| @R

EE2t bigliss

Fon AEEK



R725.

%‘é[Z\L
WP W

T & MEH

WBmEE BHEHE B i I B

w E (MEREEAIF)
it X £ W T K
HEE B ROB A B

(Z AKEYL R B



BEERAE (CP) %R

BFHEHNNWF BB TS —IE
NE A Hi A, 2006.9
ISBN 7 — 117 — 07883 -9

L. & L # 0. HFH - ASBE
IV.R725.8

E A E AE CIP MR (2006) 35 083793 5

BERR S BE

£ 4 A

HRETT: ARDALIRAL (448 010 - 67616688 )
# db: EEHEEXFEFHEREI X3 S

BB %: 100078

] 3k : http: / www. pmph. com

E - mail: pmph @ pmph. com

ML 010-67605754 010-65264830

B R ZHTTREENRMEEARAF

& B

FOK:787x1092 1/16  Ep¥: 27.75 HW: 1

F OH:651FF

R R:20064E9 A 1R 2006 59 A% 1 BRE 1 WEIR)

#RAEH S ISBN 7-117-07883-9/R - 7884
E  #:50.00 5T
WRALERE, BRRs, ITHAREREIE. 010-87613394
(LRENE R MR 5 M ERTERER)



N & #®Z

A HR—ARGEHNLUE R AU ER A X F F R 8RR A R IR
R RE. EAERTHFERNMENMW, HIRREEREMDFRMZBKRE, L&
T AEYER RS RAHRERFT IR, FERWHER, 2f3t16 &, A=K
EFFEYRE, FEMRERWHERAMALNIBRESHEZE . EXFERR
FREEESEMOEEAE, FEPLTE AL TIERRAEKRENILH,
BRER/ BEEMAE, EERNRTRKPGEIIE (B, £, BN LHCHE
WE) o BRIWAIWA THIRBRTREFLRRURHTFRRET R HOHEIRER
RIS o BRAS AR LS . B R RIS W MG TP/ RS BRSL,  HHL A t
B AFEMER. LR EMEAETAR, HEMATER, FERERRE, AL
B HEENEATRFHERADREESERIRERATNRERIEE LR
RS, ERMERZOFEHRM, BN, ERE, #EEREUREFAR
KBFF i RS WA KB EFRE R BLMEFERE%,

ARG R FEMIFE, EEHme, HimLH, B3O, BEEREEX
R, AFEENMFEFHREEERRMA, SEARRALERRNIAME,

A& E R FRMARGILRRIARHE R B ITE D e H F NIRRT 2 > # 3 F
BRI RLERNERSE L.



B
E

NS HRAR, BRBFHLE, TROLE, LEXABRAERRAFTEALFTY
SHEAETHRTRAGAS, XEFEABAREIMAR AN/ B T8 F%e “F
FRLFET, BRFATIIUHEH, ARLXFRAILERFIFHANLERAE, WFA
BXREMILEEZRERIRTH AR, RARASBRAKA EFH LMD
B, BMRAAATABRGEARTUBRABERAGTE, REAAFTARBABLLAR NPT
AR, EHFE, MEAGHFEARAHE VRS, FERLAFTAERL ALY
MRAGAIR, LEEwfrFEGL, KAT—AFEXROBA LG RR, XEER
1R E S FABGIAREE TRARSN, ABEANRTHABBERRAEL T HY
EFEHR, ARZAGSER-ERER ELXTHARER IO TABERPS TFER
PBIEGIAR, B, F—ARHABEXRARALAFERTRAKRE- BRI AT
SEGM ARG LR, ERUARRLFT-FEAREREA AR LNRPRNF
Ao

HTFAALTREORY, FAHCAANHELELRATHBARTEZRENHE
%, OEREURMEAERGLEEAS, FARNIRFREANAEFHF PR
Mk, —H&H COURE", “aERE BE OUHASRE HEEPYREALF
FESBBFEARERFAP A LFHMLALRME, Bk, ZMNHBEALEZREE
REFHREFSFTAPA>LESGARLAROEFALTOLEZRALRR, FAK
FRENARELXAGASGHARER, AEREFA IR, G EFHFARGELL
B, EABETREERODMALS FROF T EANRASE, EXEFLL0LARE
Fith, RERAEARAEMRENAE LML, BABRILEL, FUAREE RS
KR F T RIS AR,

