUILIEHTPO-
MEpHOro rerepoxpomaTtuta [31].

Hexkotopsle (hakTophl, TaKue KaK MO3IHUIA PENTPOIyK-
TUBHBIA U IIOXKWJIOK BO3PACT, MPOBEICHUE XUMUOTEPAIINU
IUISL JICYeHUSI 3/T0KAYeCTBEHHBIX HOBOOOPAa30BaHUIA 1 He-
KOTOPBIX IPYTMX 3a001€BaHU, a TAKXKE HETaTUBHBIE (DaKTO-
PHI OKpyKalolei cpeanl (TTpodeccuoHaTbHbIE BPEAHOCTH,
HE3IOpOBLII 00pa3 KM3HU MY:KYMHBI), MOBBIIIAIOT PUCK
BO3HMKHOBEHUSI aHEYTUIOMINU B criepMaTo3ongax [27].

MHorue uccaenoBaHus YKa3blBalOT Ha HAJIMYKME B3a-
MMOCBS$I3Y TTOBBIIIEHHOTO ypoBHs aHeyrutonauu [1K ¢ Ha-
PYLIEHHOM (DePTUIBHOCTHIO M Pa3IUYHBLIMU (DopMaMu
naTto3oocrnepmun [32]. Tak, cpenu mapaMeTpoOB CIIEpPMO-
rpaMMBbl, KOTOpBIE CBSI3aHBI C MOBBIIICHHBIM YPOBHEM
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AHEYIUIOMINY B MYy>KCKHMX raMeTaX, MHOTHE aBTOPbI OTMe-
YaloT CHIDKEHVE KOHLIEHTpAIlMM M OOIIEero KOJIMYecTBa
CIIepPMaTO30MI0B B ISKYJISITE — OJIMTO300CIEPMUIO, OCO-
OeHHO ee TseKenyio popmy [33].

Hexkotoppie uccnenoBaTesn yTBEPXKIAIOT, YTO MEXITY
CHIDKEHHOM ITOABIKHOCTBIO CIIEPMAaTO30MI0B (aCTEHO300-
CriepMueii) U TTOBBIIIEHHBIM YPOBHEM aHEYILIOMINIA TaK-
Xe UMeeTcs caboBhIpaXkeHHasI IpsiMast 3aBUCUMOCTS [34,
35]. Yto kacaeTcss MOp(POIOTUN MYKCKUX TaMET, Y Talv-
E€HTOB ¢ monuMopdHOIi (HecenupuIecKoii) TepaTo300-
criepMueii OONbITUHCTBO UCCIENOBAHUM JEMOHCTPUPYIOT
2—3-KpaTHOE YBeIMYEeHUE YPOBHSI aHEYIIOUINM, IIPU 3TOM
JacToTa AMCOMMHU II0 ITOJOBBIM XpPOMOCOMAaM ITOBBIIIICHA
B 2—4 pasa [36—38]. OnHako HEKOTOpbIE UCCieI0BaTEIN
[39] He oOHapPYXWIIM 3HAYMMOI 3aBUCUMOCTHU MEXIY KO-
JIMYECTBOM MOP(MOJIOrHYeCKH aHOMAJbHBIX CIIEpMaTo-
30MII0B M aHEYIUIOUIVEH, B TOM YKCJIE IIPU 00CIeI0BaHUN
IPyMIbl U3 17 MalMeHTOB ¢ TOTAIbHOMI TePaTO300CIIePMHU-
ei1 [8]. OueBUIHO, YTO MPU STOM MMEET 3HaYEHNE HEe TOIb-
KO 00111ee KOINYeCTBO (%) aTUIIMYHBIX CIIEPMATO30MIO0B, HO
1 popma(bl) MOpGHOJTOTrMYECKUX aHOMATUI CTIIEPMAaTO301-
noB. MHOTHE MCCIeI0BaTEeIM YKA3bIBAIOT Ha MOBHIIIICHHYIO
YaCTOTY aHEYIUIOMINH B CIIEPMATO30MAaX C aTUITUYHBIMU
rojjoBkamu. YacTtoTa CTpyKTYPHBIX XPOMOCOMHBIX abep-
palyii B CliepMaTo30MJax C aHOMaJbHO# Mopdosoruei
TOJIOBKM B 4 pa3a BBIIIIEC, YeM Yy MYXUMH C HOPMaJIbHOMU
Mopdoiorueii ramet [2]. Ilpenmonoxenue, 4To y nmamm-
€HTOB C TepaTO300CIIepMUeii YPOBEHb aHEYIUIOMINH 3HA-
YUTEJILHO BhIIIE pehepPEHCHBIX MoKa3aTesieii, MOATBEPKICHO
HECKOJIbBKMMHU aBTOPaMH C MCIIOJIb30BaHNEM MHOTOLIBET-
Horo aHanm3a FISH. Tak, yacTora gucoMuu 1o XxpoMoco-
Me 18 mpuMepHO B 8 pa3 BBIIIE IO CPAaBHEHUIO C KOHT-
poJibHOM rpymmoii manuenTos (0,72 % nportus 0,09 %).
Y nmauyeHToB ¢ TepaTo300CIepMUEii BBISIBICHO 3HAYUTE b~
HO€ YBEJIWYCHME YacCTOThl IMCOMHUM IO ITOJOBBIM XPO-
MOCOMaM, IIpA 3TOM HEKOTOpbIe MOPGhOIOTUUECKHE Ha-
PYILIEHUS MYXXCKHUX TaMeT MOTYT OBITh 00Jiee BEIpaXKeHHO
CBSI3aHBI C aHEYILIOMAUEH, 0COOEHHO Te, KOTOPBIE CBSI3a-
HBI C TOJIOBKOI criepMaro3oua [40].

