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YACTOTA TEPMIHAJBHOI JEJELII sY160 CEPEJ] YOJIOBIKIB
13 MIKPOJEJELISIMUA AZFc PETTOHY Y-XPOMOCOMHU

CnepMaroreHe3 — CKIagHUN OaratocTamii-
HUI mponec, y KOHTPOJIb, PEryJIsiLilo 1 peanizamito
skoro 3amydeHo Oinmbme 2000 reHiB, cepen SKUX
[IEHTpaJIbHE MicIle 3aiMar0Th T€HH Y -XPOMOCOMH.
Pe3ynbraTti MOJNEKYIIPHO-TEHETHIHHUX JOCTIKECHb
cBimyarh mpo Te, mo Mikpoaenenii AZF nokycy €
OJHI€I0 3 HAHOLIBII MOMNPEHUX TeHETUYHUX TPH-
YUH HEIUTJAS Yy YOJIOBIKIB MPH BaXKUX (popmax
MOPYLIEHHS] CIIepMaTOreHe3y. 30Kpema, Ha JIOB-
romy miedi Y-xpomocomu (YQ) B MpOKCHMaTbHIN
€yXpOMATHHOBIM 1i HOUISHIN MICTATBCA TEHH
(akropa azoocmnepmii (AZF-perion), sxi Biamosi-
Jal0Th 3a HOPMalbHHUH crepmatorenes. Jlemerii
AZF-perioHy CyIpOBOIKYETHCS BaXKKHMH TIOPY-
meHHsIM ¢epTunbHOCTI [1].

VYnepue pons neneniii gokycy Yqll B etio-
Jorii MOpyIIEHHs MPOLECiB criepMaTorenesy OyJo
mokazado B 1976 p. Tiepolo i Zuffardi [2]. 3a mo-
MOMOT0I0  Sts-TexHoJoril MOOYJOBaHO JeTalbHY
KapTy Y-XpOMOCOMH, IIO BKItodae 43 neneriiHi
iHTepBaJy, Ta MATBEPKEHO HASBHICTh Y ITUCTAIb-
Hil JUISHIN JOBTOTO IUieda Y -XpOMOCOMH JIOKYCY
AZF, nenenii SIKOTO CyIpPOBOXKYIOTHCS TOPYIIICH-
HSAMHM TIPOLECIB CIIEPMATOr€HE3y Ta YOJIOBIYMM
verumiaasaM [3]. Tak, mpu Takux Baxkkux (opmax
MOPYLICHHS] CIIEPMAaTOreHe3y, SK a300CHepMis Ta
ofirozoocnepMisi, Mikpogeneuii AZF nokycy Y-
XpOMOCOMH BUSIBISIOTH y 5-15 % oOcTexeHux,
MIPUYOMY YacTOTa MIKpOJETeIii 3pocTae B Mipy
NOrIMOJIEHHST TIOPYLIEHb MPOLECIB CliepMaToreHe-
3y: Mmikpoaenemnii AZF mokycy Y-XpoMocoMu BUSIB-
seHi y 5-10 % 4oJoBIKiB 3 0JIIF0300CIEPMIE0, Y
YOJIOBIKIB 3 2300CTIEPMI€I0 11el TTOKa3HUK csirae 10—
15 % [4, 5].

Y 1996 p. P. H. Vogt i3 cmiBaBT. [6] Ha Oc-
HOBI OJIEpXKAHUX JTAaHHX TIPO JIOKAITi3aIilo Ta po3Mip
JeNielid  3ampoIlOHYBalll  BUAUIMTH B JIOKYCI
YQql11.21-q11.23 Ttpu cyOperionn: AZFa, AZFb i
AZFc. llenenii AZF perioHy MOXyTh OyTH TIOBHH-
MU, SKi BUJAIAIOTH OuH a0o Oinbine AZF perio-
HIB, T4 YaCTKOBHMH, SKi HE MOBHICTIO 3aXOILTIOIOTh
OyIb-SKWi 13 TPHhOX perioHiB. Haibimem dwactum

