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RERTHD, THETE X REN 2K, B
TR XREMAEEY REBHEE1IRTORFED,

EZAHTHROECHUERELDETH D
EThE, ZOoRERHEREL TWBHRFR
BBHZEFBBTELIOLN, —&, Hrik
BT TBREMEIX D THHDh, Th
EBRY RDTHS I 0?Tinbb X Fefafhk
QERDDLDLLMERDOD, Y BeaEii o
ZHERRDL, W2 T X Rk 1AL b
TR BEMRDL, Y RN D b b BEM
Db, EWOSRIBETH D,

Bixs —F —ERHE 751V =8 —fF
BERHCOVWTELTCEZRETSChbMs, & —
> —fEEREI45, X T X efafkd 1 AL i
TR TWTHE, 7254V 7 =12 —FEER
1347, XXY TX $afh% 2 KEOVRHEHETH
5, XoT, e TR, YREEDOHEIIEL
ARELTWBEELZDbNAD, B, =oLE
DX LEEELFOBETS, Y Reahr o
BEHETHD, Y REEYFRVCEILET
B5.

Y Rtk DFEET T, ROAEFERIIEE
FHELEH LD, TOHEOMBEUT D5
RESLOHBMBER LKL D, H o
Leydig #ifa X b 5k & % téstosterone 23 %
5 T Wolff 0L, BOBEEE
A b, F 1 Sertori AL HIXHL Miiller
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Frrev (AMH) 239 & h, Miiller &n
BEET 29, ZhrBHIEoAkEosTH
5, 5, BAHLLWMENREIhLDFALE
VINELE L Teus & Wolff & i3 4{be-F, Miiller
BTOHZBGALL T, IPERLTFE R X O L
SERL L CAME BRI R & 70 %

¥R AR ST o s X B 0%, Bk
TRLZOBREEADBMER A DR, BELR
BN TED, L TIERWMRAETRR»SEO T
NTE, EEEHCcoEIREETICEE L
%, EEREUTER B2y T3, testosterone 1344
2 Tli5a DHT Ga 7~ Fr x5 mr V)
CERERIC O L CIEATHEShTw5, El
BEHbOT7 v Feyr vORESINCE HEERE
I X5 EIBHERERR T, AMBIEBEEL
T5L, WEIREFOEFG~OBEBEALE v
OEEICX Y, BREEROBEILERD Z LA

MBI TWD,

STHETAN L 1L, Y REBH1EKSL
WROZBAF~DHILD A1 » FOBEEH R
L, AR ZOBROARBROSTIEFET S D
DTHDHETHIE, SR, YHREBEEDEZ M
W, BARYRETHIRFEBLZTTHS. %
hI3EER b, BARERT (testis determining
factor ; TDF) & iz, LU, TDF 23 Y
futafk oo oM, FhfiokE S THEE
LTWwanE, EbbhosTWighsiz,

DFEWFORBIC R, HREKDER
FU_ADMELIHEE -7, 1983FIHHTY
yefafk Eoo DNA B 7 » — L& hi, %
D, ALY REAEEOBRETFHZ v — 1L
EhbX5Kich, TAHDODNA Fr—7%
FALT, YEBEOBE I TE,

1986412 iE, Y BEfADER O R b EAUHIC
X gtk LAz R T, Tib,
& e A $H I (pseudoautosomal region ;

HERmiE4S% 8 5

PAR) WHEELTWB Z &bt &,
D3 AR (BFEHEF ) i TDF BFEEL T
WBHZ EbbhoTX, Shid, HBihd 5 XX
FHBEORBEDOEN Db TEIDD
THBHY,

19874F, Page et al.l¥, PAR X 9 #250kb
(kb; Fr =2, 1R—2ABBEF¥ERT
B5—2DKBRIHI=5) BIFRAEAC, WIEI
BOWTHELERFEIRTW o2 RHL, =
CEGBTFERER LI E2HE LY, 20
#&m 5 ZFY (Zinc Finger Protein) & %4
o ZDBBETFIXTDF 0EFHLEE LR
eh, TOBOWERT, ZDBEETFIT X ik
LIzHEF7 DNA 2o TWB 2 &9, $ AR
BCRHEREHR ECHEET L L0 EnD,
TDF Tl 7o\ AJREMETRR X i,

