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P& ST EITIBN T, Yz DI Y W OEE O &2 T & DFEEIC
RSN TV DLE(E OFENORINTEEEZE T, )M H D & E1E, Yk
PERIDOBL D TN DZEE DR % Z T - OV CH LRI 5,
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BIE ML OMR
(NZTIRE, EHRRA, Binf )

PES LR (DSD) BWrD 7= DI LB L, —MRILHE « JRIRA., P9
SRR, BgRRE, SARRORE, ROERE. S FEBRFHIRERENDH D,
TEGIE LB 2R L TIT O, LIS ENENOREICO VW TELT
Do Filo, AMERRRE 2 b ONICK L THER SN D ERMAHE 2327
(F 1),

1. SMEREFEZ S ORICH LRI h 2 E&HE

3 %A R

— xR - JR EE (Na, K) . g A, i, 2L xA7o—1

— AR PR

PN o A NAF o, LH, FSH
e ResrARRTaL* T ReRAT oY% AMHF
GnRH B kB, hCC &frakBR . hMG A firakER
17-0OHP*, ACTH, =)LF>—)L PRA, TV RAT . ZOMD
AT A RF)VE
RATOA R 7 —)L*

[GHRE . MRI, BERtiREER. SR

A EL fERrEs. REREGE. MEARARR

PSRN VN G-banding, SRY (FISH f##T)

s VBT U RS Rl RE 22 AP S0 A% BE (2 (K

1T RORBRBRAEHE

A, —fRILIE - RIGE
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g - EARE (Na, K), MyEA A, Ml &= L A7 r—1
PR — R IR

MR (IR Na MAE, & K MiE) . AREHHET & F—o 2 RiMEE, 8%
REZRBRTHHRTH Y, SRR BRI & ORIFEEBZERNT 5
VENH D, 2L AT a—) 1L, Smith-Lemli-Opitz JEMERE CIKEZ ~RT, #
2Ry PRI E DR LB OIFAEIL, Denys-Drash SEMERERC Frasier JEMERE &
R 5,

B. N WRBHE
Mm% : HER% 5 A A5 oL, LH. FSH.

DHT (B FuT7 A NRATaY) %, T2 RRAT Uk, AMH*

GnRH B fif ek, hCG Afaradii, hMG £ faf kiR

BIFE % 17-OHP, ACTH, =/LF > —/ L PRA (72 L ARC).
TIVRATa Y ZOMDAT oA RARLES

R IRATaA R0 7 4 —)L%

*  ROcBRFRATE H

TAMATEY (1) OFUWITREEM Y OFEZ /R L, LH, FSH 0 R &iH
ISR IR N 2R84 5, T, LH, FSHIZAER 1-3 » A EICITAERRRIC R
MY OEZ AT 720 (K1), hCG AfradiR, GnRH AMRERZ EA41THR< ThH
PR RE/ R Z L b DD, Mk, BUE, JAKEMH S TWD ECLIAEIC L 2 TH
T, BREIBERORT a1 REDOZNFA T TIERZ XSO 72912
taEEa"d 2 enby (K2), TOMMEITERTRETHD Y,

AMH 1%, EEEETO 'L b U MITBERE DFERE & 72 0 | (RMEITH R LD R H %
RET 5, RICHEEMO—HFlZRT (F3) Y. AMHIX, IEH CTILERBLIET
A RATROSWHEIMNE EBIETLTL 5720 (K1, 2) 2, BELER
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VIRE 1T AR & MERRCRVE 2 B 8 L TR ARG T 2 4303 & 0 | HIET S EE L v,
hCG AMFRRBRIE. hCG 3, 000 BAfZ/m” & 24 W4 3 A RIARTE L. Aok 24
IFf#% (4 RE) 2T Z2MES 5, SRR o R 2 SRR IAFAE L2V as,
150 ng/dL LAk @ IEH . 100~150 ng/dL : ik, 100 ng/dL Adifi : {KAEAS,
BRENRERERD, Fo, WM v MATEITAFE LRV, FIRFIZY
t Resyxhzxrey ODHT), 7> kAT o4y (M) 2 ELTEL
&L ENEN S BICEER KIEAE (T/DHT 10 L), 178 —k Fa¥ v X7
A FBAKERESERIBE (T/A4 0.8 Klif) OZWDOBE LD,
THERNLEY (A RNT VA=) %, FERBICES L bREERL,
LItk SR & CIIINEERE N IE R 7o L MEIC B W C B IRME A 7~ 97728, DSD 2
DI HOF AYETAK, hMC AR TR 7 U4 — /L ORIENRD Hivi
(ZIRTLRR Sy DIFAED I RBE S D03, /NEHNC I T 2 FEHEMIZAFE L7,
BRI, BRIREPLELRGAEND D OLTEN L TR LERH D,
JRATvA R7a 7 ¢ —/d, BEIXEHSIROLTHAMATRETH D . 21-/KE
{bRESE KABSER® POR FFEOZW, EINCERTHD, Fio, TXTHORT R
A FR#FEDE —EICFHBTE 5720, 38-& Rux AT aA N/kFERESE
IRABIE 7 & DML S RYERITE BB R E AL, 5 o —3% JuBEHR KAE /e & D PRI R R
BOZWDOBEIZL R DT n~AVHHRETH 5,

3-6 months
Circulating levels A
T
| LH
FSH
AMH
Fetal 4 Childhood Puberty  Adulthood

a Birth
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M1 JREHI»SA#O LH, FSH, 7% 25 u v (T)., AMH fHD#:R

FLERHI RN T O WIE EH-T 255, ZoRfixELr FVMIlRTOT v Fe s
VEZRRFBINZ LD AMH X S e,
(Grinspon RP et al. Horm Res Paediatr 73: 81-92, 2010 X v 5|/)

F2. FAERTANAT R AMfEOE Y b7 4 —)b

H thw 1 4 6 8 12
ECLIA i (ng/ml) 12.8  8.13 2.67 34 0.09
LCMSMS i (ng/ml) 0.01  0.03 0 0 0

ECLIA V£ (FhHERE/2 L) . LOMSMS V5 (HHHEH V)

(BAWEZO cAERMM T A AT @Oy N7 4 —
Jb. 540 [B] B A/ NRIN WSS RS, 2006 KV 51 H)

AMH T (ng/dl)
(pmol/l) = 800
1,000 5 oeee—s .