BrisBiieHa MoI0XUTENIbHAS KOPPEJISLIMSI MEXIY T10-
BBIIIIEHHOM (B cpeHeEM B 3 pa3a 1o CpaBHEHMIO C MYKUM-
HaMM C HOPMO300CTIepMUeit U (hepTUILHBIMU MYKYMHAMMU )
YaCTOTOM aHEYIIIOUINIA 1o XxpoMocoMmaM 13, 18 u 21 u onu-
roacteHoTepaTo3oocrepmueii. [34]. Y mauueHTOB ¢ 0JIMro-
ACTEHOTEPATO300CIEPMUEN OBBILLIEHHBIA YPOBEHDb aHEY-
IUIOMIVHY B 3HAYUTEIbHOI Mepe 00YCIIOBICH MOBBIIIEHHBIM
KOJIMYECTBOM (I10JIeit) CIIepMaTO30MI0B C aHEYILIOUANEH
10 TIOJIOBBIM XpOMOCOMaM. ¥ HUX OOHApyXMBalOT Oojee
BBICOKYIO YaCTOTY JUCOMMU 10 TOHOCOMaM, B OCHOBHOM
nrcoMuu XY, KoTopas mpumMepHo B 8 pa3 Boiiie (0,8 %),
yeM y (hepTIBHBIX MYXKUYMH U MY*KYMH C HOPMO300CTIEP-
mueii (0,1 %). Y MykK4MH ¢ TaKOM TsLKeI0i (hopMoii Tepa-
TO300CTIEPMUHM, KaK MaKpoliedaars roJOBKU CIIepMaTo-
3ouaa (Bcrpevatonieiicst y 1 % MyxX4yuH ¢ OecILiogueM),
OTMEYaloT BLICOKMI ypoBeHb aHeyrutonauu (B 10—30 pa3
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BBILLIE 10 CpaBHEHMIO ¢ KoHTposieM). [Tpu atom y 20—40 % na-
LIMEHTOB B aTUIMYHBIX CIIEPMATO30MIaX OOHAPYKUBAIOT
JTUTUIOWANIO, TPUIUIOUINIO U TeTparuionauio [38, 41, 42].

