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LIS

VWS 71 o 7V OFJ10% HBAESE T 0, £ OFREEIX
BYEANGER L TwA, 518, BURITED R -
T H D, MRS T EREEZ D 5. 1
TS 57 ) A5 Y Jetafh B B2 HFEFE
L, & I2MmH 7 KT (Azoospermia factor :AZF)
FIRIZEP LTV 5.

HUE, Y3tikz&oasr ) AR D5 E L7z,
ZFORER, RGNS, S 3 IO T 5 2 DT
& 5. &< \Z, ampliconicFHIgE F K 7 [F — L ELH) A3
MEE9 &) BMOBHEEOS) ¥ Fa—4)THD,
BB R T OMAMEZ BITbhTwd & shTn
5.

RETE, YHROARD 7 ) 2RI OMEEIC L - T,
& ICAZFCHIR D 78 v F i — AEREIZ DWW TR,
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PAR, Psudoautosomal regions (8 S E{KFESE) . Yp: YREKER . Yo YEEEARR
1 YRBEOEE

23MbTH v, JHki F12 8 Mb, £ Fi2145MbD ¥ A
2% b0 BHr7a<wF o idty bax 7EHOK 1 Mb
DI & BRI H 5 H40MbIGTH 5. HEY
a5 v EREE AN, KT R SR T2 TE L,
Wy a<F VL G 7 I E GE 2k X etk & 3
L %\ 43, non recombinant region Y (NRY) & I
BN CTwizhs, B3 28HICX Y, BIfEMale-specific
region of the Y chromosome (MSY) &I-EN T35,

Y Rt i A R CH e

MSY O & Wy B4 A 18 A%, 20034E 1R L7z [1].
Y Bt RO IERYNIE R 28 0 R LS D720, —1H
NOWN R BFERH OENZ H 222, Y Bt RIEgefnf
HZE220DBACZ O —VIZX o THAN—ENT V5.

Y Bt RO ILETIIEIC X o T, XX ofihd
FISFATS B b e o 7z BESR, Y JetafiidBEREnG 72 i
EFBEDLDTARL, Vr v BEFofEske 7
STz ELOBERECHE AR X Qe d ko
FERCHN 2 S, WEEG 7 A )V ZFSI kOB KL
WH S DTG, BAET60 Y o3y h3a—F&h, §
TI2THIZF DR E SN TV 5.

ST, EfEru~F yEMAINCH B2 E R # D R LA
T & b THEEOE W ESCEEZ R L, FEEY G
Koz M s2Ee L, EENZHALRZ D
(Y-YZ# 72 8) fThbhTwb. ik, nN7azi—
TTHDHY ROMRIDBIZT ZHRT 5 720 OB AR
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2 YRBHOEBEREIE/S) S FA- LA

AEHENIFAEL T0D I LEERL TS, O TX Y
ok & IRl AM . 2 2 S 2 wilg e LT, NRY “JF
LA Z FHIR" RSN TEA228 [ 2], FEBIZITGA
AR BT E2STRETH D, SHIPNIY-Y 2 bkt
AE4E$ A (homologous recombination) & & 225 [ 3 ],
BUIE BV AEMSY E R s T s [4].

HYE =T VoS (4]

MSYDEM 7 a<F »#1%, a) X-transpose, b)
X-degenerate, c ) ampliconic® 3 FHIBASEH A 7 Ik
REhTws (M2).

