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Ananiz mixpooeneyiii 0062020 nieda Y-xpomocomu 1100UHY, ACOYILOBAHUX 3 NOPYUEHHAM ClepMamozene-
3y, 00380J14€ GUABNAMU O0eNemo8ani NocaioogHocmi mpvox oinanox Ha Yq (AZFa, AZFb i AZFc) y
be3nnioHux yonosikie. Mixpooeneyii snatioeno y 16 3 355 (4,5 %) uonogikie iz 6e3nniooam. Mymayii 6 ceni
MPAHCMEMOPAHHO20 pe2yaamopHo20 binka mykogicyuodosy (TPEM), siki makodic npuuemui 00 40108i4020
6e3nnioos, eusHaueno y 22 3 355 obcmedsicenux 4ono0gikie i3 6eznnioosam. Haiiposnoecioooceniwionw my-
mayier eussunacs F508del (17 3 22 ioenmupixkosanux). Anenv 5T cena TPBEM, acoyiiiosarnuii i3 poddice-
HOI0 0800I4HOI0 GIOCYMHICMIO CIM SABUHOCHUX NPOMOKiI6, iomiveno y 16 3 355 (4,5 %) nayicumis.
Monexynsapro-eenemuunuil ananiz mikpooeneyii Y-xpomocomu i mymayitl 2ena TPEM, a makooic cenemuu-
He KOHCYIbMYGAHHS € HeOOXIOHUMU OIA2HOCTMUYHUMU eleMeHmamu 05l Nayienmis i3 0e3naiodsam, 0cooIuso

AKWO BOHU BKAIOUEHT 00 NPOSPAMU OONOMINCHUX PenpOOYKMUGHUX MEXHONO02I.

Kurouosi cnosa: cnepmamozenes, mixkpooeneyii Y-xpomocomu, cen TPEM, yonosiue 6e3niioos.

Betyn. Bimomo, o 6mu3pko 13—18 % moapyxHix map
Yy BCbOMY CBITI CTpaXJalOTh Ha OE3IUIiI, TPUIOMY
Mmaiixe B 50 % BHIIaKiB BOHO 0OYMOBJICHO MTOPYIIICH-
HSIM penpoayKTHBHOT QyHKLIi 3 00Ky uoinoBika [1].
[pubnuzuo y 31,7 % 4YONOBIKIB MpUUUHY O3S
BCTAHOBUTH He BlIaeThes (igionatudne oe3mmimis) [2].
[IpumyckaroTh, 110 BOHO MOXe OyTH 0OyMOBIICHE, B
MepIry dYepry, IMYHOJIOTIYHUMH a00 TEHETHIHUMU
(hakTopamu.

CriepmaToreHes KOHTPOJIOETHCS BEJIMKOIO
KUTBKICTIO T€HIB, PO3TAIIOBAHUX SIK Ha ayTOCOMaX, TaK
1 Ha CTAaTEBUX XPOMOCOMaxX, 30KpeMa Ha Y -XpOMOCOMi
[3]. BuBueHHs KX IeHIB € aKTyaJbHHUM, SIKIIO Bpaxy-
BaTH, 1110 OJU3bKO 2 % YOJIOBIKIB y CBITI CTPaX/Iat0Th
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Ha Oe3TuTi s BHACIIOK TSKKHUX MOPYIIEHb CIIEPMaTo-
reresy (pi3HUX (OPM OJIrocrepmii Ta a300CIIEPMIFO).

VY 1976 poui BUCIOBIECHO TiNOTE3y PO TE, IO I'eH
AZF (azoospermia factor) (Yql1.23) e cnermdivaum
JUTSI TIPOTIECY criepMaroreHesy [4]. B oMy reHi BUSB-
JIEHO TpH JisHKU — AZFa, AZFb ta AZFc, mikpoje-
neii B SIKUX 1 MPU3BOASATH JI0 MOPYLICHB JI03PiBaHHs Ta
dbopmyBanas cnepmiiB [5, 6]. YacTora BU3HAYCHHS
Mikpojeneniii B TeHi AZF Y-XpOMOCOMH Y YOJIOBIKiB,
SKI CTpaXIaroTh Ha OE3IUIiJNs, Bapiloe B PI3HHX
npocaimkennsx Big 1 mo 55 % [1, 7].

