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MHEFHNTWBFERARNMLREN ERFFEEAAREULRY OE) FF
B PN 90 A FE L AR G PR

[EBEHREREVRUS] LRGN ALEZRFRERARSEFRREFTED
HEEHET 4 S EERB B, B—-REWHE, S5 T HERMASMERSO MR T 5
SRR RS B RHER AMEFESS H . B B BREEMBIESRE LA E LY
B, NBIJLTEEHEFY, WAL MRS, NAMERSILT AR 25K
B RKMAER BN IBENUE . B=GERETEY, REMARSE—APL
RRHIET, BIESER TSR E KEAL, A TN B (FHEPALW)
RIS T B R R R PR R B FISE B R B e H £ 2 B BAERTS . H
JE TR JAF B A B B B AP R B s s R AL

(EFERDWBRE] ERNIRRENNTWREN Y, EREATBRE
BOSER AR, XA 5E A 0 I8 F A TR AR TP R Y0 B MR AL 16 1 A B A G 8K
R, W0E 10 AR R R e £ R ML R B AY R VAR R o A FBBPRA X
BETERNSERMRER, AR AN, ZSEREE (&
HAER) RESRTAERERE R o, MHEMR—H, SFRMCHE N WY
RN MARYE . BT ESHENPWIRRBEA, RS L EMERGER
i R GE B TCERAR B X AN SRR . ETTRAUAR LASEINN . SRS LA B A N 1 85
) B, ME RGBT EALEY SR DR R BTSRRI Y
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FEL AWM

TEERIR s T P IS IR AR B 5 BB R SURT VD ONS B &/ Ji, B L AR B st L
AXFPUERN GG, 1, T EK-RAZEEIERAME- N0 EEBHEKER,
TG LAEB A SHEER GRS Ry DRI AL, B AP R I AF7E, S
Z-WWRA—GRE A, RSN 72K RIS

(EFHRBHE] FHEUASBAMRTXE RPN BH T, EHEEMN
KIEWNERKBRILRAER R ESEE MR WHXRERAS T, Ei—SHRA
FRPRET “MILEFL” MBS, 20R0BEERERSRTEE AR AR
B2 AR, FEMLA T RIKERT 2] (critical window) JfJLEMEA R E PRI 248
EERESMBRFZE MM, Al A G SRR ERE AR AEUE; P& R
Ky, ZRIVBLGAM, BHEMRERT S, R, LEPHEFRRSONEERT™
A EREEMNEM,

RN AR LRAHN T WF 5 (BR, SRAERENWEERY
AHZARET, HERPNDWBETRNNRRERDRAE, EEHE KRR, B
HFHWEERSME. B, THREFPFEVERKAREX SHEREARAFERE X, 20
40 90 AR BT B /R B AR IRV ARG 2 IR R IR i BRI, EEEFHFEPAER W
WABTFTA T B A 7 W B E A R

(MHMENSEEMA] LRGN TE P 58 027 AN 1 40 00 2 e P R et o
RUEARANREERPERRENAM b, ETEERBASRFRINBARR, B
TXET Fr - R -V AR AORS A0 2 SUR R S5 A M T AR, PR AT - T k- AR
WHRAREM; MBEREGH. 2. 2, ZEEEARIAR, MERPEEKTEE
4R, TR EAE LS AR RE R R 23 TR S e ESZ
B E R R —— 5 MR K Z MOy ERE R, T9%E 5% LR R R e
WREIRBHRISE R, XEXPERRB AR FRR IR TR S KRR . H R ER A
HEEER, EWUEHENERESREERREZRBEHERETHXEER, flnEmg
AR MR R ENEEWRIMERE, SN ERNS, BB REEL
K, RO MMEN ATk BBk R BEE S . X 3R R S5 R L 5
WIHE R T HRE N SIEEFM RN R R B, X A3 G &A% FR R
FHAR, SRR T SRR S MR ZHE ST AYIMBERER, Stks LRmY
REE A T LT B2 SRR M ARAR BB o IS, MEBR AR UM TEVERS B, BT AE
EREZIREMECRTESERM, BF, MR EZRERESEBS TR
ERUEAMIAA —EEARMERR WA ZEBER., FIUOEEE (E) BEAE
ER—MEMS R, HRET EANTER44, ERARAERRENR (HH#
WMERZEREN) EMFERER; B EMEBERS, HATEaILHE b THME
SRERFEERET (IGF-1), URHEAKET (% EE4AEKETF, T6F-o) 7%
WIS {E EBRIRTE) “XHE" VERZHBE (cross-talk) , 1 07 40 M 2 24 J67 508 B ML 41 R 40
W, U EXBHENER, FEEABUNSMEMTR LS T2 E KR R R%
PR R R AP R W 2 B AE TR B0 00 4 BRRR BB R R 5L

