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MER, SABRORYAPLS T VF— - HFR - BHEROMEL L) ITEDLSTEEERIFL
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SRR ASET v r— FMAERTERRE
[ 1752 HAY]

b N ORERMEREL, AR (R, HEE, BLOMEERO 3 SoEs IS kS
NDM, HEEE (DSD) Tit, EVEONIZHSHE~DEMRLRENBDONL - &
N5, o, HEERCHERENHES, —ELRWFALHREIN TS, BESICHICE
BT 27y a7 U WEMEREIL—E0REER-TZ EIIBAIS L TWEN, HEHZD
Ty R roBEEREIRAETHL[1-4], 4E, HEROT Y Furv b HAEROT vV Ka s
YOMERBR L OMEROER~DFEY | ERERIEREBFEE (CAH) Bz THRE
L7z,

(2 BFFE 5]

R

SRIT NN SIRREBREZITV, BE, 8 (2130 %) &74o7- 21 KEMLEERK
fBAE (CYP21 BE) 5 FlR KOV 11 B/KER(VEESR RIBAE (CYPLIBEE) 141, £, Yfigil
I% 46, XX Td 2, CYP2L BH D 5 Fllk CAH v AR Y U —= 1 FEGLBTIOEFTH BN, 4
% 2 DAURD LRIBRERIVE U HRBENBEE S, 4 B CICeEERRN (AR
DOIMEZRD BICIREIL Prader 03 M) 2% T L, HARIVESMICZEE LTEEFX
nTnwg, BEHREL. 26 LEBEKBMAIX 10 Sk, 9t 2~13mThh, BF
BRI ER&GE Th - 12,

CYP11B EEHIX, HAERICAMERNTEBMELE Prader HFEV) ThHoTe I BEF L
LTEBENTEY, 28 7 »r ABRICEEAICKME (46, XX) Thd Z &SI LRSS
AT CYPLIB £HE (46,XX) LRBEiahiBb, HRWEOEFIIITOI T, Bk UTARE
LTWv3,
ik |
1) FEHOMEERE., EEROSHT

FEPRIETSEOSTTIE, MEEER. MR MEAYFRIM 2 FHMET D B AT Murdoch /NREPRERE
BHEEMH (A=A FFV7) Lo THBINET Vv 7r— MREE (£ 355 /M) %, bHE
DOXALHEE - HEABBAICEI LHIICEELT VYO LELDEER L., 2 £ O EKLE L
NI ST o T,

2) FEHOMTHORE

EiE1) OoFECE -,

3) HIREDMRE :

HART > el O RBOBEERE~ORELY, RAVERLELEHEZHAWES
AL/ e ER 2 2 2 T e FEBIC L VB Lz, S1IROH< B EEICIBEERZENE
BTHIERENKMEIND LBLXBND,
HHAEBROT v Fu v ORMHERE~OFE

T2 N AT BRER L OHABRREIERED HHER Lz,

[3 FEE]

MEARLICELD,
1) FEEHOMBER - RN

MRt UTAELTWS CAH 5 il EERITEMETh o7, ML, 3 413&
M5 (heterosexuality) Toh o720, o 2 HlILFEME (homosexuality) & W%
(bisexuality) T o7z, REHEEZF CTII, BFOHEKEMHEICR 4 2 HEAERMR (gender
dysphoria) #FFZ TV 7z, .