B AZFc nmingami Y-XpoMocoMH iAeHTH(IKOBAHO
red DAZ (deleted in azoospermia) [7]. BcranosieHo,
o BiH Koaye crenudiuauii mist siedok PHK-3B’s13y-
BanbHUH 010k [8]. [IpumyckaroTs, mo O0inok rera DAZ
MIPUCYTHIN y IUTOIUIa3Mi 3pUIMX CIIEpMaTHII 1 B XBOC-
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SRY

Puc. 1.

Enextpodoperpama mnponykris I[1JIP mocnimoBHOCTEH
sY117, sY124 ta SY134 (AZFb ninsuxa) (1,8 %-ii arapo3nuit
reib): M — mapkep mosekynspuoi macu Ladder 100 o. u.; 7, 3, 5 —
HasBHICTb sY 117, sY 124, sY 134 BignosigHo; 2, 4, 6 — neneuis
sY117, sY124, sY 134 pignosinno; SRY — BHYTpIilIHIH KOHTPOJIb
amrutidikanii

TaX CIIEPMIIB i MPUYETHHIH 10 TPAHCIAMIHHOTO KOHTPO-
mo MaTpuanux PHK nux crareBux kimituH, a TakKoxX 10
(bopMyBaHHSI KOMIUJIEKCY CTPYKTYpH XBocTa. Y
TIaIi€HTIB 3 aenenieo AZFc 6inok rena DAZ BincyTHiH
y XBOCTax crepmiis [7].

[HIIMM reHOM, SK BBa)KarOTh, 3aTy4EHUM IO PO3-
BHUTKY YOJIOBIHOTO Oe31uti s, € reH 7PHM (TpancMeM-
OpaHHUI peryisaTopHHN OUIOK MYKOBICIHIIO3Y).
A3zoocriepMisi CIOCTEPIraeThesl y BCiX 6€3 BUHATKY 40-
JIOBIKIB, XBOpHUX Ha MykoBicuumo3. [Ipote y aeskux
XBOPHX a300CIEpMisl OB ’s3aHa JIMILIE 3 BPOIKEHOIO
BiACYTHICTIO ciM’siBUHOCHMX HpoToKiB (CBAVD —
congenital bilateral absence of the vas deferens). ¥
80 % TaxkuX Mari€eHTiB 3HAIEHO, TPUHAWMHI, OJTHY MY-
tarito reHa 7PHM i/abo T5 — BapiaHT momiMopdHOTO
caifra crutalicuHry 9-ro ex3oHa.

L{ikaBo 3a3HAa4YWTH, MO B MEPEBAKHOI OUIBIIOCTI
00CTEXEHUX Iali€HTIB He BUABJIECHO JKOAHOI 3 1HIINX
KIIHIYHUX O3HaK MYyKOBicumMao3y. MyTauii B reni
TPEM € npuunnoro CBAVD npubnuzno B 1 % 4o-
JIOBIKIB 13 Oe3mmimasm [9].

Meta poboTu momsirana y JOCIHIHKeHHI acoriamii
Mikpojeneniit y ninsHkax AZFa, AZFb ta AZFc i3 cue-
mudiuaumMu  MyTamisma 1 T-momiMopdizmom  8-ro
inTpoHa reHa 7PHM y 4YONOBIKIB 3 ONiro- Ta aszo-
OCIIepMIEI0.
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Marepianu i meroan. [lanienTn, siki MPoOXo UM
mikyBaHHS B kimiHiKax  «ISIDA» (M. Kui),
«ICIOA-Quenp-IVF» (M. JlHeTpomeTpoBChK),
«Hagis» (M. KuiB), «Cim’f» (m. Joneusk), [HcTuTyTI
penponyktuBHOi MeauuuHu (M. KuiB) Ta wmeHtpi
«Immmaam» (M. XapkiB) 3a  wmeromom  ICSI
(intracytoplasmic ~ sperm injection) — mpsMa
MIKpOiH’€KIIil OJAWHUYHHUX CIEPMIiB Yy SHICKIITHHY,
Oynu BKJIIOYEHI B JOCIIDKCHHS MICA 1HPOPMOBAHOT
3TOJH.

Marepiajom IOCTIKEeHb CIYyTYBaJH 3pa3Ku MepH-
(depuvHOi KpOBI YOJIOBIKIB 3 pisHUMEH (opMaMu
Oe3mminas.