THTIOM TIOBHUX (Kiacnunux) AZF neneriit € moBHi
AZFc (b2/b4) nenemwii, yacTka sIKMX CKiagae 65—
70% Bin ycix AZF pemeniit. Jlpyre wmicue 3a
gacrorow (15-20 %) saiimMaroTs menerrii, ki 3axo-
wioioTh perionn AZFc i/abo AZFb (AZFb+c i
AZFb  penenii). Haiibinemr  pigko  (5-10 %)
BUSBISIOTH Aenenii AZFa periony. HaiiBaxxunmu €
MIKpOJIeJIetii, o 3aXOIUTI0I0TE cyoperionn AZFa i
AZFb. V Ttaxkux Bumamkax Maibke HEMOXIUBE
OTpPUMAaHHS 3pinux crepmaTto3oiais. Jemenii perio-
Hy AZFc BHABISIOTBECA Y HEIDIIAHUX YOJIOBIKIB
3Ha4yHO 4yacrimie, i y 50-70 % Bunaakax € MOXIIHU-
BICTb OTpPHUMAaTH CIIEpPMAaTO30iAu mpu Oiomcii sed-
Ka [7-9]. BiporiggicTs yCIIIIHOTO IIPOBEIEHHS
mikyBaHHsS Hemmiams y Humx wMetogoMm  IKCI
JIOCTaTHHO BHUCOKA.

3a  JaHMMH  JIiTEpPaTypd,  BAKIHBHM
KpuTepieM s pekomenmarii 3actocyBanHs ICSI
Uit ocid 13 wmikpogenerismu AZFc periony €
MPUCYTHICTh Ha Y—xpomocomi Mapkepa
TepmiHanbHOI fenenii sY 160. Bin nmoxamizoBaHuit
Ha Y-crnenu(ivuaiii MOBTOPIOBAHINA TOCIIIOBHOCTI
JIHK — DAZ2. PesynbTatl JOCTIKEHDb TIOKA3aJIH,
mo I TOBTOPH HE OOMEXYIOThCA JIHIIE
JUCTATRHUM KiHIleM Y(12, a mpoxoasrts yepe3 ycro
JIOBKHHY TeTepoXxpoMaTtuHoBol aiisiHku [14]. 3a
HAsSBHOCTI  LbOrO  ()parMeHTa  IIAHCH  Ha
nosutuBHUN pe3ynbrarT IKCI csararote g0 50 %.
Bincytricte mapkepa sY 160 (tepminampHa nene-
11is1) BBAXKAETHCS HECIPUSATIMBAM MPOTHOCTHYHUM
YUHHUKOM JUIsl OTPHMAaHHS CIIEPMAaTO30iliB TIpU
Oioricii sieuka ¥ MaHCH HA TO3UTHBHUHN pe3yiIbTaT
IKCI minimanshi [10, 11].

Metoto poboTu OyJI0 BCTAHOBUTH YacCTOTY
TepMmiHanpHOL genertii sY 160 Y-xpomocoMu cepen
YOJIOBIKiB 13 Mikponenenisimu AZFc periony.

Marepianu i MmeToaun

MoteKyIsIpHO-TEHETHYHE TOCITIIKEHHS MiK-
poneneniii Y-xpomocomu mposesieHo y 1500 oci0.
OO0ctexyBaHi  ckepoByBanmucs y  JIbBiBChKHit
MDKOOJITACHUH MEIUKO-TCHeTUIHUH IICHTP 3 TIpH-
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BOJAY HEIUTiAHOTO NUT00Yy. Bik mamieHTiB ckiagaB
Bin 25 mo 43 pokie. Ciig HarojoCHTH, IO BCi
o0CTeXXyBaHI IHAWBIAN € BUXIIISIMH 1 TPOKUBAIOTh
Ha Teputopii 3aximHoi YkpaiHu. 3a pesyibpraTaMu
KIIHIYHOTO  aHajJi3y  JOCHIIKYBaHOI  TpYIH
HEIUTIAHUX YOJOBIKIB  BCTAHOBJICHO ITHUPOKHIA
CHEKTp MOpYIIEHb MPOIECIB criepMaroreHesy. Bcei
00cTeXXyBaHI YOJIOBIKM Majgu OaraTopidyHe HETLTi-
I/ HE3pO3yMIIOTO TeHe3y, a TOKa3HWUKH CIiep-
MOTpaMH MIPAKTUYHO HE MiJAaBANKC KOPEKIIii.