- 600

750 -

500 4 % ARy [ 400

| 100
250 il - 200
50
04 . wnill 0 L 0
0 2 4 6 8 10 12 14 16 18 20
Age (years)

X2 AMH, T. &/ N UHEIZEIT S
Ty Rua g U IR (%AR) DFERIC L D HER



< 3. AMH JEHE{E (AMH/MIS ELISA Beckman—Coulter—Immunotech)

i

H i 2
H i 7
H s 10
H s 20

17 H~0.9

Lk
AR

1~4.9 %
5—12 7% :

Tanner |

>10 7%

Tanner II

I

IV, V/m&A

7% AMH
pmol/1 wg/l
5 L8 B L8
371168 7.4%6.3 52.0%£23.5 1.0%0.9
397152 55.6%=21.3
4271127 59.8*17.8
523+ 156 73.2%£21.8
7934264  18.2£21.3 9794343  2.5+3.0
699 =245 111.1%£37.0
516275 22.8%t19.6 72.31+38.5 3.2%£2.7
2491126 34.9117.6
98 £65 13.7%9. 1
42 +38 13. 7%18.8 5.9%£5.3 1.9%+2.6

Grinspon RP, et al. Horm Res Paediatr 73: 81-92, 2010 L v 5|H

C. Hi#

AE I, MRI, BEMEIRIEER ., MEEE
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PERR, NPESR ORI 2 BRIITAThON D, EERREIL. ELRRELD
RNTEDE—BIRE LTITOID T ERZWA, ZOF IS ORI
KAFT 2 & ZAMREV, MRIIEZ, KV FEMZRFHE2SFTRE T U . DSD Z2Iric
TeWASAHEHABRBRE Th 2, BIREER., BERIT, R, s A
. &, BrERER EofER, FHho7-DIZiThiv s,

Lotk

PREL Y EE MR A, BEEA R CHE L IRIE TR S, INELIE. O
JilazEH L TWA D, EfTIEMEORI/NSy (o) frao—iEkz
boltMiEhRe LTRO NS,

MRT CiX, T2 SEFHEGIZB W CTEEOIIRARES & LTGRO LD TZD
FIXRSGICRET D2 ENTE D,

T R TR IR D3 FENE LI REECH D LRI A S Th D, /NI
TR 2R T8, PR LT L OSSN L T L B & AR OPERLIRAE
BEITEDWTL B, FAERMICIIRAED S O LR VE L ORI
T a—OWNIENRBD BV D, FrAERM 28 E LR VE  DREPIEET D

&L mTZAa—OANBEIRD N R0 FE /NS 2D, BERYILIFEIL
OB A A 777, BB L7278 TIE, MRI o T2 SGRER T, FRoOEES
f, MU O FERAE S, £ DORIOIRE 548 (junctional zone) @ 3 JEH#E
MO BILD, 728, junctional zone XFHED 5 HiEkfE 1/3 L& 2 5T
25

Ttk

BHY - BERRE I, ERERT, ZE - TRERT -2 215,
HRAT 23R 6D DRI O e = 2 — (X mediastinum T 5,

MRI Tl&, TI s@FHEE THE L0 L0mE 5. T2 Mg TldefE 42 27
%R
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D. AAFrEf A

NP MERROFEAM . AABEIRIED—BR L L TiTh D Z 3%\, WEdR
SRCMERROFANIL, B RAE LR O TIXRANSH 0 | #HEEN 2D 72
DICERERCIRESRAE L MLE LT 5 2 & b TRV, IR BN S bR
B RGN R O E 2 NI IR T RO A VWETH V| MRS,
PR AER N LEETH D,

E. Yufa kit
WX, G-banding ZHEH T 5, YYOAKOFE L RR2ITHER LI-WGE
1. SRY &S T D FISH AT 2179 .,

F. 5 Til{s PR

P OMEE, THROTHZREDTDIZIE, FRLcfx OREICNZ, HE
WIS CBIn FRE L EZE T XS TH D, 46, XY DSD JER] (40 f) 2> Y — A
AT TR L7235 T, 1/3 BETHREBICEG T B2 0N BIn R T
ERbTEEINTND Y,

FNTHEMMERBIZBED 2RENRELTFRTE 2T (4, 5,




K 4. ME LB B b 2 AR RER T2

BIEF

46,XY DSD

TERRIE KR« iR

WTl1

SF1
(NR5AI)

SRY

SOX9

JREA7

11p13

9p33

Yp11.3

17q24-
25

ELE A

AD

AD/AR

AD

(£33

(RS
K

T2 A /51
T2 A /51
e

Miiller

B

+/—

+/-

+/-

+/-

o

F/A

F/A

F/A

F/A

JEE - 2D D
R

Wilms JiEE, B
(WAGR JEfERE,
Denys-Drash fiEf

BE. Frasier fiEf
#E)

EiEA T R FEE
Rl B A4

Campomelic

dysplasia
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DHH 12q13.1 AR
ATRX  Xqi33 X
ARX Xp22.13 X
e R R SR
£7v3

DMRTI  9p24.3
DAXT & 013 dupXp2l

. u
(NROBD) P PP
WNT4  1p35 | duplp35

FE VAR - PR OEE

LHGCR

DHCR7

STAR

CYPIIAI

HSD3B2

CYP17

2p21 AR
11q12-

4 AR
13

8p1l.2 AR
15¢23-

4 AR
24

1p13.1 AR
109243 AR

P
A

TR

TR

ORI S fRAE S T

R
X
e
T2/ 90
L

E R
X

RS
e
RS
e

e

F/A/M

F/A

F/A

F/A/%%

INEZE
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INEZE
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o
fit
@
3

o
6
fil
£

Leydig #fi il
() T

Smith-Lemli-Opitz

REHE

FREEY KA N

FERK

FeR PRI B RL

e

Fe R MR B R

JiE

FeR LRI B AL

JiE



POR 7qll.2 AR
HSDI17B3 9q22 AR
SRD5A2  2p23 AR

19p13.3
AMH AR

-13.2
AMHR2  12q13 AR
AR Xqll-12 Xs
46, XX DSD

PR (GREE) TR

SRY Yp11.3

SOX9 17q24
T v Fur i

HSD3B2 1pl3

CYP2IA2 6p21-23
CYPI1B1 8q21-23

iz JA

dup17q2

AR

AR
AR

RS
e
RS
RS

e

e

M5/ 90
R 72
L

U[IES

UIES
VIS

M/A

F/A

A/

5
=

W
t

FE H
=3
A

BE H
=3
JH

F/A/%%
N ==

EHE

M/A

M/A

=R
R
A

A

BEMATa 4 F
B KRR T
fiE. Antley-Bixler
MR
BEMOE S B
1t

HEI OS> B
1t

12 7 —EERIE
feete, Wl iR RS
LU

FeR LRI B AL

FeRTERIEEZRL
FeRTERIEEZRL
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BEMATa 4 F
X AR PRRE IR T