[(MARNODERR] ERFMREMEN SRR TR, SR g RsE
FEVERRBMOR, BEEILFAEE-AHPER CHREFHR T A—EHEL), MK
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RAELNEAEFEROAL AR, FIM7E CNS, BIHAULERNK E LU
RNEBRELTIR . Hoh, EELARUERIME RN ASNEHNEH S ERMES
BB, BT MR RN R, NI LR E SRR (DHEA) HEY, 7
ALAREMEASTWIER (intracrine) SHEAHLUBMEM T, IMNERFHELENEE,

(FEFRPRWEILNFRE] FHEUNMBEILSESHE NN WRRE A
RETCEAITIREAR T IR, BRI S A B BT IR, 3B T/ LA
WP B, FENSBIPRESMETH FTENEKRBEFIBEERHN B
" 3% BRERENERIERERAL R FREMBERAE, EILERHE Ik
BBEYERN, BN ER Wd 2 Ukl F IR AR, TEE MR C-EREAZ
RHY o WFE Gso JTE PS5 BT 8000 B S AR PEME M R 4312 & (McCune-Albright £ 4
fE) o MEBEE S U PR TR PR SRR O A0 L, 0T DL T S e R 5 1 0
CIRFRAE R PR BB MR ) o XSS BRI 43 T A )28 3t JR SR IR 2 487 1 37 BTk
ZRRR R ZEBNRERE, MRS AL By FEAB; Hb
ATREZAEZR, W McCune-Albright SRS AERT £ 7T, KRR E%, BME SR
Bt RLERIE RSN WRRNEERE, —RT RS SRR, BB
RARNEE EREFOEAEENE EIRE R EEAR S U BB RS WBRE GIEHA
) o BRHFERFRTERREZ —, MEXREFRBEEEER, 7THEKAR RS
But 1) TSH/LH B3R o WRPIB MBIV R RS B WA R fE (PRL), —46F
WEREI A IASRH, HSKTFBRNHEAILENRRRE, Flln, EMEOHMER, T3
EMNMEAKFNELNT R, ERERATEARN “TOHE” AR, —R &R
RE DM, FATRE, S5 R CHREAN, TiZEEENA USSR IERE
REM; AUBRTERNEE ERRE TR R R DA ENUSERH EEERT
FE R, MERBERAREEETERRSRRA R L

AR, MEFRBASBRE, SLHERHSE ERERSRAMYILHNZESR,

(ALEEX)

$ =% Haostili

L 40 EREER A YT EEF IR, R FRIGBAR MK BB TP L AR i
HAFE, FEXUMERE RE OB T RR MM A ARt BT
AFEYFESS, XETFARRMOFREITE T — RIVEEER R, O TIHRYE, &
BEYEH, EARENGRIEY, JMELES, WY, SR, BREEWETIETY
Rl RHERAIR A B BB A EAMERS AL RA RS T BB R 10 KR

[PEBIEIMER] APk H R IE 3 406 A = AR U 7T 43 80 1 91 2 52 I 43 A
Bric: Ot b2t BB a R BTk E, 46XY N E 4, 46XX K4 ik,
EFEENREMT Y REAKGEZRHA SRY ZHKHAHXK T RN, & SRY HEEY
Fegit, FIMMMERAE T MBI, BEERINREER, FHERFEMEIEL,;
SRY BAtEE R H MO . QWIRMES: B BRI EAL MK, EoE T H#
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FESHAMNY

Ractt, QFRBMER]: BIEA . SMEHB B R LIRS, BEIRRTRILZ
FEYIRE (Sertoli cell) 433 A4 14 EC A # I Bl ¥ (MIF 3% AMH) DL K 8 5[] B 48 i
(Leydig cell) Ayibfy=2EH; AW RE (FENMMNELHE L 1/3 MhE) B,
FEFEEREEHSERE RN (RERSE. SREANE) . 1, EME Sa-ibR
BEYE FASE L DUE 20 (DHT) AMERMBTRAN MR T MR B R. BEX
B P R B R A S 2 — P R X )

St F AT F 55— B0 e A R R AR SR A S 2], AT UMK
FHEYFREES, BRTUSZHR, FIand KRBT RT R SRR RS
HARNRF LA SO EERPIE, BNLER “5H7 SR L HER.