MonekynsapHO-TeHETHIHE JIOCTIDKEHHS
TepMiHanbHOI nmenertii sY 160 mposeaero y 47 ocib
i3 Mikpogeneuismu AZFc ta AZF (b+c) perionis
Y—-XpOMOCOMH.

[IpoBomunm BumieHHs Ta ounmmmeHHs JIHK 3
neiikonuTiB  mepudepiiiHoi  KpOBI  METOAOM
BucomoBanHs [12]. Haseuicth rena SRY Ta
Mikpomenemii  AZF  perioHy  Y—XpoMocOMH
BH3HAYaIH 3a JOTOMOIOK JBOX MYJIBTHIOKYCHUX
[JIP, y koxkHiH i3 siIKuX aMIuTihikyBasu pparMeHTH
TppoX AZF (AZFa, AZFb ta AZFc) perioHiB, reH
SRY. HocmimxyBamn Mikpoaenemii Y XpoMOCOMH
AZF periony B Takux STS nokycax: SY14, sY84,
sY86, sY127, sY134, sY254, sY255 [13].
HasBricTs TepMminanbpHOI menerii sY 160 Bu3Hadamm
3a J10rmoMoror Myabtuiokycuoi ITJIP [10].

[TJIP mpoBoIWIIM B aBTOMATUYHOMY PEXKHMI
Ha tepmonmkiiepi «Tepmk» («IHK-TexHomorus»,

Pocist),  BHKOpPHCTOBYBaJM  OJITOHYKJICOTHIHI
npaiimepu Ta cymim dDNTP  («Fermentasy,
Binbatoc, JluTBa), m’SATHKpaTHUl peakuUiHHUHA

oydpep «AmpliSens» (Pocis) Ta TepmocTabinbHy
Dream-Tag-nomimepasy  BupoOHHHTBa  QipMu
ThermoScientific, Amepuxka.

Jia merexuii Mapkepa TEpMiHAIBHOI JIeerii
sY160 mnpoBommmm anens-crienubiuay I1JIP B
ABTOMATHYHOMY  pEXHMi Ha  TEPMOUHUKIEpi
«Tepuuk». Y poboti BukopucroByBamu 2xPCR
MM, neionizoBany Boay (ThermoScientific, CIIIA)
Ta OJIrOHYKJICOTHIHI TPAMEpPH.

[poxykTn ammiidikauii Bi3yarizyBaau muis-
XOM mpoBeneHHsA enekTpodopesy B 2 % arapos-
HOMY Tel, SKHA MICTUB OpOMHUCTHH eTHMid, Ta
CKaHyBaJld Ha YibTPa(ioicTOBOMY TpPAHCIIIOMI-
Hatopi «ECX-15. M» (VILBER LOURMAT,
Opanmis). OnepkaHi CUTHANIH TOPIBHIOBAIN 3
MapKepaMd JOBXHH 1 Ha OCHOBI  IIbOTO
JNETEeKTYBaJIH PO3MIpH OJIepKaHUX (PparMeHTiB.
PesynbTati ckaHyBaHHS arapo3HUX relliB 3HIMaIH
mdpoBoro kameporo «Gel Imager» (HELICON,
Pocist). OOpoOky 300paxeHb 3IHCHIOBAIH Ha
KOMIT'IOTepi 3a gomomoror mporpam Adobe
Photoshop CS Tta Gel Explorer 2.0.

