BAEMIIAENS TER

H OB IgE

(LFEAFEEGHEEE HHE 250001

F4EiE MEWHE wil SOX9 SRY mis SF-1

Wil L 240 3 A S el A B e A R 20 2
PSR A, TR AR S FE 4 BT, XX XY BR L
#EH £ ¥ RS (Millerian duct), =R K&
{Woiifian duct) iE 4 B E AT EMHER.
BEFREBRSE DH NG, FESHEEN
H, BRRE NSRS, Bl ES e EE
B, BT, B RV A — B4 M
S8, H—EiRt. 2RERENELRZHILR
S EEAR 2 WK 2 HIREMHEF
(Mﬁlleriari‘[ﬁ hibitory Substance, MIS) 5[z, [
JEKEELA R 40 B ( Leydig S AR W EBWIBE S
ERRERFIMEEESE  HREHAE, B
B MIS 2@, WX R ERERE, @B

BTEEEAHERELEFTNIR 29RERT
HHEEAEERE . '
B, MIS i1 SR 5 AR A 5 1E 5T
TR R b, B R A B 0 BLAS BY T A,
SRR, BAXRMARE TERY
EEWR? WrIEH, Y Je i A o 2 K (Sex-
determination Region Y, SRY)}&# (>, SRY H
HaT AR, tERloe E o B F =

o F RS RS A YRS
B—{eEAE T R, 4,28 BB
W HE A HA . 1997-03-24, 14 H 8] :1997-06-20
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ERMCAERM EF R BRI E, 552
R BR (Wilms ) 988 B 3 R woel, 25 B A4 Y
[ -7 ( Stercidogenic Factorl, SF-1)EH!!, SRY
R SRY [A] I # F B SRY- & 2 (SRY-related
HMG-box genes, SOX)™?, X =FEF 4
AE DNA 45 & 55 0 30 %t 380S /W i 45
W, 5 DNA 55 WM IRE 5 3¢, M EER R
R AR A, wel F SOX 245 B T 3% i 4 iR
KB EEWEEETRTRAMET, 0L
HEMNERPEBETIRFTHRIER, K=
FERMERAERRRM T,

1 EUREREIM G 2R wil

wil ZEEN T3 17 S 6k, ZRAEK 8
Denys-Drash 45 558, HAFIE & B Wilms 75, &
FERETRE. WI1ESHK DNA E545H
A 4 P Cys-Cys ##5. % Denys-Drash H %
FIRF A B WT1 Bk £ & =7 DNA &5 545
FEFRE NS An® " B K, R i T2 E

SEARELNN T WT1 B DNA 45 & My 3%

£, WS T WT1 B IEEER.

wil ZRERTIHEMHERIRVEHRTFH
PR NFHE L REE., FAEESRAENR
B W] BE 2 BT F mRNA B 5 AR B #E TR
i —FEE~EREN s HEASEMNEA
M. AFZEORYS SR DNA, AT RERB AR
BEF, AT RE R ER RS, wil FEEE
TR AR ARR ], Tk R
Wik sk, SR EFRENT N Wilms 58, #£5
WL,

wtl FEH B FIRTERE EE H Leydig 4
B M B RS L T RS S BB, B Y R
B BRI (B8 H B R EE ) 89 Denys-Drash B #
Hi5EtE 3 S 394 A EB BB EBR(Ag) LN
BER (Try), FHEEEFRIREMRERK
BEHESH, A _EMEA. wil/wtl /MR
HIEAE R, FE R R, A
EAHRAXE DR E TR T4
A", B AR, HEWGX R by F b wel A
FREC wil FE 875 40 40 3 4 S4R1HE S 40 4

1EA9Th BE, 5 (B 3 40 B 2 0 T2 iR B 2%
AN A e ST A WT1 & 1 R &Y DNA %5
& 255 A B XK B IR A R R IR AR X
o E & A 2R (Glu) MIEE MR (Pro). WT1
FF R H B F, Wi Wilms BH K A&, B
MARZAERELAE I BV EETHIAEERA.

