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MOAEKYASIPHO-LUMTOreHeTn4eckasi AQ6oparopust MeAnUnHCKOro LeHTpa

MY >XCKOE BECNMAOAUE. TEHETUMECKUE ACMNEKTHI

Pestome. B AQHHOM 0630pe MpPeACTABAEHbI AQHHbBIE O HEKOTOPbIX TEHETUHECKMX GAKTOPAX MY)KCKOro 6eCrno-
AUST 1 PACCMOTPEHbBI METOABI, KOTOPbIE MOrYT ObiTb MCMIOAB3OBAHbI AAST €M0 AMQTHOCTUKM. CPEAN rEeHETUHECKNX
HQAKTOPOB BLIAEASIKOT M3MEHEHWSI FEHETUHECKOIro QrnapaTa HA YPOBHE reHa (MyTaLmm), XPOMOCOM (XPOMOCOM-
Hble abeppaumm), ToTanbHo AHK (ancrniepcus xooMatuHa 1 gparmeHTaums AHK). Kpome CTaHAQPTHbIX LuTore-
HEeTUYeCKMX MeToA0B OBCAEAOBAHMSI, CEPMOrPamMmsl v AHK-AMQrHOCTUKY, CYLLECTBYET PsIA MOAEKYASIOHO-LN-
TOreHeTn4yeckmx MeroAoB, Takux Kak FISH, TUNEL, SCSA, SCGE, SCD. YinybAeHHoe 1sydYeHure criepMsl 6eCrAOAHbIX
MYXKHUH HQ HECKOABKUX YPOBHSIX OPraHM3ALIMN FEHETUHECKOrO MATEPMAAQ MO3BOAUT OLIEHNTE MHPOPMATUBHOCTb
KQXKAOIo METOAQ OTAEALHO U B KOMIAEKCE, A TaKKe PA3paboTATh OMTUMAALHBIVI QAFOPUTM AAS MOOBEAEHMSI AMQ-
THOCTUIKM C LU€ABIO BbIGOPQA HanMboAee 3)PEKTUBHOIrO METOAQ AEYEHWMST MY>KCKOro 6ECMAOAMS.

AKTYQABHOCTb NPOOAEMbI

CoracHO CTaTUCTHKE, B Halllel cTpaHe okojio 15 %
rap, HaXOISIINXCI B Opake, MMEIOT IMPoOJIieMBI ¢ 3a4a-
treM pebenka. ITo ganueiM BO3, 15 % — s10 npenern,
32 KOTOPBIM OECIUTONME CTAHOBUTCS COLIMAIBHOM ITpO-
onemoii. CuuTaeTcs, 4To eCJIV MPU PETYIISIPHON TIOJIOBOM
JKM3HM 0e3 KOHTpaLeIIny 6epeMeHHOCTh He HACTyIIaeT
B T€UEHUE roja, HeoOXOAMMO HayMHATh OOCjIeIOBaHUE
M, BO3MOXHO, JiedeHne cyrpyroB. C yero ke Ha4yaTh 00-
cJieoBaHME MAlMEHTOB? DTO ONpeaesieTcsl TeM, KaKoii
TUIT OecTiIonus OyleT AMAarHOCTUPOBAH Y CYIPYKeCKOit
napbl. Ha cerogHs ocHoBHbIE (hOpMbI OECIIJIONNS yCTa-
HOBJICHBI.

becroaue siBisieTcs NEPBUYHBIM, €CJI OepeMEHHO-
CTH HUKOTJA He OBbII0, 1 BTOPUYIHBIM, €CJIN Y JKSHIITUHEI
ObLI1a XOT$ Obl OIHA OEPEMEHHOCTD, KaKOil Obl MCXO/ OHA
He mMena (pombl, BHEMAaTOYHAs OepeMEHHOCTh, BBIKH-
IIBII M T.11.).

IIpu XeHCcKOM OCCIUIOONM BBIACISIOT HECKOJIBKO
dopM: TpyOHOE, IEPpUTOHEAIBHOES, TPYOHO-TIEPUTOHE-
aJlbHOE, Y9HAOKPUHHOE, CBSI3aHHOE C DHAOMETPUO30M
Oecruiogne, MMMYHOJIOTUUYECKOE, IICHXOJIOTHYECKOe
u T.0. CouyeTaHUe y XKCHIIMHbBI HECKOJbKUX MPUYNH

Oecruionusl MOJYYUJIO Ha3BaHUE «COUyeTaHHoOe Oec-
mwiogue». CoyeTaHHOE Oecrionue Haao OTAMYaTh OT
KOMOWHUPOBAHHOTO, TIPA KOTOPOM W MYXYWHA, W
SKEHIIMHA UMEIOT TIPOOIEMBI ¢ PEITPOIYKTUBHEBIM 310~
poBbeM. [ToMuMoO >TUX (GOPM BEIACISAIOT €IIIe TaKyIO
dopMy, Kak nuaronaTuIeKoe O6ecIIonune, Win 0ecInio-
e HEesICHOTO TeHe3a, KOTOpoe HaOJfomacTcs cpeau
a0COJIIOTHO 3TOPOBBIX ¥ XOPOIIIO COBMECTUMBIX CYIIPY-
JKEeCKUX Tap.

Korma >xeHInHa Ha MPOTSKEHUU OIPENEICHHOIO
BpeMEHM He MOXKET 3abepeMeHeTh, OHa oOpalliaeTcs 3a
KOHCyJbTalMel K qokTopy. Ecau ke okasbIBaeTcsi, 4To
OHa BIOJTHE 3I0POBa U MOXET UMETh peOeHKa, TOraa aKky-
IIEP-TMHEKOJIOI PEKOMEHIYeT MpOHTH 00caenoBaHue
cynpyry. OgHaKo He KaXIblii My>KUlHA TOTOB CITOKOMHO
TIPU3HATh, UTO €My HEOOXOIMMAa MEINITTHCKASI KOHCYITh-
TalNs ¥ TIOMOIIIb.