JIHK i3 3pa3kiB KpoBi BUALISUIN CTAHAAPTHUM Me-
TOJ/IOM — BHACJIIJIOK T1JIpOJIi3Yy JIi3aTiB KJIITUH IPOTEiHA-
3010 K 3 HactymHOIO (heHOIBHO/XJIOPOGOPMHOIO
excrpakiiero [10].

CrBopeno OaHk 3pa3kiB neiikonurapuoi JJHK: 355
YOJIOBIKIB 3 pi3HUMHU (opMamu Oe3rutiaas (a3ooc-
MepMist — BiJICYTHICTh CIIEPMATO30i/iB B ESAKYIATI Ta
OJIIrocTIepMisi — KOHLIEHTPALlisl CIIEPMATO301/1iB B €SKY-
sisati 1-10 MutH B 1 MiT), SIKI CKJIAJIM 3arajibHy TpyIy 00-
CTEKCHHUX. 32 KOHTPOJIb PO3IMOBCIOKEHOCTI MyTarlii
rera TPbEM B3sito 621 3pazok JIHK xiHOK — moHOpIB
OOIIMTIB 3 PI3HUX perioHiB YKpaiHu, BKIIOYECHUX Y
JIOCTiKeHHS micns iHpopmoBanoi 3roau. g rpyma €
penpe3eHTaTUBHOO ISl OL[IHKKM HOMYJIIIiiHOI YacTo-
TH MyTalill B ayTOCOMHHX I'CHaX.

Amnaniz BocebMu MyTaniii rena TPEM (delF508,
1677delTA, CFTRdele2,3 (21 kb)) mpoBoaumm 3a go-
OMOT010 nojiMepasHoi nanuiorosoi peakuii (ITJIP) 3
noJajbiiuM  pecTpukiiiaum aHamizom (N1303K,
R117H, 621+1G-T, P1290S, WI1282X) Ta BI3y-
anmizauiero B 1,8 %-my arapoznomy Ta 10 %-my nomiak-
puiaminnomy rensix [11].

Mikpoperenii JoBroro mieda Y-XpoOMOCOMH B JIO-
Kycax: sY746, sY84, sY85, sY86, USPIY, sY117,
sY 124, sY127,sY134, sY141, sY153, sY240, sY146,
sY254, sY255, sY158, sY160 nociimkyBainu 3a 1010-
Mororo myasTutuiekcHoi [IJIP (puc. 1, 2) [12].

T-nomimopdizm 8-ro iHTpoHa TeHa TPAM BuBUaH
3 BuKkopuctanusaM [1JIP ta nogansmum ananizom ¢iyo-
pecuieHTHO MiueHux npoaykriB [1JIP Ha aBTroMaTHYHO-
My Ja3epHoMy cekBeHaTopi «A.L.F.express» (puc. 3).
[Ticns ckanyBannst A.L.F.-renp ananizyBanu 3a nomo-
Mmoroto mporpamu ALFwin Sequence Analyser 2.11
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Puc. 3. dnyoporpama mnpoaykTiB amraidikaiii Mmociai0BHOCTI
JHK y nomituminuHOBoMy TpakTi 8-ro iHTpoHa reHa IPbM
(A.L.F.-express): renorunu ST/5T (1); 7T/9T (2); ST/TT (3); ST/9T
(4); 9T/9T (5)

(«Amersham Pharmacia Biotech», IlIewis). /s cra-
TUCTUYHOT OOpOOKM JaHMX BUKOPUCTOBYBAJIM CTaH-
nmaptauil Tect dimepa.