1) X-transposelit4l

COWIY Btk ofE EoRIH S, HHIERTIEX
PR DX 21858 £ 99% UL Lo MM % 725 L, 300~400
R X Jet D S8 (transpose) L7z #EZ BN
TWwb, X§gmRE b TEWHRMEZRT2S, X
fafh & WM A Z IZfTTbL T v,

2) X-degeneratefit5l

HIEICH DR & A Beta R O — A Gtk o
BEEH) Z LIl hoBEYTHY, X L Y
fufk & LI (co—evolution) L7z%Hi &% 2 SN Tw
5. OB X R Ao@iz e meEELEERL,
et fRDZEE (degenerate) M & XhTwab. Lzt
T, ZOMFBIHAET 2B T IR Efk LICXFED
=7 %5 0B DON% . HEix T 1ZubiquitousiZ I L T
Wb H—BZ D5\,

3) ampliconiclit¥l

99% LL E o> % b TR\ M %2 7R 9710~100kb % 2%
AR ETHREOEVELENE VRIS Zhb

X, 7O o) Y Fu—alEE LD,
DA RiF, F102Mbiz b R, HEE7 uxF v ek
OFKEGOFIE HD, YROARFRNTH S, YA
HREIZBWTHEEL TV T ERERHERET D% L
X, CoOHEICH .

ampliconicfliED ¥ ) ¥ F o — AkEE

B2 0~ F v EhiamplicomicfHig o 8§ fid X)) ¥
Fa—2afy (P1~P8) #md (M2). Zhnonn
VY Fo—a@milizxbo THOIHREZRL, 99.94
~99.997% 12 e S 2R [4]. /20 20
B A X1E 9kb~35MbIZd KA. YRtk LICHEET 5
FERENY 72 A5 T O K4 1Zamplicomic I H V), £
a¥—MTHhY, dHAAhomologous recombination?
FHAETHD L. & ATFEFERMWIIEIL T 5 #E1(E
T4 <, BTERICHEG L TwsEEZLNTWA.

YU EAZF

19764ETiepolo [ 5] 1%, Y Fefa ki ifo K
KA X DTS 2SE S I 2 XY, &
DEBOMAHKE F NI 59 % FHIHAZF A IET A 2 &
FRRWB LA —#IC, AZRFRR Y Rk BRSO R &
FEZHLNTW5. 19964 Vogt [ 6] S - ZHK i
BEOY Rt f R OBy L RO 2
TeEg U 724 3O DFMUBUNRI DL AL,
AZFab,c L3 L72 (3 b). AZFa®#l##IESertoli
cell only (SCO), AZFb, AZFcld# 1L iimaturation
arrestB L NS F ST RAMEIORETH S L SN 5.
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AZFc/81) ¥ i — AR & R s

Yp Yq
P8 P7 P6 P5 P4 P3 P2 P1
a P - > >
AZFc

) e AZFa AZFb

£ z oz = =

4 % £ 3 gz 2 E E 2

£ Ezgse 5 0 Eg BzEt 5 o5 %.C

g E 2 Ii 2= < Z5 ¥ 22 S T g 3

Skalesky, Nature 2003 3|f-H%E

a, YRBELIZETS/YoRO-LA
b, YEE EIZHITHAZFSESE
o, YREEKEICH T2 ERIEET

3  YZHE&ET/ LEAZFEDRRE

AZFRKESTS

Y Je ik o /N R B IZPCR%E 28 & L 72STS
(sequence tagged site) FEIZL > TW5b,

STS-PCR#:1319924EVollath [7] SASAEL72Y ¢
BARIERSTSY — 7 =12k 5. ThB, £ < ofiskT
AZFDOR/NR DG Dk 72 [8,9,10]. L2 L,
STSY — 1 =AWkl L > TR D, STSOMFH EH
L Thote. 7/ ARSI ER, STSOYHFIIE
PEDIIEESINLETH o7, LaL, Ekr5H
LNTW5E% L DOSTSIEA %253 L bgene bank |
T, TOYHENMENPAMIN TR, FEH5 51T,
UCSC genome browser (http://www.genome.ucsc.
edu/) DHIZBH SN TVLSTSO A%, AL
BHEROBIOBUNK K Z 55HT L7z, FEHLOREHRTOR
FHFII5.0% TH - 7-.