Ha ceromust ycTaHOBJIEHO, YTO TPUIMHBI MYXKCKO-
ro OecCIIonus TakK 3kKe, KaK M KEHCKOIo, O9eHb pa3Ho-
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obpa3Hbl. B uyucie npuyumH MyXKCKOro Oecruious
paccMaTpUBAIOTCS ISIKYISTOPHbBIC, CEKCYyalbHbIE, aHa-
TOMMWYECKIE U3MEHEHHS B CTPOSHUH TTOJIOBBIX OPTaHOB,
SHIOKPUHHBIC PACCTPOMCTBA, BOCIAIUTEIBHBIC ITPO-
Iecchl, MMMYHOJIOTUMYCCKUI (haKTOp, pa3IMIHBIC Ha-
pYIIIEHNe CriepMaToreHe3a, (hakKToOphl BHEIITHEH Cpeabl 1
MHoOTOe mpyroe. Ha ceromHs B CTpyKType HMpHYMH Oec-
IUIOAHOTO Opaka My»ckoe becruronue 3anumaet 10 40 %,
1 eMy JIODKHO OBITh YIEJICHO TaKoe K€ IPUCTaTbHOE
BHUMaHUE, KaK ¥ XKCHCKOMY.

B nHactosimeit pabore caesaH akIIeHT Ha T€HEeTUYe-
CKHX acIeKTax MYyXcKoro Oecruioaus. PaccMmoTrpeHue
3TOM MPOoOIEeMbI HEOOXOAMMO ITPOBOIUTH B ABYX ILJIOCKO-
CTSIX: CITOCOOHOCTD TOJIOBBIX KJIETOK MY>KUMH K 3a4aTUIO
pebeHKa 1 CIIOCOOHOCTh Pa3BUTHS 3apOIbIIa TTOCIIe 3a-
YaTHs.

M3BecTHO, 4TO reHeTuuecKue (PakTopbl OOYCIOBIN-
BaloT 1o KpariHeit Mepe 30—50 % Bcex ciiydaeB TSKEJIbIX
dopm becrionus y MmyxkanH. CriepMaToreHes sIBISICTCS
CJIOXKHBIM OMOJIOTMYECKUM IIPOIIECCOM, KOTOPHIi 3aBU-
CHUT OT TOYHO KOHTPOJIMPYEMOTO KacKaaa aKTUBallUU 1
JIeaKTUBALIMU OTpeieIeHHBIX reHOB. Pe3ynbraroM pado-
Thl 3TUX I'€HOB SIBJISIETCS TIPOLIECC CO3PEBAHUS CIiepMa-
TO30MIOB U3 KJIETOK-MPEIIIECTBEHHUKOB (CIepMaTo-
TOHUEB). Y yesjoBeKa B 3TOT MPOLIECC BOBJACUYEHO OoJiee
2000 renos. Ilo mpuuMHE reHETUUECKUX HapylIeHUI
MOTYT BO3HUKHYTH pa3HbIC 10 CBOCH 3THOJIOTUM U CTe-
TeHU TSDKeCTH (hOPMBI OECTUIOANST: OT He3HAYNUTEIHbHBIX
HapyllIeHWI crepMaroreHesa A0 MOJHON AUCHYHKIIUU
TOHaJ.

Cpeny reHeTUIeCKUX (haKTOPOB MYKCKOTO OeCILIo-
IIVISI BBIICIISIIOT TPU OCHOBHBIX: U3MEHEHUS TCHETUIECKO-
TO aIlrmapaTa Ha ypOBHE XPOMOCOM (XpOMOCOMHEIE abep-
paluM), Ha YpOBHE T€Ha WIM TPYIIIbI TeHOB (MyTalllM),
Ha ypoBHe ToTanbHoli JIHK (mucmepcust xpomaTuHa u
¢dparmenTanus JJHK). Bot mouemy Kpome cTaHIapTHBIX
Mopdoornyecknx, OUMOXUMUYECKUX TECTOB MPU MYX-
CKOM OecIuiofuu PeKOMEHIOBAHO MPUMEHSITb MOJIEKY-
JIIPHO-IIUTOTEHETUIECKNE W MOJICKYJIIpHO-TEHEeTHUE-
CKH€ METOIBI, KOTOPBIC ITO3BOJISTIOT OLIEHUThH COCTOSTHIIE
TEeHETUYECKOTO aIlliapaTa COMaTUICCKIUX 1 ITOJIOBBIX KJIe-

TOK Y MY>KIWH.

LlutoreHeTMYeCKmnn GHOAUS,
NAU KOPpUOTUNNPOBOHUE

DTo uccienoBaHue TO3BOJISIET YBUAETh M3MEHEHUS
Ha YPOBHE XPOMOCOM B COMATUYECKUX KJIeTKaxX (Harmpu-
Mep, TUMOOIUTHI KPOBU) U OTIPEACTUTHCS ¢ KOHCTUTY-
LIMOHAJIbHBIMM OCOOCHHOCTSIMU TalMeHTa. MHOTrMMHU
paboTamu MoKa3aHo, YTO Cpeld MYXKYUH ¢ OecTuiogueM
U HapyllleHueM criepMaToreHesa B 5—15 % ciydaeB 06-
HapyXMBAIOT XPOMOCOMHBIE U3MEHEHUST, YMCIIOBBIC WU
CTpyKTypHBIe. [1py 3TOM aHOMaJIMK TOHOCOM (ITOJIOBBIX
xpomocoMm X u Y) coctaBistior 75 %, a ayrocoM (Hero-
JIOBBIX XpoMocoM) — 25 % [2]. Haubonee pacripoctpa-
HEHHBIMM SIBJISIIOTCST cuHApoMbl KimaitHpenbrepa (Ka-
puotun 47,XXY; yacrota 1,5 Ha 1000 HOBOPOXIEHHBIX),
nucomusd Y (kapuotur 47,XYY; yactora 1 Ha 1000 HOBO-
POXKICHHBIX).

