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IIpoananuaupoBaHbl pe3yiabraThl o0cienoBanus 376 nanu-
€HTOB, KOTOPBbIM IPOBOJAUIN KapuoTunuposBanue. Hapyme-
HUe cnepMaToreHesa BbisiBjieno y 121 nanuenra, 4To cocras-
asier 32,2%. B COOTBETCTBMM € IUTOr€HETHYECKUM aHaJIH-
30M aHOMaJuM Kapuortuna cocraBuau 13,8% ciyuaes ot 06-
MEero KOJMYecTBa 00cie/yeMbIX NallMeHTOB, TO eCTh — y 52
MY’KYHH ObUIM ONpe/ieNeHbl BbIIEyKa3aHHblEe H3MEHEHUS
CTPYKTYPbI XPOMOCOM.

PesyabTaThl MPOBEAEHHOTO 00GCIEIOBAHUS CBUAETEIbCTRY-
0T 0 HEOOXO0AMMOCTH Pa3padOTKH U IMPOKOI0 BHEAPEHUS B
MEIHIHHCKYIO MPAKTUKY MPOPHIAKTHIECKUX MEPONPHUATHIA,
B YaCTHOCTH NPEUMILIAHTAIMOHHONH r€eHETHYECKOU TUATHOC-
THKHM, KOTOPasi 1aeT BO3MOKHOCTh T€HETHYECKON CeeKInn
SMGPHOHOB Yy IIAIIMEHTOB C TEHETUYECKUMHU HapymeHnaMn.
Kntouesvte cnosa: napyuwenue penpolyxmueHnoll QyHKuu,
XPOMOCOMHBIE AHOMALUU, NPEUMNIAHMAUUOHHASL 2eHEeMUYeC-
Kast OUuaznocmuxa.

MOCJIEIHUE TO/IbI JIEYEHVE MYKCKOTO GECILIONNS XapaKTe-
BpwayeTCH 3HAYNTEJNbHBIM TTPOTPECCOM, CBSI3AHHBIM C BHe-
JIpeHUEM B MIMPOKYIO MEUIIMHCKYIO TPAKTUKY METO/[a MHTPA-
HUTOIIa3MaTHyecKoil nubeknuu crepmarozouga (MKCH),
KOTOPBII MTO3BOJISIET UMETH MOTOMCTBO MYKUMHAM C TSKEJIbI-
Mu (opMaMu OJINTO-, ACTEHO-, TePATO- U JakKe a300CIEePMUH,
paiee oOpedeHHbIX Ha aOCOMIOTHOE OeCIIonMeE.

[Ipu BKIIIOYEHNM TAIIMEHTOB B IIPOrPAMMbI BCIIOMOTATE I b-
HBIX penpoAyKTuBhbix Texuosoruii (BPT) ue cienyer 3a0bi-
BaTh, YTO BOSHUKHOBEHUE MTATOJOTUYECKUX COCTOSTHUH Perpo-
AYKTUBHOW CHCTEMbI 4acTO 00YCJOBJIEHO XPOMOCOMHBIMH,
TeHHBIMU MYTAIUSIMKU M HAJWYMEM HACJIe/[CTBEHHOU 1pejapac-
MOJIOXKEHHOCTH K 3a00sieBaHmio. [eHeTrnueckue MyTaluy po-
JUTeJel, IPUBOJASININE K HAPYHIEHUIO PEMPOAYKIINN U HEBO3-
MOJKHOCTH 3a4aTusi peGeHKa eCTeCTBEHHBIM MyTeM, IIPU TIPU-
Menenun nporpamM BPT MoryT nepenasarbes OyayieMy mo-
ToMCTBY. /lo cux mop B JuTepatype MMEIOTCS TTPOTUBOPEUN-
Bble JIAHHbIE O T€HeTHMYEeCKUX HAPYIIEHUSIX Y JieTel, POKIeH-
HbIX B nporpammax BPT. MHuorue aBTopbl yTBep:K/1ailoT, 4TO
4aCcTOTa MOPOKOB PA3BUTHS Y JI€TEId, POKIEHHBIX BCIEJCTBUE
BPT, 10CTOBEPHO HE OTJANYAETCS OT OGIIENONYISAIIMOHHON. B
TO K€ BpeMsl J[pyrue aBTOPbl OTMEYaloT HOBBIIIEHUE YPOBHS
TMOPOKOB Pa3BUTHS B CPeHEM B 2,5 pasa y MaJTbuMKOB, POK-
nennblx B nporpamme MKCU, 1o cpaBHEHUIO ¢ eBOYKaMU.
HexoTopble wmcciemoBaTesim CYMUTAOT, YTO B TIpOrpamme
MNKCU BO3HUKAIOT XPOMOCOMHbBIE MyTainu de novo u BeTpe-
YAIOTCSA OHU 3HAYMTEBHO Yallle, YeM B IonyJsiiuu. Takum 06-
pasoM, MaUEHTH € TSKeABIMU (hopMamu GecTIoust, HyK/a-
fomueca B gedenun Merogamu BPT, tpebyior K cebe MoBbI-
IEHHON TeHeTUYeCKON HACTOPOKEHHOCTH, TAaK KaK IJIaBHAs
3azaya BPT — momnydenne 3mopoBoro moromctsa [4].