Pe3yabTaTu i o6roBopennsi. Mikpojenerii 10B-
roro rjieda Y-XpOMOCOMH ITPOaHai30BaHo cepex 355
4OJIOBIKIB 13 a3oocnepMiero (135 ocib) Ta omiroc-
repMmieo (220 oci6). B omHOTO HWONOBiIKA 3 OJITOC-
nepMiero (B cuepmarorpaMi 5—6 MiIH criepmiis B 1 mi)
iIeHTU()IKOBAHO JIEJICII0 TOCTIIOBHOCTI 3 JIJISTHKU
AZFb (puc. 1). [loniGHMI pe3ynbTaT y3roKy€eTHCS 3
JaHWMH TIPO Te, IO JeeIil B il AUISHII acolliiioBaHi
3 TETEPOrCHHUM (PSHOTHUIIOM, SIKUI MPOSBISETHCS SIK
azoocrepmis, oJirocrepMiss Ta HopMmocnepwmis. [Tpu
OMY BiJI0OYBa€ThCs MOPYIICHHS CIIEPMAaTOTEHE3Y ITi]T

Puc. 2. Enexrpodoperpama npo-

nykrie  [1JIP  mocmigoBHOCTE#

sY141, sY255, sY158 (AZFc

ninsuka) (1,8 %-it  araposuuit
SRY rejib): M — Mapkep MOJICKYJISIpHOT
200 5, MacH Ladder 100m. 1.;2,4,5, 7,8,
237 9 — wasBHicCTE sY255, sY158,
sY141; 3, 6, 10 — neneuii sY255,
sY158; / — HeraTUBHUI KOHTPOJb
“amrutidikanii; SRY — BHYTpimmHil
100n. KOHTpOJIb aMILIi(ikamii

126 n.

Yyac Melo3y Ta MpH J03piBaHHI Ha CTaAiIX CIepMarTo-
IIUTIB 1 ciepMatuy [5].

B inmoro marieHTa, y sIKOTO J1iarHO3 Bapitoe (Tep-
BHHHO JIialrHOCTOBAHO OJITOCIEPMIit0, a MOTIM a300C-
MepMit0 — OJMHUYHI criepMii aHoManbHoi Mopdoutorii),
HaMH 3HaiijeHo paenenito B AZFc mimsami (sY153—
sY158) (puc. 2). IIpoTe HaiillikaBilluM BHSIBHIOCS T€,
0 Taki X jxeneuii B AUAHII AZFc BU3HAYCHO WIE Y
BOCHMH TAIII€HTIB 3 TIOBHOIO BiJICYTHICTIO CIIEpMiiB B
esKynATi (a300cnepMist). MoXHa MPUITYCTUTH, IO BH-
SIBJICHI TIPU MEPIIOMY JOCHIKEHH] KIITHHH, CKOpile
3a Bce, MPEACTaBISIIOTh co00r0 He audepeHIliiioBani
crepMaTo30iqu, a crepmaroroHii. lle moxe OyTtu
3YMOBJICHO aHOMAaJbHOIO MOPQOJIOTi€l0 3a3HaYCHUX
KIiTHH. TakKuM YHHOM, MOYKHA 3pOOMTH BHCHOBOK TIPO
Te, 110 IETIEITii TOCTiTIOBHOCTEH AZF ¢ MINITHKY TIPU3BO-
ISITh JIO TIOPYIIEHb CIIepMATOTeHe3y BiKe Ha MepIInX
Horo crajisx.

Ha kopucTh OCTaHHBOTO CBiYaTh TAKOXK JaHi, OT-
puUMaHi HaMU B pe3yJbTaTi MOCIHiIKEHHS TMallieHTa 3
a300CIEpPMi€I0, B SIKOTO HE CIOCTEPIranud CTaTeBUX
KJIITUH HaBiTh B OionTari siedok. Came y IbOTO
Talli€eHTa HaM{ BHSBJICHO MEHII TPOTSHKHY EICIIiI0
MTOCTiTOBHOCTI IinsHkH AZFc (sY240-sY254). LlikaBo
3a3HAYMTH, 10 TaKy X JACJCII0 BUSBICHO B IHIIOrO
naiieHTa 3 ojiirocrnepmiero. Ille y m’siTu mamieHTiB i3
a300CIePMi€0 HaMH 3HANICHO AeTellii pi3HOT IPOTsIK-
HOCTI 3 nUIIHKU AZF ¢, ane BCl BOHH OXOIUTIOBAJIH I10-
CIioBHICTh TeHa DAZ (puc. 4).