VYV maumeHTOB ¢ TI1000300CcTIepMueil (peaKoil MOHO-
MopdHOIT HOPMOIi TepaTO300CIIEpMUN, KOTOPAs XapaKTe-
puU3yeTcsl OTCYTCTBMEM aKpPOCOMBI M IUATHOCTUPYETCS
y 1 % MyX4uH ¢ OeCIUIOaUEM) YMEPEHHO MOBBIILIEHO KO-
JIMYECTBO NIMCOMHBIX F'aMeT, TIPX 3TOM aHEYIUTOWIKS IO MO-
JIOBBIM XpOMOCOMaM B 2—3 pa3a BbIllIe, 4YeM Y (DepTUITbHBIX
MyxuuH [43]. OnHako apyrue aBTopbl COOOIAIOT O OoJiee
BbIpaskeHHOM ToBbIIeHUH (B 8—10 pa3) y 3TUX malneHTOB
00I1Iero KoJIM4ecTBa AMCOMHBIX raMeT [8, 38, 44].

AHeynnomaus B CNepMaTo3oMaax y My 4YnH

C aHOMANUAMMU KapMOTUNA U CTPYKTYPHBIMU

dHOMAJIMAMHU NOJIOBbIX XPOMOCOM

DepTWIBHOCTD HE BCEra TOXISCTBEHHA HOPMO300-
criepMHUUY U Ha000poT. JIlnarHos «oecrionue» U HaaIu4due
MaTO300CIIEPMUM, B YACTHOCTU HETSIKENBIX ee hopM (He-
TSDKEJION  OJIMTO300CIIEPMUM, aCTeHO-/TepaTo300CIIep-
MHHU), HE 03HaYaeT 00513aTeIbHOCTU HapYILIEHUs PEIpo-
JYKTUBHOM (PYHKLIMU U MYyXCKoro oecrutogus. OmHako
cJenyeT YIMThIBaTh, YTO YACTOTa TeHETUIECKUX HapyIlle-
HUI MYXCKOI (PepTUIIBHOCTH KOPPEIUPYET C TIKECThIO
naTo300CcTriepMun. My>KYMHBI ¢ HapyleHueM (hepTUILHO-
ctu (c aHOMaIUSIMU (POPMUPOBAHUS T0JIA U TTOJIOBOTO
pa3BUTHS, ¢ OECIITIONMEM MY HeBbIHAIIIMBaHEM OepeMeH-
HOCTH B Opake) BO MHOTHX CJIydasiX UMEIOT CHUKEHHYIO
KOHILICHTPAIIWIO U/WUI1 KOJIMYECTBO CIIEPMATO30MIOB B 251-
KyJgTe (OJIMTO300CIEPMUIO) UIIM MX OTCYTCTBUE (a300-
CIIEPMMIO), ¥ 3HAYMTEIbHAS YaCTh TAKUX CIyJIaeB CBsI3aHa
C TCHETUIECKMMU IPUYMHAMU — aHOMAJIUSIMU KapruOTHUIIa
WJIX MyTalMSIMU B TeHaX, KOHTPOJIMPYIOIIUX CIIEpMaTOre-
He3. Y MyXUMH C a300CIepMUEl U OJIUro3oocrnepmuei
YUCJEHHBIC U CTPYKTYpPHBIC TOHOCOMHBIE aHOMAaJIMU (Ka-
puotun XXY npu cu"napome KialiHdenbsrepa u nepe-
CTPOMKM Y-XpOMOCOMBI) U ayTOCOMHBIE COaTaHCUPOBaH-
Hble aHOMaJIUM (PEUUIIPOKHBIE UM PO-0EPTCOHOBCKUE
TpaHCIOKalun) uaeHTUUIpoBansl B 3—13 % cayya-
eB [30].