[HFer] HREKRARET X MY Ralk, XX ARtk XY WAEE, #
FEREE AR T ARKEE, M58
i, SRR R R o

Ypter (PARD)

LY fefath Y REKSARRTERS 13 T MEK
FEREREA 0. 5% R, gfFTHELMMEE a2 ‘
ARTRIGEAE A X (LR RE -
12-1), FEEHTRARAIERERN, WHE 17 mysomss
B ERNERK ., 88 LYE, 1192 L ﬁgﬁmzﬁ

(1) %5%:. HeCwWReBRER LMNERH ||1xn TR X
AXAH, BER AKX ( pseudoautosomal re- 7
gion, PAR) FMMFIRERX 12 _;;;g@[z

1) B AEKX: PAR N TEB N RIT GBS 23%)
WA s, #4r51FK N PARL H1 PAR2, 1
TEAMAE 2R EfI R e REZEE-. Y Yqter (PAR2)

) PAR 5 X Q&ﬁi,ﬁiiﬂ’ﬂ PAR B[EEM, HIX5 E121 Y REEGENS
BYEA T A BT X ALY Pk R e HEEEANT

XK, GNTEHCAT I g 2 8 R A SR I B PAR: BUMEH Be X
HeEA, WX RAACNEERRRAR X QAR KRS

7E Y H PAR JR32535 19 55 TR 2 5 R0 0 L 95 ¥4 0 K72 10 72  ca-subunit of the
granulocyte colony-stimulating factor receptor, CSF2RA) , i 53 BIEHZ AN E 3A ZHEM o
WERE A IL3RA, H )5 r 3L R 43 B 45 15 B3 1 B8 %% 3 8 ( adenine nucleotide translocase,
ANT3) , 2Bt 5 B EMH BB (ASMT) , SHEEARHI Y XET BB B 5o ME A BN i 40 B
FEPLE(MIC2) , 7F PAR ESiHI 5 — P EE A EFE SHOX #H (short stature homeobox-
containing gene )/PHOG J:[X ( pseudoautosomal homeobox-containing osteogenic gene ) , %%k K
ERTERE A B B R 4E A R 3K, B S i R F AT BUE B R R R,
H5HREEARMBEMA X CHE PAR] XN 170Kb & SHOX H: [ 564845 B, SHOX/
PHOG 7354485 292 1 225 FAMMEH FLE b B EH XP2. 2 5 YP11. 3 k&
HEAERF R VERE B A T Ar h 2 B SHOX B i B4 R B S M F R Z — B AN
SR 55 SR AL (A Wi i) SHOX B 1) , HAHGE 4 DRI 3 AR

2) HERIFERK: AT PAR ESEKE WA EEXEEFRRX, HEXAAE T
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LI BB U REEK . 5 PAR IEAHBEARH) 35kb BE & SRY #H X (sex-deter-
mining region Y), HH&H —HERTHEKII4 5 X (high-mobility-group region,
HMG) , A R R WM RR 0 A AT A MR AL, SRY M 2ILL T FERAHL
HATE2HF, (55 SRY HHEFSHM HMG 3%, H4M™Y (% HMG ) 5 SRY
I KA T 5HEE K DNA P46 Ko

SRY REFAsGRE—IhRE AR RPSAY R A, HLmN R4+ Y KW (Zinc finger
Y, ZFY), HERPECHIERUTERED, UHSERFII R 5 AE DNA 4
A TPE 5%

(2) KB K8 LS ENA 8 IR AL B 5K (pseudo gene for steroid sulfase,
STS) , ¥ #il H-Y $iJR (histocompatibility Y antigen) #3351 SMCY REH F4: K PH F(ACF) &
KB Y-RNA 455458 (Y-located RNA binding motif, YRBM) ,YRBM 7E 3L N ik, B HES
RNA S8 EH, KEmwXEM TR X ETREE RS, ZAAE Y RN AR
DNA, X4 DNA BEEE  KENKESHESBEER X 8 Y ROKKEETEE B+
ERENZEE—RKBREE 3 522 HIFAEI BERRNRE,

2. X Rl XREKMDIGTER Y AELK, HFFSHREENSE., FtEmrks
R EEAEM, Fwx BRI MERE AR, X ek BE 200 M EER S
AT LR X HBRYEE, 2 K508 H X GeaUxd 55 5 5 200 R 9 0 BV 0 &
Ho X Pl H o A 122,