PesyabTaTtn T2 00rOBOpeHHS

MoJekynapHO-TeHETUIHE JIOCITi JPKSHHST
Mmikpozeneuid  Y-xpomocomu AZF-periony B
ninssakax AZFa, AZFb ta AZFc i3 BUKOpHUCTaHHSIM
JIHK-anamizy mpoBemeHo B Takux STS nokycax:
sY84, sY86, sY127, sY134, sY254, sY255.
BincytHicte Ha  enekrtpodopeorpami  IEBHUX
(parMeHTiB CBiTUIIIa PO HAABHICTh MIKpOIEIEITii
y BIONOBIZHHX JOKycax. Emextpodoperpamu
MOJIEKYJISIPHO-TEHETUYHOT'O JTOCIIIKeHHS] MiKpoze-
nenii Y XxpoMocoMHy HaBe/IeHO Ha puc. 1.

YV 102 mamieHTiB BUSBICHO MiKposenemii Y-
xpomocomu, 1o ckimamgae 7 % Big ycix (1500)
oOctexeHnx 4onoBikiB. Ilpm npoMy BuUsBIECHHI
TaKWi CIIEKTp MYyTallii: Mikpoaenelii cyoperiony
AZFa BusBiieno y oxniei ocoou (1 %), cydperiony
AZFb — y tprox ocib (3 %), cyoperioniB AZF(b+c)
—y 15 oci6 (14,7 %), mikpomenernii cyOperiony
AZFc BusBieno y 67 ocib (65,7 %), y 16 ocid
BCTAHOBJICHO BIJCYTHICTh YCi€l TOCIiJOBHOCTI
AZF(atB+c) Y-xpomocomu (15,6 %). YV namienra 3
MIKpOJIEIICIIi€10 AZFb IiarHOCTOBAHO
azoocrepmio. Y 1BOX 0ci0 3 MiKpoJenemisiMu
AZFDb perioHy, KpiM BiICYTHOCTi CIIEpMaTO30iliB B
eAKyJATI  OyaM  TaKoK  BIACYTHI  KIIITHHH
crepMaToreHe3y (acmepMis) MpH HOPMaJIbLHOMY
kapiotumi. Mikpogenenii perioniB  AZF(b+c)
(sY127, sY134, sY254, sY255) BusBiIcHO B
YOJIOBIKIB, Y SKHX OYJIO iarHOCTOBAHO aCIIEPMII0
Ta a300CIEPMII0.

Mikpogaenenii periony AZFc (sY254, sY255)
BUSABIEHO y 67 o0cid, y SKUX KUIBKICTB
CIepMaTO30iiB B €AKYJIATI BapiloBajia BiJl MOBHOL
ix BigcytHocti mo 10 mumw/min. YV mmx ocid
JIIarHOCTOBAHO acmepMito, a300CIEPMIF0,
OJIITO300CTIEPMIIO, OJIr0acTeHOTEPATO300CIEPMIF0
IV cr. i B omHOro mamieHTa — TIOMIpHY
OJIIr0AaCTEHOTEPATO300CIIEPMit0 (KUTBKICTB
cnepmarto3oigiB 10 wmume/Mi). VYci mamieHTH 3
Mmikpozeneuismu  AZFc  mMamm  HOopManbHHI
kapiorurn (46,XY).

[Iporsxay penenito periony AZF(at+B+c)
(sY84, sY86, sY127, sY134, sY254, sY255)
BusiBiieHO y 16 oci6. I1lo mo rena SRY, To B 11 oci6
BiH TNPUCYTHIH, a y 5 maIiedTiB BiACyTHiH. Y
MaIli€HTiB, 3a JaHUMH CIIEPMOJIOTIYHHUX J[OC-
JIJKEHb, JIIarHOCTYBaJIM aclepMIl0 — BiJICYTHICTh
CIepMaTo30iliB Ta KJIITHH crnepMaTtorenesy. Ilpu
MIPOBEICHHI ITUTOTCHETUYHOTO aHaNi3y y TAIli€HTIB
i3 mporskHOw neneniero  AZF(atB+c) Oyio
BCTaHOBIIEHO Kapiotun 46,XX (cuHApOM 1€ Iis
Lamens).
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5

