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BHINBE AR (BB (premature ovarian failure; POF]) &

€ DRSE

LI

RPN AS (B8P | premature ovarian failure ;
POF) 340 Ri DB I F b o AR L EF SR,
FEARINZIE W 2 IRRETH 5.

H T POF O FFEM L L, 0.9~1.2%L b 5
[1-3]. AIEGIR HRERE 2 T2 2EMAHICIE, S5
2% K OBET POF 72132 ORiBBE DIEBI A& E h
TWwbEEZON5, Anasti [4] 12X, BFFHEME
HREHE B D10~28%, ot JEVE M 7 #5961 D 4 ~18% 1
POF CTH 5 & v,

POF O EMMEIZ, HF1ICT A bayr Yy RZICkE
K9 28, 52 180, 2 LTH 3 ICAGREZ 5
W) Tk a R, LHEMNTFTHE. wih
R KEROEARIZA by VL TH 5.

HAAFAE POF OB E LT, do kbW RERN
GG ARRETH Y, FRBERHE DN LERE L
THORENRITON S, bhbhOEFOSHIZE
X, #15% 3R N, 10%I13 H CRER B Z 50
LTwh., 72, POFIEBIDOK 5% Tidthd3 %5 FMR
~1:8{Z ¥ @ premutation 25i2H HN 5. LA L, K5
@ POFEBNZE N DS ECTE iR TH Y, La
b4 ~30%EKBEEICHEAET L E bR b, bhvbho
SEBID16% 13 BEPAIPOF TH o7z L b RXT W5, IEH
K7 POF 28 LIE L ISR IEMEC S ET 5 2 & X 0 #EfaT
BEOM5AHEE SN TWw5b,. POFEBOME L + 5
VAV =y 7EWMETVEH W ERICL Y, POF
&S T OREAIT bR TEBY, L ORBEETD
WEIN T 5.

KEB5 @ POF i B TR BT A 1A L T B,
t MBI BINREIIEA 7 H E TIS#70005 TR A
&b, HAR2000 M, EFEMICIZ20~300ME 2D,
D & ARSI TR 525, @3y ba—uhi&
P EENRAT B, ORKRIMAEATCKRD v, Lwv
) 2ODPEANEZSNDL, IEH T /2IZIEFISEVII
¥x AL, POF OlfRE% 29 % resistant ovary syn-

BID T8

B )7 FERMKFERAT

A XF

drome [5] WELHSNIIRLTH 5, BERICIX
FEHIHTH 5.

ARTIEe MIBWTHE I N TWw 5, POF BYE#E
BTFoH) bREWRDOEMANT 5.

POF B&E &=
(i) FMR-1

FMR-1#8 15T 1 Xq27. 3IfFE L, 17 v o
BRI 1E CGG  repeat SFAET H. Z DRI D re-
peat FXIEH Tl340~60LL T & 8 525, Z1A%200L0
FICEET 2 L, EEICHREINEW. ZORETIE,
BYED100%, LHEDIZIT50%2° fragile X FEMGERE (R EE
DREMFEFIRIE + FRSEAL L &0 BRI % 1] 5 JE 5
B #%ET 5. CGG DY ¥ — F60~200D35 4 % pre-
mutaion & LS. premutation FEBIZ fragile X fEBERE L
38 7% ), POFZ3IET 2P K L ) FHITH W
[6]. FMR-1iZ#% N T33L 3 % RNA binding protein
THY, MR TRETAZEMSN TS, premu-
tation ¥ ¥ V) 7 ®16% T POF 23FHET % DIZHf L, full
mutation TIZ POF &AL\ [7]. Kk POF ®
13%, #5EM D POF @ 3 %2 FMR-1 pemutaion 7% 72
5N b [8]. Hundscheid 12 & % & CHH KD premu-
tation & b DO B T X POF O % B3 )528%C, FFHLH
KOBED 4% & ) FEWITHE & WS [9]. premutation
D CGG Y ¥— Mk POF BERICIIIFELMHE» D
D, JE¥— MEBO~100FETD o & FIERENE L,
VE—= M EHICEL 2 EHICHERIZT Y Fa—
MIZED TV [10]. wEFhice &, 2R LR
WM POF 4E 112 3 W T3 FMR-1  premutaion @ A i
AL L, premutation D B EHF TlIHEinH 7 v &)
VIR IEEERIREHICETWwAE LED
ns.

(i) FMR-2

19924F, Sutherland & Baker [11] i Fragile X syn-
drome (251 % & kO Q@B AREGEMEZ R L, FMR-1
1ZIEH 2 E B C FMR-1D#1150-600kb 7 ¥ D 1Xq2812 b
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I 1ODREEHME TR L7z, O % FMR-2F 72
I3 FRAXE & X 5. Z @ &L @ microdeletion 7% POF @
RAREHBE LTS EE 2 515 [12]. FMR-2 microde-
letion % FF2HEHI D 1. 5%1Z POF H3584ES % A%, POF JE
Bl Z OERZ S OEFOHEEIIH0. 04% L FHESINT
w5 [12].