2 mEWEIPEEE R HMG

HMG( High Mobility Group) & 12155 &
EHHE, 5 DNASSWAFHEE A, SOX M4
BEE 60% Ll £S5 HMG & HMG-box i,
KR EFILMELER & o &k, K
SOX9 RHERATFH —1TEEWMER., B
FTANE 17 SEEFECIEME 11 SRE
&), R ERETIESH Campomelic dyspsia IE,
HFMEREH A TOE, KEYH 30% M REFE
[ B 46, XY BEH:, fli1f SOX9 s &4 T
REHRH EWEEBA « (7:17),t (13:17),
REZREHRED, Moo EEAREE LS
HEBREEARGHEREEFARASLIL? SOX9 %
ELHIER RS R TR F K, TR FE RS R4
R R AT, R A M B
B H Xt # BB 11 A 0 B2, W] R A B AL A1
EREHHE.

M3 4~ 46, XX HEMER 1 4 46, XX FitE R
EhEAEEFATHHEE —B 3.5kb(TR
xR Y @ EEA M DNA JTFIM, H4r
BIFFE, BT MmmRE &R SRYS, Bt
HAANR P REEB AN ER, 7R Sryl®l, A
SRY AR —-WiB T, EAEF. &F 15
#E% HMG1 . HMG2 F B A.B @i s R
895 7, Bl HMG & (HMG-box), SRY 7E # 1k
FREFMESERTFEBNRATX K, £
R X B K8 4 A R B HMG-box & SRY
e —FThEERD, /Nl Sry 40 Lt BoF AR <7
# HMG-box, HiE & FH BB EB (Gl E &
KPR HEEEMZEHELE, PR Sy
10.5d.p. " ~12.5d. p. ¢ EFEBRIG S F ik, X

1)d. p. c. 28 H Days Post Cottus{ 3 )5 - K
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ERVERF a2 aTA . BREA, DR
89 SRY, Sry ik SRY XK N 850bp,
B IX 4 612bp; /NEL Sty B F & BrEHHE
02407 S A R S R B A — 3R
T, WA AR P IR PR AE S B A B,
BHE A AN S SRY BA BE7E i
FA Y A S, B SRY/ Sry BA FRIA W
5 RE, SRY/Sry AR RAL R LA E
EHREFHAFERE. —BINK SRY/Sry it
FHEHTENNERFBESENET.

Hi 23 SRY/Sry %3 HMG & H, HMG
EAZWE L-BT FERBRTFHFEFERER
HE, HEFEAHLN 80 ., HMG EHR R
#5 DNA SUHE— 75 A, 5 DNA & &8
R EEBRA E TS5 5 DNA #)
EMH1~-3 A HEK, HMG & iR 7
¥l 5°-CCAATTTCA-3'U), fEiF £ 2 H 1
HERTX—FF. FEAEATHERBR
SRY EH 5 DNA JLERE /I i N B H BR A
HAERRS Ed&.oFd;E A SRY &
A REH DNA B E LA o
PR NE, AR B R A, SRY B E A IR
51 R 3 AR A L A BT e R A 0 i
FEEEREREFF. XTF SRY H B HEN
H — RIS SRY BEA 5 HAE &R
RS T IF P E G, (8 H 5 TR e i
.&[11]0

HEEN - LEFRMNREFFIRES SRY
BASS, BT TREEZFHRENRE
HeBE, B paS0 3575 i 2 B AN A2 8 I i A
TR T5 SRY BHFHRA RN

3 REFEAEKET SF-1

MIS fHEBG 2 4R IR I i SR — IR, B
SRY FiKJG 20 /BTN FEZE, BEMEAE K
[+ B( Transforming Growing Factor 3, TGFS)
WM E, EERERY MISESEWKRER
U2, RO BAR A MIS 12/ BUER i I 5L
S — U R RREM, XRH
MIS & B4tk B ] et 4 FE R F M

SRERE.