BHell1HUE TTOJIOBBIE OpraHbl y TAKUX MAlEeHTOB, Kak
MPaBUIO, CPOPMUPOBAHBI MO MYKCKOMY TUIIY; U HUX
XapaKTepeH MUKPOOPXU3M, KOTOPBII SIBJISIETCST OMHUM 13
BaXKHEUIIIMX KIIMHUYIECKUX KPUTEPUEB TaHHBIX CUHIPO-
MOB. OOBEM ISIKYISATA PEIKO JOCTUTACT 1,5 MJI, TIPOSIBIISI-
etcst azoocriepMust. [1py BBISIBICHNM OJTUTO300CTIEPMUH
1IeJIECO00Pa3HO IIPOBEICHNE MOJICKYIIPHO-IIUTOTCHE-
tnueckoro (FISH-Tecra) mccnemoBaHMST KIIETOK 3SIKY-
JIITa JUIS BBISIBJICHUSI MO3aWIHOI (POPMBI CMHIPOMOB.
[Ipu Mo3anuHoi hopMe ¢ rpeodagaHueM KioHa 46,XY
onurcaHbl GepTUIbHBIC MYKUMHBI, XOTSI OHU, KaK ITpaBu-
JIO, UMEIOT MOBBILIEHHYIO YACTOTY CIIeLIM(MDUYECKHX U He-
crneunUIecKuX XpOMOCOMHBIX abeppaluii (ITOJOMOK)
B cnepmartoszougax [3]. Ilpu auarHocTuke y mailueHTa
a300CTepMUN, HO C TIPUCYTCTBMEM KJIETOK-TIPE/IIIIe-
CTBEHHUWKOB CIICPMATO30MIO0B B IMYKAX BO3MOXKHO TIpH-
MEHEHMEe METOIOB MCKYCCTBEHHOTO OIUIONIOTBOPEHUS C
3a00pOM TEHETMUYECKOTO MaTepuayia HeroCpeCTBEHHO
13 simuKa ImyteM omorcuu. OMIcaHo poXICHHUE 3I0PO-
BBIX JIETEN, 3a4aThIX TAKMM 00pa3oM. Ha naHHbI MOMEHT
TaKXe BO3MOXKHO MCITOJIb30BaHUE METOA IPeAbIMILIaH-
TAllMOHHOM TEeHETMYECKON IMArHOCTMKMU JJisi BbIOOpa
SMOPUOHOB ¢ HOPMaJIbHBIM HAaOOPOM XPOMOCOM 10 M-
OpuoTpaHcdepa B LIMKIIE SKCTPAKOPHOPaIbHOIO OIUIO-
notBopeHus (DKO).

YacToTa CTPYKTYpHBIX XPOMOCOMHBIX abeppauuii
B KapMOTHUITAX MYKUMH C OeCIIOOVMEM pa3indyHa B pa3-
HBIX UCCIICIOBAHHEBIX BRIOOPKAX M KOJICOJIETCS B TIpeie-
nax 1,6—4,2 % (2, 4]. [1o naHHBIM Ipyrux aBTOpoB [5], B
TpyTITe TMalMeHTOB — KaHIWIAaTOB Ha OTJIONOTBOPEHME
in vitro metogom ICSI (BHyTpULIUTOIIIA3MEHHAST UHbB-
ekunst criepmarozounga, MKCH) stor mokasaTenb mo-
cruraer 13,1 %. B mocienHeM ciryyae MOKa3aHUSIMU [UTS
LIMTOTEHETUYECKOTO OOCIeI0BAHMS CITYXKIIN MYKCKOM
¢akrop becruioaus U HeyaauyHble monbITkK DKO.

Y MyXuMH ¢ OecruionreM BCTPEYyaroTCsl KapUOTUIIbI
C XpPOMOCOMHBIMU abeppalysiMy TUIa cOalaHCUPOBAH-
HbIX MEPEeCTPOeK: TPpaHCIOKAIMK (POOEPTCOHOBCKUE U
PELIUTIPOKHEIE ), MApKEePHBIE XpPOMOCOMBI, MHBepcuM. [1o
JTAHHBIM JIATEPATyphl, €CITU TIOMYJISIIIUOHHAS JacToTa,
HampuMep, TaKWUX COaJaHCHMPOBAHHBIX TPaHCIOKALIMA
He npesbiiaet 0,1 %, To UX YACTOTA B IPYIIIAX MYXYUH
1 >KEHIIWH ¢ PEIPOAYKTUBHBIMU IPOOIEMaMM TOCTUTA-
et 3,0—6,2 u 0,7-9,8 % coorBercTBeHHO [5]. W3 uncna
cbalaHCMPOBAHHBIX TIEPECTPOCK B KAPUOTUIIAX MYKUUH
yaiiie BCero 0OHapyKuBaeTcs iepruBaTHast (IIpOM3BOIHAS )
XpoMOCOoMa, KoTopasi 00pa3oBajiach B pe3yJibTaTe TpaHC-
Jjokauuu Mexay 13- u 14-it xpomocomamu — der(13;14)
(q10;q10) [6, 7]. BaxHo 3HATh, YTO cOATAHCUPOBAHHbLIE
MEePECTPOMKM XPOMOCOM IIpU UX (HOPMUPOBAHUM HE
IIPUBOIAT K IIOTEPE WIIM JOOABJICHUIO TCHETUIECKOTO Ma-
Tepuaa, a TOJIbKO K IMepeMelleHUIO o B TIpe/ieiax TeHO-
Ma. MIx HocuTem, Kak IpaBuiio, (PeHOTUITMICCKU HOP-
MaJIbHBI ¥ 3I0POBEI, HO MMEIOT PUCK POXKICHUS peOeHKA
C XpOMOCOMHOM mnatojiorueit. HampoTtus, npucyTcTBre
HecOaTaHCUPOBAHHOM MePECTPOMKY (IeIeuy 1 TyTLUIN-
KallK) B KApUOTUIIE MAllMEHTa MEHSIET J030BOE COOTHO-
IIIEHWE TeHOB, TTO3TOMY MX HOCUTEJIBCTBO COIPSIDKEHO C
CYLLIECTBEHHBIMU OTKJIOHEHUSIMUA OT HOPMBI.
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MoAeKYASPHO-LUTOreHeTuyeckue
MEeTOADbI