BAVEREFHRASILHASKREE, BF5HEA, LEREELE, ILHELE, RA
A EE, ABRMAFLEANTHREABA>EARPERGES L, #2A%
EREABDFVERBEREZALEFALTOETRE PAAH,

B

2006 £S5 A




B 512

MR IER T ZEMAK, 188

(1]

E-RR

m

%




LR R LR

A TERIIGSE S K, WL A BORLT
WAL, A FELA A 2

B. 5522 K, WCKLAR )T BRI

AR A /)N A

s

C. 543 K, CWARGR, 1
IV £41 it 114 P AL ok ™

#H 913 RALE GRHa FHALAGYIF, RFEWRE (#) HRKTRE
AT -2 251 24 w00

(2]




BB BWEHIE MBI oo e e e e e e e e 1
A BB B veerrrrrrrrere e 1
BT MEAMEIE R e 3
g R I N AN = O P 9
BUUS Pl AMEFEISAGAMEIR TS crvveeeroererrnrreee e oottt 11
BE FUBRIIIMEER T RIS oo 14

B HBIDHAEGAETER -oooceererr e 19
SN AEFERIH R PN coeeeerree e 19
WA AR REE IR HE rrree et 33
A FNEIKFIMEIRER o ooeeeeeeerr e 36

WETE BRI v s 43
BN TR R A B B AL IR - v erveeeeeeeerrreree e 43
WA PSR E FEINEETHEE e 61
BA BAUE B REINEETRES oo 66

BNE TER-EE- RIS ERET e 73
o P R -FR R BB BETREE e 73
BN HEREIEIHUEIFIA WS ocrrrreren e 77

HHE BEHMIIRIEIRITM vvvvverrrrrrrnrrrr e 86
BT HHREIERBEIIAM e 86
WA BERBHYIER e 93

BAE BEHIAIC e e 102
W EBRTREER R - e 102
BN HERE R E - e, 104

—1.____




BTN BB ERRURAEE B e eeererereem et 111

W BEHIEBRAEIC oot 123
F—T BHEEEEBERRAT e 123
R I =L 1 e R PP 124
W= BERE (BE) REEBHERE e 126
IS B REIEAE I EE oo oereeerrerrrrrr 133

ENE WEIOIBITHFUREE oo 138
S A T BT e s 138
BN EEB DT AT SR et 140
BN BHEOE IR 145
BT BFEHOTIE oo 147
BEY B BEIMHAT R IRIEYR - crrererrrrrrrmreternrteerrr 148
BNV BB EFIMEBT e 153

E T - U 158
A AR B AR LB e 158

T RSP HE P LRI o 181
EEW REREE BB GUBHE) PERB oo 185
BWUUE B (SRR BERE e 196
BET B ESIERT oo 197

F4+HE HEEABHWMEHEBIEIR oo 212
e Rl R Lot L = 7 N - RO o 212
B R B IR R B R BL v rereeeerr et 215
BT KRB RET IR oot 217

H4—B B RBERE s 7720
B MR FIEAME v ererre e 220
A MM R B BRAIRRI oo e 222
WY MR RIEE R R ST R B BB TG - evreeeeernrreeenaens 223
BN A BFRERETE - evverrrererreree et 28
BEY BERETIEITL - vceerorrrrreree e 279
XA MM R E R BB HITGTF e eerreerrrreeres st 234
v B e TR R e ol o 236
HE AT BB e e 242
AL PR B AR RIE U - vorerrrrreerertrreretrentmmi e 253



S4B R ABEE e 258

F—T BRI BRI e 258
WA HETBER TR TR HIIL - veeeereeeeereeee e 270
HETA BREUNELLE A E e 284
g A LT - T R LTTTPP PP PPPPTTOPPPRRELR 200
E4=F BELMINSBEREENEERRERE e 297
W B R AT GE BN 297
B RS F IR R A AR B o 300
WA AEKEERSRIEERDIEE e 307
WIS R RS FRITF BRI R R e 308
R HHEP GG IHLPL e 309
BN EFRREITZRL oo oreee oo 310
A BRRBENT R AR BAI - veoovveeerrmrsesmre e 311
AN ERNAEKEEERILGE R R BRI e 312
BT H}%@ﬁﬁ{ﬁ ........................................................................... 317
W EMEERRTE LSRR BRI e 319
W KRR KRR E T e 320
BTN BRI AR EL oo 323
WA=V BRI AR B HIBI e 325
ENE BEREERMSUREEBHEREMSER e 337
A SRS b IR TR A R IR e 338
95 Kallmann ZEAHE S KALD JEH ocovervrrmiii 347
BN Gs BEIRHEBLE oo 350
P AR R oo 357
B B RILR e oeee e 361
BN B R BE R - veeves v 364
WAFE IANBIRIRMEE T E e 370
N EPEIRBIHYSIIR R ceeeeeeere e 370
WA AR R SIIREARTE oo 373
HTA AR EBIRGET oo 382
WY RS MIIEE, BRI R e 385
AT ENEENATREHLERIIBEPRE 389
HA T RB-TRBAREERA oo 389
A W RRAIBRSEAGEE oo 400




