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Research Progress of Follicle Stimulating Hormone Receptor Gene Point Mutation and
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B E. aksFE 2k (FSHR) 2248 Ak T EBnmea kgl L Fmie, 4 GCRaB¥ELHhES, TS
FSH 7% Ak 514560 Hodh , BB NAZ 5 SR AR E A FAM X mAeRg 78 540, FSHA R SR LUK 5 B AUH FRIRGE,
TR ARG, B AT RGN R K E A AR T 2 H49 FSHR A%, FSHR & T 2 7 b A4 76 & A 69 % h 75
Abstract: Primary specificity of follicle stimulating hormone receptor (FSHR) is mainly expressed in ovarian granulosa cells
and testicular supporting cells. As a G protein-coupled receptor protein, it can form a specific binding complex with FSH, activate
intracellular signal transduction and ultimately regulate the proliferation and differentiation of generative cells. Most point mutations
occurred in the FSHR gene have a single report, which are responsible for reproductive system diseases. The normal development
and functions of both male and female reproductive systems rely on the complete FSHR mediation, and FSHR mutation exerts
different effects on the reproductive phenotypes for both gender.
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1815 SRS FSHR 28 1. KU SAMIHOCER , SIsh
SR AR, TSR R A T O SR Ry, B IRDCAMINEC 3 0y JURISMX S ALK FSH ZE 5 AT,
AR AR gy XS BRI, JNIXT G RFIRAR. FSHR
AR RAEKRERE (A, 40 FSHR ety o 19 SN L, REIRI KR AR 10
RS S IO A, i DO PR BRI - R

SHR 454 57086 . FSHR 350 5 57, FSHR 3 S LT 90 AEAUHI, FSHR BRGNS ML R ik,
POMR AT UME  FSHR AERLMICAL . FSHR P A m s R, FLFSHR mRNA %465 T 0 4050 40

M2 &4k (single nucleotide polymorphisms, SNP) 5/EH  yo gy o rpeomin, FL7E I 2 0O R RN B AP AT

ST RO BTTCE A—ik 5. BNTAHTERAB O T . FPIBRAL . S a
A\ FSHR JE[H 4 K2 54kb, fir F ARGk 2 St 3 FSHR EE SRR 00
PRERE 2 X 145 (2p2.1) , INAT 10 MR FRIO AN T, FSHR 3 4 58758 1] S0 4 6 58 1K 3 5

(MEEEN ] BEE (1994-) , &, ST, PRENSENITFAREREA, Bit, WSHEaRh i - A5
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B, RIGRAE N RE FEUR L SR RN 2 R IR E
PEDIRERERT . PSR R A RS DR R AT A A A, A
SEAF R S BRI AR i B R RN e R B
31 KERT

H AXE T 6 28 A8 B9 & BT 4041 - FSHR 19454~
X3, RIEZAE TR A AGN S, TRasEHB:
FETIRERRT, R RIS R 2 AN F ] ks . (3
L PERY IS TG S A X L PO BLE H AT K RE R R A K,
PG G A HUE FSH 52 4R45 G 1R, #F— 2 5R R &
SR RVE 2 OP SR AR . ARESS AR A 5 7E FSHR &
KE5A oA BN TR], 23 AR MO AR X | 25 JEE X ) SR TG 272
3 SPR R ERE

Alal89Val i 5 J& 1995 4F FSHR J:[H (1 il 5 2878, B
KT 52410 6 Bil i FSH MO ST REAR &M R B it
il Ala189Val 7E25 == NH R UL, Lotk E 2GR RER M
Ry IR AR A R PN A D REZE L, AL AR Y/ N RS R
iR (MSC-1) , Al EHISS T FSHR SECAMLE & 5 K&
G5 a8y, (AXTEARR R IIZIEHR . Alal89Val 28
5[ FSHR K RAEEFL AP, U2 20% 5878
FSHR 5 35 TAIMME, AR/ NVER 3T (Orgd1841 )
A LK 5 FSHR 28 725 % Alal89Val 75 Bt [l b (3235, [R]m}
XoF IE A9 hMG JGROBE, T %S ) i hMG A7 S ™ R
KA RETT R IF Z BTG, Asnl91Tle™ &5 7 4 i T (1Y
A e R 5 Alal89val —FE, %5878 Y IAE— By
SPIFRAIT, ARG TR BFINEIREIEE, HIARSL
IR AY 45 S R W FSH MBS cAMP 7= i B B A% T 87 A 3
T, Pro348Arg fi7 5 1 /& 2002 4 N — 137 SR AT m AT PE R %
7 DTS5 ) 6 0 0 0 5 4 P A 2 ) i 4 B0 42 3 IR v R T 3]
BILlA57AE , X R 5 AR FH SR K MK R AR Il iR T 30
AR FSHR FERIMIFGE thoe ek Tife, HIESGE.
Val221Gly i 5 /& T 2008 4F H 4% Nakamura 55 )\ 1 44 25 %
TS 8 S EMERBIM AR, R A Z, i
RH MR, GIEINER, /NSRRI, Wiy onEE
X 5 B KIS IRYT RV Rt X R ) A hMG B RO
E%F = 75 hMG iY77 A O B B RS ISR AR 1 D RE2EF
G A DA IEAGE .
BA2HBBRAREFRR