MyXYrHBI, UMEIOIIINEe aHOMAJIbHBIN KapUOTHII, 00oJiee
MOABEPKEHBI HAPYIIICHUIO CIIepMaToreHe3a u nedekram
Meiio3a 1, cliefoBaTeIbHO, OMOJIOrMYECKH IIPEIpacIiofo-
JKE€HBI K 00pa30BaHUIO aHEYIUIOMIHBIX CIIEPMaTO30UI0B
[45]. B pe3yabraTe 3TOro Bo3pacTaeT pUCK paHHUX perpo-
IYKTUBHBIX IIOTEPh, B TOM YKCJIE MPEKIMHUYECKUX MIOTEPh
OepeMeHHOCTH, aHAMOPUOHUH, 3aMepIINX OepeMEHHOCTE
M CIIOHTAHHBIX a0OPTOB, POXKIEHUS AETEH C XPOMOCOM-
HBIMM aHOManusIMu [27].

AHeynnouausa B cnepmMaTo3onaax y MyXUuuH

C YACNEHHbIMU AaHOMAJNIUAMU XPOMOCOM

Cunnapom Knaitndensrepa sijsieTcsi oqHON U3 Haubo-
Jiee pacIpOCTPAaHEHHbBIX TEHETUYECKUX MPUYMH MYXKCKOTO
OecIUIoaus U MEePBUYHOM TeCTUKYISIPHOM HEJOCTATOYHO-
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ctu. B 85—87 % ciyyaeB y mallueHTOB C JaHHBIM CUHIPO-
MOM OOHapyXuBatoT KapuoTuil 47, XXY, 4To 00yCIOBIEHO
HaJIMYMEM JOIOJTHUTEIBHOI XpPOMOCOMBI X, KOTOPasi MO-
JKET MUMETh OTLIOBCKOE WJIM MaTePUHCKOE ITPOUCXOXKICHUE
[30]. JomoaHuTeIbHAs OTLIOBCKAsI XpOMOCOMa O0OYCJIOB-
neHa XY-aucoMuei B CliepMaTo30u/e, BOZHUKINIEH 13-3a
OTCYTCTBMSI PEKOMOMHALIMY ITOJOBBIX XPOMOCOM B XOJIe
MeitoTnueckoro aeneHus u X-Y-HepacxoxaeHus [4]. dus
MaLMEHTOB C MOJHOM (HEMO3au4YHOM WM PETYJISIPHOIT)
dopmoii cunapoma KnaitHgpensrepa xapakTepHa a300cmep-
Musl. MozanuHas opMa CHHIpOMa ¢ HAJIMYMEM KJIOHA
KJIETOK HOPMaJIbHOTO MyKCKoro Kapuotuiia (46,XY) xa-
pakTepusyeTcs 0osiee MITKUMK (DOHETUICCKUMU IIPOSIB-
JICHUSIMU, Y TALMEHTOB ¢ Mo3auin3mMoM XY /XXY Hapy-
LIEHUS CIIepMaTOreHe3a MOIyT ObIThb MEHEE BbIPaXKEHBbI,
y TaKUX MALMEHTOB Yallle BCTPEYaeTCsl OJIMT0300CIePMUs],
4YeM a300CIIePMUs], B TOM YKCJIE MOIYT ObITh HETSIKEJIbIe
dopmbl oiurosoocriepmui [46, 47]. Cunopom Knaitndesn-
Tepa IMarHOCTUPYIOT y 4—6 % Bcex MY>KUMH ¢ OeCIIONueM;
P a300CIEPMUM U OJIMTO300CIIEPMMU JAHHBIM CUHAPOM
Bcrpevaercs B 11—-14 % u 0,7 % ciy4aeB COOTBETCTBEH -
Ho [48].