POR 7q112 AR gIE + A FHAREAR RS
fiE. Antley-Bixler
FEERE

CYPI9 1521 AR g o+ A

K 531 AR g+ A

(NR3CDH 1

<HEIEIER > AR : UL R M. AD : RULERENE . X X YRR,

Y oY QefafRpEpt
<HEER> M BPER A AL F o ot
ORIV KA PBIERICED THEINS T Ly H B, STAREEFEEICK 3
LRV FEL FBERKERRY, 2N COREHCREIFIMEEKr XT3N
TWwa,

(8 - YEoMBE RO ORED J5. /INENEL 45 (5) : 815-820, 2013 X v 5.
— ¥ )



# 5.46, XX DSD icBib 2851 & % DRBM

(55
i
PERR(INE) D 7L 5 3

IREL

i I

R

SRY #i5J5E SRY
SOX9 &EH SOX9
SOX3 &EH SOX3
RSPO1 #4

RSPO1
SiE
WNT4 F5

WNT4
SiE

7V FRg g
3-t Fu*
AT uA

N WAk S T
FERBIE

21- /KL

R KABE

11 B -KiEfk
B3R R AR

HSD3B2

CYP2IAZ2

CYP11BI

LI37A

Yp11.3

17q24

Xq27.1

1p34.3

1p36.1

1p13.1

6p21.3

8q24.3

BRI

i

dup
17¢24
or i
TEI D K
P

dup
Xq27 or
| i LR
DR K

AR

AR

AR

AR

AR

6573

FaE/
U

R

Fige/
Ui

FE/

IIkGER

UIES
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UIES

Mu " ller
B
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SE - Zoftho
o B
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Antley-
Bixler i
POR B4#5E  POR 7q11.2 AR IS - A/N el i
IR EEA
B
A o e JIE  + A KR
¥ R IBAE 2 RH AL
)N aan
Fa4 K%  NR3CI 5¢31.3 AR 51X + A/N
BAREEE

AD:H R OREMEIR, AREREESEER, XRX BEEAIEER

M:SS PR Acrp e NeIE R At

(Achermann JC, et al.: Pediatric disorders of sex development. In: Melmed S (eds),
Williams textbook of Endocrinology. 13th ed, Elsevier, Philadelphia, 915-917, 2015 X
D —HE)

SCHR

CEME D W M. ARRIERKER, fh BT EIREIL T X R AT e AIED
By b7 =l 5540 [ HAVNR IS RS 2006,

. Grinspon RP, Rey RA: Anti—mullerian hormone and Sertoli cell
function in paediatric male hypogonadism. Horm Res Paediatr 2010;
731 81-92.

COMERESE. KRR O MEROBEHGRZET. NERRZE 2002; 650 1629-1637.

. Baxter RM, et al. Exome sequencing for the diagnosis of 46, XY
disorders
of sex development. J Clin Endocrinol Metab 2015; 100: E333-344.

. Achermann JC, et al. Pediatric disorders of sex development. In:
Williams textbook of Endocrinology, 13th ed. (Erd. Melmed S, et al.)

Elsevier, Philadelphia, 2015: 915-917.
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6. AL MR, NERERIEO T ORREARL 2 dGT 5 i (V)

EAEL URESAR) REEE R

). BRTESA, 20150 447-456.
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FNE IR

(NFHRITERR, SMRHHITEIR)

ARETIE, EFRIZWT & VERIHIE 23 7 S T REBNZ /95 RSB RITR R
(ZONTIERD,

A. SAEHERE

DSD (k9™ 2 S EHEIWRIFAEME TIA R R L R DIEBI HIR L TE L RN T L
F MR ORI DME 2« OFEFI TR D Z Lind | BFNRT — L TOY
R— MEFIZ S B EGIER DOV EFMEER CORENREE LV, £7-, DSD{HE
AT & D E THRI T 2 F50 & 512 & OFCKk TO BB DL
Do LB Z TN > TES BLE R D 5,

BT 7 1 —F & IREEITI

1) PERRME IR K OWEIRAE MR

2) HMESMEERIERIN & 7 41—

F & UTRRERIBEIZAE (CAH) . IRGMEMEIRIIZ AL T DRI HUN & E
T RAfT

3) BYEALSI TR

ORFREEN, QRIE FREEN. GRIEEAIN, @Muller BB

T, Ok B AT

REWBH L,

1. SVEHEHR O A

1) FAkRE

PERID BREAAE T S 15 £ TS, HRPHIEICESWIC I FIN 21T 9 .
CAH CAT v A FHIFEMTON TV DGR ENLET D 6 2H LR L+
Do
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2) kT u—

Wi LD EMRIZRIK T + 71— T, K & RAPFRREE T DN T
FO TN BATRHIC R YIRS T 5720 TH D,
3) &N

BEOFEIREBIIS U EMELT O, o ko, BhoE s L
729 2T, RO Z BRI IS U TIT> T, ZO7DICHHE & &
LAV, ETMBAOFEOTIZ M0 K LERZME L, ISR A~GLERO
FRBEDT, WOEDIIITERANUBZ DD ZEFE LAV, RAMZ TV
<s
2. MACSMEEIE Rt

ST O BBNFIER U722 DT & BRI H D, F & LT CAH &I

BT DN DB Z U H T2, SM2E O B OFR S 1d Prader 3% T
IREHL, REEBEORWRANEZH D) RAEFHOEX) ZFiL7z> 2T
Fir 21T 2 &2 D, BRBEIZAIN &R D %,

PERZE RN I3 R CORIEERICH Y 3 D2 OVEE (Faf%) ~orRfki
H AR LR IR O BIBR TN ST s, 2 ORERRSBE OMH

WAL EZT 500, ZOFMICL D ERRE LK T S5 ettt
b, HEmOBHDLEZATHD, BEEIRIEDOETRBRIEFERIFHOINIZH D
BRI, BEIREFRN SOV L, BakrRBRIcsE TAT I AL
—EERET 5, BREMEER TR E T E FAERWIEAITHLE 7
W UIEIEIR 2 T it 2084009 5, IRRd o B gid, O H B i
ARERT DL L. OMERBOIDTH S, MBOAIHESE L TERENRD S

 AE CIERBEITE Z 50 L BEBICA > TEHMEE T THRE
L. 20O ETHRAIT ). 2O KD RAE TLEZ A — U372 15 Bl E A
VETHDH, UL, MRWRBRORNIREZ T 5, HDHWIIARNTHEO
HEZ+0Ic LT, Bz L TR LELDH D, FEBME, BEZkO7T20
WX A XA L—F =R EIC X DMENMLETH D Z b, BEAINIEAAN
WNEDEWRE BRI 9 2 TITH,
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3. FMEACSMEERTE AT