BpaxoByroun BUIEBUKIAJEHE, MOYKHA TTPHUITYCTH-
TH, MO HE3AIEKHO BiJl aOCONIOTHOT MPOTSHKHOCTI Jie-
nenii KIo4oBUM (HaKTOPOM HMOPYLICHHS cliepMaTore-
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J Puc. 4. CxemaruuyHe 300pakeHHs
Meneyit, kinexicme Y-Mikponenenii, BusABIeHHX Yy 16
0e3IUIIHUX Nalli€EHTIB
Tabauys 1 . .
Yacmoma euseienux mikpooeneyiti y dinsankax AZFa, AZFD, caM€ TakKoro mo3saiiusMy CBlA4YaTb PE3YJIbTATH

AZFc y nayienmig 3 piznumu gpopmamu 6e3naioos 3 kpain €sponu
ma A3ii

Kinbkicts Kinbkicts 3 N
Kpaina 06CTeREHNX 3HAWACHNX | JaraipHmit
namieHTin nenemii BIJICOTOK Jienenii
Typeuunna 50 4 8.0
Pocis 810 61 7.5
Dpanuis 72 5 6.9
Snownis 113 7 6.2
VYkpaina 355 16 45
Xopsaris 85 1 12

He3y y 3raaHux 15 MamieHTiB € Jenemis caMe To-
cimimoBHOCTI reHa DAZ. Yci K TposBH TOPYIIEHb
cCriepMaToreHesy, BUsABICHI HaMu y 15 marieHTiB 3 ne-
JIEIISIMM [TOCITITOBHOCTI reHa DAZ, 30iratoTbest 3 03Ha-
KaMu CUHApOMY KJIiTHH CepTouli THILy 2, IPH SIKOMY B
SSIKYJISITI 200 30BCIM BiZCYTHI Oyb-sIKi CTaTeBi KIIiTH-
HU, a00 CIIOCTEepIraloTh MOOJUHOKI CIIEPMAaTOrOHil.
OTpumaHi HAMHU JaHi MITBEPIKYIOTH TIlIOTE3y pPO3-
BUTKY CaMe TaKHMX MaTOJIOTIYHUX MPOLECIB HA PaHHIX
CTalisgx crnepMartoreHesy [4, 5]. Buxosuu 3 KIIiHIYHO
BCTAHOBJIEHOI TeTeporeHHocTi (eHorumy mux 15
MAIi€HTIB, MOYKHA MTPHUITYCTUTH HAasIBHICTh TKAHUHHOTO
MO3aiu3My 3a JeNelisiMH, Ki OXOILT0Th DAZ TeH
4u HaBiTh My AZFc ninstHKy. LlinkoM MOXITUBO, 10 B
YaCTHHHM TIAIIIEHTIB, Y AKUX HE 3HAWICHO NEJICIiil B Te-
HOMI JTiM(POITUTIB KPOBi, Ma€ MicIIe SIBUIIE TKAHUHHOTO
Mo3ainu3my 3a jgenerismu B Yql1. [Ipo MoxiuBicTh
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JOCTIDKEHHS MIKPOJIEJICIif y CTaTeBUX 1 COMAaTUYHUX
KJIITHHAX YOJIOBIKiB 13 6e3rutimamsm [ 13].

3aranpHU BiIcOTOK (4,5 %) BUSBICHUX MIiKpO/e-
JeWii y TOCTiIKyBaHii rpyIi 40JOBIKiB Y3rOKY€ThCS
3 JaHHMH, OTPUMAHMMHU IHIIUMH aBTOpPaMH 3 KpaiH
€poru Ta A3ii (tadm. 1) [1, 14-17].

PonunaM, B SIKMX y 4OJIOBIKIB CIIOCTEPITrain MiKpo-
Jeienii y A0BroMy Iuiedi Y-XpoMocoMu, OyJio peKo-
MEHZIOBAaHO MEIWKO-TeHEeTHYHE KOHCYJIbTYBaHHS |1
MpeHaTalbHa A1arHOCTUKA CTATi IUIOAY, OCKUTBKH TUTIJT
YOJIOBIYO1 CTATi yCIAAKOBY€E MyTaHTHY Y-XPOMOCOMY
0aTpbKa, 800 BUKOPHUCTAHHS JOHOPCHKOI CIIEPMH B TIPO-
rpaMi eKCTPaKOPIOPaAILHOTO 3arlTiTHEHHSI.