Cunapom aucomun Y IIpeicTaBiseT COOOM IPYroi TUIT
AHEYIUIOMAUU 10 TOHOCOMAaM, CaMbIM PacpOCTPaHEH-
HBIM BapMaHTOM KOTOPOTO SIBJISIETCS PEry/IsipHast JUCOMUS
Y-xpoMocombl (kaprotutl 47,XYY), BCTpedaromasics y MysK-
yyH ¢ yactotoii 1:1000 [30]. 3auacTyio My>KYMH C TMCOMU-
eil Mo Y-XpOMOCOME BBISIBJISIIOT B CBSI3U C POXKIECHHEM
B ceMbe pebeHKa ¢ CMHIpoMoM JlayHa Uiy IpyrMMU aHey-
mwionausimu [30]. ITpuymHOit BOSHUKHOBEHUS AUCOMUU Y
B OOJIbIIMHCTBE CIy4aeB SIBJISICTCS HEPACXOXICHUE XPO-
MocoM Y B Meitose 11 (84 %) y oTiia, a TakxKe IpH ITOCT3U-
TFOTUYECKMX MUTOTUYECKUX olrbKax (16 % ciaydaeB au-
comun) [49].

V naumeHToB ¢ fucoMueii Y-XpoMOCOMBI ITOKa3aTesIn
CIIEPMOIPaMMbl MOT'YT BApbUPOBaTh OT HOPMO300CIIEPMUU
I1o azoocriepMur. CHIDKEHUE TTPOAYKIIMH CIIEPMAaTO301I0B
00YCIIOBJIEHO OCTAHOBKOI1 CITIepMaTOreHe3a B O0JIbIIMHCT-
Be YY-nucomHbix I1K B cBSI3u ¢ aHOMa/IbHOI KOHBIOTa-
LIMei XxpoMOCOM BO BpeMs Meiio3za [50].

TeopeTrYeCcKM YaCcTOTa aHEYILUIOMAMIA B CIIEpMaTO30-
uaax My>XX4uH ¢ Kapuotumnom 47,XXY /47, XYY npu oTcyT-
CTBUM MO3auLIM3Ma 10JKHa ObITh 50 %, HO, TEM He MeHee,
HCCIIeI0BaHMUs COOOIIAIOT O 3HAYUTEIBbHO 00JIee HU3KOM
ypoBHe aHeyruiouanu (1—25 %), omHaKo IpU 3TOM CHIKA-
eTCs1 0011Iee KOJTMYECTBO criepMaTo3ouaoB [51, 52]. Kak 6b1-
JIO CKa3aHO BHIIIIE, B CIIEPMATOI€HE3€e CYLIECTBYIOT KOHT-
POJIbHBIE TOYKM, IIPUBOASIIKE K SJIMMUHALIMN YaCTU FAMET
C aHOMAaJIbHBbIM KapuoTurioM. ClienyeT TakKe YYUTHIBATh,
YTO, IOMUMO ITperaMeTUYeCcKoro otoopa aHeyruionHbix ITK,
y MaLIMEHTOB C IucoMueii Y, UMEIOIIMX BbIPAKEHHYIO Ma-
TO300CIEPMHUIO, MOTYT OBITh IPYTU€ MPUYUHBI OECTUIONNS
WJIM HeTaTUBHBIE (DAKTOPHI, HapylIaloIye (PepTUIbHOCTD,
B TOM YMCJI€ TaKKe, KOTOPbIE He YIACTCs BHISIBUTh IIPY KOM-
IUICKCHOM PEIPOAYKTOJIOIMYECKOM MCCIICIOBAHUN.
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AHeynnonaua B CNepMaTo30MAaax y MyMXUYMH —

HocuTeNlel CTPYKTYPHbIX AHOMAJIUA XPOMOCOM

OKo0J10 2 % MyX4uH C GeCIUIoOAMEeM SIBJISIIOTCS HO-
CUTENISIMU CTPYKTYPHBIX XPOMOCOMHBIX aHOMAaJUi [53—
55]. Hanbonee yacThIMU CTPYKTYPHBIMU BapuaHTaMU
SIBJISIIOTCSI poGepTcoHOBCKMe TpaHcaokauuu (0,7—0,9 %)
[53, 55], peuunpokusie TpaHciaokanuu (0,6 %) u uH-
Bepcuu (0,2 %) [53].