O1leHKa COCTOSIHUS CliepMaToreHe3a UMeeT BasKHOe JHia-
THOCTUYECKOE 3HAUYeHMe IIPU Pa3IMuHbIX (DOpMax HAPYIIEeHU
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penpoaykTusHoil pynkimu. C aToii 1esbio paspaboTaH s
METO/IOB, OCHOBAHHBIX HA HCCJEAOBAHUHN MOPGHOIOTHH U CO-
CTaBa 1O CTA[USIM PA3BUTHUS TOJOBBIX KJIETOK. Tpaguiinon-
HBIIl CIIEPMUOJIOTUYECKUI aHAJIW3 SBJISETCS HAYaJIbHBIM 3Be-
HOM B Ienn Jab0paTOPHBIX MCCIEA0BAHUI U TO3BOJISET CY-
NIUTh O KOJUYECTBE CIIEPMATO30HMI0B, UX TOIBUKHOCTH, KU3-
HECOCOOGHOCTH U MOP(MOJIOTHH, HAJIMYUU HE3PEJIbIX MOJOBbIX
kyIeToK. OHAKO TaHHBIH METOJ He JJaeT TTOJTHOH KapTHHBI CO-
CTOAHUS KaXK/{0N U3 CTaJMil raMeToreHesa.

AHasiu3 rucTonpenapaTos GuonTara suKa mo3poJser 60-
siee TIyOOKO M TIOJIHO OIEHUTh COCTOSTHUE CIiepMaTOreHe3a.
Hapsany ¢ npenmyuecTBaMu MeTOJ He JIHIIEH HEJOCTATKOB,
TaK Kak mpoie/ypa OUOICHU MOKET COMIPOBOKAATHCS PA3IHU-
HBIMH OCJIO)KHEHHSAMHU (HAIpuMep, PasBUTHEM ayTOMMMYH-
HBIX TIPOIECCOB), MOITOMY TTOKa3aHusi K OHOIICHH BeChbMa OT-
panuvenbl. Cpeiu HEIOCTATKOB METONA CJIEIYEeT OTMETHTH
BO3MOXKHOCTD aHAJTM3a TOJBKO )parMeHTa OJHOTO SUYKA.