Merton FISH (dbayopeclieHTHast rubpunuzanus in
Situ) — 9TO METOJ MOJICKYJISIPHOU LIMTOTE€HETUKHU, C MO-
MOIIbIO KOTOPOTO MOXHO TOYHO HWAEHTU(ULIMPOBATH
KOHKPETHYIO XpPOMOCOMY WJIM €€ YacTU. DTO SIBIISIETCS
OCOOEHHO BaXKHbIM TPU JUATHOCTUKE XPOMOCOMHBIX
MUKPOAHOMAJIUIA: MUKPOIEICIINN/MUKPOILYTLTAKA-
iy (METOd CpaBHUTEIbHON TeHOMHON TMOPUIU3alINH,
wmi CGH), He BbIIBISIEMBIX TPAgULIMOHHBIM Kapuo-
TUMUPOBAHUEM MMKPOMACICIIMOHHBIX CUHAPOMOB, MO-
3au1M3Ma XpoMocoM 1 MHororo apyroro. Meron FISH
LIMPOKO UCTOJB3YeTCs UIS UCCIEA0BaHMSI MHTEP(ha3HbIX
siep TOJOBBIX KJIETOK (CIepMaTo30MI0B) Ha IpeaMeT
OOHApYXEeHUSI YUCJIEHHBIX XPOMOCOMHBIX HapylLIeHUI
(aneyrounuii). Takue aHOMaJIUM MOTYT BCTpeYyaThbCs y
MYXXUMH KaK ¢ HOpMaJIbHbIM KapuOTUIIOM, TaK U C U3-
MEHEHHBIM, OJIHAKO ¢ pa3HOM yacTtoToi. JlokazaHo, 4To
B TTOCJICAHEH TPYTITIC UX YaCTOTA BBIIIE [§].

MoAeKYyASPHO-reHeTU4YeCKmne MeToAbl

DT MeTOAbl HEOOXOAMMO MCIIOJIb30BATh [JIST MC-
KJIIOUEHUS] MyTallMii Ha YPOBHE I'eHa WJIM TPYIIIbl TCHOB
(AZF-nokyc, myrauuu reHa CFTR, onpeaeneHue Ko-
mmnuectBa CAG-11oBTOpOB B reHe AR, CBSI3aHHBIX C U3-
MEHEHHUEM YyBCTBUTEJIbHOCTU K aHIpOreHaM, U MHOT1E
JIpyTHE).

Henemmu AZF-nokyca. [ToMruMo aHOMavii Kapuo-
TUIIAa HamboJiee 4acTOi IeHEeTUYECKON MPUUYMHON Oec-
TJIONUST Y MYKUUH SIBJISTIOTCST I Y -XPOMOCOMBI,
3axBarbiBaoIe JIokyc AZF (Azoospermia factor
region — o0yacTh hakTOopa aszoocmepmun). Jemenmu
AZF-nokyca cBsI3aHBbl C pa3JIMYHOM CTENeHbIO Hapy-
IIEHUST CIIepMaToreHe3a — OT YMEPEHHOIO CHIKCHMUS
€ro aKTUBHOCTM (ITMIIOCIIEpMATOreHe3) 10 MPaKTUYECKU
MOJTHOTO OTCYTCTBUSI MOJIOBBIX KJIETOK B CEMEHHBIX Ka-
HaJIbLIaX — CUHIPOM «TOJIbKO Kj1eTKu CepTosun».

B 1996 r. Vogt 1 coaBT. Ha OCHOBE MOJYYECHHBIX TaH-
HBIX O JIOKQJIM3ALMKU W pa3Mepe NeJIelid MpeIIoKIINa
BBIACJIUTH B JIOKyce XxpoMocoMbl Yq11.21-q11.23 Tpu He-
nepekpbiBarolIuxcst cyopernona: AZFa, AZFb u AZFc
[9]. B HacTosttiiee Bpemst 1St My>KUMH C TSKeJI0i (hopMoit
OJIMTO300CTICPMUN €IUHCTBEHHO 3(D(MEKTUBHBIM METO-
IoM TipeomosieHnst oecrutogust siisiercst MKCU, a mns
nauneHToB ¢ azoocrepmueii — MKCH B couetanuu ¢
M3BJICUCHUEM TECTUKYIISIPHBIX CIIEPMATO30MI0B C TTIOMO-
mbio TE3A unu TE3E. B HacTosiiiee BpeMs UCTIOIb30-
BaHUE PENPOAYKTUBHBIX TEXHOJOTUI MO3BOJISIET UMETh
COOCTBEHHBIX IeTel My>KUMHAM-HOCUTEISIM MUKPOJIEIe-
11K Y-XpoMocoMbl. OIHAKO CYIIECTBYET PUCK Iepenayun
JAHHOW MMKPOJEIeIIMU Y-XpOMOCOMbI MajJlbuuKaM (B
100 % cnyuyaeB), a TAKKe MOBBILICHHBIN PUCKA POKICHUS
neteit ¢ MozauiusMoM 45,X/46,XY (T.e. ¢ CUHAPOMOM
TepHepa, cMelIaHHOW AUCTEHE3UEN TOHAL WIA IPYroi
dopmoii repmadpponuTrzma) [10].