HFR— 1995 FEhEJLBEMREBEIIERR ------oveererrrrrmeerermronnineesiniinianaaanns 405

M= GREULICH - PLYLE BB B4 0E - oo 413
ME= RIEG-PEENBBRERMMBEESTER v 417
BRI R R E AT - 419



SEERDNEENE
Ben i%ﬁ 7%‘—3;" Y,

o o
— % ¥ hAMAskFmb

FHEPUEM LI RO E BB, BRI  TT F-2 -E BR
B, WIREE. BIMAERANSMERISN T UM R IR TR, W REER
B HORAR R PERBRIRG , ARBE T VAR KO, SHASA R U DA S i AT
S, M0 E A R AR B KR T — R TR | A A RE T AR
BT S BORRAR A s Lk 725 R L R AR A 3 o A ) P SO R T AT 5
i A DA A TE RS A A B R G E R B AR BRI A B O W
309 4 P 4 UA FE L O BE R IING PR~7 o

[(EEBEEBRENS]  EHRGN KA E RS2 RAR & LW ET R
KR T 4 M EEORE. B RENPE, 5T ERMASMERRMURE
R E A E AR R R AME RS E . B M B RERRIB SR E EAX R L H B
B, MWBULBIEEHENY, WML ERAHAE FRA, WAMERSILT AL S
et KT R A A UK/ MRTE B U . =M BRH AN, RAMARL T2k
Bokrorti, BFSER TR AR E KA, A T AN (FHEBAL)
O 1 A R R BRI B 2 7 RS —MEAE 1 R 7 8 U B 2 R A RS .
J DU A A A T B BRI A SR AR AL o

[TEAS RS A AR A ARG — T4, ERAATRRE
LR, X A P A8 A A RUAS X BB T A 32 £ 90 BT T A4 1 A BT SR T
%, QT 10 A4k R B 0 S A 1 2 Rl R e R 0 R DT R B R o ACSERHIRIEARC
W A B O B, T A A MR O A P RO, R R (B
HAER) SR RIS 5o BLsh, FILEME R, AERAAMOR 1 Y
TR AT . BEEAERT R AL BRT IR, RBERFN S L B AR GA
PIAMIN TR GG ] TEARR 1 K BRI RBR . ERBLIRBIASE I | SRSRBESC I A By A S35
A EEER, M2 RGO AL T A R A 2 A RS R ML P )

EE T EASE-L R bl B



FELRANRN

EFME  TTA IR R SURT AR NS UM, 10 JL 26 et 2L
FRFER Lo HAN, 0T b2 8 T3 B M 2P S0 LR B
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BLERR, ©TUREENESHAMIERRBERELEREHXAR, Mnems
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RMNERRERBTIR, Woh, EERIURERIE T RIMEFARNSHEHEERS
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Ructt. ORBMHER: BRIEA. SMEEBRMON BHERLERLEH, ENRERTEILY
AEAHHL (Sertoli cell) 43RO H R MH H T (MIF 80 AMH) DL K 52 0 JA) fi 48 ffd
(Leydig cell) riBHIEH; MIEEHKRE (FEMRINELHEL 173 MaE) B,
EEFEERESHMMEATER (GHEHE. SRENEE) . I, SEL Sa-k)F
BV AL S 28 (DHT) fSMERB MBS UK ET MR BEIIER. FHEE
BN R R S — R X )

X FANHEMF 57— M s e A Y R RS R SAL 2R, B LUK
THEYFRERHS, BERTUSZHR. Flind BT &R 82 N8
FEANRFEM2BOBERRTRE, $/NUER “B7 s %7 Wk,

[MREEdE] HREEaFT XM Y REE, XXWBLHE, XY WyHEE, B
ek ERET ARKNERN, ENS5HkT
e, LHEERKNMAE R,

Ypter (PARI)