472 n.u.
400 n.H.
320 1.
274 0.1

Puc. 1. Enextpodoperpamu myastuiokycuux I1JIP peakiiii (2 % arapo3nwii renb): 1 — MapKepu MOJICKYIISIPHOL
Baru (Ladder 100 bp); 2 — JIHK inguBina 3 mikpoaenemniero AZFa periony; 3 — JIHK ingusina 3 mikpoaenenieto AZFb
periony; 4 — JIHK inmuBina 3 mikponeneuieto AZFc periony; 5 — JIHK inauBina 3 mikpoaenertiero AZFb+c perioHis; 6
— JIHK inguBina 3 mikponeneniero AZFa+b+c perionis; 7 — JIHK depTunpHOTO iHIUBIAA.

Crizy HaroJIOCUTH, IO TMEepeBaKHA OUTBIIICTD
MOPYLIEHb, ONMCAHUX BHILE, YTBOPIOEThCA de novo.
[IpuumHM X yTBOpPEHHS HEBiZOMi, ane, BOAHOYAC,
BOHM MalOTh TEHACHLII0 OO 3aKpilJIeHHS y TIO-
JAITBIINX TOKOMiHHX. [le HeoOXiaHO BpaxoByBarTH,
PEKOMEHIyI0OUU 3aCTOCYBaHHS JOAATKOBUX PENpPO-
OYKUIHHUX TEXHOJIOTiH. 3a JaHuMH JTepaTrypH,
BaXIUBUM  KpUTEpieM i peKOMeHAalii
3actocyBanHs ICSI it oci® 3 MiKpoaeneissMu
AZFc perioHy € TpHUCYTHICTH Ha Y—XpOMOCOMIi
tepMminanpHOi genenii sY160. Tomy BumaBamocs

oci6 i3 wmikpomenemismu AZFc Tta AZF(b+c)
perioHiB Y—XpOMOCOMH.

Sk koHTponb Oyino B3ATO OIUH 3pPa3oK
xiHkH, oguH 3pazok JJHK ¢eprunpHOro yososika
0e3 mikpozeneniii AZF perioHy Ta HeraTUBHUI
KOHTposb.  EnexTtpodoperpamy  MoJIEKyIspHO-
TEeHETHYHOTHO  JIOCTI/DKCHHS MapKepa  TepMi-
HabHOI nenenii sY 160 HaBeneHo Ha puc. 2.

V pesynwrati nposenenns [1IJIP anamizy B 39
oci0 OyJ0 BUSBJICHO TPUCYTHICTH MapKepa
TepMiHanbHOI nenenii sY 160, mo cknanae 84,8 %.

BAOXJIMBHUM  IIPOBECTH  MOJEKYJSPHO-TEHETHYHE VY 7 ocib neTeKkTyBanu BiICYTHICTB JIOKycy sY 160,
JOCITIKEHHST TepMiHanpHOI menemii sY 160 cepen mo cra”HoBuTh 15,2 %. Pesympraté  1mporo
JOCTDKEHHS HaBeieH1 y Tabmmii 1.
1 2 3 4 5 6 ; 8
<«— 236 m.H.
Puc. 2. Emexrpodoperpama anens-crierdigaoi I[IJIP peakmii (2 % araposnuii renp): 1 — wmapkepu

monekysipaoi Baru (Ladder 100 bp); 2-5, 7 — JJHK ocobu 3 HasBHUM MapKepoM TepMiHambHOI femnerii sY160; 6 —
JIHK oco6u 3 BiacyTHicTIO Mapkepa TepMinanbHOI penetii sY 160; 8 — JIHK ocobu xinouoi crari.
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Tabmumst 1. Yactora gerekmii mapkepa tepMmiHambHOI nenemii sY 160 cepen 4OJOBIKIB i3 pi3HUMH

tunamu AZF mikpoenerii

sY160
Tun mikpoaenemii n, (%) HMpucyTHiii (TepMif;ﬁzZlaﬂ;gneuiﬂ )

n, (%) n, (%)

AZFa 0 0 0

AZFb 1,(2,2) 1, (100) 0
AZFb + AZFc 6, (13,0) 1, (16,7) 5, (83,3)
AZFc 39, (84,8) 37,(94,9) 2,(51)
Bci Tunu 46, (100) 39, (84,8) 7,(15,2)

BincyTtHicTe Mapkepa TepMiHanbHOI Aenemii
BHSIBHIIM y 2 OCi0 i3 Mikpogenemiero AZFc periony
Ta'y 5 ocib i3 mikponenenieio AZFb+c.