19994ESimoni® [ 9] XKD EFHC LY, HUAL
IEDBEDT3% DY et R/ EEZ D 5T DH L
L7z, 2hHOWNFIZIARFAED66%, H Tk EE50077
/mlELF O i BEZ RS 1 D28%, 200007 mlLL N
50005/ mlLL F O ZAEFEEE D 6 BTN EE b D
EHE LTS, M), BUALEZD 2 ~53%I12Y 4
EARIZUNR IS 5 & S 228 [10], mEO|ET
37 BHIRICE DA VTV,

SRIPEL Y B LN BT ASTS

B3 aTmdEHlg, YHEMKIIT )y Fo— Lk
ERT. ARRSTSOEMIZ, 7/ 5 EIZBWT, 20
BER-BMICRESINLITMEEZONL. LHrL, #
D& LESI DL WEE T, [ —EIAFEAE LPCRIZ X
>, M EYEENNEEYHEET S LI TE R,

EHIT, YHROKICIZEEL L HFET LI LDHD
nNTws [9]. ik L7zk 92, fERfTshTni
STS-PCRO#1E, STSOMEFA—ETHR L, fiiEd
RE LTz [11].

bhbNidgene bank FIZAENTWS, $4bbH
SIS OSTSIIWHAEIALE 2SR LT\ b Z & & IR
T 5D, AZFcHEIRICH 5STSO A % #IR L CH - Z4F
THEIZR L TSTS-PCRZ AT\, & DRUNK K % Mgk L
7z, REDWEBHIZBWT, 1-2 STSORPAIRDO K
RIZLRENEZ NS, ZHREOEDLNLTXTO
STSZA L &, HMIZ-> &) L2REHKA S 5 &
otz (M4), MI5EARBICBVTH - EHEETE
BY—H—rtEZTw5D. Lir L, DYS239, HUMUT2378,
DYS26i3% a¥—~<—h—Th 1y, P1EP2L ZXJIT
RN

Y Rt Lok IR s i

19934EMa  [12]113RBMY (RNA binding motif on Y),
19954E Reijo & [13] 1&DAZ (deleted in azoospermia)
e EORE TSR T & W L7z

X3 cld, BUEHE SN TWD Y Jetafk LICHFEET %
B EREMEETHFO—MTH s [2]. TnFho
BIEFIHIBT 5, &8y kEQ—2, MMkFEB, 2
V—#, XAFEu—r%mRL7 (F1). X-degenerate
I FET A E T 1dubiquitousiZFEH L THBH, X
RET—7%DHON, ME—SRY ITREFFRMICHI LK
—E{ETCTHA. F72, ampliconic region®EIx T 134G
BIFRMICBBLTB Y, BTEREMEETEEZEZLS
NTws [4]. INSHOBEETIZN) ¥ Fa—24aRiZ
HFAELTWD 72012, RIRLAEEI KL aE—HT
HbH. Zhbn% a ¥ —1izhomologous recombination
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R1 YREBHLICHFET 2RERRETTEH

- X BEFIE—%

WETFRET BIETFH fHIFEIR (XU KO-—4) XKEO-—Y
X-degenerate $E15 |

SRY Sex-determining region Only testis 1
ZFY Zinc-finger on the Y Multiple 1 ZFX
DFFRY Drosophila fat facets Multiple 1 DFFRX

related Y
DBY DEAD Box Y Multiple 1 DBX
uTy Ubiquitous transcribed Y Multiple 1 utx
SMcY Selected mouse cDNA'Y Multiple 1 SMCX
EIF1AY Essential initiation- Multiple 1 EIF1AX

translation factor 1A'Y

Ampliconic 813

XKRY XK related Y Only testis 2 (P5) -
CDY 2 Chromo domainY 2 Only testis 2 (P1, P5) -
PRY PTP-BL related Y Only testis 2 (P3) -
RBMY RNA binding motif Y 1 Only testis 6 (P3) -
BPY2 Basic protein Y2 Only testis 3 (P1, P2) -
DAZ Deleted in Azoospermia Only testis 4 (P1, P2) -

O 1a—STS B 23 —#%STS

sY system [UCSC

SRY

SMCY SMCY

sY125 DYS216

sY126 DYS217
DYS392
EIF1AY
SHGC-36325
RH38676
DYS380

sY129 DYS220

sY143 DYS231

sY156

sY579

sY243

sY156

sY579

sY156

sY155 DYF53S1

sY243

JE—STS

4 ZEMEEEE L ZAZFCDHINR AR

WX o THEFRF ST 5.