19904F, Goodfellow et al.® 7" v — 713 PAR
FED Y B RA35kb OEBICELE 1L
r, B BEIRTOEEEBTEADF, SRY
(sex determining region Y) & &% L 79,
ZDBIETH TDF TH 5 wJEetic o T,
& 2 OIRPAEBLE BT e 230D 19914F,
Koopman et al.i¥, =7 2 Y $Bfk Loe b
SRY & #H[F 7214kb O IR (Sry LR ¥~ v
APRHFICEAT A EBR YTV, FahkHs) XX T
HHBEE bbb T, rAD< Y AEFEIR
5 YL, SRY BERTFHEVGHELRD
b TC&/TDFCtH A L EETLHL
712,

HY #FLE L1950 Z Dby » To ot AR
HECHD, YU¥E TDF ORMEEE 2 bR T
W, BHETRENOSMLE TEBERTH
HEEZLRTWAD, BFERCBEETS L
WotBRVDY, Y REEKERBOEBREAET D
ChBHZ e TWAWRELGBTFELT Y
2 —LEERTE LT, BiEbbiro Tz
U,

X1k, Y3tk n SRY EEI RS %

NI | -El ectronic Library Service



Japan Soci ety of Cbstetrics and Gynecol ogy

19934 8 A AUV LT a— 883
: Pseudo- // [
Yp autosomal .7 1Al SRY
pairing //( 140kb) 60kb
,,f”'r N region e ] AN
Y - - \\ ’ \\
% // \\ 1 \\\ \\ 35kb
& 2 N ' 122 zFy N
3 /' AN 211\ (140kb) \ AN
‘ Yq A B N \\ \\
/ \ ) N N .
/ \\ 3 AN N \
e \ H 1B N \\
/// \\4A N \\ \
’ \\ H \\1 C \\
’ N \
/ \ \\ \ \
~ ™ O Nl ‘W
1959 1965 1966 1986 1987 1989 1990

K1 Testis-determining factor (TDF) B R OFEH, SRY 2340235 % T, Y Bfafk
DEAFERTFHSRY HECEEEINS T TOEE, BL{BLhLHTICERERT
(TDF) »i8E X7z (McLaren 1990, X b &%),

TOBRB % McLaren 2% &7 b D TH
%19 19594, Jacobs and Strong 23 Y Hfafk
DBBEERA~OHESIERETZOLEL TL
Sk, Y @Eh0®, HY $iE, ZFY, SRY &%
EbHbh, SRY " TDF OKRETH 5 LHRIN
5% T, FSELULEDEALZEL TS L
b,

AT, SRY BEFIA v e v (BEE4E
YoORBETFOFT, EBEBELERICENLR
K IERARIIE S HE T o, $600EZED
CEVCEEFTHY, HEINDIELEID D
o DNABESEDE LA D H 5 HMG box
EWVWOEBEU LceFr— TR FOEE LD
NTWBY, Lichi-> T SRY BEFOERA
X, ZOX ) TRICHI2EETHEED
B 4 B L E TS TR D B D,
v a v A= BT A N Ay — FEOKSS
(LOFERA L P BT S FEET S A REMI
BETEI,

¥ 7%, SRY & B 2% Miiller EWEIRF 0
BEF CBOBREARCMNET ) KEERES
LT, ORAXEEITLOHRME D TTUL520,
SRY BEHOHID AL » 7 & LTOREEE

v a

| ente 2o

Ik % 53, Sertori Mg SL-LBEBE DFRET I
BIE LT VAL DA LTl D,

b+ OETEME D R ABOEBSH T
i, BREAR X OLHED 2 K0 X AR
W, MHRIREAR TR (DNA S8 35H)
HMibh s, ko Bk O REMITiciE X
ik b Y ootk & CHE RS2 H 0, Bk
DK THTIIHEOB TN EZEL, HHE
KEDBEFEXFITEXRVTE (FHRADE
b b)) ot (F2), &FREAFEE
(PAR, ®ik) &iEh s, 2D PAR DIZAD
D UEMH (EFEEMD i SRY nEEL T
5, ZOXMIEDE DI PAR KT T2, B
K—EREDHE CRESHUOBRICEZRITE X
AEh, X6k e: Y R4 E0MTSRY ©
Y EYRThbhATLES S LD, O
B, UToX > etk g b BELETHEEZD
ns,

