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YACTOTA I CHEKTP MIKPOJIEJELII Y-XPOMOCOMM Y YOJOBIKIB 3
PI3BHUMU ®OPMAMMU ITIOPYHWIEHHSA CIIEPMATOI'EHE3Y

CnepMmaTorenes - CKJIaJHUM OaraTocTaaiiHMI Npolec B KOHTPOJb, PErYJIALiI0 1
pearizanito sikoro 3amydeHo Ourpmie 2000 reHiB, cepei SKUX HEHTpaIbHE MICIE 3aliMalOTh
reHH Y-XpOMOCOMHU. Pe3ynbTaTu MONEKyISIpHO-T€HETUYHHX J0CIIPKEHb CB11YaTh Ipo Te, 110
mikpozenenii AZF nokycy € ofHi€ro 3 HaiOLIbII YacTUX (MaXOPHHUX) T€HETUYHUX TMPUYHH
HEIUTIAI Y YOJIOBIKIB ITPU BaXXKUX (hopMax MOPYIICHHS CIIEpPMAaTOTreHE3Y.

30kpema, Ha JOBroMy ruiedi Y-xpomocomu (Y () B IPOKCHUMAJBHIM €yXpOMaTHHOBIM 11
OUISHII ~ MICTSThesl TeHu (aktopy azoocmepmii (AZF- perioH), ski BIANOBiNalOTH 3a
HOpManbHUI  cnepMmaTorenes. Jlememii AZF- perioHy CynpOBOIKYETHCS — BaKKHMHU
nopyIueHHsM ¢epTuibHOCTI [1].

Briepme pons generiii mokycy Yql1 B eTionorii mopymeHHs MPOLECIB ClIEpMaTOreHEe3y
Oyno mokazaHo B 1976 p. Tiepolo i Zuffardi [2]. [Toganbiri HUTOreHETHYHI Ta MOJEKYJISIPHO-
TeHETUYHI JTOCIIKEHHS JO3BOJIMIIM 32 JOTIOMOTOI0 Sts-TEXHOJIOTIi MOOyAyBaTH AETaIbHY
KapTy Y-XpOMOCOMH, HIO BKIIOYae 43 aeneriiiHi iHTepBaJld Ta MiATBEPAUTH HASBHICTH B
OUCTaJbHIA JUISHIIN JOBTOro Iuieda Y-XpomocoMu Jokycy AZF, penemii sKoro
CYTNPOBOJIKYIOTHCSI OPYLIEHHSMHU MPOIECIB ClIEpMaTOreHe3y Ta 4OJIOBIYMM Hermaasam [3].
Tak, mpu Takux BaXKWX (opMax TOPYIICHHS CIEPMATOreHe3y, SK a300CHepMis Ta
ojirozoocnepmis, Mikpozeneuii AZF gnokycy Y-xpoMmocomu BHABIAIOTE Y 5-15%
oOctexxenux. ITpuyomy, yacToTa Mikpozenemiil 3pocTae Mo Mipi MOrIMOIEHHS MOPYLICHb
npoleciB crepmarorenesy: Mikpoaenenii AZF nokycy Y-xpomocomu BusiBieHi y 5-10%
YOJIOBIKIB 3 OJIIFO300CIIEPMI€I0, B TOM Yac, sIK Y YOJIOBIKIB 3 a300CIepMi€ro, 110 nependayae
CKJIQJIHIII TTOpYIIeHHS, 1Ie# moka3Huk csrae 10-15% [4,5].

VY 1996 p. Vogt i3 cmiBaBT. [6] Ha OCHOBI OJIep)KaHUX JAHUX MPO JOKATI3AII0 Ta
po3Mip JeNerii, 3anpornoHyBaiM BUAUIMTH B Jokyci Yqll.21-q11.23 tpu cyOperionu:
AZFa, AZFb i AZFc. 3apa3 B miTepaTypi WIMPOKO ITUCKYTY€THCS B3a€EMO3BSI30K MIXK
YOJIOBIUOIO 1H(MEPTUIIBHICTIO Ta YacTOTOI 1 CIeKTpoM Mikpozeneniii AZF periony Y-
XpOMOCOMHU. 30KpeMa, BBAXKAEThCS, 10 HAWYaCTIIe TMPU YOJOBIYOMY  HETUTIIIL
3ycTpidaroTbes  aenerii  jokyca AZFc, ane HallBaXYUMU KJIIHIYHAUMH TPOSIBAMHU
CYTIPOBOJIKYIOTHCS MiKpO/I€Ieii, 110 3aX0IIooTh cyoperionn AZFa i AZFb [7 ].