CornacHo manHbeIM B.B. Yepnbix ¢ coaBr. [10], ¢
MOMOIIBI0 MYJIbTUILIEKCHON MOJUMEPA3HOU LIEITHOMU
peakuuu (ITI[P) B rpymme MyX4uH ¢ a300CIepMHeit
MUKPOJeIeNN ObIIM 0OHapykeHbI y 12,7 %, a B IpyII-

e C OJIMr0300CIepMUEil TsKeaoil crerieHn — B 8 %
ciayvaeB. IIpuyeM B HEKOTOPBIX ClIydasiX OTCYTCTBUE
cyopernoHoB AZFb u AZFc Obu10 00yCIOBJIEHO Ha-
JIMYMEM MaKpoIeNelInii — TepMUHATBHBIX JeIelnit
JUIMHHOTO Tuleda Y-XpOMOCOMBI ¢ TOYKAaMH pa3pbiBa
B Jokyce Yqll.2, KoTopble MOXHO ObUIO BUIETH TIPU
LIMTOTCHETUYECKOM aHamm3e. YacTtoTa MUKpPOIEICIINiA
Y-xpoMocoMbl paBHa IpuMepHo 1 Ha 1000—1500 myx-
yuH. Uccaeposanug JJHK Y-xpoMocoMbl rmokasanm ee
BBICOKYIO MTOJIMMOPGHOCTH [11]. OCHOBHOM MPUYUHON
BBICOKOI YaCTOThl MUKPOJEIELIN Y -XpOMOCOMBI SIBJISI-
I0TCSI €€ HECTAaOMJIbHOCTD U CKJIOHHOCTb K ITOTEPe reHe-
TUYECKOro MaTepuaa.

[TpuHATO peKOMEHI0BaTh ONpeAeeHUE KapuOoTUIIa 1
aHaJIM3 MUKPOJEJCIil Y-XpOMOCOMBI BCEM MYKUMHAM
¢ OecriogreM TIpU KOJMYECTBE CIIEPMAaTO30UIOB B I51-
KyJIATEe MEHee S MJTH/MJI, a TaKKe MY>KUMHaM U3 CyTIpy-
JKECKMX Tap, KOTOPBIM TutaHupyeTcs mporpamma DKO
numu UKCH. Tlo pesynbraraM TeHETUYECKUX TECTOB U
MEIUKO-TeHETMUECKOTO KOHCYJBTUPOBAHUS OIICHUBA-
€TCSI CTEIIeHb PUCKA POXKICHUS IeTell ¢ HapyIlIeHUEM pe-
MPOAYKTUBHOM (hyHKIIMU. TakxKe JIsl OLIEHKU XapaKTepa
MPOUCXOXIEHUST Y-MUKpoaeneluii (Mytauust de novo
WIM yHacjeoBaHHas) HEOOXOAUMMO MOJIEKYISIPHO-Te-
HEeTUYEeCKoe 00CIeI0BaH1E 0TI, OPaTheB U IPYTUX MYXK-
YYH CeMbU ITpobaHa.

Manpuuku e, POXKIEHHBIE TIOCIe TNPUMEHEHMS
MKCH y oTHOB ¢ MUKpOIENEHUIMU B Y-XPOMOCOME,
royieskat JUCaHCePHOMY HAOTIOICHUIO /15T OLIEHKU UX
depTrbHOTO CTaTYyCA.

Myrammu rena CFTR. TpancmemOpaHHBIN pery-
qsrop mykoBucumao3a (aHmr. CFTR — Cystic Fibrosis
Transmembrane conductance Regulator) — 310 6e0K,
YYaCTBYIOILIMIM B TPAHCIIOPTE MOHOB XJIOpa yepe3 MeM-
OpaHy KieTku. Takoe ke Ha3BaHUe UMEET I'eH, KOIUpYy-
oM 3TOT O6eok. Hanmnune myTtauuii B 00eUX KOMUSIX
reHa CFTR Benmer, Kak MpaBujio, K pa3BUTUIO CaMOTO
pacipoCTpaHEHHOTO HACJEICTBEHHOTO ayTOCOMHO-pe-
1IECCUBHOTO MOHOTE€HHOTO 3a00JIeBaHUST — MYKOBUCIIU -
1032, a TAKXKE MOXKET OBITh IIPUIMHOMN MY>KCKOTO O€CILIO-
nus [12]. Tern CFTR yenoBeka pacroyiokeH Ha IJTMHHOM
yiede XxpomMocoMbl 7 B obmactu q31. Ha manHbIif MOMEHT
n3BecTHO Oosnee 900 BMIOB pa3IMYHBIX MyTallMii TeHa
CFTR. Oxkono 70 % cnyyaeB 3a00jieBaHUSI MyKOBHC-
1IMA030M OOYCJIOBJICHO AeJIelMell TpeX map OCHOBaHMIA,
KOAUPYIOLIMX aMUHOKHUCIOTY (deHuaagaHuH B 508-M
MOJOXEHUU TPaHCMEMOPaHHOTO PEryJsITOpHOro Oei-
ka — delF508(?F508). [Tomumo aToro, Habmogaemas y
MYXKYMH OOCTPYKTMBHasl azoocriepmust B 25 % citydaeB
SIBIIIETCSI CJIENICTBUEM OJHOCTOPOHHETO WJIU JIBYXCTO-
POHHETO BPOXJIEHHOTO OTCYTCTBUSI CEMSIBBIHOCSIIIMX
MPOTOKOB, KOTOPOE BO3HUKIIO TT0 TIPUYMHE MYyTalluii B
reie CFTR. ITostoMy CKpMHWHT Tiepen IIpOICIypoit
HNKCH o006s13aTeibHO BKITIOYAET MOJIEKYJISIPHO-TEHETH -
YeCKHNE MCCIICAOBAaHUS 3TOro reHa. s TMarHOCTUKHA
JAaHHOI MyTalnu rucnojb3yercst Mmeton ITLP B peaqsHOM
BPEMECHU.

