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1. Y Bfafkohhs
X Qefifho 7 ) Ly 4 XH5% 156 Mbp TH % DIk
Juft{hix 50~60Mb & #1/3 ¥4 XTF. X -
Y eftfh o RIRIC ZILBO 7 7 LELHI 5 & ik b H G
fufksfik (pseudoautosomal region: PAR) 23F7EL,
AL E 3 5 PARL 2% 2.6 Mb, ERiAumIChH
3% PAR2 78 330 kb D% 4 XT3, BH:OWEL
B Ic i, X & Y Btk PARL & PAR2 TRT7Y v
ZLIEMERERCH S L E3 (PAR2 TRARTY v
LanwC &b HY FT). KTk PARL WICfEfET
52 CORIETF R X ko AHL 2 i £ 3
Y ${ifk® PAR1 & PAR2 % B < # 70 #8
male-specific region Y: MSY T35 b, Q-/4kciiil
Rfaxh (C-HPETRHIEY, DYZ1 Tu—J kK4
7Y X4 X)), RECAERZROND Yq12 L& v b

Normal Y
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i dic(Yq)

Y §etufko R E ARG R

oA THEBR~NTe 2 ueF T chZR2—
rua<2F U E0E, XiEE (X-transpose) 77 &, X
fiiie (X-degenerate) 77 2, 2L CT7 v 7Y ayv
(amplicon) fEO =2k bnE$. (K2)
COSBLT V7Y aviikika—ru<wF oty
EL &Y, 8 Do) v Fu—2n (3G P1~
P8) #ZATVET. ThbDOAY ¥ Fu—hEil
ICIEIEF CHLFI2S ) & Ik O, Zofjica=—2 %4
AL E 2 D DTH Y, MBI ARD Y RiafkNT
DAz ICHEL T E T (Skaletsky, 2003;
Kuroda-Kawaguchi, 2000).
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Skaletsky et al., 20034 42 Z55 | FH

&= EA ) PERE Xt R L 7B DREIR
FHFEE
SHOXY short stature homeobox, HERcEET 5 + Leri-Weill dyschondrostenosis
Y-linked PAR1 K¥miid IcH % =8 =3
CSF2RA colony stimulating factor 2 $HkiER/~2 v 77— + =777 2y MR#EBCLS

(CSF2RY) receptor, Alpha

SRY sex-deteminating
region Y

GBY gonadoblastoma
REIE

GCY growth control,
Y-chromosome influenced
REIE

YRRM1 RNA-Binding Motif Protein,

(RBMY1A1) Family 1, Member Al

DAZ deleted in azoospermia

DYA P A4 BB
KRR BHALICEEE
EREN I B % MR IC GBY %
BTN EET S &
gonadoblastoma 234 U 5 \»
HWRT a4 Ficd 3R IC
HERCERL, BEHFEHDREC
HE# 8 10cm #iNx ¢ 3
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1) Yq &%

- B REDER (723 Y LBRRWRBIRD
-46,X,del(Y)(q11.23)

G-V FtiTY BBoRE Yq) 2RA LD,
Q-~Nv F, DYZ1 FYu—7%MH\w3 FISH, %%
CAVFIRKdpHiEITwET. Yql2 FiRKG
T3 ERMRTE R LWL £ 3
K T E 2 X ESIE 0 ZH TIE OB B -
46,X,del(Y)(q11.2) & &

K FIBR - BGGEIE 7#F (AZFa, AZFb, AZFc) Of]
NOBRI TS LifiEgdh, MLPA HELL IR
v 7 REIC X 3 FEEFNSHcehboRE
TR 5 e AT d (Bunyan 2012;
2013). 5 FEUREIIITCIRRROMPHC 2 & —
BoZERIEHICKE TS v, Ritthr T
Y CRRHERL, BAMBI TR 2 AWK K25 kD
NOMWH THEE 2B HEOZH HEDRATB I
dAZNTT. HERNKFERIE (TESE) o#H%,
Bk BRCAHZBRETT.

2) YpR%k

Bl KFED 7 oL - 46,X,del(Y)(p11.31)
HAER O B RIZESEC L7225 2 A, HIEE ER
L ICAR Y ¥ L. G-y Fobiogeta iRk
BXY THETLHnnhrb, YRk Lo SRYEiZ
TOREPHEEEINES. SRYEIEF7u—Fick
% FISH 3R cREZGEIT 5 € L 23 nffigTd. K
RO Y BetafkKimo PARL o> SHOX jd

£ (SHOXY) OXRiEICL % DdDTY.

3) r(Y)

Y Qefath okl - Bz nZnbIWiL, Wimssm
WATACctckoT VY I YRTEET. Vv
ek ALEMEC L b 45X OHIlERIIZMES £
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A 70T EREL, RKBRGF 45 X il L Y
RAORIBEIE T ICE > TRE D 3. EAMER
HBWRAE O 556 ik, IR

(gonadoblastoma) 23U 5V 2 7 &ML, MR
R ZE I N E T

4) i(Yp), i(Yq), idic(Yp), idic(Yq)

ENd Yp £l Yq oH# L Yq & Yp D GBH)
KiEELEN, Chic 45X ORI ZLE S T 54
IBEE SRS Y 7. RERICOWTRH,
r(Y) L FlEE T

5) inv(Y)
inv(Y)(p11.2q11.23) FRBMICHEL A WIEHE
HeEZONET.

4. Y JettikasBaR 9 % BB

Yq12 ORI I EAERDH Y, RELEDKREL,
Ygh-/Yqh+ & D ICREM R BB TY. o Y Jethfk
DOEBE LT, YqRim~NDOVTFA4 b Offh Yas
BHYET. Y Rk I ERAKOHEHBLE L
T, Yq12 ok rgmkEBi~DiRER S v,
15 % [der(15)t(Y;15)(q12;p11712)] & 22 %
[der(22)t(Y;22)(q12;p11712) ] K K FID N T &
=
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