Kak mpaBuio, cbajaHcUpoOBaHHBIE XPOMOCOMHBIE
AHOMAJIMU Y MYKYMH 00OHAPYXUBAIOT CIIy4aiiHO, IIPY L1 -
TOT€HETUYECKOM OOC/IEIOBAHUU I10 IOBOIY MOBTOPHBIX
BBIKUJBILICH Y CYIIPYTH, POKAECHMS peOeHKa C XPOMOCOM-
HBIMU aHOMAaJIUSIMU WX TTIEPBUYHOTO Oecrutoaust [55, 56].
Hocurenn sTux XpOMOCOMHBIX ITepecTpoeK (peHOTUImYe-
CKU HOPMAaJIbHBI (3010POBHI), HO UMEIOT BHICOKUI WJIU MO~
BBILICHHBII PUCK HapylIeHUs1 (hepTUILHOCTH 13-3a 00pa-
30BaHUS aHEYTUIOUAHBIX ramet [55—57].

PenunpokHbie TpaHCIOKAIMH — 3TO abeppalluu, Ipu
KOTOPBIX IIPOUCXOAUT B3aMMHBIII OOMEH y4acTKaMu He-
TOMOJIOTMYHBIX XPOMOCOM 0e3 M3MEHEHUsI KOJIMYeCTBa
TEHETUYECKOIro MaTepuaia (BapuallMy 4KCcia KOIMMA —
CNYV). Cpeny My>k4uH ¢ OecruiogueM coamaHCUpOBaHHbIE
PELUIIPOKHBIE TPAHCIOKALIMY 00OHAPYKUBAIOT IIPUMEPHO
B 10 pa3 vaie, yeM B obmieit momyasuuu [58]. Yactora
HecOalaHCUPOBAaHHBIX TAMET Y HOCHUTEJIel cOalaHCHPO-
BaHHBIX PELMIIPOKHBIX TPAHCIOKALIMIA COCTABJISIET OT
29 no 81 % [52], B cpenHeM — 50 % [59].

Po0epTcoHoBCKHE TPAHCIOKAIMH HEFATUBHO BJIMSIIOT
Ha PENpOAYKTUBHYIO (DYHKIIMIO MY>XKYMH, CYIIECTBEHHO
yXy/llias ToKa3aTeIyu CliepMaToreHe3a, Hapyliasi MeioTH-
YEeCKYIO Cerperaiuio XpoMoCcoM, IPUBOIAT K YBETUYECHUIO
pUCKa aHOMAaJIbHOM cerperaluyu XpOMOCOM, B pe3yJIbTaTe
KOTOpPOIi1 00pa3yloTcst HecOalaHCUPOBAaHHBIE TaMeThl. bob-
1I0€ MX KOJIMYECTBO OOYCIOBIMBACT IOBBIILIEHHBIN PUCK
HEBbIHALIMBAaHUS 10 IIPY GEPEMEHHOCTU U BPOXKICH-
Hbl€ TOPOKU Pa3BUTHs, YMCTBEHHYIO OTCTanocTh [60].
PobepTcoHOBCKME TpaHCIOKAIIUM 00pa3yIOTCs B PE3YJib-
TaTe COCAMHEHUsS 2 aKpOLEHTPUYECKUX XpoMocoM. Ha-
nooJee YaCTbIMU BapMaHTaMU pOOEPTCOHOBCKUX TPAHCIIO-
KalUii SBJISII0TCSA TPAHCIIOKALIMY C BOBJIEYEHNEM XPOMOCOM
13 1 14 — rob (13;14) u xpomocom 14 u 21 — rob (14;21),
4acTOTa BCTPEYaeMOCTH KOTOPbIX coctasiser 0,97 n 0,20 %
COOTBETCTBEHHO [61].

