E bSF-18CFREE

iU &I

Steroidogenic factor-1 (L FSF-1) XK FH—T
WA —RIE—MRR oS ES L OHEE (H 250 4
BRI CEELBEHLZH L ABAL LTS —ThH D,
EERTE U CENE R T oESZEM LT 5. BT
1355 1 IZSF-10#8m 2 i3 5. SH21ZSF-LICB 5 iR
Oy 7 2L LT, & bSF-LEETREREICD N
TihR 5%,

1. SF-1#8%

(1) BAL 72— LB T 3&%5RTSF-1

SF-IIBENL LT — IR T AHERTTHY, B
W Efn 7 o g5 % i %1t 3 4. nuclear receptor
subfamily 5, group A, member 1 (NR5A1) & % Wit
adrenal 4 binding protein (Ad4BP) ESF-1DBFRTH
5. $bBSF-LIZIATEA FRAVEVLET S —,

EBEZBAZEZINEHERT

RE||1Z35E

vy I DLt 7y —, HRBEAVESLET Y —, L
FIAVRLVET - LIEOMEE AL, BALETS
T —ERBBENDLA——T7 7 3 — IR T HEGRT
Ths.

(2) SF-1Min vivolZ & |+ B 148k

1) BURTFH—THRA—RIE—EROFBAEICBIT S E

2k

SF-1DHUR T #— T HEA—R RO FAIC BT
HEEMIE, SF1/ v 7T M= AORHB O
MO E NI, Thbb, SFI v 7T bPITA
FENE - ERR B X OBUR TN IEMIA% (ventromedial
hypothalamic nucleus) (MLFVMH) ZZ&uIL, Tk
gonadotrope DFERERFE 2/ RN L72. SFI/ v 7T TIMY
v AL, EFIFEBAEO - O2EB NI L. L
2L, SF-1IEFEAE TS B W CHUR T #— & e fk—al
—MRDOFEERENSE L5 F LNV TORA S =X LI
AHTH 5. HURTH— T EA—EE VR o 4 # e

R WMESNTVWBE FSF-TERTFREEHIOE D

A 1 1 2 3 4 5 6
A (%) 20 B 31 6 27 2
Yefr A 46 XY 46 XY 46 XY 46 XY 46 XY 46, XX
EH Lot i i iy i i yid
% BIEHT DGR G35E/Wild R92Q/R92Q 1058-1065del/Wild C16X/Wild 18delC/Wild R255L/Wild
ZERT LV OSF-1HRE (%) * 0 0~50 0 0 0 0
287 L )L ®Ddominant-negative®l#: ND + — — —
fERIC B % HSF-1886E (%) 50 <50 0~50 50 50 50
B PRHE AR MLERFT R
TR OREH FIE R ND BizF i FIB R FIBR NA
LS NA NA NA NA NA ND
RIS + — — — +
A ity + NA + NA + NA
SCHK 12 3 4 5 6 7

ND ; not done NA ; not applicable
* PR 7 LIV OSF-18fE%50% & L7236
* % fEEE (BEMT LLVOREEGHE) ORSF-1HiE%2100% & L6
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OCHID

2B BSF-1OEBIZFAGE S h T wnh 5T
b5,

2) VMH, F #EfRgonadotrope, Bl & &, £ 72 13 MR o
AR (2 ITHiE) R IC 31 2 EEM

SF-11ZVMH, T #E Ak gonadotrope, BB 52 &, F 72 13 Mg
BT MR (B2 IdHE) RN EE T ORE 21
PALT 5 2 L& o THIR (B2 IdMile) Fesmobne
WCHEELRZHZEHLETWA. T TICSF-UI L - TRE
AL S b VMH, F # K gonadotrope, B B H,
F 7 IR SRR S 2 BB P S (g S vt w
5.

2. SF-1IICET2&miAED FEY 77X 1 E FSF-138
EFERE

(1) HEFDOFED

HE T TICHE SN T B e FSF-TEET B iE6
ORBM (%) &, SFI/ v 27T 7 by RALLTL
b—H L. $4bb, & bSF-LEETREER, 1)
HSF-1HBE<50% THIET 5, 2) 46 XYDIEARN2FK
BT testicular dysgenesis without adrenal insufficiency
Thb, 3) BrtET 5.

1) MSF-18%8E<50% THIET %

b b SF-1HRF R EE S HRSF- 1518 <50% THIE 3
HZ ki, SFI v 2T b AOANT R
PRASHE OfE T CHMARERE A S 2w & |y T
HbH. Thbb, EF1, BLOERM4~6I1IERTL
WEANTOESHICHET S, SNOUEFICBIT AR
7 LIVOSF-1REIZ VTN H0% TH Y, o FIF
MAFT 4 TRIRE A SR 4 JER & B ICHSF-14%
HEIX50% L2 b b, JEhl 213, ZRT LIV kT
BYECHET A, ZBRT LIVOSF-1HREIZ0~50% Th 1,
FERGTEMG (BSF-1HRRIZ=50%) DAIEIET 5.
AERT Vv e~T G HICH S A2 BEOMmB, Wi
IIHSF-1HRRE 2 >50% F L, ERERZ A3 v, JE
BIBIFERT VIV E~TaEaHICAET 5. EM3ICE
JAERT LIVOSF-HHEILX, 0% TH DA, BAR
T LUVORBEZ TR ESTL NI F Y AT T 4T
MEEET B, EH 3B B HRSF-1#HE1X 0 ~50%
LEZOLNS.

2) 46 XY D FEARN % LI I testicular dysgenesis

without adrenal insufficiency T %

W ENTV246XY 5B GEFI 1 ~5) SBlhv B
Lot LTHEFEN TS, 2FREREEORB R
WVE VEAERRBA T THo7oEZONS. 3HITIE
FHAR S 1 (2 testicular dysgenesisA iR SN TS, £
72BRRBNZIESBIH 3 BRI A L Z A S 2. S5
FLHANZ, testicular dysgenesis without adrenal insufficiency
R L4 546 XY SF-TEAR T REIEHLOBI % < H
HINBTETHS [8].

3) Wiz 295

FTTIORANICEGELZ2RER 1, 3, 5idvshd i
BB,  bSF-LEETREEIIVMHERETICXLD
Eiia X723 & E 2 5. b bSF-IEETEREFEICBT
A0 E, VMBSFRSAI v 2 7o =7 AHNEE
BHORTICL ) SR AETIIEMEZ &3 2L FE
L7z,

(2) SHEBRINEZHEE

v MSFIBRTFRERICEH LT, & AERMNGW
FOBRED SRR REIMEIIUTO 2 HTH 5.

# 112, T #fkgonadotropelZ 1) 5SF-1D KRR IZA
HTHb HWESNTVS 6HIF, %l Ld 4ol
MLHB & UFSHIE &M CTd 5. — 7, T HEAK
gonadotropefF BASA1 /7 v 7 T b= AD T HERIC
BUFBLrbB & OFshbi (5T OmRNAB L &AL X
VTOREBUIETLTWS [9]. B MZBWTHR
SF-1#E &2 &Il RETHER L R ERHAGUD 5 i
BENTOBEGHICAT I BFICBNCISF FOoE Y
SUWITIKTTEEER 5.

8212, 46 XX b SF-TE(R+FHRE DI HEFERE LA
HTH 5. FEH 6 12\ TlEEHMAE TR OIATEITE
BEINTVDD, “REBIERS X OO A IR
ERTH 5.
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