(i) BMP15

BMP (bone morphogenetic protein) I traforming
growth factor-Bsuperfamily (ZJ& 3 % & 1T GDF-9B &
b (X4, paracrine 191 M) < SPMARHE R 2 & H TH
WREMROEMETHBLT 5. F& L T homodimer &
L Cffy & Yn Bt fe o 35 2 R 5 5.

BMP15i% Xpl1. 217 L, BZ 5 < Wflo X Fefafk
THB LT gene dosage effect Z/RT &£z 5N 5.

BMP15#&n T O H o one point mutation (A—G)
A9 BRI ROk, #HiEShTws[13].
A HIE hemizygous 7 mutation #F L TBY, TOFKR
HIER KRB O LTI R 3 % heterozygous 7 P12
HETHELVWEIEEAZAE L TS I EAVRENT.

(v) FSH receptor

FSH receptor # {5 ¥ 132p21-pl6ll~ v 7N, ZD
mutation 257 4 ¥ ¥ FD 6 KRICAWH EhTw 5,
Z @ mutation &5 7 =7V ¥ D566HL1C B 2 ) 189% H
D ¥ IEH alanin 2> 5 valine IZE &b > TH Y, JPHE
BEEAELEETLEEZLNTW D,
12L& Y, FSH receptor @ binding capacity 3 & U8 FSH
12X 5 cAMP EAVPKRELS AT EHE IR TS
[5].

(v) LH-8

G S [14] 1319994, LHAY 72 = v FMEIETF O
mutation %% POF JEF THRIZHREZ D SN L L
L7 (18.4%48.5%). b b LH D Trpd—ARG
(TGG—CGG), NleB5—Thr (ATC—ACC) ® 2 point mu-
tation % #£ 9 POFJEF 2z Wi L T 5. Z DOJERI T
GnRH agonist ¢ 5- 1 #Z FARFEII 2580 S 7z [15].
Tabb, ZOHEETERIZPOF OEKEELNLN,
LH A% %2 o Tidn w2 55,

(v) NOGGIN

NOGGIN 282 — F§ 5K XRTF NIZBMP4, 7% &
® TGF-f superfamily & F1IZ4EA L, Z O % il #H
3% [16, 17, 18]. ZOHMIZFEITHMEOILREIZIZ
HrLEDLNLY, e FTIEREREE T 20085,

Z @ mutation

proximal symphalangism (SYM 1) B X U multiple sy-
noptosis (SYNS1) 285 CTw 5. NOGGIN IZJp 3
THRBLTHY, BMPHEOEHE»H 5 Z EHHS
NCTW7z2%, #H 51X NOGGIN £% % b, SYM1 %
AL, 18 TPOF % L7z 1l 2 5 LT\ 5.
NOGGIN it D [HF12 & % POF DO FAE (AL AERY 12 ) &
Zzbh2n [16].

(vi) NOBOX

NOBOX ##t 1% 113793512 fiZ & L Homeobox ¥z G- 7 fi
HFTHY, v~ ATIIINBREICERL2EEHZ R
TWhAZ EPHMeENTWS., NOBOX /) v 27 7 b=
A BWTIIMBORIVBIZRE IZA SRS, JHHAEREA
EZFRED LN [19]. ATBWTH, NOBOX iF
JEAEIRE 2 & MILERICE 2 X TOERRE DI FEBLA
HHD [20]. Chen 5 [21] 1&, POF HERFII6HIH 1 51
2 homeobox F * £ > @ missense ZRAFEDH L7z b
HwELTn5.

(i) GALT

SBT3 A REET, GALT #1513 9 q13i
HY, 77— RMIEDEBHD 9 H60~70%7% POF
EAEBTAEHRIEINTWS [22-23]. 527 b—2A
F 7232 OEHEY A, TR X D IREER L BEET S
EEZLNTVS.

(x) FOXL2

forkhead transcription factor gene (FOXL2) O34
%, MREEORRER % (Blepharophimosis- ptosis- epican-
thus inversus syndrome ; BPES) ## 235 Z & THl
LNTW5. BHAHKMMENLEEEZ T2 ZORRTFORE
1%, POF %9 BPES-1& b 7w BPES2I20H s
5. BPES-1TIl%, FOXL2 DIEEMN#EDH 5N 5. FOXL
2121%, BPES1 & 2 OTj# T mutation 25580 b 5.
FOXL2 X £ ADINETHBT 28Iz T TH Y, £
< ® mutation 255 X NTw5b [24]. Harris 5 [25]
1, $EFEME POF706H 2 12 FOXL2 DRSS 5
NzeHmE LT 5.

TEH

POF JEBIZ B\ C mutation BSFZD SN DL TN S D&
ETF IR OMAFSIC R A S PO EHEEE 2 LT
WhrEEZ LN, 29 LMEIIINEEESORE O
HICHEZETHY, HHS IS,

rEYoZR ] 49
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nadotropic ovarian failure associated with an inherited mu-
tation of human bone morphogenetic protein-15 (BMP15)
gene. Am J Hum Genet 75, 106-111.
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