MuBepcun XpoMOCOM BCTPEUYAIOTCSI HECKOJIBKO PeXe,
YeM ApYrue XpOMOCOMHBIC TIEPECTPOMKHM, IPU 3TOM UX Ya-
CTOTA y B3POCJIbIX MYXKUMH M3 OOLIEH OMYJISIIUN COCTaB-
nger 1:1000 [30]. Jdusg HocuTeneil IepULIEHTPUUECKUX
M MapaleHTPUYECKMX MHBEPCUI pUCK 00pa30BaHUsSI He-
cOaJlaHCUPOBAHHBIX FaMET BapbUpPyeT OT OUYE€Hb HU3KOTO
JI0 OY€Hb BHICOKOTO B 3aBUCHMOCTHU OT pa3Mepa MHBEPTH -
poBaHHOrO (parMeHTa XxpoMocoMbl [62—64]. B yactHoCTH,
IperosaraeMasl 4acToTa HOpMaJIbHbIX TaMET Y MYKYMH —
HocuTeneil nHBepcuii BapeupyeT ot 45,7 10 99,4 %, uto
O3HAYaeT, YTO Y HEKOTOPBIX HOCUTEJICI IIPOTrHO3 IETOPO-
SKIEHUS MOXKET OBbITh TAKMM Xe€, KaK y (e pTUIbHbIX MHIU-
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BUIYYMOB, TOT/Ia KaK y APYTUX MALEHTOB (PepTUILHOCTD
MOKET OBITh CHIKEHa [65].

3aknioyeHue

CoBpeMeHHbIE 3HaHUS O TaMeTOreHe3e YesloBeKa —
HEIIOJIHBIC, Y TIO3TOMY He J0 KOHIIAa MOHSTHO, ITOYeMy
HEKOTOpble WMHAMBUAYYMBI 0oJiee IpenpacionoXeHbl
K olMOKaM MEMOTMYeCKOU cerperalyuy, 4eM Jpyrue.
AHEYIUIOMIHbBIE TaMEThl BCTPEUYAIOTCS B 3AKYJISATE BCEX
MYKYUH (KpoMe MY>KYHMH C a300CIIepMUeii). YCTaHOBIIe-
HO, YTO BCJIEACTBUE OCOOCHHOCTE! CTPOCHUS U PEKOM-
OMHalMKU HEKOTOPbIE XPOMOCOMBI B 0OJIblIEH CTEIIEHU,
YyeM JIpyrue, OABEeP:KeHBI HEpaCXOXKICHUIO U OIIPeIe/ICHHBIM
XPOMOCOMHBIM aHOMAaJIUsIM. MyXUYUHBI C HapylICHUEM
penponyKTUBHON (DYHKIIMK OOBIYHO UMEIOT 3HAYMTEIbHO
0oJiee BBICOKYIO YACTOTY aHEYIUIOUIMM B CIIEPMATO30U-
nax, yeM epTUIbHbIC (3M0POBbIE) MYXKUMHBI, IIPXA 3TOM
JacToTa aHEYIJIOMIWUM B TaMeTax B II€JI0OM KOppearupyeT
C TSKECTBIO HAPYILICHUI CIIEpMaTOreHe3a, Meiio3a U MyxX-
cKoro Gecruioausi.

PaznuyHble reHeTMYeCcKME, OMOJIOTMYECKUE, KIMHU-
4yecKue, CpefoBble U Apyrue (hakTopbl U3BECTHBI CBOUM
HEeTaTUBHBIM BIMSIHAEM Ha CIiepMaTOTeHe3, Melio3 U Ha-
CJIeICTBEHHBIN MaTepuan MyXCKMX rameT. Takue pakTopbl
MOTYT OBITh PaCCMOTPEHBI KaK MPUIMHBI TTOBBIILIEHHOTO
YPOBHSI aHEYIUIOMINH B CIICPMaTO30MIaX, ¥ MX BHISIBJICHUE
C TOMOIIBIO TTOAPOOHOTr0 aHAMHE3a MOXET OBITh PEKOMEH-
JIOBaHO B paMKax MCCJIEOOBAaHUIT MYXKCKOTO OeCIuiomus
U OLIEHKU TTPOTHO3a XKU3HECITIOCOOHO 6epeMEHHOCTH KaK
MPY €CTECTBEHHOM, TaK U IIPY BCIIOMOTaTeIbHOM 3a4aThU.
DTO CBUAETENLCTBYET O HEOOXOAMMOCTH U3YYeHUS BCeX
MMPUYMHHBIX (PaKTOPOB, YYaCTBYIOIIUX B BOSHUKHOBEHUU
aHEYIUIOUINH CIIEPMATO30MA0B, a TAKXKE MX ITOCAEACTBUI
711 OyIyILero 3M0POBBS AETE IOCIe PUMEHEHUS BCIIO-
MOTaTeJIbHBIX PeIPOAYKTUBHBIX TEXHOJIOTHIA.