O XX B4

EXEFORE, REABENRHHRTH 5035
Bk D46, XX THAHBITH D, XX BHELFEA
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HERE4E8 5

X Y

M2 *7X=, BHOBESHOE, X &
Y etk GRS T ICE L THY, B
HHEARER (PAR) O cHAT 2 &
T (F7X~<), SRY 12, PAREAZH
BROTSCHREREMUCAIET S,

T3,

FEARIER & LTk, BHRE CERRBREL 2
\~ azoospermia), EHEL DT L B2V, &
FoSEE B Bl & LT RE TR e & DA
BELARTHALD S, XX BHEEHO X 51T
FELLTSRY X REBAHILBE-TLES Z
L1z Xh SRY o X 2L, XX THEH
DRELLDDEEZLRD?M (K 3),

WHBECT-XXBEHOYREBMAD
DNA ¥ ciX, SEREE Db o IIEST
1 FIRER 26T SRY #BHL, RETH
e EDNERBREOTED S BE T, SRY
RADIHNL I T, TORBRL Y, XX Bk
THLAMEBREOSD LD LB DOTIE, F

’ N,
N
N

//
SRY(+ﬂ |j SRY(—) [:| ﬁSRY(+)

12 NN

SRY<+>ﬂ H H ﬁSRw_) H ﬁsRY(H

XX male XY female XY female

[ JSrRY BB ZER»H BSRY

M3 HSEREORISDLL & ZXDOR,
SRY "X Htalk bieB o 20X %%
HB5eEXXBHELD, SRY () Lo
e Y %% E S5, SRY 1Y Jufatk i
BoTWTHEAERR LI X hER &
5&, XY &t en(BEXEI2. L b5
.

HEOBFEIES>TWAHBZ EXRENTY, KB
TS XX BEoLZ2ARO—FIT, EHE
SEWRB LY REaEr SO ERE
(A4 2) B L7 B O FEF] O FAE
BRI OWTRBTAEIADIHENTH S
(F1-1),

@ XY &tk

FKHEEI XM TH DM, %246, XY TH 5
EAXEELERFERTET S0, BArHA
EEFLERXY REEOFELEFE REBHLO
FREEVOIHEAERICERE XD THIL,
T TRERORE, STMLCEFELXRTIIOR
L5 T35, ¥7, SRY WX OMEFH T
BB XBEECBTLEY, Y RBELCF
L7\ FIRo0 53 R L3\, PAR OAEET
TRBIEL, SRY Y feafhd Bt 2 OMIE
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#1-1 XX BHEE D DNA O, MM RER ALV EH TIE SRY 1 F
L, RETHLEDREDALNSBETE, BEDO XX BErcabhn’s XY #
BEEOA o SRY BEFIIBEH I o7, YREMAKDEZ T v — 713K 6 IR
L7zd 0% 7 (Numabe et al. 19924F, Ik b %),

12845 |6|7|8|9|1w|11]|12]~]2

i > o] ~
' lalm (= > | lEm &l e g w|~ | Q&%
e\ 2|5 |E|5|E|5|E|5|E|E|2|5] |B||2) 8
A+ |+ ]+ |+ |+ +| =+ +]+]=|~|=-1l-130
Bl + |+ |+ |+ |+ +|+|+]+|+]-]=-]1~|-||-112
Cl+ |+ |+ |+ | +{+ | -1+l +|=-1-]1~1-1l-11
D |+ |+ |+ ]|+ ]|+ ]- - | - -~ -] — |68
E |+ |+ |+ |+ +] -]~ =|=-|=-1=-1=-]~|-|Il-14
Fl+ |+ |+ +]|+|-|-|=-1=-1=-1=-1=-1~1=-1l-13
G|+ |+ |+l +]+|-|=-1-=-|-t=-1-1-|1~1]-1||-|4m
H |+ |+ ]|+ |+ +|-]-|-1—-|-]1-|=-1~|=-1l-12
I |+ |+ - -] -|-1-1=-1=-1=-1=-1=-|/~|-1l-118
| R R B e e B B | e S
K|l-|-|-1=-|=-|-1-|-1-1-1-|=1~|-1]+|17
Ll-1-|-1-1-|-/l-1/=-1=-1=-1=-|-|~|-|l+1]1
M| - -|=-|=-|=-|-|=-1=-]|=-|-|-1=1~1=1l+1]1
N|-|-1-]-l=-/-1-1—-|-|-/-1—-|~|-||+|1
ol-|—-|=-1=|-|-1-|-|/-1-|-|-1~1-[I+]3
Hypo : RiE T