Kax usBectno, napyuenue GyHKIIUY CHCTEMbI PEIIPOLYK-
UM MOKET ObITh FeHeTHYeCKH 00YCJAOBJIEHO. 3a MOCjeHue
HECKOJIBKO JIET OB KAPTUPOBAHBI TEHBI, TIPOYKTHI KOTOPBIX
perynupyior pazsutue u Gpynkiuio rounas. Omnucans MyTauu
B TeHaX, MPUBOJSIINNE K HAPYIICHHIO TIPoIlecca TaMeToreHesa.
WsBecTHo, uto XpoMocomubie anomaann (XA) Takxke BelyT K
HapyLIEeHWIO pelpoAyKTuBHON (ynkiuu. Cpeaun XpoMoCoMO-
MATUN CIENUANNCTBl PA3JIUYA0T CTPYKTYPHBIE W YHCJIOBBIE
XA. B obuieii momysstiinn ypoBeHb XA HEBEJUK U COCTABJISIET
0,5-3,0%, B TO BpeMs Kak Cpeiu MAIMEHTOB € HApyIIeHHEM
deprunbrocTr goas aui ¢ XA Bospacraer g0 7-10%, a, Ha-
pUMep, Cpeiu MYKUIH ¢ azoocriepmueii gocturaetr 20%. It
JIaHHBIE CBUJIETEJNBCTBYIOT O HEOOXOAUMOCTH I[UTOTEHETHYEC-
KOTO MCCJeIOBAHUS y TAIMEHTOB C HAPYIIEHUEM PErpoayK-
TUBHOI (hyHKIMN. Takke HEOOXOANMO HCCIEOBATH XPOMOCO-
MBI Habop 110s10BbIX KIeToK (ITK) st nckimovenus rona-
HOTO MO3aui3Ma. B ciydyae BbISIBIEHUS TIOCAEHETO CIENyeT
[POBECTH PacyeT PHCKa POXKIeHUsT pebeHKa ¢ HaCJeICTBEH-
HOM T1aTosorueil.

[luToreneTyeckoe WcCIENOBAHNE HE3PEJbIX raMeT Ha
PasHbIX CTaAUSAX UX PA3BUTHSI Yy MYKUYHH MPOOJEMATHUHO
BCJIC/ICTBUE OTHOCUTEJIBHON TPYAHOCTU IIOJyYeHUs MaTepua-
na. Tpu Guorcun suuka BO3MOKEH aHaua xpomocoM 11K, Ha-
XOAAMMWXCSA Ha OINPEAEeJICHHBIX CTAAUSIX CBOETO Pa3BUTHUSI
(criepMaToOUTDLl HA CTAAUU IaXUTEHDI, AMaKUHe3a-MeTadasbl
I, meracaspr IT), Ho Guoricus siMuka MOKa3aHa JIUIID [T Y3-
KOH TPYIIIBI MAIMEeHTOB ¢ a- u oauroszoocrnepmueil [1I creme-
nu. B 90-x rogax XX Beka Obli1 pazpabortan MeTo1 dJioopec-
neHTHOl rubpuausanuu in situ (FISH), Ipu KOTOPOM BO3MOK-
HO aHATM3MPOBaTh XA B fAApaxX HE TOJBKO KJICTOK, HAXO[s-
muxcs Ha crazun Metadassl, HO 1 nHTepha3HbIX coMaTuyec-
kux u [IK [6].