AHa/IM3 aHEeYIUIOMINH B CTIIepMaTO30MaaX IIPeICTaB-
JISIeT HECOMHEHHBIN MHTEPeC ST U3YyYeHMS TIPUYUH Oec-
IUTOAMSI, HAPYIICHUsS MYKCKOH (pepTIIBHOCTU U OLIEHKU
PUCKOB HEeBBIHAIIMBAHUST OEPEMEHHOCTU, POXICHUS pe-
OeHKa C XpOMOCOMHBIMY aHOMAJIUSIMU, OTHAKO 0 CHX ITOp
HEIOCTaTOYHO IIMPOKO UCIIOIb3YeTCs B KaUeCTBE PYyTUH-
HOTO MCCJIeIOBaHMUsI B KIMHUYIECKOI ITpakTuKe. B HacTo-
sitee BpeMsl OTCYTCTBYIOT KIMHUYECKHUE PEKOMEHIAINU
no npoBeneHnio FISH-ananu3a criepmaTo30uaoB B IIpa-
KTUYECKOM MEAULIHE.

IManreHThl CO CTPYKTYPHBIMM M YHMCIOBBIMU XPO-
MOCOMHBIMU a0eppalusaMu, ¢ a300CIepMUeii, oJuroa-
CTEHOTEpPaTO300CIIepPMUEH M TePaTO300CTIEPMHUEHA, a TAKXKE
C TIPUBBIYHBIM HEBBbIHAIIIMBAaHUEM OEPEMEHHOCTU y CY-
MPYTU U HEYTAYHBIMM IIPOTpaMMaMHM KCTPAKOPIIOPaIb-
HOTO OIUIOAOTBOPEHUS / MHTPAIIUTOIUIA3MATHUIECKUX MHD-
EKIMA CIepMaTO30MI0B Yalle MMEIOT ITOBBIIIECHHBIN
YPOBEHb aHEYIIOMIMH B CIIEPMATO30MIaX 1 SMOPHUOHAX,
a TAaKXE MOBBILIEHHBIA PUCK XPOMOCOMHBIX aHOMAJIUIA
y moromcTBa. [To3TOMY OlieHKa YaCTOTHI aHEYTUIOUIHBIX,/



HecbaaHCUpOBaHHBIX raMeT ¢ moMolbio FISH saBnsiercs
LICHHBIM MHCTPYMEHTOM OLICHKMU ITOBBIIIEHHOIO PUCKa
AHEYIUIOMINIA CIIEPMAaTO30MI0B U MOXET UMETb IIPOTHOC-
TUYECKOE 3HaYCHME B OTHOILLIEHUM COXPaHEHUsI (PepTUIb-
HOCTU U 3P GEKTUBHOCTUA MPOTPaMM 3KCTPaKOPIIOpaib-
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HOI'0 OIUIOJAOTBOPEHMUS, BbIOOpA TaKTUKU B peIIeHUU
Mpo0JIeM AETOPOXKICHUs, a TAKXKe HEOOXOMUMOCTH IIPO-
BEICHMSI MPEUMILJIAHTALIMOHHOIO T€HETUYECKOTO TECTU-
pOBaHUS Ha aHEYIUIOMAWU U CTPYKTYpHBIE abeppaliuu,
MIpeHaTAJIbHON TUAarHOCTUKU.
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