OT1xe, METOIO TaHOi poOOTH OYJI0 BCTAHOBUTH YacTOTY Ta CHEKTP Mikpoaeneniin AZF
perioHy Y-XpOMOCOMH CepeJl HOJIOBIKIB 3 PI3HUMH (hOpMaMH MOPYIICHHS CIEpMaTOreHE3y .

Marepiaan Ta MeToan

HocnimpkyBany rpyny ckmaan 300 4YonoBikiB i3 pi3HUMH (opMaMu TMOPYIICHHS
criepmatorenesy. OOcTexyBaHI CKepoByBadcs Y JIBBIBCBKHMI MIKOOJACHUN METUKO-
TEHEeTUYHUI LIEHTP 3 MPUBOAY HEIUTAHOTO HUT00Y. ['eHeTMYHUM JOCHTIKEHHSM HepeayBaln
JIOCJTIDKEHHS TIOKa3HHKIB cCriepMaToreHesy. Bcei mociimkyBaHi Majau MOPYIIEHHS MOKa3HUKIB
criepMorpaMu pizHoro ctymneHs BaxkocTi. KoHTponbs ckimamaB 50 310poBUX (GepTHIBHUX
YOJIOBIKIB.

JHK Bunimstmu 3 nepudepiiiHoi KpoBi METOJOM BHUCOJIOBaHHA. MOJEKYISIpHO-
reHeTudHi jgochipkeHHs reHa SRY Tta wmikponenenin  AZFa, AZFb ta AZFc periony
npoBoaunau B HactynmHux STS nokycax: sY84, sY86, sY127, sY134, sY254, sY255 3a
JIOTIOMOTOI0  JIBOX MYJBTHJIOKYCHUX peakiii aims  BumieBkazanux STS JokyciB Ta
KOHTpOJbHOTO Gparmenty SRY [8].

Awmmmidikamiro mocmigoBaoctedt [IHK in vitro mpoBoawinu, BUKOPHCTOBYIOUH METO/T
nosiiMepaszHoi sanitorosoi peakmii (ITJIP) [9]. IIJIP npoBoawiu B aBTOMAaTUYHOMY PEXHUMI Ha
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TEPMOIIHUKIIEPI »lepmuk”  (,,JJHK-texnomorus”,  Pocis), = BHKOPHCTOBYBAaJH
onironykieotuani mpaiimepu Ta cymim dDNTP  (,,Fermentas”, Binbaioc, JlutBa), 5x
KpaTHUM peakiiiauii Oydep ta TepmocTabinbHy JlmaTak-momiMepa3dy BHPOOHHUIITBA (ipMH
“JIHK-rexnomorun” (M. Mocksa, Pocis).

[Mpoommmm  35umknie I1IJIP B HactymHomy pexumi: akrtuBamis-15xB  (95°C),
nenarypauis JIHK (94°C) 30cek., Bimman npaiimepis (57°C) 90cek. i cunresy JIHK (72°C) 60
cek. Anami3 npoayktiB I1JIP mpoBogumu nuisixom enextpodopesy B 2% arapo3HoMy Tefi Ta
CKaHyBaJH eJekTpodoperpaMmy Ha ynbTpadiolieToBOMY TpaHCiUTIoMiHATOPI[8].

Pe3yabTaT TA 00roBOpeHHs

[TorepenqHbo CniJl 3a3HAYUTH, MO BCIM OOCTE)XYyBaHMM 4YOJOBIKAM 3 MOPYIIEHUMH
napaMeTpamMH CIepMOTpaMy TPOBOAMIN KapioTWIyBaHHS. Hukue mpencTaBiieHi pe3ylbTaTu
MOJIEKYJIIPHO-TEHETUYHUX JOCTIKEHb CTOCYBAJIUCS YOJIOBIKIB 13 HOPMaJIbHUM KapiOTHIIOM.