ZHUCEEND b OITOR BREEN . QRE FREEN. @RI,
@Muller EEFAMBAT T, OMERMHHRRENH 2D,

BEMZ BIICRATSA ., Miller FEAR T Z 5008 5 0T, JE
Bl L D7 < FmiT TV, L L, Rl FRUEE TR IS REIRTAY R <
720 Muller B BFARM DR OWPEIZ L 2 IREEE Y28 = 2 L HEiE L7
Mitller & BRI XD BEMEIBIC K DHFREFZEZ L, S HIKBIESCHE
BRI ER ZTRERENRS 2 HAITIE, Muller B H ARG S
Do M TERARNDLZMESOWERNEE 2 HLET 256 1M A TFE 2 RFET
HEZFTbBDHN, RPN OB A KA, BAEE LY,
RCOFRIAHRKENI L b H Y, JRIE FRUEWIFE 15%-1 5% 6 22 A TIT
9 HARERT, DV, FERRICIRIE FEUEEMNT I Muller FBEFRHMA K X <
7o TR AL 2 L2 RS Mul ler 45 8RR I 24T 5, 7272 L. DSD
A AW T E D F THFRIFIR 2O L 212 & DFCK TOEERIRI G DEL
LD LBRZH > TEBLEDLRDH D,

4. BERIZ X DIRE

1) Turner JEfFRE

Y YR DA 7 OBE . BEIENIZH 5 ZRMEMRD 5 gonadoblastoma 23
10-30 %A H 415, Gonadoblastoma (X BIEMESE Th 53, Z D 60% 2327
@ dysgerminoma & % WMEEEMEAETEIRIERE 254 L 9 5 2 & bR T O
Wi EBZ BTV

2) TRAVEMEIR AR

S 7051 Tl 45, X/46, XY DFEHF A 7 L X AT DM GO RN S 5, &
BRI R OFZEENOREE &t O IEREN DO FRIRVEMR 2 7R3 2 & 3L WA3, Tl
MFRMERTHLZ L DD, WS S AELIERFRT, RPN EE ~ 7052
FEo Muller EBIHMNEET L T\ D, BEEEORNIINETH Y | K%
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T T EEED O, FERIITITB LA ITRES LTV D, BRMICE
O THRMICFIREZIT 9,

3) JIHEE (ovotesticular) DSD

FEE L IR DM G NS DIWRE T, MAMERRA IR B (ovotestis) THh
L7, ARSI TRHAIAS KR Th 2550320, HAERHTHRI A g
(ambiguous genitalia) 2T HRERMREETH LN, BEMEOREILE
Sy CIEZR . MERAER A ET 5 2 E ALV, IRRITEEEICS DT TR
BRI 21T 9,
4) 46, XY DSD

RO FE D, FREARITIEE THIMBRCEASRIFLE Y (T,
AMH, INSL3) BLUYE FuFx k27 (DHT) DREAEREDREEIC X
D IR FE T B R FE T E TOMRIENBIEALREERE T 2WETH D,
BAMN LR OGE IR OH I & BRI LUE O LR Ve - OHfiFE, 18
e 21T 9 . BE MWD F ROGEIT B AL & BERLE L OffifE 2 2
TLHELH D,

4-1) FERIMLERH

O FERBMEREIZR (Swyer FEBRE) © MAMELRIZRIR T, SMESRIT SR L0m
TCHEMOEBN TR D Z &0, HRICEE L2 R LSRR D bk
VN, PERROEMAL OB ST DM L. MR VR OMFREIT D,
@ W1 EBHERE : Frasier SEWERE & Denys—Drash JEfERE (DDS) 238> %, Frasier
SEMRRITEATIE R A (BORRERIREE(LIE) T, SIRMERRTHESI LD Y 2 7 23
W, REILMETEAROEEDOH TR NG Z &2, BERAEITS
BB NI L 72D, PERRORE L & LR VT OFfiFE, RT3 22
TH D, DDS OFRBATBMAIC ambiguous genitalia Zor LREMICHEITT 2
BIRENH Y, BRDEEHAEY X7 (Wilns BE) 2d 5, BRI &
M D 7 0 —7 > T,

4-2) 7 Ra g o kiEE - R
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O7 v ka7 o AGRkEE (17 8-HSD KIBFE, 3 B-HSD KISE, 17 a —/KEE{L
BER KHRSE, POR BEE, 5 o IEICMERXIIE), @7 v Fr s U RNNiE 68
A FRR) . QLH A AR E (Leydig AIRMEIZAK) @AMH 35 K OF AVH %
BAEEFEIE Muller FEIIE), @=L AT 01—/ /LEAIEE (Smith-Lemli-
Opitz JEBERE)

5 a iBILRERKBIEIX, 7 A AT 1 G ETEMED DHT ~DOZE#HH) T X
e, BAEBO B EEEZEZ T, — A TERERIZIET A N AT rUR
oW ENDID, BUHEZREENAEL D, ZiEE LTEEINZBED
2/3 DVEARNIMEL ORELH D, KR TEFTINLEITIT, BRYTH
MALDS S = 2 RN & 2ot v o O TE. BRI LB 2 5, M
AT, AN - FIRICHIEZ S L. MR & BIEICEE T2 T~ D8RR
TR —F b7/ ) A THEIRFHENDINETH D,

Ty Ra g URERT v Ra S o KRR E O, T R g U ARRR
pEi ' S MAMERR AN 52 R Lo MERL 2> B ambiguous genitalia 274, X Ytk Rl
ED ARBAR T REFEIT LY 46, XY OERICRIET D, BEMTIET > Falr v
TERDIS 72T D BN « MRS FEE LV, — T AH RSz
TERME LR, SMEERRITSERLMRIC, MARN R CEREMEZZ2T
L2 ENZN, FLERBESV=T OFMRECHATLZ b H 5, HARITR
MTh D, HEROEMELEZZE LT MR HERE S T 228, RN 20
2T, BRIZABEBRENAONTHETHO2Z b H D, WBlE +oIFE LA
W, RANDEHZ Lo01iT-o T ANOBERZERETLIEZ T bd 5, B
eI METH LD, ZNHEARANDHEIZN D,

a L A7 a—/LEkEE (Smith-Lemli-Opitz SEMERE) Tl L AT m—/L
(FR) 5 g0HNRHDLVIZINE L A3 (2LATa—Afbgaf) 218
BdsZbTifarvAro— Wz RiF5ZENTES, Z20M, BBIHBOS
b TX ez, vy T A a— e 100 mg NIRT 5,
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B. DSD OWNEHAEE
1. ZetE iR

OMEFHEREIR T IZxE LT, Turner JEBREO = A b o 7 A FERIEICHET H 16
WEEAT D0

@hCG/hMG JEIED LB G B 130w ANFE « RIBFRICE R D

@CAH DIEFIIH A RT A N LT CRIBRE R VE  ZHMFTET D

1) 2R VE CHFEREE (Turner SEMEREIC T D= A b 7 UMHFRIRIET A R
FA . HIEEE 2008; 112: 1048-1050)