Dayopecuenrnas rubpuausanus in situ (FISH — fluores-
cence in situ hybridization) 3aksiouaercst B npoBeieHnu 1Mpo-
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Tabma 1
KonuyectBo OGGJ'IQAOBBHHI:IX OONbHBIX W yﬂeﬂbelﬁ BeC NnauueHToB C ﬂaTOCﬂepMMeﬁ
2011
MauneHTsl 2009 2010 5 Bcero
(aHBapb — maprT)
OObLee KONMMYECTBO NALMEHTOB, KOTOPLIM NPOBOAMIN KAPUOTUNMPOBAHME 146 195 35 376
Konn4ecTeo NaumeHToB C HapyLLeHeEM cnepMaToreHesa 36 58 27 121
% 24.7 29.7 771 32.2
weaypor Mosekyssproit rubpunuzanuu [JTHK sonmga ¢ THK Tabmmua 2
GuKCHpOBaHHOTO Ha cTekJe Marepuana (MHTepdhasHbIX sjiep n
XapaktepucTuKa nauMeHToB C HapyLEeHUSMU
ni MeTahazHbIX XPOMOCOM) € TIOCJEAYIONINM MCIIOJNb30Ba-
. cnepmartoreHesa
HreM (GJIyOpecieHTHO MIUKPOCKOTINY JIJIsI JIETEKITHU Pe3yJib-
Taros rubpuansatmu. Jlns uaeHTMUKaNT HHIAUBUYaTTb- HapyweHus cnepmatoredHesa 2009 2010 2011 Bcero
HBIX XPOMOCOM TIPHU MPOBEACHUN AMAarHOCTUKU Haubosee ad- A 33 59 o7 112
¢exTuBHBI Tak HasbiBaeMble XxpoMmocoMocnenuduynnie JHK 300cnepmuns
30H/IbI, CO3/IaHbl HA OCHOBE KJIOHUPOBAHHBIX ITOCJIE0BATEb- AcTeHo300cnepmus 1 2 - 3
Hocreit caresunTaoi [JTHK wemosexa. Ho xpomocomsr 4 n 9, 5
OnuroacteHo3oocnepmMus - 2 - 2
u 19,13 u 21, 14 n 22 copeprkar NPaKTUYECKN UJEHTUYHbIE U
HEOTIMYUMbIC IPY rUOPUAN3aLUU in Situ BapuanTbl aabdOouL- Onurosoocnepmusi - 1 - 1
woit IHK, u, ciremoBaresbHo, HaAeKHO UAeHTU(GHUIITPOBATDH
AHK, u, A » Hax A duuip AcTeHoTepaTo300Ccnepmms 1 - - 1
9TU XPOMOCOMBI ¢ nomoubio FISH na ocuoBe anb®OUIHBIX
JTHK 30n10B Hemnb3as. [loaToMy mupokoe mprMeHEHUEe HaXo- KpunTto3oocnepmus 1 - - 1
AT Takke caiT-cnenududeckue (Jokyc-crenuduyeckne) AMOACTEHOTEPATOB00CTEPMIS _ ] _ ]
JTHK 3omzapl, KoTOpble MapKUPYIOT MHAUBUAYAIbHbBIE XPOMO-
COMHbIE YYaCTKH UM WHANBULYaJbHbIe TeHbl [1]. Bcero 121

MATEPUAJIbl U METObl

C6op nepBuuHOiT HHGOPMAIIK TPOBOANIN Ha Hasze [UTO-
reHEeTHYeCKON JabopaTopuy KJIMHUKH «HCTUTYT TEeHETHKH
penpoaykuuuy (aupexrop — xama. men. Hayk M.E. Mabun) B
nepuon ¢ 2009 mo 2011 r. IIpoananmnsupoBaHbl Pe3yJIbTaThI
obcaeoBanyst 376 MysKYMH, KOTOPBIM MPOBOJIMJIN KapHOTHU-
MUpoBaHUE.

[l TaHHOTO aHa/IM3a MCII0Jb30BAJIN CTAHAAPTHYIO METO-
MKy KyJbTUBUPOBAHUST TUMMOIUTOB reprudepndeckoit Kpo-
BU U IIPUTOTOBJIEHUE MPENapaToB MeTa(asHbIX XPOMOCOM U
UHTEP(DA3HBIX KJIETOK. KPOBb /LI IUTOTEHETUYECKOTO aHAJIH-
32 MOJYYQJN MyTEM IYHKIMH JOKTEBOI BEHBI, TIOCJE Yero
1eJIbHYIO KPOBb 100aBJIslIN K UTaTeabHoil cpege. Kyabrupu-
poBaHue MPOBOIIIH IpH TeMueparype +37 °C B reyenme 72 u.
Jltst nakortenust inMdOIUTOB B cTagnn Metadasbl BBOANIN
kosxuiut. [To okoHUaHNY KYJIbTUBUPOBAHUS KJIETKU C ITUTa-
TeJIbHOI cpeloll TeHTPUMYrupoBain U TOJYYEHHBI 0CAZ0K
MojIBepPTaJin THIIOTOHUYecKoi ob6paborke 0,075M pacTBOpom
kanmug xqaopuzga 1o 20 mun npu temueparype +37 °C. 3ateMm
KJeTKH (DUKCUPOBAJIM B TpeX CMeHaX oxJjaxjaenuoir +4 °C
CMecH TaHOJI-yKCYCHAs KUCJI0Ta B cooTHOMennn 3:1, mpuro-
TOBJIEHHOUN ex tempore (nepen wucnosbzoBanuem). Ilocie
OKOHYATEJbHOTO IEeHTPUGMYTUPOBAHUS W YIaJeHUs CylepHa-
TAHTA, CYCHEH3UIO KJIETOK PACKAIBIBATIM Ha OXJIaKAEHHBIE
BJIQKHbBIE CTEKJIA U BBICYHIIMBAIKM Ha Bo3jayxe. Oxparinbanne
npenaparoB nposoauin GTG-meronom [2]. us kaxkmoro ma-
nrenTta ananuanposann 15—30 MeTahasHbIX MIACTHHOK € pas-
penrerremM 550 cerMeHTOB Ha rarIouaHbIi HaGop [5].