Ala419Thr/Ala189Val 414 %878 ¥ F 2002 47 1 ] Jfi &
M2 Y25 22 o PR FE R RS 10 AT EAGTINH, 55 Ala189Val
RAMLLGBEMIL, KRR E, RIME Y 5L
35 7k FSH RS T A JC 58 0% fff cAMP A=, 32 fR 15 28
MBS E Rk BUALS G I IER, BESHSHTES
BELIET. 2003 47 1 441] 26 2 B 555 14 2 P e PR v ) 9]
Pro519Thr i 5, LRI NFHFHEMMER | JFEMMHZ .
3K FSH K P FBR LN, HATAMNEME FSH JoAFAn] K
LG BHIT T cAMP IR (5 S 150k, 3 ik 2O A T

FARZARINZE, EABHFEZIEIIGE, AN ER K%
Ak, JLPTCERIE] FSH 5%54% Pro519Thr FSHR 58758
HISE Y ZE & . Phe591Ser S8 1T 5 | %k Y ELTIfig ek

RSN e COS-7 4L, BIVE A6 s Al e A i )
FSH N, W11 5872 Al gl i iU 515 5 4 26 B 1 H
BRI E FSH RN . 98748 w2k U HitE R IR B (&
AR 69% ), PRI FPRREE L 120 2725 5 S0 R i T
TR MR, RE SRR R AR AN, Alad33Asn
J& FSHR &K f)—A 8 9 4G485 L AE R, Franga 45 N\ ' 7E
B AR R AR PLREGRAE (HH ) P Sl op G ik
R, % FSHR 7 7E S iR AR5 RS AR, 12
BEXUT A2 5 RS A1

Ala575Val J& Swati 45 P JEAYZE 10 S F LRSS,
IZRABEIEE N 1 4 16 2 BA R EMHS N L%, &
FSH. LH /K, (RHEBZEAKY, #SEkdE s HTFEksE
A4, 2N OPEARN, MR . 2R ] S S0
2015 4F: Desai % A U 3 1 55 Y 6 BLOP SL40M0 & B, 1R A8
I I 0 D 2 1 R R S E AR R R R AW
Ah, SEPARIAALL, 7Rz BT R WAL H] cAMP LR
T AR RS T A2 VA 240 it 2% T s By P A AR SR
313 R /B R R ERE

Beau %5 PV XF 1 {54k & A1 45 30 % AZ2 04047 DNA
Ji, KRBT AT 6 /M8 F A9 Tlel60Thr LI A5 10 4 & F
) Arg573Cys MiAb 24 5 52 B E G710, BERI N EFEY
KB IEHE, {H FSH AT & FHEM = K P44k, 1lel160Thr
AT KA B RS2 7R 5 FSH A4S 45 4, Tl ArgS73Cys 515
SHERARC, FUREIIA T Z B E S, SEAR R I A LG
BRI, PIE YR EMENE SRR ). YRR &
FSH HIB4)E, AT cAMP 7245 25T 74k FSH i),
Hel160Thr 1Y 7= A= Al 24 87 4 %I 10% ) cAMP, Arg573Cys =
A1) cAMP 24 R B AE R 30%.