Turner SEMEREA (X U6 &3 2 TR PEMEMRBERE AR 2, PERRRE K% O LM b IEH
ELTHWD, AR R ZHEHER, ARFERE2MR L., ZfEe LTot
HROWMSL, BEEZRDEML L 2IEZ TR L, IREREFEZLEL, QL %
EF5ZLTHD, —RAIRPHREE E TITIERAHT 5,

PHARIE I B4R 11 s (B —FRfE B OBl LR T 12-16 5O T, &
A 140 em (22 o T2RER T, DB A M U bz d 2, =& B
T OA—VIAH (A N F—F) % 0.09 mg — 0.18 mg — 0.36 mg —
0.72 mg £ CHIET 2, AAHANIRE T 5, WIREE S LA R 2
ra U BE (L~ ) BeHY, 1 HLE1/10 EOWNRNAHIZTH T, 6-
1227328 1/488 — 1/288 — 1852(0.625 mg) Wity 42, = A T VA —
JURERIH 0. 72 mg 72V LS BRI 2 k1 & L #05K) 0. 625 mg % BAELL B G
L. FEOREZBERMRE CRONEL, Imr27a A 8iH L7 —1%
TaRZ0E) ZMATAT 7 FECEBITT D, = A a7 OB TIEHE
RAAERMARIE R SN TWA, AU 7~ KT IO DY 27 280
SED LWL R,

2. FBMALIEHE
1) ~OEFEVEVERBEREIR T332 BYEAR V£ Rk
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ZIRFERRIZBRIZIBN TS, D EOBEARIVE 2w U 2R 5 Blia 7
Ho 12-15 K CHEN 150 ecm X722 AT, 7A AT AT )LELA|
(=TT TR) 25 mg DFFTEE 1/1-2 AMBBB L T6 A Z &t
%, 50 mg — 75 mg — 125 mg — 250 mg & RARICELZSHA 1 EZRVL
3-4 1T 1 I CHERFEE T 5, T ROBHEI L E=42 — LR HiEH OMRIX
PS5,
1) -@CAH oWEHREE (W1, MERFHD) (21 KBR{LRER KARIEDRZET « IR D
TA KT A4 (2014 FEER) )
IR« B SIEERR SN TW L3 e Ru 2LF Y > % 25-100 mg/ni/
H%&%r3 (]9 8 M) TROBG L, 12l L ICREEL T 4E%ICHTE
IZEF > T, MHFDOFT R TLARTRLL D ThIULZ Vv RaaLvFyy
0.0256-0.2 mg/H 43 2—5 3AKET D, RBASLERIM I L REREOE
ROFEHIZT b Y ¥ AERS DO TRIE (NaCl) ZRE 1 ked729 0. 1-
0.2g/BPHHT 5, BERLENE T THUZHIET D, 70 ke a LTy gk A
WNZET 2 £ CRE THERF T 228, AR E RS D L, PIETE 256
Hd D,
a—FUHERRRIE - BZai%, IR 10-20 mg/mi/ A, $hJEH 10-15 mg/mi/
FEH 10-15 mg/m/ H

AENTEEHERF RO L5505 2 fEBEIZR->TL D, TOMHBIIAREN
TNVF Y AT Y — VISR S 11 B-HSDL REMENPRE SN D Z &
(ZX %, GH & IGF-1 1% 11- BHSD1 BYEVEZ 44~ 2 23, BFRWICIL GH & IGF-
L 238 L TR VAR /VF Y — VIEICHE < . IR D 21-/K bl sg KR E
TiE, 2 F Y — A OHERP RS BEDR, BERB%OER I 2F07 Y
TIUARERD, A MR ADIEOERATHA R (L F=yr 7%
YA V) BHEATLEH60H 208, (FARESE BRI HREOMY
AT D EBHY . —RANTITAE L,

ANV AREORIG B 2R ECE ) BB, MG, KREIMEREDA R LR
RFICIZEH O - A G EDOFFEanF a4 R (b LIE, B kraLvFy #HE
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T50-100 mg/m/H) Z¥G5T 5, W, FHIZ X > TEIHD 2 RHT AT
THEaLVFaA Raeffifnd 2,

L LB LT a4/ RIE L CHRFRENUE L WIRFCE, AR
BICHE U T-IRIEN ML 725D, B Rra/LF Y 2 50 mg/mf (LS 25 mg, %
50 mg, AR 100 mg) #iEfs. B Rea/LF Y 1 100 mg/nmd/H % 24 KRt
S IEERET B0 3 NS TERE L, RIBA2E & 72 L JRIRE RIS KT
HDIRR ATV, IRRBLGE L7z D HERFIRIE~ T,

ABFAT O & 1%, FHENIC 50 mg/mfDE R aLF Y 28 L, Fih
bt FeaF Yy 100 mg/md/H % REHET 2, RAERMAAREL 25725
AT THEL, MERRERICRT,

SCik
L AARPNEANGWFEME AR YRS O F51 & . A IS
2011; 115: 5-12.

[\

. Hughes JA, et al. Consensus statement on management of intersex
disorders. Arch Dis Child 2006; 91: 554-562.

3. Achermann JC, Hughes IA. Disorders of sex development. In: Williams
Textbook of Endocrinology, 12th ed. (Eds. Melmed S, et al.) Elsevier
Saunders, Philadelphia, 2011: 868-934.

4. HMEERBr—A 77 LA (WHA, BHER W), 2k ia%E
#2014

5. /NRIMBREGSREZRETA N7 v 7 (HHER ). ZHr&imEt, 2015.

6. Z—T—IEGERECIT DX haF URiFRRRIET A RT A4 . BIEEE  2008;
112: 1048-1050.

7. Ishii T, Anzo M, Adachi M, Onigata K, Kusuda S, Nagasaki K, Harada

S, Horikawa R, Minagawa M, Minamitani K, Mizuno H, Yamagami Y,

Fukushi M, Tajima T. Guidelines for diagnosis and treatment of 21-



hydroxylase deficiency (2014 revision). Clin Pediatr Endocrinol

20155 24: 77-105.
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HLE Ao TR
(MERNERI OBEEE . AFHRE )

Mo bR (DSD) ORHIT#ITIE, SMESRI L OWMERRORBIL A5HEE
77 - VERURERE, fHB972 & ONTHARAIME RS S0 S & 2 o SR O ERE . KR o fk
e, QOL, #2MBMEEDLLERGH S Y, AHETIE, DSD OEHTFHD
B, FERORYAPE R 2 & EEEE « ATHEE ) 2 OISR R D,