[TanuenTam ¢ HapylieHUeM CIepMaToTeHe3a MPOBOIUIN
MOJIEKYJISIPHO-TIUTOTEHETUYECKOE HCCIEOBAHNE METOAO0M
FISH na cniepMaTo3ou/iax ¢ IpeJBapuTeNbHON X JIeKOHeca-
nueii. C 1esbio onpe/iesieHusl YPOBHS aHEYIIOUAMI criepma-
TO30HM/I0B WCIOJIb30BAIN MHOTOIBETHYIO 1Mpody AneuVysion
mist xpomocom X, Y, 18, 13, 21 (Abbott-Vysis, USA).

[ToaroToBKy mpernapaToB MPOU3BOIUIN HEMIOCPEACTBEHHO
mocse c/lauu TalueHToM asiKyisTta. HeoOXxoanMbrii 00bem
CIIePMbI [TOMEIAMN B IPOOUPKY U TPUKIBI OTMbIBaIH (Ho-
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carupiM OydepoM, ocJie 4ero pacKarblBain Ha CTEKIA 1 CY-
muan 1 9 ipu remneparype +50 °C. 3arem cTeksa omycKaim B
€MKOCTB ¢ (GUKCATOPOM U OCTaBJAIN Ha 18 U mpu TemIepary-
pe -20 °C. Ilo npomuiecTBUM yKa3aHHOTO BPeMeHU ITPOBONIIN
nekongeHcanuo nyrem nukybainuu B 0,1N pacTtope Hartpust
THIPOKCHU/IA, TTOCJIe YeTO CTEeKJa CIOJACKUBAIN B ochaTHOM
O6ydepe u npocymuBaiu Ha Bozayxe. Jlasee HPOBOAUTCS
npeArnOpUAN3aIMOHHAs TOATOTOBKA IIPerapaTa 1 HaHOCSTCS
npobsr CEP 18/X/Y u LSI 13/21 Ha npeiBapuTesbHO OTME-
yenHble 30Hbl TuOpuan3au. CTEKJI0 ¢ HAaHECEHHBIMU 30H/1a-
MU [OMeIaiu B ruOPUAN3aTOp ¢ YCTAHOBJIEHHOW TIpOrpam-
Mo#l meHatypauuu u rubpuausanuu npu +37 °C agaurenbHoc-
TIO OT 4 710 12 4. 3arem s yaaneHus: HernOPUAN30BaBIINX-
cs1 P06, a TaKIKe ¢ 1eJIbI0 YMEHbIIEeHHs KPOCC-TuOpUAN3aIiii
aJb(MOUIHBIX TOCAETOBATENHHOCTEN € IEHTPOMEPHBIMU
y4acTKaMH JIPYTUX XPOMOCOM, CTeKJIa I10/[BEPTai0T OTMBbIBKE.
[lanee mpemapaTthl OKPAMIMBAIN W TPOBOIVIH JETEKINIO hIry-
OPECIEHTHBIX CUTHAJIOB COTJIACHO CTAHAAPTHOMY IPOTOKOJY.
MuUKPOCKONIUYECKUI aHAIN3 OCYHIECTBJISIIN C UCTIOJIb30BAHM-
eM (GJIyopeciieHTHOr0 MUKPOCKOTIA, 060PYI0BAHHOTO COOTBET-
CTBYIOIUM HAaGopOM (GUIHTPOB ¥ IPOTPAMMON aBTOMaTHYEC-
KOl 00paGoTki n306paxkeHus, B TaHHOM CJy4ae IIporpaMmma
ISIS. dng wcenenoBanusi ypOBHSI aHEYIJIOUIWI B CIIEPMATO-
3ouax nposoausau anaanz 1000 kaeroxk |7, 8].