3rimHo 3 gamumu  Cystic Fibrosis Mutation
Database (www.genet.sickkids.on.ca/cftr/statisticsPa-
ge.html) y xBopux Ha MyKoBicIua03 BUsBiIeHO 1550
pizHux mytauiii rena TPAM. Yacrora 14 npoananizo-
BaHUX MyTauiil reHa TPAM y npobanais 3 337 ponun
XBOPUX HAa MYKOBICIIHA03 cTaHOBUTH (%): delF508 —
40,8; N1303K — 2,65; CFTRdele2,3 (21 kb) — 1,4;
G542X - 0,6; W1282X - 0,5; R334W —0,3; R553X —
0,3; 1677deleTA — 0,3; G551D — 0,16; R347P — 0,3;
1717-1GaA—-0,3; R117H-0; 621+1G-T - 0; P1290S —
0; mo y migcymky ctanoButh 47,61 % Bin 3aranbHOi
KUTbKOCTI MYTaHTHHX XpOMOCOM. TakuM YHHOM,
52,39 % MyTaHTHHX XpOMOCOM He ineHTH(]iKOoBaHO
JUTS TaHOT TpyNH MaiieHTiB. Jleski po30ixKHOCTI B TO-
Ka3HMKaX 4aCTOTH 3a3HAYCHUX MYTAIlil MiX TPYIIOH
XBOpPHUX Ha MyKOBICIIH/103 3 YKpaiHH Ta XBOPHX 13 KpaiH
3axigHoi €Bpomu [18] MOXXHA TOSICHATH HE JTUIIE
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Tabauya 2
Posnooin mymayiii cena TPEM y uonogikie 3 pisHumu gopmamu
6e3n1i005 | 8 KOHMPObHIU epyni

Yacrora myTauiii, %

Myrauii rena
Konrponsna rpyna

(621 ocoba —
1242 xpomocom 7)

JlocnimkyBana rpyna
(355 ocib —
710 xpomocom 7)

TPEM

delF508 2.40 0,73
01677delTA* 0,14 -
CF;FZI}dISISe)ZJ 0.42 0,08
N1303K - 0.16
R117H** 0,14 -
621+1G-T - -
P1290S - -
W1282X - -
Pazom 3,10 0,97

MyTaito BusBieHO* 1 He BUsBICHO** y Malli€HTiB, XBOPHX Ha MYy-
KOBICIU103, 3 YKpaiHH.

MDKIOIYJIIIHHUME BIIMIHHOCTSIMH, aji€¢ ¥ MOMHIIKA-
MU y BCTaHOBJICHHI KJIIHIYHOTO JiarHO3y MYyKOBiCIIH-
7103y Ul XBOPHX 3 00CTEKEHOT HAMU TPYTIH.

st 3’sicyBanust poni myTauii rena 7TPHM 'y nopy-
IICHHI ClIepMAaToreHe3y y 355 maiieHTiB 3 HeoOCTpyK-
TUBHUMH (DOpPMaMH JOJIOBIYOTO OS3IUTIIAS MU TIPOBE-
JIM aHaJli3 BOCBMHU MYTallild, SIKi HaiyacTime 3ycTpivya-
JMCA y TIalli€HTIB, XBOPHX Ha MyKOBicLIUI03 3 YKpaiHu.
B obcrexyBaHiii TPy BUSBICHO TUTBKH TE€TEPO3UTOT-
HUX HOCIiB: y 17 manienTiB 3naiiaeno delF508, y Tprox
narientiB — CFTRdele2,3 (21 kb), B ogHoro narieara
R117H Ta me B ogaoro — 1677delTA. Takum unHOM,
JacTOTa MPoaHaIi30BaHUX BOCHMH MaKOPHUX MyTaIlii
rerna TPBEM (delF508, N1303K, CFTRdele2,3 (21 kb),
W1282X, 1677deleTA, R117H, 621+1G-T, P1290S)
cTaHOBUTH 3,1 %, 110 CIIBBiAHOCUTHCS 3 4ACTOTOIO MY-
tanii reHa 7TPHPM y Tami€eHTiB i3 BPOIKEHOIO
BiJICYTHICTIO CiM’SIHUX TPOTOKIB i3 Pi3HUX KpaiH CBiTy
[19]. 3aranpHa wactota MyTauii rena 7PHEM y KoH-
TPOJBHIN TPy (7 = 621) ctanoBuTh 0,97 %, 10 € CTA-
TUCTUYHO BiporizHo Hmwx4e (p < 0,001), HiX y rpymi

YOJIOBIKiB 3 HEOOCTPYKTUBHUMH (popMamMu MOPYILICHHS
criepmatoreresy (n = 355) (tabm. 2).