Ha mincraBi pe3ynbTaTiB CIIEPMOJIOTIYHUX JIOCIIIKEHb OOCTE)KyBaHI YOJIOBIKA OyiH
po3mineni  Ha 3 rpymu. llepury rpymy ckmamo 120 ocib, cepen Hux 65 oci6 3
acriepMi€ro(BIZICYTHICTD B €AKYJIATI CIEPMATO301/iB Ta KIITHH criepMaTorenesy) ta 45 ocib 3
azoocrepmiero ( BIICYTHICTh CIIEPMATO30iAiB y esakysTi). Hpyry rpymy cknano 80 oci, cepen
HUX 40 0ci0 3 BaXKKOIO 0OJIIr0300CTepMi€ero (KUTBKICTh CIIEpMaTo30i1iB MeHIIe 5 MitH\Mi) Ta 40
ocid 3  omiroacreHorepato3oocnepMmiero, a Tperio — 100 oci6 3 iHmmMMH ¢dopMaMu
naTo300cnepMii (MpH KITBKOCTI CIepMaTO301/iB OiIbIIe 5 MITH/MIT).

B pesynprati pobotu mpoBeaeHo nerekuito AZFa-, AZFb-, AZFc-perioniB AZF-
JIOKYCY JOBroro ruieda Y-xpomocomu Ta SRY-reHa KopoTkoro ruieda Y-XpOMOCOMH Y BCIX
JOCIIJKYBaHUX rpynax. JlocnipkeHHS KOXKHOI MpoOM MPOBOAMIM HE MEHII SIK y JBOX
noBTopax. BincyTHicTs Ha enekTpodopeorpamMi MeBHUX (PparMeHTIB CBiTYMIIA PO HASIBHICTH
MIKpoOJIeTielliil y BiAMOBIAHUX JIOKycax. ¥ AaHiil poOoTi merekuis reHa SRY cuyxuna sk ams
BHYTPIIIHBOTO KOHTPOJIIO Peakilii, Tak 1 Ui BU3HAYCHHS HAsIBHOCTI Y-XpPOMOCOMH. 3 METOIO
YHUKHEHHS TICEBIOHETaTUBHUX PE3yJIbTaTiB, HAMU MPOBEIECHO JOCIIKEHHS JTAaHOTO 3pa3Ka
JHK 11t reHiB po3TanioBaHUX Ha ayTOCOMax, IO JAJI0 MO3UTHBHUNA CHHTE3.

OtpumaHi pe3yJbTaTh 3acBiAUMIM, o0 y 21 marmieHTa BUsIBICHO Mikpozenemii Y-
XpomocoMmu, o ckiagae 7% Bix Bcix (300) oOcTexkeHNX 4ooBiKiB. [Ipy koMY BHSIBIICHHI
HACTyITHUM CIIEKTPOM MYyTaIliii: Mikpojenenii cyoperiony AZFa BusiBIeHO y OfHIeT 0coOH
(4,8%), cybperiony AZFb - y nBox ocib (9,5%), cyboperioniB AZF(b+c) — y mectu oci0
(28,6%), mikponenenii cyoperiony AZFc BusBieHo y aecartu oci6 (47,6%), y nBox ocib
BCTaHOBIICHO BIICYTHICTH yciel mochigoBHOCTI AZF(a+B+c) Y-xpomocomu (9,5%).

O1xe, K BUAHO 3 TIPEJICTABIICHUX PE3YJIbTaTIB (TaOIuUIls), HAUACTIIE YITKOIKYBaBCS
cyOperion AZFc. Hazaran, BincyTtHicte AZFc cyOperiony BctaHoBieHo y 18 oci6. To6To 1s
Mikponeneniss BusineHa Yy 85,7% mamientiB 13 3aranbHoi (21 marmiedt) rpynu 3
JIarHOCTOBAHUMH ~ MIKpOJIENeLiiMH  Y-XpoMocoMH. Hamri  pe3ynpTatd  HpUHIMIIOBO
CIIBMAAAIOTh 13 pe3yJbTaTaMu 1HIMMX AoCHigHUKIB[10], 3rimHo sxux mopymeHHs y AZFc
TUTSTHIT € HAalPO3MOBCIOKCHIIIIUMHU.