A CREPREOPESEE & PERIETD

b hOREHRMEIEEIL, OB CEFTHOMEEFE (gender identity), %
PER) 8 2 WM TH D & H72 SN DT TH DMEEE (gender role), B
FOBELHE DR TH DM 25 PRI (sexual orientation) (F&ME
% heterosexuality, [RIE% homosexuality, Wit% bisexuality) @ 3 DD
REFR N2 5,

PER —ME &%, AR B L0 H 2 2 & Th D, —F. BEOM
BNCERE A U, 38< B SO ZRD 5 X 522> AT,
PERIERD (gender dysphoria:GD) &9, iz, H O DOHKRAMERICKTT 2 E
AP, BEERTIEZARL, EICERBFER TN 2L b H D,

¥, PEER LR - PEERPIZITMBENH 53, WEITHIOMETH D,
Mo T, LMERDIATEN BN TH D (HEEFIN B . Lt olcEZEo
HENLZETH D (FREE) »HEnoT, MARICEER S S (HARMNE
HTHD) L) ZETidARn s,

FEARHOPE R O AR B D O bIZIE, BIEEROMERLVE TH DT
v RagrE o Tt AR R & AR OES DR IR BR BT K O W D
WERbLEEZLND Y,

B. DSD BT B MERLER OSEE
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DSD (ZHE Z B PEREFI OB 1T 8. 5~20% & T STV 5D Y, s LTAE
15 LTV D RMERIE BB (CAH) (ZHE Z A MRIER OB IL, — ik
PEDBEEE Y 0. 005%TdH D DIZx LT, CAH TIE5.2 %EMESNTWD P, CAl
LIS DSD IZ 1T D PERER DO FEREIT, 1998 F2IZ S1i jper (2 KV W THE &
ni=,

DSD OHERFERM OB ICEAT L ESN MO DOMEE, K1ICEEDTURLE
S CORFRCIERIL S A3 DSD 194 BB L T, MHBOFEEZEHL T\ D

14)
o

F1 BAYDSDICELT, dspiEratPRHEHNEEEM IZEI=HEEI TN
lgender dysphoria) H&VIERRICH S1ES X B gender change) LT=$E (%)

=2 FtoM MtoF ICHE
46, XX CAH 52 12.1 9
| 46, XY, 5a-RD2-D - 6366 - 0 T
46, XY. 17 8 -HSD3-D - 64 - 0 T
| 46, XY CAIS - 0 - 0 2
46, XY PAIS ' 7 ' o 12
| 46, XY micropenis - 0 - 3 - 12
. 46, XY nonhormonal DS0* - a5 - 0.3 - 13
5o -RD2-D: 2815 o BTEE R % 178 HSD3-D: 17 8 -EFOF LA T O/ AERFRIR
CAIS RSP FOF Tl PAISE SR T ROy FihiE

afdEEA RE AMBICESBRERETE

C. DSD & ¥ty rEssse & AESERE /)
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DSD I%, 46, XY DSD, 46, XX DSD, 35 OMAGLEfANE DSD @ 3 DDH 7 7L —
TS D,
1. 46, XY DSD
1) AEFRAOPERE O FAE L 72 DR RE

MBAEMOT o Fa s Rigdh D WIMEAARRIC LY . HAERICEIRE LTI
AR oA A BT D0 RN, YERYERA S, 7 A MAT R UEARSE, T
A PAT R AERAAETH D, MERIEARAEE LTI, 46, XY PERRSIEAR & 1R
AMEERBIER /R ETH D, TARNAT R UEAREE L TE, 178-E KR
F AT A FhKFERESRE (17B8-HSD) RIEIETH D, 7 A M AT 1 AEHAR
L LTIE, ba iR RBIEL T Fa U RNIETH 5,
FERREOPESREEE & DSD DR HE & DEMRICHB W TIE, JRAEHDOM~D 7 > Fa 4
IERBORE . SN TN OM R, BLOHAEROMERVE L DBRE (K
JVERERE) 0, BIROMERR, HEE BIOMENORRICEET S
EEZLND Y,

2) 46, XY DSD ODEH T4

Kohler & (X, 46, XY DSD DA 57 BIZFUNT, SMERRIZ AL FIT O RS
PEATE ORI OV THAE L TW5, FHENEEEELE 2ITR L,

F? BT REGoIXY, DSODBEE, PO L OERREIZ RS H5E

XY, DSD-CF (n=17) XY, DSD—PF (n=30) XY, DSD-PM (n=10)

S & A IS AR LTS AR E (n=6) a3/ EeiEitiR R R (n=6) Bad/ EeiEiEiR AR (n=3
RERTFLFOFFRER=11) BSEFFRY o FEEN=G) IR RE T Hin=3)
5o T EER (28)) RIBIE (r=d) IERERGE T R+ NERE =1
118 -EFRFLAT04F 3R HEN=1 RELH (=1
LHE B Hn=1) XY B aes
SRFELB=1) (46.XY hermaphroditism)
AT =1 ST RER=1)

XY, DSD-CF: arfELLTEFATLSA, Bt ERIRESHHhN
XY, DSD-PF. M LLTEES A TS, BT OERMHTHIZEHERS
XY, DSD-PM: AL TEFSATAY, Bt T ORI SHTES

(1) AMESRTZ B TR~ il 2 BE (3 3)
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XY DSD-PF (#h= I ME T o 2 3R D BYEAL 2 > T %) THMERRIE
T 2 52 T T LA b (B7.9%) 25, I DAMAERR DTERECFERZ D PHERRIZ
RNz fFFoTHY, HIEEZGEIC<WY (47.1%) ERIZE L, %0 7= FivEEK
NENEEZOMEANBEE ThH o7z, £, BIENFILHAM TR CEA TH
Sl Z Linb | BRFMOBINERICITBES LTV ARV EEZ b, —

77 AT XY DSD-PF ThH > Th, JBHFINZZ T TORWIGEIZIIMELR DTE

F1 XY, DSD-PF XM OMEFE FOMBA S REAEFHORE, DR iOME

FHESRERL | SHMERER | FREEHR | FHER
FRERE | FWRE | 2ELT | 2EHEL

ﬁii«m iﬁiﬁ. =10 =19 =10
5 (50.0%) 5 (26.4%) & z{zzm 3 (30.0%)
mi*mﬂm.u 4 (40.0%) 3015.8%) 101.1%)  2(200%)

FEE 1 ¢10.0%) 11 (57.9%) 6(66.7%  5(50.0%
A n=9 n=17 n=R =0
E 3(33.3%) B(47.1%) 4 (50.%) 4 [44.4%)
Lediol T ST n=10 n=18 n=a =10
F{& 3 (30.3%) B(47.1%) 2 (25.0) § (B0
FIHALAZHEL  n=10 n=15 n=7 n=7
€Ly 5 (50.0%) 7 (46.7%) 2 (286%  5(B2.5%)
4 3E e n=H n=16 n=11 =9
11259 301889 0 3(33.9% %

BB~ DGR, PR A I D & [EES 2 TR > 72,

(2) PEATE M3 5 AN e L
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PEAE IR BRI 2 AN R 1L, XY DSD-PM(50. 0%) >XY DSD-PF (41. 3%) >XY
DSD-CF (23. 5%) > x| Htfet 2ot (11. 5%) Td > 7,

[WEEERET  PM: AR BE - SRR B AR EN H D, PF @ thai Ll -
SMEZR D BMEACZTRD D CF : #Riy etk « SMESIZ B R E ARHITR D
Sy (7y RaZ U RIGiE) 1.