PE3YJIbTATbl UCCJIEAOBAHUA
N NX OBCYXXAEHME

ITpoanainspoBanbl pe3ysibTarhl 00cenoBanust 376 naruen-
TOB, KOTOPBIM IIPOBO/IIIN Kaprotunuposanue. Hapymrenne criep-
MaroreHe3a BbistBiieHO y 121 marnmenTa, 9to cocrasister 32,2% Ot
0011[ero KOJIMYeCTBa aHATU3MPYeMbIX cydaes. (tabir. 1).

B cBoto ouepesp, rpyIIa HallneHTOB ¢ HAPYIICHUEM CliepMa-
ToreHe3a Oblla TPeJICTABIEHA TAKUMI BapUAHTAMH TATOCIIED-
Muy, Kak asooctepmus (112 nmanuentos), acrenozoocuepmust (3
MAlNEeHTa), OJMIOACTEHO300CepMust (2 MaIleHTa), 0JIUro300-
CIepMHUs, aCTEHOTEPATO300CIIEPMUS, KPUIITO300CIEPMHUS, aMUO-
acrenoreparozoocnepmust (110 1 naruenty) (Tado. 2).

3OOPOBbLE MY>XHYMHbI N°2 2011
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Tabmmua 3
KonuyectBeHHas xapaKkrepucTuka aHOManwin kapuotuna
MNokasatenu 2009 2010 2011 Bcero

O6Luee KoNMYeCcTBO NALMEHTOB, KOTOPLIM NMPOBOANN KAPUOTUNMPOBaHME 146 195 35 376
KonnyecTBo naumeHToB ¢ aHOManusiM1 kapnoTuna 20 29 3 52

% 13,7 14.9 8,6 13,8
TpaHcnokaumn 3 3 - 6
Cunpgpom KnsanHdbenstepa 1 3 - 4
MHBepcun 4 6 1 11
YBeNMYeHne reTepoxpoMaTMHOBOro pamoHa ayTocom 2 5 1 7
YBennyeHme reTepoxpomMaTMHOBOro pamoHa XpoOMocoMbl Y - 3 - 3
YMeHbLLEHNE reTePOXPOMaTUHOBOIO pamoHa XpOMOCOMbI Y 5 6 - 11
YBENMYeHne CNyTHNUKOB 1N CIYTHUYHBIX HUTEN aKPOLLEHTPUYECKMX XPOMOCOM 7 8 2 17

Tabnmua 4
YpenobHblli BEC aHOManuii Kapuotuna cpeaym NauMeHToOB C HapyLIeHWEeM crnepmaTtoreHesa
Mokasartenb 2009 2010 2011 Bcero

KonnyecTBo NauMeHTOB C HAPYLUEHNEM CriepMaToreHesa 36 58 27 121
Konn4ecTBo naumeHToB C aHOManMsaMuy kapruoTmna 5 12 3 20

% 13,9 20,7 11,1 16,5
TpaHcnokaumm 2 - - 2
Cunpgpom KnanHdenstepa 1 3 - 4
MHBepcun - 3 - 3
YBenMyeHne retepoxpoMaTmHOBOro pamoHa ayTocom - 1 1 2
YBeNNYEHnEe reTepoxpomMaTHOBOIo panoHa XpOMOCoMbl Y - 2 - 2
YMeHbLLUEHVE reTEPOXPOMATMHOBOIO panoHa XpoMoCcoMbl Y 2 2 - 4
YBennyeHne CnyTHUKOB M CMYTHUYHBIX HUTEN aKPOLLEHTPUHECKUX XPOMOCOM - 2 2 4