Jenemnst B SRY-nokyce. B reneTnueckoit gperepmu-
HallM{ Pa3BUTHUS IO MY>KCKOMY TUITY, (DOPMUPOBAHUU
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SIMYEK, MPOLIECCOB CIepMaroreHesa ocodbo BaXeH TIeH
SRY (Sex-determining Region Y), KoTopblii pacrooxeH
B KopoTkoM Tiede Y-xpomocombl (Ypl1.3). UMeHHO B
3TOM TeHe OOHapy:KeHO HarOOoJIbIIee KOJTMIeCTBO MyTa-
LW, CBI3aHHBIX C AUCTEeHE3Mel TOHA 1/ VTN MHBEpCUCH
mona. [1py oTcyTcTBUM ydacTKa XpOMOCOMBI, COepKa-
mero reH SRY, wim MyTaniu B yKa3aHHOM TeHe (DeHOTHIT
OyHeT XKEHCKUI Mpu My:KCKoM Kapuoturie 46, XY (cuH-
npom Caaiiepa). HampoTtus, mpu >K€HCKOM KapHUOTHIIE
46,XX, HO B MNPHUCYTCTBUM BCTPOEHHOIO B pe3yJbTare
TPaHCJIOKAIIMU B X-XpOMOCOMY WJIU JAaXKe ayTOCOMY JIO-
Kyca ¢ reHoM SRY ¢deHoTun Oyaetr My>KCKUM (CUHAPOM
ne s Hlanenst). Ho Takue My>kuuHbI, Kak MpaBujio, 6ec-
rutonHbl. TectupoBaHue Ha Hamuue SRY-j1okyca MOX-
Ho nipoBoauTh FISH-MeTonom, a MyTaliuy B 3TOM JIOKyCe
BbIsIBIISTIOTCST MeToiamMu [T P B monosiHeH1e, KOHEYHO, K
TpaIUIIMOHHOMY KapHOTUITMPOBAHUIO.

I'en, Komupyrommii anaporeHoBblii penentop. Ipyrum
OIpeIeITIOMMUM (haKTOPOM MYKCKOTO OCCIUIONMST SIB-
JIIeTCsl HapylIeHNe TOPMOHAIBHON PeryJIsaiuy criepMa-
TOreHe3a, KII0YEeBYIO POJIb B KOTOPOM UTPaIOT MY>KCKUE
TOJIOBBIE TOPMOHBI aHAporeHbl. OHU B3aUMOACICTBYIOT
co crneurpUIeCKUMI aHAPOIeHOBBIMU PELEIITOPAMH,
orpenessiss pa3BUTUE MYXCKMX TOJIOBBIX NMPU3HAKOB U
aKTUBUPYs crnepmaroreHe3. s reHa aHIPOreHOBBIX
PELIEITOPOB XapaKTEPHO HAIWYUE MOCAeI0BATEIbHOCTH
noBTopoB CAG (LIMTO3UH — alleHWH — TyaHUH). ['eH,
KOIMUPYIOIIWI aHIPOTCHOBHIN pELeNTOp, HAaXOOUTCS B
X-XxpoMocoMe. AHJIPOTEHOBBIE PEIETITOPBI COAEPKATCS
B KJIETKaX CEMEHHUKOB, TIPOCTAThI, KOXKU, KJIIETKAX HEPB-
HOI CHCTeMBI M APYruX TKaHei. OT KoJmdyecTBa ITOBTO-
POB B T€HE aHAPOTEHOBOIO PELIeITOPa 3aBUCUT UyBCTBH-
TEJIbHOCTh pelenTopa K TeCTOCTEPOHY, IPUYEM CBS3b
00paTHO MPOIOPIIMOHATIbHAS: YeM OOJbIlIe MOBTOPOB,
TEeM peLienNTOp MeHee YyBCTBUTEIbHbIN. [1pu yBeanueH-
HoM KojndyecTBe CAG-TIOBTOPOB Y MY>KUMH BO3pacTaeT
PUCK Pa3BUTHS OJIMIO- U azoocrepMuu. BepxHeii rpa-
HULIE HOPMBI I OINpeneeHUsT pucka reHeTUYeCKOon
MPENPACTIONOXEHHOCTH K TOPMOHO3aBUCMMOMY Hapy-
meHuto criepmaroreHesa sipisietcs 23 CAG-mostopa. [1o
HEKOTOPbIM MCTOYHMKAaM, auara3oH 20—26 OBTOPOB
CUMTACTCS OTHOCUTEILHOI HOpMOIA [13].

Takum 06pa3om, Npu IJTAHUPOBAHUU OEPEMEHHOCTH
KOMITICKCHOE TeHETUIECKOE TECTUPOBAHME Ha XPOMO-
COMHBIC Y OCHOBHBIC T€HHBIC MYyTallUU ITOMOTaeT BBbI-
SIBJISITH TIPOOJIEMBI 110 MYXKCKOM JIMHUM, HE BBISIBISIEMbIE
JIPYTUMU TecTaMu (OMOXUMUYECKUMMU, IIUTOJOTUISCKU-
MU, UMMYHOJIOTUYECKUMHU U T.[1.), M IPUHSITh PEIIeHUE O
TaKTUKE JIEYEHHUSI MallMeHTa.