HehBHH, SRY X vl (BEAERD CAL *1-2 XY e ElF 5 SRY ik @ET

R U 7eFesd, SRY Y Retafhn b X Yufs EIERI &L D SRY EATWIGEED, K
FEELELDThHD. XX BHLE—D Rk F1-1, E120ThIERAEEE
fhLichei » “ FEHE KT DB,

RIEECH D, ZoBoD XY LHIRERIC

EFTH D, M, SRY WEFEL TS, #ETF  BE|PAB | SRY | Age | U V G
ELTRBLRVWEE L SRY THHDI, P + 0 | + -
BHANRBE LR - EE XL LR BH1H 5, Q + 9% | + o+
EHLOFE AT S NEEZLRTL R+ i 1(2) I

2229 %I 57 SRY icit, BEFOEER ? N N vl IR
BRI, 3OEKERRLIBDOEHEDREGE U n n 30 L4 mn
GEFTCRESDWET—DODT I /BEa—F V| + + s | —
LTWBDT, REX Y FRTHRABO VA W + 12 |
HF 2% 2%, frame shift mutation & FES) IZ X T + 30 + -+ ER

LBHR b o &K ERRERANBE ST L U:T%E VB G- R
%3080 (K 3), BhARICUBETIToT WA
PCR B2 X B E D B A AFEHITD SRY D
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BHTIX, 58427 SRY DREKDOBH -7 DIk
AT, THLIIEE VAV TOBTETTD
TWhHEZATHA (FE1-2),

BEERAER & L CERMEAR, SHE, &
D E#M:, HARRMER (streak gonad),
KoL HEEES (gonadoblastoma), A7 =
14 FOXRBREME, =FF e vOBE i
G X T 53939 gonadoblastoma 12
BE L Ti%, Troche and Hernandez 2% 5{L.52
BRI HEBELHDH EHREL T 5
2, 1400 FEF D 5 B, 53.1%75 gonadoblas-
toma, 19.6% % dysgerminoma, 17.5% 2 W&
DEAT, 9.8% 1T DMOEBETH -7 b
5., T b DERFEHRIITY etk Lot~ 0
BETFHVESE L TCWBRAEMERD D, FICHERR
BEEOHREIY RELKCLISbDEE LN
%, BEFEECOWTREREMAO, H¥
KOBAEENALICEZATH S,

[mrremns s v romes

Koopman et al.® < v & Sry DO A EE T,
Y fefafk oo Sry B TERNOFBE Y Ko
FThBHn, LBl oLk 5 ER
FixY Yotk LiwH % SRY O AR TILigw &
DWERN AL OB BN HDT, BRI L
T#<.SRY ZARSLER PRI HLIED
24y FOREYREITH, BHEOREMD
=R F OTUR & CIo i E R OB RZE T 035
LTwb EBbhs, SRY EHEIR L Y L DF
Hiiz v b r— A EhbBEFORFCISEK
B, TWOMALFEEL > B, HEOMEI A
= v EOBRRRORH L LILDO—2TH
%, ¥, XY LTI SRY KEFEORD LN
WA S W EREIRTWA®Z LY, o
BEFOBEERRBTHEDE 2 X 5. —T,
XY &t BE O e X Rkl o hEo
B, BWHREHERTH D I BREMEDOIE
BB E 7,V I —DERPYRS Y, Holhicis