AZFb, ¢ RRDHEHE

I8 Y R e — A EEIER YN HAC [ — DR A S
MR EINTWDOT, IAFEE IR E v — TR
AR L TVLIREESEZ SN TwE. BERSY »
Fu—2aid, Y3REENTH20 0 FHamRIicBir b5
VYR E AR BVE L, L3 —@a AR
WK E AV, SEEFAY-YZEHRE W) EHEICL 5T
BIEH 5\ IiEHEM AR Z % 1T W (homologous
recombination), ZNANY ¥ KU — ANOBIET %
W9 ThrEEZONTWA[L1]. Lo T,
) Y FE—=20KREE, IS ORI O
MEERTAHZLIIRA.

YRR ORERE N ¥ Fa—4

AZFO58IL, BPHMMEEIIM 05 3 RN M S
N7z (K6). Reppingd [3] 1%, #EHRKDPCRTAZFD
+c¢, AZEcORE L TV B 1B IEAE B E % Y, 731
Y Fa— L HAOREEZBE L. ERDAZFD +cD
RO, Po»5P12F TOXRY (P5/proximal-P1), P5
225P11FE TORY: (P5/distal-P1) , PAA 5P11E T
RI: (P4/distal-P1) @ 3 FiD/RIE % B, AZFcD
REAID272 HbAD KD (b2/bd) L —FKLTwb &L
R Y Rua— LB L A5 EITo 72 (K6).

8 | BasiEmspzamss Vo9 2004



AZFc/81) ¥ i — AR & /R sk

DYS231 (sY143)

P3 proximal P3 P2 P1
sMcY DYS379 *DYS239 (sY156) SHGC-9458
DYS216 (sY125) SHGC~7605 *HUMUT2378 sY243
DYS217 (sY126) DYS26 *SY579 CHLC.ATA34F03
DYS392 *DYS239 (sY156)
EIFTAY *HUMUT2378
SHGC-36325 *sY579
RH38676 DYF53S1 (sY155)
DYS380
DYS220 (sY129)

H5 /NULRFA-LBICHIZZREDEHD THHEWVWSTSY—H—

Vogt [ A%Fa AZFb AZFc

(1996) YUY RO— Lk R&EHA4 X

. — 0.8Mb

I P5/proximal-P1 6.2Mb

Repping -_— P5/distal-P1 7.7Mb

(2002) I P4/distal-P1 7.0Mb

] 3.5Mb

AZFc (P1+P2 deletion)
Qur cases AZFb (P3proximal deletion)

AZFb+c (P1 proximal deletion)

1
N rl r2

g3

2
g r3 r4

6 AZFREDHEE/INY > FO—L (@t &) —EB5IH)

bDIbNOL R ZEE L7208 (K4) T, K5
TR L72STS (5 %) TIZP1EP2E Z XA TE 2w
DT, TR VogtDBHITED» -7 (K 6).

Ebic

K5 1T 00 B AR - RE X AZF BB L T b
A, RTINS BRI E ST W 2w,
YRt lkor ) ARSI EE SIS L, NY v a
—LNICEENLEIRT T TAY —DRRIZE o> THT
TEEEDPER SN TV L RIEIVRIR SNz 51,

%) ¥ R — ANOFEGRINT X BT E D FAE
WOWTHEL, ZOMBEHAZ LRI L85
T, WTRRERHEZBHT 2 081D 5.
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