PucyHok. BapuaHTbl XpOMOCOMHbIX aHEeynioupuii cnepmMaTo3ouaoB

3AOPOBLE MY>X4/HbI N°2 2011
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B cooTBeTCTBUH ¢ MUTOreHETUYECKUM AHAIU3OM aHOMa-
sy Kapuoruna cocrasuan 13,8% cayuaes ot ob1ero Kosmuue-
cTBa 06CIIe/yeMbIX MAIUEHTOB, TO €CTh y 52 MYKUUH ObLIH
OTIpe/Ie/IeHbl BbIlIeYKA3aHHble U3MEHEHUST CTPYKTYPhI XPOMO-
coM. B tabui. 3 npejcTaBiaeHbl 061Me KOJINYECTBEHHbBIE XapakK-
TEPUCTUKN aHOMAJIWI KapHOTHTIA.

[Tpu paccMoTpeHN KAPUOTHUTIOB TPYTITIHI TTAIIEHTOB € Ha-
pyIIeHUEeM cIiepMaToreHe3a OKa3aJoCh, YTO MPOILEHT aHOMa-
JIUU CTPYKTYPBI XPOMOCOM BbIlle U cocTasiser 16,5%, 4to
npusegeHo B Tabi. 4.

[To naHHBIM MOJIEKYJISIPHO-IIUTOTCHETUYECKOTO aHAIN3a
MetoznoM FISH ypoBeHb aHeyIIOUAUI B CliepMaTo301/1axX OblJ
B auanaszone ot 2,5% 10 15,4%, Torja Kak B HOpPMe HPOIEHT
HEPACXOKIEHUN XPOMOCOM He J0JIKeH mpeBbimarh 2,5% [7].
[Ipn ananm3e crepMaTo3010B BCTPEYATICH TAaKWe BaPHAHTBHI
AHeYIJIOUNI, KaK HaJudue JBYX IMOJOBBIX XpomocoM (XX,
YY, XY) uau HysmcoMust 10 1OJI0OBBIM XPOMOCOMAaM, HaJinyue
HECKOJIbKHUX TOJIOBBIX XpoMocoM U ayTocoM (XXY 1818, XX
1818, XY 1818, XYY 1818), nymcomus 110 ayTOCOMHBIM XPO-
mocomam (X ,Y ,13 ,21 ), npucyTcTBue HECKOJIbKIX ayTO-
com (1313 21, 13 2121, 1313 2121). Hexoropsle Bapuanuu
MPE/ICTABJIEHBI HA PUCYHKE.

Takum 06pa3oM, GbIJIO YCTAHOBJIEHO, YTO HEPACXOKICHIE
MO0 TOJIOBBIM XpoMocomam coctaBuiao ot 1,2% mo 2,5%, 1o
xpomocome 18 BapuabesnbHocTs mokasaresst Obiia ot 0,4% 10
2,1%. YpoBeHb aHeyIIou/ 1l XpoMocoMbI 13 GblJ yCTaHOBIIEH
B auamnasone ot 0,5% 1o 3,5%, a mo xpomocome 21 mokaszaTesb
HepaCcXOsKIeHsT Haxoauicst B mpezenax ot 0 1o 8,7% 1pu Tom,
YTO YPOBEHb aHEYIJIONIUU B HOPME TI0 OJIHOI XPOMOCOME He
noJikeH 6uiTh Boire 0,5% [3, 7].

BbiBOAbl

lenetnyeckoe o6GereoBanle MAIMEHTOB ¢ HapyHMIeHUEM
PeNnpoAYKTUBHON (PYHKIMKM MMeeT BakHOE 3HAYEHUE BBULY
BBISBJICHHS Y HUX BBICOKOI 4aCTOTHI TEHETHMYECKUX MyTa-
unii. Cirelyet OTMETUTh, YTO 9TH 00CIe0BAHUA HEOOXOMMMO
MPOBOJAUTH MYKYMHAM JO BKJIOYEHHsS MX B TPOrPaMMy
NKCH.