I'eHoeHOTHIIOBMI aHami3 MOKa3zaB y ocib

JIOCTI/DKYBAHOT TPyMH Taki MOPYIICHHS crepMa-
TOTeHe3y: acmepmii, a3oocmepMmii, acTeHO300cHep-
Mii, Oiro3oocmepMii Ta OJITOTEPATO300CTIEPMIi.
Jaui naBegeHo B Ta0I. 2

Tabauus 2. Tunu nopymieHs cuepMaToreHesy B 0ci0 T0CIipKyBaHOI TPyIH

Tun Tun nopyueHHsi cnepMaToreHe3y
Mikpoaesenii IpucyrHiii sY160 TepMmiHanbHa enenis
AZFb acrepMis -
AZFb + AZFc acrepMis acrepMis
AZEC .A3oocnepMiﬂ, acnepMis ' . acmepmis, '
OJIIT0AaCTEeHOTEPATO300CIIePMist OJIIF0AaCTEHOTEPATO300CTIePMist

SIk cBiguaTh AaHi, HaBedeHI B TaOIMI 2, HE
BCTAHOBJIEHO UITKHX acoIjamii MIDK THIIOM
MOPYIIEHHS  CIIEPMATOreHE3y Ta MPHUCYTHICTIO
sY160 un TepMiHAIEHOIO JIEJEII€I0 IBOTO JIOKYCY.
Taki pe3ynbraTd BKa3ylOTh Ha Te, IO Pe3yJIbTaTH
JeTekiii jgokycy sY160 € BaKIMBUM YHHHUKOM
MIPOTHO3YBaHHS MIAHCIB 3aCTOCYBAHHS JJOTIOMIKHUX
PENPOAYKTUBHUX TEXHOJOTiH, He3Bakaloul Ha
JIarHOCTOBAHUU TUI MOPYIICHHS CIIEPMATOTCHE3Y.

OTpumani pe3ysbTaTd MOKazand, mo y 37
oci0, mo ckaagaTk 94,9 % 00CTEKEHUX, MOXKHA
OTPUMATH CIEPMATO30idH, 10 € CHPUATIHMBUM
MPOrHOCTHYHUM  (H)aKTOpPOM ISl 3aCTOCYBaHHS
JOTIOMKHUX PENPOAYKTUBHUX TEXHOJIOTIN. 3TiHO
3 [JaHWMHU JITepaTypH, TEpPMiHAIbHY JEJeIiio
YacTille BHSBJSIFOTH Yy YOJIOBIKIB 13 MoO3aiyHHM
kapioturiom 45,X[10]/46,XY, 3a sikoro € OiuibmIui
pu3MK aHeymnoinii y mortomctsa [9]. ¥V wiit pobori
Oymo BHSBICHO OAWH Takuii Bumamok. Ocoba €
HOcieM jenerii, sika 3axomumnoe perionn AZFC i
AZFb (AZFb+c nenewis). V 4ojoBika TakoX
BIICYTHIH TETEPOXPOMATHHOBHIA MapKep TepMi-
HaneHOl mernertii sY 160, 1o BIAMOBigac JaHUM
miteparypu [15].

Orxe, y 15,2 % ocib6 3 mikpoaenemisimu AZF
periony Y—xpomocomMHu OyB BiICYyTHill reTepoxpo-
MaTHHOBHI Mapkep sY 160 — TepmiHanbHa Jeneris.