®dparmeHtaumsa ToraabHon AHK

B mocnenHme rombl HAKAIIMBAeTCsT Bce OOJIbIIE TaH-
HBIX O TOM, YTO KPOME XPOMOCOMHBIX M T€HHBIX MyTa-
11 3HAYUTEJbHYIO POJIb B TIpo0JieMe OeCIIONUSI UTPaeT
n3MeHeHue cTpykrypel camoil JJHK criepmaTtosounnos.
[npokyo nonyJsspHOCTb MPUOOpPESIa TUTIOTE3A O TOM,
YTO CHIDKCHUE PEeNpOAyKTUBHON (DYHKIIMM WHOTIA
CBSI3aHO C IaToJIOrMYecKuM cocTtosiHueM obieil JJTHK
CIepMaTo301a0B ((hparMeHTUPOBAHOCTb — HAJIMYNE O~

HOLIEMIOYEYHBIX U IBYX1lenoyeyHbIX pa3psiBoB JIHK, He-
MpaBWIbHAs YIIAaKOBKa XpoMaTrHa 1 1p.). [TockonbKy B
Hopme JIHK noykHa nMeTh onpenesieHHyo KoHpopMa-
LIAI0, XMUMMYECKYIO 1 (DU3UIECKYIO CTPYKTYpY, TO JItoOoe
He3HauuTenbHoe noBpexaeHue JIHK win ee ynakoBku
MOXeT TIPUBECTU K HETTPABWJIBHOMY Pa3BUTUIO COOBITHIA
ITOCjIe TIPOHMKHOBEHMSI TaKOTO Ae(EKTHOTO CIIepMaTo-
30M1a B SIMLEKICTKY [14]. BaskHBIM SIBISIETCS TO, UTO HE
Bcerma Ae(beKTHBIN CIIepMaTO30MI BHEIITHE BBITJISIUT
narosoruyeckuM. Ellle He mokaszaHa CBSI3b MEXIY CO-
crostnuem JIHK cniepmaTo3ouaa u mokasareassMu criep-
MOIrpaMMbl. A 3TO OCOOEHHO BaxKHO IpPU IPOBEACHUU
npouenypsl MKCH, mockosibKy criepMaTo30uibl, KOTO-
pble TTOAOMpAaroTCs IS LIMKJIAa Ha OCHOBE HOPMaIbHOM
MOpPGhOJIOTUI, MOTYT UMETD ITOBPEKIIEHNE Ha YPOBHE MO-
Jiekynbl JIHK. TTo MHOrOUMCIIEHHBIM TaHHBIM JTUTEPaTy-
DBI, CHIKEHME KOJTMUECTBA CTIIEPMUEB C TIOBPEXKICHHOM
JHK cyiiecTBeHHO TMOBBIIIAET 1IAHChI MOJYYUTh Oepe-
MEHHOCTb, KOTOpast HOpMaJIbHO pa3BuBaetcs [15, 16]. U
Hao00poT, criepMato3ouna ¢ ¢pparMeHTHpoBaHHOM JIHK
MOXET OKa3bIBaTh BIAMSHUE HA PaHHME 3TaIlbl SMOPHO-
HaJILHOTO Pa3BUTUSI, OCOOEHHO Ha (popMupoBaHue Oja-
cTouMcThl. Takas OepeMEeHHOCTb 3aMUpaeT Ha paHHUX
9Tarax pa3BUTHUs 3apojblIllia.

C uenbl0 MCCIEAOBaHUS  COCTOSIHMSI  TOTajlb-
Hoit IHK (mucnepcum xpoMaTtuHa UM ¢pparMeHTaluu
AHK) ucnons3ytor meronbl TUNEL (Terminal uridine
deoxynucleotidyl transferase dUTP nick end labeling),
SCSA (sperm chromatin structural assay), SCGE (Single
Cell Gel Electrophoresis), SCD (sperm chromatin
dispersion). B HopMe comepxkaHue CriepMaTo30MI0B, He-
cymux dparmeHTpoBaHHy0 JIHK, He mOIKHO mpeBbhI-
1IaTh, 110 JAHHBIM Pa3HbIX aBTOpoB, 20—30 %.

IMaTtodusnonornyeckue MexaHU3MBI, BeAylIue K
¢parmentauuu JIHK, He BrionHe sicHbl. [1peanonaraet-
Cs, YTO MX MPUUYMHOMN MOTYT OBITh HEepermapupoBaHHbIE
nospexaeHus JIHK, nedexTbl pemoaeauHra XxpoMaTuHa,
BO3HUKAIOILIKE B XO[IE€ CIIEpMaTOreHe3a, OKUCIUTEIbHbIE
MPOIIECCHI U aroNTo3 (ITporpaMMupyeMasi TMOeTb KJIeT-
k). CriepMaTo30MIbl YPE3BBIYAIHO YYBCTBUTENBHBI K
arONTOTUYECKUM CTUMYJIaM, TaKUM KaK BBICOKHWE JI03bI
XUMMOTEPAIu, K TEHOTOKCMUYECKUM (haKTOpaM OKpPYKa-
IOIIei Cpenl (HaIpuMep, KypeHue) u JIp.