[TimcymMmoByrOYM OTpUMaHI PE3yNbTaTH IOJAO0 YaCTOTH MIKpoeneniii Y-XpoMocoMu
3aJIe)KHO BiJ] BaXKKOCTI TMOPYIIEHb INPOLECIB CliepMaToreHe3y, OYEBHIHO, L0 HaiyacTimie
MIKpOJeNenii BUABISUIA y TPyIi TAaIll€HTIB 3 acmepMmiero Ta aszoocnepmieio (Bcboro 14
YOJIOBIK). 3HAUHO piJlIe MIKpOJemnelii BUSBISUIA B TPy MAIIEHTIB 3 OJIr0300CIEPMI€I0 Ta
0JIIr0aCTEHOTEPATO300CTIEPMi€r0 (BChOTO 6 YOJOBIK). | juIme B OAHOTO Maii€HTa 3 TPETHOI
Ipynu BUSBIEHI Mikpoaenenii Y-xpomMocoMu. Y KOHTPOJBHIA Tpymi Mikpoaenenii Y-
XpOMOCOMHU 3HaiieHo He Oymo[5,11]. YacroTta aetexiii Mikpoaenemii Y-XpoMOCOMH Cepent
BCIX 0O0CTekeHuX 1H(EePTHILHUX YOJOBIKIB ckiana 7%. 3BeleHl pe3ynbTaTd JOCHIIKEHb
HaBeleH] B TaOIUIll.

Tabmums

YacTtora Ta ciektp Mikpozenemniiit AZF periony B 10CHI)KyBaHHX TPyIax Y0JIOBIKiB

KinbkicTh Kinbkicts Criextp
['pynu manieHTiB 00CTEXEHNX 3HAUAECHUX 3HAUAECHUX
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YOJIOBIKIB MIKpOJIeTIEeIf MIKpOJIeTeIiit
1. Acnepmis 65 7(10,8%) AZFa, AZFb,
A3zoocnepMis 55 7(12,7%) AZFc, AZF(b+c),
AZF(a+B+c)
2. Omiro3oocmepmist 40 3(7,5%) AZFc
OniroacTeHOTepaTo300CIepMist 40 3(7,5%)
3. Pizni popmu marocnepmii 100 1(1%) AZFc
(K-CTh ciepMaTo30i1iB OlyIbIIe
SMITH/MIT)
Bceboro narienris 1-3 rpynu 300 21(7%) AZFa, AZFb,
(iHpepTUIbHI YOIOBIKH) AZFc, AZF(b+c),
AZF(a+B+c)
KonTponsna rpyna 50 0(0%)
(bepTrIIbHI YOJIOBIKH)

[Tpu BUBYEHHI crieKTpy Mikpoaenenid AZF perioHy B 00CTeKyBaHUX Ipymax Malie€HTiB
3’dCcyBajocs, IO JHIIe B mepmnid rpymi (TMaieHTH 3 acTIepMi€ro/a300CTIepMI€ero)
JIarHOCTOBAHO BECh CIIEKTP MiKpojenellii, a came: Mikponenemnii cyoperioniB AZFa, AZFb,
AZF(b+c) ta AZF(atB+c). B nmpyriii Ta TpeTiii Tpymax BHSBICHO MIKpOJENEIii JHIIe
cyOperiony AZFc. Otpumani pe3ynbTaTd MiATBEPAXKYIOTh, IO-MEplie, Te3y Hpo Te, LI0
HaBOKYMMHU KITIHIYHUMH TPOSBAMH CYNPOBOKYIOTBCS MIKpOJENelii, m0 3aXOIUTIOI0Th
cybOperionn AZFa i AZFb 1 mo-apyre Te, 1m0 HalyacTilie NMpU MOPYUICHHX MapaMeTrpax
CIiepMaToreHe3y 3yCTpidaroThes Mikpozeneii cyoperiony AZFc, mpuuoMy, pH ypaskeHHSIX
criepMaToreHesy pizHoro crymness [12].

OTxe, MOJIEKYJISIPHO-TEHETUYHE JTOCITIDKEHHS MiKpoaenenii Y-XpOMOCOMH 03BOJISIE

3pO3YMITH NPUYUHY NOPYIIEHHS CIIEPMATOreHe3y, HOJIMIIUTH  TU(epeHIiiHy
JIarHOCTHKY 1 Ma€ MPOTHOCTHYHE 3HAYEHHS.
BucHoBku

1. Cepen Bcix oOCTe)XeHHX IHPEPTHIFHUX YOJIOBIKIB 4YacTOTa MiKpojenemin Y-
XpPOMOCOMH CTaHOBUTH 7%, mpudyoMy, Haigactiie Mikpoaenenii AZF perioHy BUSBISAIOTbCS
y YOJIOBIKIB 3 aclepMi€r0 Ta a300CIepMi€ro, YacToTra skuxXx craHoBuTh 10,8% ta 12,7%
BIJIIIOBITHO.