2017 4 Pradervand™ & IH 19 % ()R & A £ B ol iy
R 1e160Thr 287488, DI GRS REAT A IR T R%,
TE R TP F- RS U 7 B S AV R AR S & R R AE 1%
HENEFARE S, Asp224Val/Leu601Val J&1E 1 4 19 % L
B PR RI0 B ZERE AR S RE T, WU 4R
TR ZRASERELR . SRS 3 ST Y Asp224Val
FEEERIAS 10 HME TR Leu601Val, H 23y J5 & 1 B
2, HOMIEREER, AHSDRINEAGELE 3mm K/,
RSN JL-T- KA 2 FSH 5 Asp224Val 2K 1454 H
T 704 FSH HBRT,  Asp224Val {7 A= K 24 T 87 A /Y 5% 1
cAMP,Leu601Val 77 £E ) cAMP S| 15%,, Asp224Val 275 7=
A ZARTE MRS L P AN IR, Leu601Val B XA 4ERUZ
{555 T2, X FSH BUZEM N BA T2 1L
32 EMERT

FSHR JE & M 5878 H AT R I T ES B X RIM R X, 5
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FEZRAFgEs], BBk, 78 hhim R it
IXAEVIBR TG ARG T & AR I R TPogR 8], i fE ook
TRBFIE R, TP AR 5 B HLT B A i ek B i RO 2 V)
KR

Asp567Gly DIRETH LI Z AR IETE 1 BlTEAA VIR IR 8 2
HHRESIIY 53 F FSHR FE [ 47 ok i B 3% 53 744 B Tl 4
Jigeg HEAT AR DIRR TR, AR I h AR A E] FSH, {5
HRFE T IEWMMEIRE S A B . REMRENREZ
WRHIELR] CAMP K I T 1.5 4%, BAEGRZ FSH M T,
B LR ILPRS TR A T AR, TEA R R
ERILT LS — NI 248 AspS67Asn, %4 BEIE
HBLE E OHSS MG IR R, TRIMALE 1 45 T /R b 2878
s N cAMP /K- FH5r, IF HXF hCG Hl TSH iR T WA
SR

Thrd491le 28 7F, 2003 4F Vasseur % i 1 0 & & 14
Thrd491le 8745 ¥, ZZ MM =Mtk A &2 A % 1 OHSS,
#BA Thrad9lle ZRABZ G T, MO Y i i m 58 48 B LR,
CAMP K- 5 EP A R F O i 25 57, 578 HOMUE 2 AR A 5%
1, FEXHE N cAMP A8 Ak 7= A AN o Ji5 [R]— 137 25
Y5 Y Thrdd9Ala, PRINSZK i 7R B A4 B2 R 77 A5 () cAMP
IRl K5 2 A R ZZ 1A=L (1) c AMP JEREKSE-TC i 35 25 5%
RALSZAANF HCG RN P2 (1 cAMP SRR PRSI,
TSH H A BUK, TeS45Thr 1P 575 J& 76 FSHR BY4E 5 4
5 HRIBIE 1 & B, AT X R AR SR A A2 1 4 H & OHSS
M,

PRGN Y 7R % 5878 F BUZ AR R X hCG il TSH 77 A2
B SURURNE, LUK kB hCG B TSH %8721 # FSHr 19 4
SRR AR TLNG 7T HE 2 X B & P OHSS MY JFEIA . Desai 45
ANT—4 27 BB BRI E SR ENEE L& B RIT
ValS14Ala 2875 V', HAZ R IE &, LRk FSH, LH 7E/K
TFHEIEH BB N, 2R E 7 FSH ] 1 OHSS., &4k
AL e sce rp, AEGHIR FSH HIR, FARAM Z 1K
PR 200 7S S B A RS2 RS = 1 cAMP BB

SR B 25 00 = B, A5 S LT R RS A
Ser128Tyr Ji&: N — 44 21 % + B H A £ F6 L 41 v K fY
ZEAE U R I R B R R U PR 2R (55 11 JE L B R A
SOHSS. B2 B MR I THISMNX G 2R84, AR A
AR R LU 20 MR T Y FR k080, X hCG YRR St B i
FEAIG, XHZIE SRR 38N, 5 Rk i oG 228t L
AL BEASRE R BRI, RSN TSH A&

4 #EiE

FSHR & K2 ik HAT o B2 A PE R A e S P, X B3
K7 kA BA GG X ORI IE & T M DIRE
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PR 5E B 1 FSHR 4, FSHR AN kA 5 R 1Y
SENAFAEE 2257 o WAL BUR T AL i 4 F it T F 5T FSH
A B FHRHET B, MRS DNA SAEBOARFIHE N RFR 12
A, AR SRS, W] — 2P RTSE FSH AR BRI o
BZ, A FSHR 2 AHFS R AL e B B, HH{E XS FSHR
MBS RS A B R SR HIRTT , AR B IR SR A
BT
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