(1) 8. HEHZRERTEX M PAR, B85 Y i PAR MEMTE (XP22.3—
Pte) LIK X HFEHIX, PAR HED
H8NERA, 5Y ReEk—HKNE

Kallmam&g: &4

J—— SHOX B H R EER

CSF2RA, IL3RA, MIC2 FI PHOG » {% B i e
(SHOX ); Mt 4h A ANT3, ASMT, PHEEN
XE7 1 PBDX 3£, o Zj WA T
SHOX P RL7E XP22 A1 YP11. 3 W o R Tumer AL
B b 170kb F B, JESEH AR T D | s
BB /DGR BAEGHERE T BEAXIST
F [H ( short-stature homeobox-contai- 13 XRBHRIEX
ning gene, SHOX) [H# PHOG, X 21
FNEETEEERET, TH P X Tumer BB E
HENMRER, X ENERSH
0% 2 o SHOX ft B % H4 R 4 o
0.03% ~6% , JE¥FRMERSMME - T et
FEEZ—, i i
K18 PAR W i N A w1k B 7
(STS) BH, 58 MRETAH X MAIHA
HEE, SBALE R R AR | premnan
TERR LR X #HE (ZFX),
ZFX B85 ZFY B4R 4 2 28 X Ze 32, M122 X$BEgNEMERAXERASS

FAFESHIANS—N ) ¥




FELTAMN

HH AR E R EF N EERT IR 97% WIREH . 7K NEAE Kallman £544E#5
B (KALL), X 3 MREBHEEGEER X AT, KALL 5 Yqll.2 RFEHEHE, #H
Yqll.2 BREIEERY . FEm it XP21 X MEFA Duchenne JlEFR AR (DMD) FitH
B (GK) #£H; EHXEFESH AN EHE, BEEXEREBTLELREEAFTFAR
(AHC) Fu5| B BUstti%% (dosage-sensitive sex reversal, DSS) Z:[H, 7 DSS-AHC
X, Frik ekt DAXT #H, ZENGFEAMETTHEEE LREXEA BRI
MREBCEMHR R BT . DSS SERELEZEH X, XP11.1-4 F1 XP21. 1-3 558 ThRE A
Turner £5-5AE R RBVRFAER K0

(2) KE: 8KRES X RAMRKEARMEFLIRS X-HiE SR Bma L2EN,
BRESFZAHRBEREZAEER, HTRY X PaMEKIER XHOEREE S S4X %K
(RP4X), TifE Xql3 RAECIAER X RiGFH L

(3) X Pefrfhimskid . WA 2 4 X Pefih,2 K08 X Je @i 0 8 i - fL 2
T, BUHTE G A A: 5 O LA 4 PN 2 4% X A TEME . (B4, AR s B I K X
BEHLATS  TEMSHAMENA — & X SR EHHUR, 28HE% LRTERE. IR0 LR
SEEFANT-RABRR , F M EERRILTE SBHERS. TR, X HRER M
HERE FRE, Xql3 B XIC B RTER LT, ATFRZ HEE O, [, i
PEEBER T, 40 X MBI E E BRI 1555 37 AN R Al Lesch-Nyhan £5&1E 1) X Sk iGHIE
EREYLAY . RN, —RAESL T dERE 4 X BIRTE , I7ERE 1Y PAR X 1] 25k 1%, PBDX |
STS LAJ ZFX R ALK TE . 16 PAR FIZEEKE B A-3£H XIST 1 RPS4 AL KIE,

KIGH X Qe Al RO 1 S Y T, 7E IR 40 M PRSI T AR %, IR
SR X /MK, FETEH SR R Al W, BT 20%

(Mo iERNBEXERNYR] ke MMEd B aRE TR (AF)
QelRoE TIEHR; MRelk LBEYR, e RikE THRED; MRS
WHIMBRRTE T REENUARTET H R T H—5 0T AR X 2 .

PEIRE B0 KA R AR R e fk B 50 DR PR E B3 [R 14 JE B X
SHCHIEBRE, {HINEB AR FRRE RIS & R EE E L iin, Bibh Te
RGN R BRI M RBE, HRZ, MR MEIERE W RER, e B
HURRE MR EMPEE, BEE A,

L. SRY BRAMBALIERT YROGKEE FARMERNIAYES L ERH,
1020 42 70 EAGAE R HY HilE, 80 AR BN ZFY B N%; HEZF 80 £R%K
ARBIHE T SRY BHEARIZH B e g i 1B, BN 5T i 8 ki
P, EENERNEOBIRZ A EIYEHF (testis determining factor, TDF), T
PR E oML B B B LR, e ME S T — BFIEAMLA L H
VRY SRR R R T AR

(1) SRY HM%5H: SRY KA F YP11. 3 XEE, 4 900 MgHxf, (VB4 8
T, KNET (ERSHILE 1-2-3), B5AM SRY £RER, HS5'H bpnER R
R TIX. &R FRE M DNA F5], SRY ¥ H 4 — N8 R F ks 44 551
(HMG) ., HMG &R 80 MRAH RN X B, ©5RHEEZRTESEREYE, w5
o A R E R AR L SOX B Z 4 60% FFI MR, HEmr-y 5t n
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