[Momxombl K TIPeomOICHUIO TTOBBIIIEHHON (hparMeH-
TallMM B CIIEpPMATO30MAaX YeJIOBEeKAa TOJBKO HAUMHAIOT
paspabarbiBathes [17]. Ha cerogHst U3BeCTHBI CIIEAyIO-
mue:

— TEXHOJIOTUSI 00pabOTKHU CIIEPMbI, KOTOpasi CIIoco0-
CTBYIOT OOOTralieHHWI0 0Opasla KJIeTKaMM ¢ MHTaKTHOM
HopMasibHO ynakoBaHHoii JIHK;

— TIpeoI0JICHNsIe BBICOKMX ToKa3aTesieil (hparMmeHTa-
1 JAHK B 25Ky TOPHBIX CIIEPMATO30MIaX C TOMOUIBIO
3aMeIleHUsT UX TeCTUKY/ISIPHBIMM CIIEPMATO30MIaMU CO
3HAUUTESILHO 00JIee HU3KMUMU TTOKA3aTeISIMU;

— WCITOIb30BaHNE aHTUOKCUIAHTHOM TepaItiu;

— IOHAIIYs CIIEPMAaTO30MAOB IIPU IJIOXOM KadecTBe
OiacToluCT U HeymayHbIX Hukiax DKO.

Takum obpazom, ananus ¢pparmenranuu JHK crep-
MaTO30MJI0B MOXET CJIY>KUTh 3(D(PEKTUBHBIM ITPOTHOCTU-
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YECKUM MHCTPYMEHTOM, BBISIBJISIIOIIMM MYKCKOI hak-
TOp HapyLIeHUS (PePTUTBHOCTH.

3aKAlOuYeHne

M3 BEIIIIECKA3aHHOTO CHIEAYET, YTO MPUIMHBI MYX-
CKOTO OeCITIONMST YacTo He JIeXaT Ha TOBEPXHOCTH, a
TpeOYIOT TIIATEIEHOTO U3YIeHUsI OTHOBPEMEHHO Ha HE-
CKOJIBKHX YPOBHSIX. TOJBKO COIOCTaBUB JAaHHBIE MOP-
doornuecknx, GMOXUMHYECKUX, LIUTOT€HETUYECKUX U
MOJIEKYJISIPHBIX UCCJICIOBAHUIA, MOXHO CYIUTb O peallb-
HOM pPenpoayKTUBHOM IOTEHIIAJIE MALIMeHTa U BbIOpaTh
COOTBETCTBYIOIIYIO TAKTUKY JICUCHMSI.

VYrnybneHHoe u3ydyeHue CrepMbl OECITJIOAHBIX MYXK-
YMH Ha HECKOJBKMX YPOBHSIX OpPraHW3allid I'eHeThde-
CKOT'0 MaTepHasia ITO3BOJIUT OLICHUTHh MH(OPMATUBHOCTh
KaX7I0ro MeTo/Ia OTIEJIbHO U B KOMITJIEKCE, a TAKKE pas3-
paboTaTh ONTUMAJIBHBIA aJTOPUTM [UIST TIPOBEICHMUS
JNUATHOCTUKU MYXKCKOro oecriionusi. Bo3aMoxHO, KOM-
TUIEKCHBIN TOIXOI, a MMECHHO BCECTOPOHHEE M3yYeHUE
KauyecTBa CIIEPMBI, AacT 0oJjiee IOIHYIO KAPTUHY I1aTOJIO-
TMYECKOro TIpoliecca U, CJIeI0BaTe/IbHO, OOMbIIYIO (-
(beKTUBHOCTD JICYEHMUSI.
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YOAOBIYE BE3MNAIAAS. TEHETUYHI ACMEKTU

Pe3rome. Y 11bOMY OIJISINI HaBeAEHO JaHi MPO AesIKi TeHeTUIHi
YUHHUKU YOJIOBIYOro Oe3IUIiIAs i pO3MJISIHYTO METOAM, 110 MO-
KyTb OYyTM BUKOPUCTaHi JIs fioro miarHoctuku. Cepel reHeThY -
HUX YMHHMKIB BUILISIOTh 3MiHU T€HETUYHOTO amapaTy Ha piBHi
reHa (MyTailii), XpoOMOCOM (XpOMOCOMHa abepailist), TOTaJIbHOL
JHK (mucnepcisa xpomaTtuny i pparmenTanis JJHK). Okpim ctaH-
JMAPTHUX LUTOT€HETUYHUX METOJIB OOCTEXKEHHS, CIIiepMOrpamMmu
1 JIHK-miarHoCcTUKM, iCHYE pSiI MOJIEKYJISIPHO-IIUTOT€HETUIHIX
meronis, Takux sik FISH, TUNEL, SCSA, SCGE, SCD. ITornu-
OJieHe BUBYEHHSI CIIepMU Oe3IUTIIHUX YOJIOBIKiB Ha IEKiJIbKOX PiB-
HSIX OpraHi3ailii TeHeTUYHOTO MaTepiany J03BOJUTH OLIHUTHU iH-
(GOpPMaTHUBHICTh KOKHOTO METO/LY OKPEMO i B KOMITJIEKCI, 8 TAKOX
PO3POOUTHU ONITUMAJILHUI aJITOPUTM JUTSI TPOBEICHHSI TiarHOCTH -
KM 3 METOI0 BUOOPY HalOiIbIl e(EKTUBHOTO METOMY JiKyBaHHS
YOJI0OBiYOro Oe3ruTiais.

Tavokina L. V.
Molecular Cytogenetic Laboratory of Medical Center
«lsida-IVF» LLC, Kyiv, Ukraine

MALE INFERTILITY. GENETIC ASPECTS

Summary. This review presents evidence of some genetic factors
of male infertility and the methods that can be used for its diagnosis.
Among the genetic factors there are being distinguished the genetic
apparatus changes at the level of gene (mutation), chromosomes
(chromosome aberrations), total DNA (chromatin dispersion
and fragmentation of DNA). In addition to standard cytogenetic
methods of examination, spermogram and DNA diagnostics, there
are a number of molecular cytogenetic techniques such as FISH,
TUNEL, SCSA, SCGE, SCD. Depth study of sperm in infertile
men on several levels of the organization of the genetic material
will assess the information content of each method separately
and in combination, as well as develop an optimal algorithm for
diagnosis with a view to selecting the most effective treatment of
male infertility.
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