BaxnuBo 3a3HaunTH, MO B OOCTEXEHiH Tpyrmi
MAIi€HTIB 3 MOPYIIEHHSM CIEPMaTOTeHE3y BUSBICHO
mytanito R117H, siky He ineHTH(iKOBaHO Hi B KOH-
TPOJBHINA TPyMi, Hi Y TMAIIE€HTIB, IO CTPAXKIAIOTh Ha
MYKOBicIi103. BapTo Takox migKpeciuTH, 1o, 3a J1a-
HUMH 1HIIMX aBTOPIB, ISl MyTallisl € XapaKTEPHOO JUIS
TIAII€HTIB 13 BPOKEHOIO BIICYTHICTIO CiM’IBUHOCHHX
mpoTokis [20].

Jyxe MiKaBUMH € JOCIHi/pKeHHS poii momi-T-
nonimMopdizmy i, 30kpema, Bapianta ST (8- iHTpOH re-
Ha TPHM) y mopylIeHHi ciepMaToreHesy, 1o Mpu3Bo-
JUTH 10 3HUKHEHHSI caiiTa Criaiicuary 9-ro ek3oHa na-
Horo TeHa (puc. 3).

V 14 3 355 ocib anens 5T BUABIEHO B KOMITAYH/II 3
anensimu 7T Ta 9T i B nBox marienTiB anens ST mpu-
CYTHIH y TOMO3MI'OTHOMY CTaHi. TaKuUM YMHOM, 4acToO-
Ta HOCciiB BapianTta 5T y miif rpyni ckmagae 4,5 %.
[Ipubnm3Ho Takmii camuii BijgcoTok HOCiiB amems 5T
BH3HAUEHO MPU OOCTEKEHHI YOJIOBIKIB 13 BPOJIKECHOIO
BiJICYTHICTIO CiM’SIHUX ITPOTOKIB 13 IESKUX KpaiH CBITY.
Bapro Bimmituta, mo B Hawnii, ITami Ta I'perii HOCIT
LILOT'O aJIejIs CKIIaJald HaBITh HIKYMAH BIJICOTOK, HIK B
oOctexyBaHiii rpymi (tabdi. 3) [19].

OTpuMaHi pe3ylnbTaTH MOXYTb CBIIYUTH Ha KO-
PHUCTH TOTO, IO 3MiHU CTPYKTYPH 1/a00 ekcrpecii reHa

Tabauys 3
Yacmomu nociie eapianmis 5T wonosikie 3 pisnumu gopmamu
6e3nnioos, susAeieni 6 pi3HUX Kpainax ceimy

Kinbkicts
3HaigeHux 5T

Kinbkicts
00CTeKEHHX

Kpaina nanteris papiartin aranbuuii BiCOTOK
Dpantis 109 35 32,1
Icnanis 384 29 7,6
CIIA 88 12 13,6
Himeuunna 114 8 7,0
TTonbma 100 6 6,0
Janis 172 6 3,5
Itamis 230 4 1,7
I'peunis 210 1 0.5
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TPEM acouiiioBaHi 3 HOpYLICHHSIMH CIIEpMaTOreHe3y,
a He JIMIIe 3 BPOPKEHOIO BiJICYTHICTIO CiM’STHUX TIPO-
TOKiB. Lle mpumymeHHs € mijIkoM iIMOBIPHUM 3 OTIISIAY
Ha JIOCUTh BHCOKHI piBeHb ekcrpecii reHa TPHM y
KIIITHHAX PI3HUX BIIUTIB CTATEBUX OPTaHiB YOJIOBIKIB.

Po3pobneni HaMW METOIWKH 3aCTOCOBYIOTH Y
tect-cuctemax uia JJHK-ananizy B nmporpamax cesek-
TUBHOTO CKPHHIHTY, Ui TPOQUIAKTHKH Ta BUOODPY
CTpaterii JiKyBaHHA T€HETHYHO OOYMOBJICHHX (HOpM
YOJIOBIYOro Oe3miiaas 1 HOTaNbIIOr0 MEIUKO-TEHE-
TUYHOTO KOHCYJIbTYBaHHS B KIIiHIKaX, /¢ BUKOPHUCTO-
BYIOTh JOTIOMDKHI PENpOJyKTHBHI TEXHOIIOTII, Ta Me-
JUKO-TEHETHYHUX 3aKiafax.