3HaHMA 0 YAaCTOTE N XapaKTepe TeHeTHUECKUX HapyIeHIH
y HalMeHToB ¢ HapylIeHHeM PelpoAyKTUBHON (YHKIMU T110-
3BOJIAT YJIYYINUTD J1e4eOHO-ANArHOCTHYCCKYIO M KOHCYJIbTa-
TUBHO-IMarHOCTUYECKYIO TIOMOIIb CYTIPY/KECKUM Tapam ¢ Gec-
IJI0JIMEM, A TaK/Ke COBEPIIEHCTBOBATL MEPOIPUSITHS, HATIPAB-
JIEHHbIE Ha MPOoMUIaKTUKY GeCIIoans.

PesynbraThl MPOBEIEHHOTO OGCIEOBAHUS CBUIETENHCT-
BYIOT 0 HEO6GXOAMMOCTH Pa3paboTKH 1 MHPOKOTO BHEAPEHUS B
MEIMIMHCKYIO MPaKTHKY POQUIAKTHYECKUX MEpOTPUATHIA,
B YaCTHOCTH TIPENMILJIAHTAIIMOHHON TeHEeTHYeCKOW AMarHoC-
TUKM, KOTOPas MPOBOAMTCA B PaMKaX MPOrPaMMbl SKCTPaKOp-
MOPaIbHOTO OILIOZOTBOPEHUS H JaeT BO3MOKHOCTD FeHeTHde-
CKOIT ceMeKInyu 3MOPUOHOB y MAlMEHTOB C TEHETHYeCKUMMU
HapyUIEHUSIMH.
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XpomocomHi aGepauil B kKapioTuni Ta ctateBux
KNiTUHaX YOJNOBIKiB 3 NOPYLIEHHAM
penpoayKTUBHOT PYHKLIT

O.4. HikiTiH, KO.B. lNOHTap, I.€. Inbin

ITpoanasizoBano pesynbTaTii 0OCTEKeHH 376 MAIi€HTIB, SKUM PO-
Boauu Kapiotunysanns. [lopymenns crnepmarorenesy BHABIEHO Yy
121 namienTa, mo ckaazgae 32,2%. BignoBigHo 10 MUTOreHETUYHOIO
aHaui3y aHomauii kapioruny ckiram 13,8% sunazkis, To6To y 52 yo-
JIOBIKIB OyJIM BU3HAUEHI HaBe/IeH] BUIIE 3MiHU CTPYKTYPH XPOMOCOM.
PesyJibTaTi MPOBEJEHOr0 00CTEKEHHS CBi4aTh PO HeOOXIAHICTh PO3-
POGJIECHHST | MUPOKOTO 3aCTOCYBAHHSI B MEIMUHY TIPAKTHKY MPOpiTaK-
TUYHUX 3aX0/IiB, a caMme — IIpeiMIlIaHTalliifHOT TeHeTUYHOT JiarHOCTUKH,
SIK JIA€ MOJKJIUBICTD FeHETUYHOT CeJIeKIlii eMOPIOHIB y MAIEHTIB 3 TeHe-
TUYHUMU NTOPYIIEHHAMMU.

Knouosi cnosa: nopywenns penpodyxmuenoi pyukuyii, xpomocomii
anomanii, npeiMnianmayitina zenemuuna 0iazHoCmuKa.

Chromosomal aberrations in the karyotype and
germ cells of men with reproductive dysfunction
O. Nikitin, J. Gontar, I. llyin

Analyzed the results of a survey 376 patients who underwent kary-
otyping. Disruption of spermatogenesis was detected in 121
patients, accounting for 32,2%. In accordance with the cytogeneti-
canalysis of karyotype abnormalities were 13,8% of cases, the total
number of patients under investigation 52 men have been identified
above changes in the structure of chromosomes.

The results of the survey indicate the need for the development and
widespread adoption in medical practice preventive measures, in
particular, preimplantation genetic diagnosis, which enables genet-
ic selection of embryos in patients with genetic disorders.

Key words: reproductive disorders, chromosomal abnormalities,
preimplantation genetic diagnosis.
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