UYacrimre #oro BiACYTHICTH BHSABIILIACA B 0Ci0 i3
nenenisimu AZFb+c perionis (83,3 %), HixX B 0ci0
i3 mikpozxeneuisimu  AZFc  periony (5,1 %).
JocnimkeHHsT TPUCYTHOCTI/BIACYTHOCTI Mapkepa
TepMiHATBHOI JEeJerlii J03BOJIIE BCTAHOBUTH, YU
nepeOynoBa Bignosinae Tuny AZFc b2/b4, 1 yHuK-
HYTH 1HBa3UBHOT'O BTpy4aHHs B 0ci0 i3 Mikpoxese-
isSIMU, JUTSI IKMX BOHA He Oyie eheKTUBHOIO.

BucHoBku

1. Cepen ycix obcTexeHnX iHPEPTUIBHAX
YOJIOBIKIB HYacTOTa MIKPOAENENi Y—XpOMOCOMHU
cranoButh 7 %. Mikpoaenenii cyOperionie AZFa
ta AZFb Tpamnsuncs Inuiie 'y TAIieHTiB 3
acrmepMiero Ta asoocrepMiero. Haifgacrimme BuUsB-
nsumn mikponenenii AZFc periony (65,7 %) y do-
JIOBIKiB i3 TOpPYIIEHHSIMHU IPOLECIB CIepMarore-
HE3y PI3HOTO CTYNEHS BaXKKOCTI.

2. Y 152 % oci6 i3 mikpoaenemismu AZF
periony Y-xpomocomu OyB BiACyTHiil rerepo-
XpoMaTHHOBUM Mapkep sY160 — TtepmiHambHa
JeTenist.

3. Biacytnicte nokycy sY160 wacrimie
BUSBISUTH B 0ci0 i3 nenenismu AZFb+c perioHis
(83,3 %), mix B oci6 i3 wmikpomenerismu AZFc
periony (5,1 %). JlocmimkeHHsT TPUCYTHOCTI/BiJ-
CYTHOCTI Mapkepa TepMiHalbHOI Aemewii 103BoIIse
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BCTAHOBHTH, YW T1epeOyaoBa BIAMIOBiAae THITY oci0 i3 MiKkpojenemisiMu, Uil SKUX BOHA He Oyne
AZFc b2/b4, i yHUKHYTH 1HBa3UBHOTO BTPYYaHHS B e(EKTHBHOIO.
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THE FREQUENCY OF TERMINAL DELETIONS sY160 AMONG MEN WITH MICRODELETIONS

OF AZFc REGION Y-CHROMOSOME

Aim. Determine the frequency of absence marker terminal deletions sY160 among men with microdeletions of AZFc
region Y-chromosome. Methods. DNA from probands blood samples was isolated using a modified salting out method.
Microdeletions of Y chromosome AZF region were analyzed using two multiplex PCR. The molecular-genetic study of
terminal deletions (absence of sY160) was carried out using allele-specific PCR and analysed by electrophoresis in a
2 % agarose gel. Results. Among infertile men (1500 individuals), Y chromosome microdeletions were detected in 7%
males: microdeletions of AZFa subregion in 1 %, AZFb subregion — 3 %, AZF(b+c) subregions — 15 %, AZFc subre-
gion — 67 %. The presence of heterochromatin marker sY160 was confirmed in 39 cases (84.8 %) and absence of sY160
in 7 men (15.2 %). Absence of sY160 was detected in 2 men with AZFc microdeletion and in 5 men with AZFb+AZFc
microdeletions. It is important to point out that terminal AZFc deletion was confirmed in 83.3 % of cases of AZFb+c
microdeletions and only in 5.1 % of isolated AZFc microdeletions. Conclusions. Thus, among 15.2 % man with differ-
ent AZF microdeletions of Y-chromosome the heterochromatin marker of terminal deletion sY160 was absents. The
implementation of testing of marker of terminal deletion — sY160 may help to determine if the deletion corresponds to
the b2/b4 pattern and to avoid biopsy in man which most likely not benefit from the surgical procedure.

Keywords: male infertility, spermatogenesis, Y chromosome, AZF region, terminal deletions.
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