2. Mikpoaenenii cyoperioniB AZFa ta AZFb 3ycTpiyanuch BUKIIOYHO B TMAIIEHTIB 3
acmepMiero Ta asoocrepMmiero, Mikpoaenerii AZFc perioHy BHSBISIUCH y TEPEeBaKHOT
OUTBIIOCTI 0OCTEKEHMX YOJIOBIKIB 3 TOPYIICHHSMH TPOIIECIB CIIEPMATOT€HE3y HE3aJIEKHO BiJl
CTYTEHS TaKuX MOPYILICHb.

3. OrpumaHi pe3ynbTaTH BKa3ylOTh Ha BarOMHil BHECOK I'€HETHYHOI KOMIIOHEHTH Y
NOPYIICHHSX CIIEpMaTOreHe3y Ta rnepeadadaroTb HeOOXiTHICTh MPOBEICHHS IUX JOCIIKEHb
B YCIX BHITaJKaX MOPYIICHHS CIIEPMAaTOTeHe3y MPH KUIBKICTI criepMaTo30iaiB 0- 5 MiTH\MII.
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Pesrome

OTtpumani pe3yJbTaTH MOJIEKYJSIPHO-TEHETUYHHUX JOCII/DKeHb CBig4aTh MPO Te, IO
Mmikponenenii AZF nokycy Y-XpoMocoMH € OJHI€I0 3 HAHOUIBII YacTUX (Ma)KOPHUX)
TeHeTUYHUX TPUYMH HEIUIAAS Yy YOJOBIKIB TP BaXKUX (opMax MOpPYyHICHHS
cnepmarorenesy. Cepen Bcix 00CTe)KeHUX 1H()EPTUIBLHUX YOJIOBIKIB YacTOTa MIKpOAEeii
Y-xpomocomu cTaHOBUTH 7%, mpudoMmy, Haldacrime Mikpoaenenii AZF periony
BUSIBJISIFOTBCS Y YOJIOBIKIB 3 aCIEPMI€I0 Ta a300CIIEPMI€l0, YacTOTa AKUX cTaHOBUTH 10,8% Ta
12,7% BiamoBiaHO.

[Tonyuenusie pe3yabTaTh MOJIEKYJISIPHO- TE€HETUUYECKUX UCCIIEI0OBaHUM
CBHUJICTEIBCTBYIOT O TOM, 4TO MHUKpozenenuu AZF nokycy Y-XpoOMOCOMBI SBJISIFOTCS OJTHOM
u3 Hanboyiee YacThIX (Ma)KOPHBIX) TCHETUYECKUX MPHYUH OCCIUIOAWS y MYKUUH MPHU
TSOKENbIX  QopMmax  HapymieHuss crepmarorene3a. Cpenu  Bcex — 00ciegOBaHHBIX
UHQEPTUIFHUX MY)KUYHMH YacTOTa MHUKPOZENCIHA Y-XpOMOCOMBI COCTaBISET 7%, MpHYEM,
gare Bcero Mukpozenennn AZF permoHa oOHapyXWBaIM y MYXKUYHWH C aclepMHued u
azoocnepmuei, yacrora KoTopbix coctanisieT 10,8% u 12,7% cooTBETCTBEHHO.

The obtained results of molecular-genetic researches testify that Y-chromosome AZF
locus microdeletions are one of the major genetic causes of infertility in males with severe
forms of spermatogenesis failure. Among all studied infertile men Y-chromosome
microdeletions frequency was 7%, thus, AZF region microdeletions mostly were found in
males with aspermia and azoospermia. Their frequencies were 10,8% and 12,7% accordingly.
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HNOTEHIINHA MYTATEHHA 1151 KOIMYEHUX M’SICOIPOAYKTIB

[Tonepemkennss abo rajbMyBaHHS HeOa)kKaHOTO MIKPOOIOJOTIYHOTO TICYBaHHS M sca 1
M’SICHUX TpPOAYKTIB JOCSATAETbCA IIJISIXOM  3aCTOCYBaHHA PI3HOMAaHITHHUX —CHOCOOiB
KOHCEPBYBaHHS 13 3aCTOCYBaHHSIM Jii pi3HUX 30epuratounx (axtopi (6ap’epiB): GizmuHUX
(BMCOKI 1 HHU3bKI TemIepaTrypd, 10HI3ylou€ BHUIIPOMIHIOBaHHS, yIbTpadioseToBe
BUIPOMIHIOBAHHS, VIOAKOBKM 1 3aXMCHUX TIOKPUTTIB); XIMIYHUX (BHKOPHCTAHHS
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