ABTopn BAguHi JikapaMm  KiiHIK  «ISIDAy,
«ICIOA-duenp-1VFE», «Hangis», «Cim’S», [HctutyTy
PEeNPONYKTUBHOI MEIULMHN Ta LEHTPY «IMIutaHT» 3a
HaJaHHA 3pa3KiB KPOBi Ta KIIHIYHOI iHpopMarii.

O. A. Fesai, V. M. Pampukha, O. O. Solovyov, L. A. Livshits

Analysis of defects in the AZF gene of the Y-chromosome and the
CFTR gene involved in male infertility

Summary

Microdeletions of the long arm of the human Y chromosome are
associated with spermatogenic failure and have been used to define
three regions of Yq (AZFa, AZFb and AZFc) that are recurrently
deleted in infertile males. Microdeletions were detected in 16 out of
355 (4,5 %) infertile males. Mutations in the cystic fibrosis
transmembrane conductance regulator (CFTR) gene, also involved
in male infertility, were detected in 22 out of 355 analyzed infertile
males. The most common mutation was F508del (17 of 22
mutations). 5T allele of the CFTR gene associated with congenital
bilateral absence of the vas deferens was detected in 16 out of 355
(4,5 %) patients. Molecular-genetic analysis of the Y-chromosome
microdeletions and the CFTR gene mutations as well as genetic
counseling are the necessary diagnostics for patients with male
infertility, especially if they are included in an assisted
reproductive technologies program.

Keywords: spermatogenesis, Y-chromosome microdeletions,
CFTR gene, male infertility.

O. A. ®@ecaii, B. H. [lamnyxa, A. A. Conosves, JI. A. Jluswuy

MoJieKynsipHO-TeHeTHYSCKUil aHanu3 aeexToB rena AZF

Y-xpomocomsl u reHa 7TP5M nipu MykcKoM GecIuioguu

Pesrome

Ananuz mukpooeneyuii OIUHHO20 nieyd Y-Xpomocomsl uenosexd,
ACCOYUUPOBAHHBIX C HAPYWEHUeM CHepMamozeHnesd, No38osem
8bIA6NIAMb  0eNeMUPOBAHHBIE NOCIE008AMENbHOCIU Mpex yuac-
mkos Ha Yq (AZFa, AZFb u AZFc) y 6ecnioonuvix mysrcuun. Muxkpo-
Odeneyuu Haudenvl y 16 uz 355 (4,5 %) myocuun ¢ becnioouem.
Mymayuu 6 2eHe mpancmMemMOpaHHO20 Pe2yIAMOPHO20 OeIKd MYKO-
sucyuoosza (TPEM), makoice npuuacmuoie K MydHCCKOMY 6ecnio-
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ouio, gviagrenvl y 22 uz 355 06¢1ed08annblx 6€CnioOHbIX MYHCUUH.
Haubonee pacnpocmpanennoti mymayueti oxazaiace F508del (17
uz 22 uoenmuguyuposannwix). Annenv 5T eena TPEM, accoyuupo-
BAHHDBLIL C BPOACOCHHBIM O8YCHOPOHHUM OMCYMCMEUCM CEMABLIHO-
cawux npomoxos, npucymemeayem y 16 us 355 (4,5 %) nayuenmos.
MonexynapHno-zenemuuecKkuil anaius Mukpooeneyuil Y-xpomocomol
u mymayuti eena TPEM, a maxowce cenemuueckoe KOHCYIbMuUposa-
Hue AGNAIOMCS HeOOXOOUMbIMU OUACHOCMUYECKUMU DeMeHMAMU
015l nAYUenmos ¢ becnioouem, 0CoOeHHo eciu OHU 6KI0YEHbL 8 NPO-
2pammy 6CHOMO2AMENbHBIX PenpOOYKMUGHBIX MEXHON02UIL.

Knwouegvie cnosa: cnepmamozenes, mukpooeneyuu Y-xpomoco-
mot, 2en TPBEM, myoccrkoe 6ecniooue.
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