(3) XY DSD Zf#., XY DSD B, d6 KO HRL MO MERYTEE) & MERYRTREE (R
4)

PEFEAICE L Tid, XY DSD-PF CIIMEHE A 23 2RI AN TN 2[RI 3E D B AE 708
B BAEMOT v R s ORMEIE~ORE (T Far v oo Bk
BAER) SHERIS 7=, —J5. XY DSD-CF GE@f 7 v Ko 4 U RIGIE) T,
PEFEIIE 93. 3% M TH D | AR TFHIC Y Y RO EITM R IR L
mWEFEz b,
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((1) ~(3) DFEFIZ. XY DSD Tk, IMEZROLMALIER FM 2210 Ttk & L
THAIET DA DIE D D, FITRERSCHEATE BRI 2 AR OBEE S Em &
WIHZ EERLTWD,

F4 Xy, DSD ZfE, Xy DSDE®., S0 HIEOEMFE T AR EE

FH(RYEERR 27(18-49) 25(18-62) 195 (18-50) 27 (18-57)
MEDMM A~ —OER  n=17 n=30 =10 =145
3 12 (70.6%) 15 (50.0%) * 1010%) 101 (69.7%)
LVELY 5 (29.4%) 15 (50.0%) 9 (80.0%) 44 (30.3%)
CHETO®N A—hF— n=15 =22 =6 n=145
BiEDH 14 (93.3%) 15 (68.2%) ™ 0 127 (87.6%)
DA 0 2(9.1%) 5 (83.3%) 7 (48%)
i 166.7% 418.2%) 0 11 (7.6%)
VLY 0 1(4.5% 1(16.7%) 0
TAS—A—LaLEREE 168 (16-33) 13.5 (8-24) 14 (7-18) 14 (4-7.6)
i IE DR n=15% n=23 n=6 n=145
#5 15 (100%) 17 (73.9%) % 4 (66.7%) 144 (99.3%)
i 0 6 (21.1%) 2(33.3%) 160.7%
HiTh~DEh n=16 n=27 n=0 n=137
#a 6 (37.5% 18 (66.7%) ™ 4 (48.4%) 19 (13.9%)

XY, DSD-CF: #Emits, BisfhL e OERIZEH LRI

XY, DSD-PF: #tSdirtt, BerILE-0ERMAHES I EH oS
XY, DSD-PM: IR B4, Bt LE-OERITASHTHRS

* FEHEMCHEERY

(4) 46, XY DSD D A:JkfE

ZPEE LTAEIR L TS ERRT v Ka &7 U ARIGE (CAIS) 121X Z2RE 1T 70
W, BT VR U RIRE (PATS) O34 TR, BREANC K& N m—
arDBH Y RABEOEEICET 2EHRN DR L UTAEFERRIIZOWNT
IR E N PATS M EME L U CHAAETE & 26 DA ST A HRE ) % Ff
OFREMEILH B3 Y —J5, PAIS BRA B 15 FllCRB W TAN= 2% 7o
PR DORBEN N EVIHwELH D 1Y,
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5a-iBIuBER REIL, K TFEMERIIRZN TR, BiEE L ToOA%EE

X525, BEREOBERLVE L EGIZE 0 AFRNIERET I ESND Y,
L U THEE SN b o B oER KIBAE TldL, BIERBEER T O i,
WRETHMREITH Z LN ARETH D ™, 17 B-HSD KIESEIX, FPEE U CANE
LCW DAL, B R MEMRE & AETERE IR b D ),

2. 46, XX DSD
1) AEETETEEE D HAE & 72 B IR HE

A OT > Ra 7 AERIIC X 0 SMER B BILT 2 2 &L TH D, Kk
RE~OEEL L QX IWAESCBITD2WMA~OT v FaZ UAFAR, AR
WL L TRk, MEAEE], MERRRICEEBT 228 THD Y, 46, XX DSD DA & L
TIZ CAH 3 e b %0,

2) 46, XX DSD ORI T#

(1) CAH Ft NZeMEDHERERE - EREREIIZBA3 2 A&

KITI T D, 21-/KERLEESR RIFSEIC L D CAH RN 2Zeft: 54 B> MHEBERE.
AEFHREIIC BT AR R A K 5 1R T2, ZORER, MBI JOYE
LR CAH @ 90% LA EAZ B D/ — R — & DR B o 7o 1ckf LT,
KILD BTY\ LNEMED Y v 7 A= h =N T, HETEEIOH 5
CAH ZLMED 5 6| SEARFITIEEEAAN BT AR & Iy SR bl LTI
rolo, ARREMIORNEOSEE X, SR i CAH THER 2272 7228,
BIEHERLETHD 1Ta-E REXF Y a 27y (170HP) BLOT U K
BAT VA UEEERBRRLTEY . A AU AARGIMEOFRIE Tod 5 HOMA-IR
RLE L OMBIE N7, 2RI, T LA MBI SHE ISR D il
ftiam & LC BRI MR CAH (2 B~ CTHEHE A CAH 22 O P ROTR B XA B S
Ehotz, 2D OREFRIL, 1987 45D Johns Hopkins K20 Mulaikal 5 i
&% CAH 2t 80 il COFMARE R L [FEETh D,

AT x—T B O, CAH 2ot (62 Bi) OB s 74, BRI & MEMSHE - A-5ERE
7 - MR FERE L OBMRICET DA A% 6 BLOE TITRT Y,
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LI ED 3 >OFEOIGEDRE R E LT, CAH &M THEATEEIEAME T LT
HELH & LT, SR D B YL OFR EE T AT D it B~ o0 /& BE Tl 7e