HEREE4SE8 5

ALHDOEEEY RIFTERBFO—20RZ ZILHF
FELTWBHEEND S,

Lk, SRY BEFOFENFEEHZD LD H
HEETHY, ZOEOHILITE - THE 4« DER
FOBEET A, FhLENT LS Y Rtk b
BT, SRY #&DBEF LV
NTELSIEFERY BB - Th, o bRE» 4
DRAFEEENDD EE2bNA, RNIEE, A
BREHERLEDZDNICEED > B, BARHIKC
FERERRHED S O RBEEOBRE LT - T AHME
BB EZEZONRD, Y REEkrmH Ihcs
&, SRY OfFERZRAN, IbwriEEr 1<%
DEEDOHEDHERY L, TR THERENRD
LB EE, SRY LT A 27y — FORE
BERSTHDLI LIS,

| Y 2etroaEs N

WA LREOBKRERYZE 25 52T, YH
BAROBEL M- TR LEBLOT V., HE
B ECl, Y $efafk Bicix TDF DSt o & ETF
BEREAEFELEVEEZ DR T, B
T THBERAAER (PAR) ik fifazkm
PR = granulocyte-macrophage colony stim-
ulating factor (GM-CSF) o7 Vv 7 74 7 =
=y } V72 —(CSF2RA), BEXRET S
BETFREN, BHOBRET L IR =T
ANBEBCBERTET A r s = VERT
(AMGL), V& v —2%&H S4(RPS4Y), zinc
finger protein Y (ZFY), Ekiizi¥, Kallman

JEBEE (Kall), MiRfEE (gonadoblastoma)

ERTHBEF DB EELLOND, ¥
FTENETH 5 DEEM 1Q ORETF, £ Ol
HspE % %k » 7= pseudogene DETE D H LI TW
530 (25 ¥ ZFY, RPS4Y, AMGL,
pseudogene D\~ < DT X Yetafk L FAHE MO
BHLDNRDY, X Jfatks Y Bk L i3—X
DOMRILREMEIDEL, Y BEBRILLICE W
5E 2 HBEBMNT TS5,
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# 2 Cloned genes on the Y chromosome WHBETRELE, N4krRTIo5k7n—7
N 7 — - S s
Pseudoautosomal region RV, Y %’%@Zﬁ\éﬁikbzﬁ G %;@_ﬂ@ﬁijﬂ‘ 2
CSF 2 RA (Alpha subunit of colony stimulat- TWah, ¥, wf, XoFHELLEBBRTZITVE
ing factor) hiBEFELZOFRETdi, BERYFIBLK
MIC 2 (glycoprotein involved in T cell adhe- s e — L% THS5 YAC (yeast artificial
sion) . chromosome) &AL, Y Jfufk FBEEF D
X-Y homologous region . o
ZFY (Zinc finger protein) 7e—vLZHEL TV,
RPS 4Y (Ribosomal protein Y) PUt, BEITTHLMLER-T5, WS
AMGL (Amelogenin) {LicBId 2mA & Y Bk LoBEFIIOE
KAL-Y (Kallmann syndrome) e L7
STSP (Steroid sulfatase pseudogene)
Y-specific 309 <
SRY (Testis determining) :
S EEEORR
ASMERRE, ToMmMESLEELREHE S
b '1““ - T ERRER
udoautosom
region w ~IH OBE
\[ ; /gé\?(YTDF)* © XX Ft
,_.__%gi‘{(ss a. BHEHSUREDOLZXDRMIC L B SRY O
b — §§§§§Y AR,
DYSIa13 b. SRY &L Y LA DM F OHFELRZ
DYS130 KR HLIZ 7 5,
- S @ XY ThickiF 5T R SRY D7 &
t Cen DYZ3* N .
o P 2. MEAUBOMRSLRY  —
S \xggggg* b. SRY HDORERER ACTR5ES)
Sex- %gggigg* c. SRY I FoRERTFORE +
DYS135 ' .
\‘:DYFWA | d =¥47 T
q —*—C\B@?A e zopkmoRE +
L DY e W
1 KRR 2 DI b, CHREETHCE, FREAEA
Q-band - DvZI* EREEHE, PARBEECEE LT
pos.mve , e i
region
1. Jost A. The background of intersexuality.
l ] In: Howard W], William WC, eds. Herma-

phroditism, Genital Anomalies and Related

M4 Y ReasoEEn, EAABRRRBFE
BB B T LBV OB ERT. vV VE
Listic, PCR ¥:CENTAIEE B & A
L7- (Nagafuchi et al., 19924F),
cen: BIF{E, p:! K, q @ REZRT.

Endocrine Disorders, Baltimore: Williams
and Wilkins, 1958
2. Langman J. Medical Embryology, 4th edi-
tion. Baltimore : Williams and Wilkins, 1981
3. Cohen-Hauenauser O, Picard JY, Mattei MG,
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