L YRek YREKMMARTEE= ns3 T fRRER
PRI 0. 5% WREE , A% THELMEE 12 ‘
R RNE R EE (EERARE -
12-). SRS T RARERERE, Wk I
WHCRBRINTEK | G LA i | wEEE R

(1) 5¥: ACWREBREFLNEMW | 1n BRHEIX
MR, BEELEEEK (pseudoautosomal re- 7
gion, PAR) HEHIRRKX, 12 | enax

1) BEFERAEX: PAR I FEEWRIT (R A& %1%
WA T, W4 BIFR M PARL F1 PARZ, |
FEMRA Z RN el e B EEEM. Y Yqter (PAR2)

fPAR 5 X R 00 PAR SRIREE, BT
S R IRTE VR B X A Y 0 (5 f RO B stolsiyiie

XA R, 0L B 3 R 5 R A R IR I 2 PAR: fBHE% B tafhix
HEMH, WX ROEREREREAR X REKBRBIZIEE,

FEY B PAR iz i ) B BRI 4 s 4 T £ 78 303 R 2 AR ) T ( o-subunit of the
granulocyte colony-stimulating factor receptor, CSF2RA) , [ i3 B M EFMNE 3A ZIKK) o
WAL A B TIL3RA, 15 59 2 B 2 5 27 15 B# 7 BR 5 ¥ 8§ (adenine nucleotide translocase,
ANT3) , ZBE S Rk BEA R ASMT)  DIREA B XE7 FBEBER FEREHTIA AN A
FEPLFE(MIC2) , £ PAR B — P EENFERE SHOX J A (short stature homeobox-
containing gene )/PHOG E:H ( pseudoautosomal homeobox-containing osteogenic gene ) , %%k K
FEARE RSN ERRA RN RS, Bt R E 7 A S M RN,
5 AT AR MESMAE X EHE PAR] XA 170Kb 2 SHOX H:PH 485 Bt , SHOX/
PHOG 435I 4%8% 292 #1225 EREMME M SEEESHEE A XP2.2 5 YP11. 3 ERABE
He FEFR R MR B MR TR E R B SHOX R BE R K BRI M EEREZ — C AN
BB PR SRAE (A Wi SHOX ) , A HGE 4 MEIEF 8 3 AR

2) HARERX: T PAREREKER A RERXEENERX, EXAHE T
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S B F RN, 5 PAR EAHBESEH 35kb Btg SRY REH X (sex-deter-
mining region Y), KA &H B ER T EHEKIH 2 X (high-mobility-group region,
HMG) . M R I AR A4 A IE LA R AL, SRY XA AT HEAI AL
HIRsE4HH, {HY5 SRY RHETEK HMG H 2%, HEE™Y) (B HMG #H) 5 SRY
W SR T 5SEEREK DNA FIIEEH K.

SRY R —IhRE A/ RPSAY B[N, ks 284 Y M (Zinc finger
Y, ZFY), HEFHEANERUTHEER, UHRERFSI T 58EH DNA 4
BT

(2) KE . K L&WERA S AL R 1EEE (pseudo gene for steroid sulfase,
STS) , ¥4 H-Y ${J& (histocompatibility Y antigen) 73k SMCY R HM4EREHR T (ACF)FH
%) Y-RNA 45 &4k ( Y-located RNA binding motif, YRBM) , YRBM fE 2 LKL, B S
RNA 48 H, KBLHXEM R ETBRIGEERIRG, ZEE Y R0 HAER 2R
DNA,iX#: DNA EFFER  KEMKESHESREA L 6 Y FOKKEEER BHET
ERENEEE—KERENA 3 GZE AHARAL BERENRFT

2. XPfalk X RAKNIIREER Y hER, HASWERNS . KWL
R BB, Rttt B AR R IERE . X RE&K EH 200 MEERS
HRE XN X RN, 2 KT X Jea i b S m s N BB LT
WMo X P fRRLR A A 1222,