JRIEHID T v K a7 AERIC K DR HPER R DAY, PERTE B~ DY
FRPEIC LD EBEL TS E LTV D,

F!5 CAH (CYP21) RLA SIS 540 D% 1% - 1 0RER - T R

CAH®E kB HD SR ABTIR
(kRS HILD
DA)
1/3

EERsR 12.5%

FE#295m
n=14 J2%

EE By 1% 50% 143
FHIMIR

n=11

FEHREY 96% 48% 143 29%

3398
n=14

F6 CAHODRETR., BERE &8 OF

BEH
(30EEFRE O (a} {?J {1 2: (3}
FHANBEER 0 (0%) 2 (13%) g (33%) 3 (50%)
D 10 (71%) B (53%) 5 (19%) 2 (33%)
BRI

HEEER (BER) 17.5 (n=12) 20.6 (n=8) 18.0 (n=25) 16.4 (n=5)
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F=7 CAHIEF B OMEE, FIROSEEOLE

v e | o

TEE () (FE) 30 (18-63) 31 (19-63) -

HEEER (i) 13.1(8-20) 12.8 (10-16) NS
14 3% ) i 4 M () 18.7 16.6 <0.0094
REHETAD 24 (39%) 11 (18%) <0.031
A e A AT A

B&FIR 11/39 (28%) 9/32 (28%) NS
MENRRRER ALY 46 (74%) 21 (34%) <0.001

B OTIREE (FE) 30 (21-38) 27.7(19-42) <0001

BEIEL=C& HHD 16 41 < 0.0001

T 0 = 3 31 78 < 0.0001

AHAE TR 25 54 < 0.0056
i 2 4 NS

AL iR 4 16 < 0.004

(2) SERTMACTL CAH OMERE

BEANC ZMETH D CAH DA, HAARICAMEER A 522 BT (Prader 4y
FTOVE) 22L T ThH, kMEE LTHRETL2008FAITHS ™, Kiub
XL NRICEIE STV DR MRS (BUEOMERIER) OB EETE

(DSM-IV-TR) & FMHEER D B PEALE DFFIE T % Prader 732 W T, AF
CAH 2 142 B W THRAEMO T > R a7 v ORISR E~ O B 5 REt
U755, DSM-TV-TR 3% 445 Y 5l & 72 LB C Prader /3O FEIEIZ 57RO
ool b, EREBY CAH LT LS LTEET HZ ENEARTH
B EREmRmLTOVTND,

—J7. SERBVEA CAH ZHEFI THEME L L TEBEINTSEE TH., FRK
HIPER IR Z 2 WEIe, ke L TEB SNTGAITHREM LT 2
PEF—PEDEENHBLT 26055 Z Lo b, ERBMA CAH 2ot OPHERE D
FEHZ oW TR, EERERITH TV RWE T D AR S 5 5,
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(3) CAH &M A FERE
21- KL RIBIC X 5 CAH O HR¥*: 1%, 1980 £ 0 A <13 se s m

T 6.7%. HAIBELE T 33~60% & i S 7z ), IFREOM G & LT
i3, SMERBER T M OB ES AR O 720 OWIEEIEOK T, &7 v Fusy
MAED Y b r—ARA+0h70 D HRBERERH T LD 639, —J5,
Cateras & 1% 106 Ad CAH e s 2 50 0fE <, B ZHE L CTHEM
iczvaangdaf FEGERZBEIELL <h 7Y v Fe s viIREZ EF{LT
& 72l IR CERHIA A AT o 72l < id, R C 88.9%. Hifl
BHALIC 92.9% D4R T & 72 L i LT 2 30, R o0 @I A E R & i e
MICHi L7222, IR, HEEL 72w oG D B 5 %2,

JEd # CAH (Nonclassical CAH) icBA L Tz, 2R EFLL 72 95 At 85
ANDIEHRFIRECH o 72 T & Ao, FEdT A CAH 0 AJiERe /S T 1d 2 b
TREL WA S Y, ik, T2 2T 3 SEAMEINEIEREE (PCOS) T3,
K 30%FEE ICIEH T CAH 28 Ro % &, CAHICk 3&7 v Fuy

v IMiEIX PCOS RRIRREZ S| ZHEC T L E 2 b5 3,

(4) CAH BHM:o A hERE

CAH BHETRHEIC R o T 2 HE L, Flinz ~ v F X0 REMEDOK 1/5
LD CRHE CTH o722 T HMENH 2 5%, ZoMBE, SREOMY 7
YERTFVBIOT VY FRT YOI NI A r s R, THEE2 LD
Bty W ERT IR L2 21CL ), BHRO T4 T 4 v eildoihE

CHTERREPEE I NG oL I %,



60

—J7. 7 I v RICHF B CAH B 219 A(18-79 i, ¥ 32.1 %) 0
HICHE VT, 5B E 2RO — P F =280, 2D 5 HD 51%D
I AU EDBERZETCHEEHEINTNE, ZOEMTD 71 ADK TR
TlE, IEH 34%. HEERD 24%., SR 30%. WK 12% Th o7, X

I, WR T a—RE T ST%PERAR L ESIER Th o 208, BIBKRT
fE# (adrenal rest tumor) 25 56%(79% 25 Wil 14) iC§8% & 4, I FSH &
XU ve ey BAKMEZ B TR0 L BhE L Tz 30, Jali. B4 CAH
LBV TEIRESZHPE LCEBIICELE Y2y o — L Rine&EL 72

ik, 88% (17 AH 15 N) IR B/ONI LT 2WME1DH B ¥,

3. MY iR (Chromosomal) DSD

EATEMERRETE BOE (MGD) I 35 1 2 f5 Myt FE Bl 3~ 2 atic v T
Reiner? (., ZtEe LTEBIN TV 11HIF D 6 f(55%) 28, tL&iytE% B
WIcEH T2 L WML L EWME LT3, %72, Szarras-Czapnik®® i3, 5
e LTHEBINTS MGDI0 flotEHFEIZBEETH Y. 95 7THIBLMEL
TR D o 7208, — )7, BWHEL LTEBFEIN TS MGDI D 5 b 2
FtEE LCoAZRIE R, KL LTEEINZMGD 0% 3BMEED
PEARBRICZ LW ERE L Twb, Ocal b W, 13 5% ToHMESR D BHALFili %

To T, tEamtE 2 &M O BIEICAE L 72 MGD flz @& LT3,

SCHR



10.

11.

12.
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CREDTE) S B, REIGSIE, ALHA, MHES. ZEEY. ARIA.

S P VEOMEREIE OB BT 5 AR AR, B LS 20085 112:
565-76.

N EEHRE - PEFE—VEDREF OB W, VER —MEREE OIAE & K SGThi (11
PEIE ). ATBLEE SRR, 20040 39-53.

Steensma TD, Kreukels BP, de Vries AL, et al. Gender identity
development in adolescence. Psychosocial and psychosexual aspects of
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fhe e KRBT 2 PER—PEREE O BRI 2otk F RRMT. AARESFF®  2014;
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. Dessens AB, Slijper FM. Drop SL. Gender dysphoria and gender change
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