/B mis ZE AT 10 S RadE, BN
SRY £ HEE, SRY BEEH AT S mis tHEH.
YEHWE? % SRY B RIAHE S 4 HRiEEEF
S Y mis AT, £ SRY B HREMIE R
BE T M~ DNA BE 1 TS5t % 5
SRY EHE AR B TH 24bp, BEEE B Ik
i SRY EH S mis IZEEER, FEH—1
4 F SF-1(Steroidogenic factor), SF-1 f&
— R 2 EE AN, B DNA 5N EFR
R 418 cDNA SUER) cDNA 8 MR, 5
E IR AR EE FF 45 H 5 (embroy-
al long terminal repeat-binging protain, ELP),
AEEE EMEREE RN SF-1 1 ELP #
g5 RSB R —MIEZEER
FTZ-F1 +4r#80L, B i/ s 2k ey 2 3
XM Ftz-Fl, Ftz-F1 £ 9~9.5d.p.c ~AFEEE
th 25K, X IERAEIR I 06 & T Ay ed 3, SE5R B
E Frz-F1 3E LIRS R A F 82 LAH;
SF-1 RS b R B2 5 A B B AR R R
RN R EDE P SF-1 EEILFE
£ E RS ASIPRE, WS R,
H# Leydig 204 ;SF-1 b R MM P FRA, 7
K, SF-1 R A 8 R4k & g = 4 2 ey,
MEt 2R R T CBYE, 5§ WTL
[ AR T ARG A A ko

Hah, SF-1 3F B #EE T MIS 2 E # Rk,
BERG ] R AR B 3 R A SF-1 5 mis WA #E
X mis-RE-1 18 5.8 BB % mis, [F 63 5 B 5
EHINRE SF-1 T A5, 580 40 i v AE
G mis BFRERBWHEE . BRLH SF-1
BT A U B DNA & 4 5 BB Bk 4
S, RRE P S A SF-1 BLEE, Biik SR
FESKESHEEB A SF-1, SF1HEN
EMEE R AT B mis F 5, IR SF-1 #
ity dax-1 REFRIF, BFHEFR. dax-l
T XA S X BB RER IR LXK
HAL, dax-1 7 T Xp21 ~22.3, §HF —1
160kb 9 DSS [X, DSS X2 S B AE R X
Pefath F M EURH B K, R EN DSS K%
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¥E, DAX-1 & ff DSS K& jEFM E 7, B R fH
HAETEMALE M ARM, A XY s/ RE DSS
EREENH dax-l WENFEH/DRERDSE
X—[ARE.

SF-1f1 WT1 HREKREE LEMmBS L
By, BN B RIRtL 5 SF-1 I WT1 B
E§RIERELHE %, FrLh¥ Frz” /Fiz-F1~ 3140
wtl RIEHHR UK wil ™ /wil ™ 814 Ftz-F1
REHMARTUBRATNERRETIEPE
MEM S AFHEREM G F, B H R {68
T AHE1E B 48 T 4 M A .

B2 RBAETE -RIEFAEE, &
AT EM EMNZZEEOm WTL,
SOX H (845 SRY & H) BT MMtk
T ERELR.EES. BRI SER

1. XY ENgEe
z

BESTHER —L > TF

BEREER TH

TR SRY m#.L, ZRAFAEEEEE, SRY
RS Y RERBARMER, BRER
&4, SRY B Eh SF-1 ZF %, SF-1 #{E mis,
mis FEik, 28 EE IR b, 250 EE 7ER 5
MEMER T L EEERESEE, BEDY
T SRY, IR EE HIE, At SF-1 S8 TF
B, mis AFRE, EHRERRE, REREREN
F LR 4, 28 RE b b v L RS
Ho. SRY VEAHERERF, NENHEZNE
B &R BRI SRY AR A & £ E R
TR Y U B, 2 4 B e Y 38t R AL (T
1)[13]o

& 1R FEY T FE R Y EE
HIEE B, {HE A5 A Se B IR By 76 s i iR
F(Z)im# .

2. XX IE'#E‘I&&
z
HESHRE e |
4 Xy 13,3
Zl
SRY
g Len F 0P 35 F

1 GEFLEh i Rl R 2 R R E

L. RRIERNSEEAYSHE SRY, SRY BRG] Z M SRR EE 2. SR EFBENYT SRY, THERMEL T
%%EM’E& 3. BA XX MRRZIMHET Z, RERIHER, FIE B 4, FRIOKE FEEEX SRY FEE, TEMERIN
I XY A5 R AR
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