(1) 8. EEMEHHESEXWPAR, &5 Y i PAR FIRATE (XP22.3—
Pte) IR X HFRKX., PARHZED
A8ANER, 5Y REA—H1E

J— SHOX{BHE H e ik [X

Kallmam: &1E

CSF2RA, IL3RA, MIC2 #I PHOG » ;% R -l A,
(SHOX ); It #h# ANT3, ASMT, ! HHRER
XE7 il PBDX #MH o ok ﬂ— il
SHOX P 7E XP22 Al YPIL. 3 i ] [ PRMER TR AT
fir EBG 170kb B, MESSHAERA e
SBR/NIB T B IBREMEARE HEEIXIST
R A ( short-stature homeobox-contai- 13 XRBHRIEX
ning gene, SHOX) [HFF PHOG, H 21
HEWEATEREFRT, T8 wn K Tumer & A
HENEER, BRI
o % 45 o SHOX Bk W & 4 % 4 »
0.03% ~6% , FA%K PR S b I9E . 1 Rex
TR Z " _
E# PAR WEKF M1k BE 1
(STS) ®EH, HERMERETER MARHA
R, REMEERERE AR | mennann
ERE U K eEs X EH (ZFX),
ZFX gk 5 ZFY R B R X e RE, 122 XpaANERSHXEEASH

FARELRAMN—N IR




HELHAAMN

R WA 4 2 R R BB 5 B 97% MR . X NIEA Kallman 255 1E ) 5
B (KALL), X 3 MERMBHEEBRP X K TE, KALL 5 Yqll.2 AFREHE, H
Yqll.2 R RIEEH . BN XP21 X FZEBH Duchenne JLEFRA R (DMD) HIH H
A (GK) BF; AHXAFEEMN N ENE, RAXEXREBELREEAR
(AHC) FIR|BBURMEM: % (dosage-sensitive sex reversal, DSS) H:[H, 17 DSS-AHC
K3, Bl X el DAX] 2, ZEFBAMEEABENEYE LREXTA AR H
TRMEMMRAFTIRT . DSS 5HIRRFH XK. XP11. 1-4 F1 XP21. 13 560 EIHEERM
Turner Z5 1L MR BURFIEA Ko

(2) KE: gRES X RAEKESE ROERN RS X-HEBBERFA XER,
BRELSNBREMEZRER, HTREYS X REAKKEAXKEREEED S4X #R
(RPS4X), TH7E XqI3 KAEFENER X KFEF Lo

(3) X YefulkmysRiE A 2 4 X Jefald,2 RTHH X Pt ongm Lo
T, FIEERRAIA R A A 2 & X A EME, (BAERaE T, SRR K X
BEPLICHE  FE AR A — & X SR ESHR, 285% ERIBRES, sEgmLitR
SEZEFANT —RAKRER, FLHERARILT 5B HEM%E, TR, X MRERLHE
HEEFE LR, Xql3 B XIC B3R G R OFH, AIRRZ HERE RO, HE, 5%
PEESPOR T, 40 X PREBE AR 5 R B 57 A B A Lesch-Nyhan ZXS1ER) X RIGHE
AEREVLG . [RIBS, — MO0 T IR ER SR X B RS, e ) PAR IX W% 5K 1%, PBDX |
STS AR ZFX BEFRALKIE . £ PAR MIfEKE L imA P2 H XIST # RPS4 AR,

RIER X RaAEMRBEN R YRR, TERAMBARH TR %, SR
FRBE X /ME, FEIEE THERBREER F i 0L, PR 20% . :

(o LARMEXERNYR] HivE ML I RERE TR (§F)
Qe fRpeE TN HREE ERRIEYR, YREYRIE TR RS
WHRMERE T REUUREFTF L HE— P HEPERSER XD

PEYE B0 RAEHE R GARFE R EK K 50 MR, P28 E m St Rl g R SUE
SHMERERE, (HAX S E FR RN 2 2% LT, Tiedie
M PR ERIERNREFE, BRZ, WEBACHIFERWEE, R
BURERERBBEMRYEE, BIRERSEE.

1. SRY ZEFEMEAREHTFT Y REKEH AR ERAIREEREREN,
0 20 42 70 AEAIAE R HY SR, 80 AU RS ZFY B H%; HEZ 80 FRXK
ARBIWET SRY BEABER B ERN R, BSOS E f R E K
s, GHEREFNEABRZNZARER T (testis determining factor, TDF) , &
PR E AL ERGOR R B IR, e RERMES T — RIS A R
P P SR R R T R

(1) SRY P : SRY ZKAI T YPI1. 3 KB, A 900 NN, NS ANE
F, KRNST (BEREGHRLE 1-2-3), BUS5 AR SRY 2FEH, H5'Hm ERMREXE
BT X, ER&RREBIR DNA 75, SRY HR& & ERTHEKHE D T
(HMG) , HMG &2 80 MREAMMX R, ESHERRATREGERERE, 05
YEGH LA KR Rtk LY SOX B Z A1 A 60% JF 5 MR . HaEms =Y 58 EHE
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