HEMIZBMEE L TAEEL TN S CYPLIB B2EFIOMEBERIX, ARICEEThH -T2, AERF
1T AR R T A SR s s 2 B LA (Prader stage V) THot-T=DICBEFLLTEBTINT
WA, 10 RRRRICOIE - FEEZRIEL, BEL LTAEFBEL TV,

2) HEEHOMEITEOREE :
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FeRVEBIE B BRI AES i (46, XX) DI SRS WA R BEHOY DT U RBOEE
FEBI ~5 - 21 KBR(EBERIIBCYP 21 RE) . FEHIG: 11 6 KEE{LBER RIB(CYP11B)

CYP21 BE I k5 CAH &ihid, MARBICE L CUTO L ) REECREL LI TWAZ &N
BB o Tz,
© AT ARNABTRASTH D,

- EATBIZH T B R RBMES I L TOBEDR SRORERBRPEL b b,

- PERN 72 D O BERE R Lo T Y | é%@@%@&?@ﬁ@uomfﬁxtvgﬁm IZEE
STDTBHZEELRY,
- SMERROIREBIZ R D R & 5, ,

CYPLIB BHIT L 2 CAH B4 (46, XX) 1% MEE RIS CTHABMIZLMETH Y &t & @ sexual
intercourse MRFRNR H - 77,
3) ShIRHIOMAEE] (gender role)

EHEOR 2 7HEIOIX, £ TOEFTEMLEMIERD S, female— atypical 72k
REIEZ BT D LTSz,
HHEBOT v Fa v L~y

CYP21 B 5 v 2 1. 12 BUAREIY 1 €BiC 2 BlOMERE T T A AT o L BER
mmamnyﬂ(mkﬁﬁﬁmyﬂ)kﬁﬁf&otoﬁﬁﬁﬁilﬁ- 1~2EIThoTz,
[4 &Z2]

ﬁﬂn;%wf MEEFICE LTk, CYP21 BEIC L B CAH D2 5 Fl kM Th o

. MEFEERNCEA LTI, BMEEN 3L, FIMEEN 14, MEEEN 1L ThoT, T4
b% PEEFRI LML LTSN TWA H0mn, MmO 40 % (5 #ld 2 F) D8
ETRDdbi, BREST V Ra v 0B OMERI~FEY B HE TR L-ERIX
CAH 5 B2f T, BT B HEO/KHMEZRT female—atypical 723X —U RN Hhviz, :
NHOEDEI D, CAH O BEROERBOERICIE, BEHOT v Fa Uitk @R ek
Bl RImERWZ ERALNTH S, L., CYPLIB REHF (46, XX) TiX. BAE#HO7 v
FaZ v OM~DERIZMZ T, ZBIF—BLTERE LTEEFENZ=DIC, B LT
DD ERVEERDBBR, Y IhZboEEZ b,
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MBI OB EBITREEE LT, 2 00MENBEEINS,
1) CAH ZtEDMEEHFROHIEROBRIZIE, BEHMOT v a3k E R RENTR - &
RN, BROT Y Fa v A~0RBI LD HICEE U S RRE O BRIROMIRIZE LA
AT, TOER, 7o FaFf sl 0TS LB IR EEFTEREL OMEERARN, HE
BOMIRAOBRICEE L2, MHHROESLICIIFEIILRN OO, FEZCmMER e Y
DOHIEROEBESD LR SN (®1),
2) SMEZRO B Prader HEOHE CREETHY ., I HICEHETRE LzsEH o0
MREDBEMALDOBRELRBETHIZ 0D, BREBMIZBTAM~DOT v RuF v RBED
BERFEFCRIE Th T EBEIND, —7F., HEmoEl (RS 141, mHEE 1 450)
NREETHE, HIRASEEE (KMEE LTEREDOHER) Tholz 3 flloEnik, HiE
#%EQICEERMRRLUEOMF T Fa U BETHoT, Tihbh, FTA MRT Y
BEOEBMENRE . ARBHLTRATH 25 ITHEEROEMRTED bz, Zhb LD,
HAEROT v Fa v OER TR+, ERERNHERTOT Y Fe /U REE
DBAIWT, HEAORENELNRVTREMEN R R S iz, CAH ot CH:agfem D ZE/(L,
W BEEED L 6] RRMBIOHARD T Y Fu v RnE 8L TVWELEELD
i,

A EIOMETC, CAH ZMEIEMEAIZEE LT, RERART 2 ¥ 2 TV A EREN L e o Tz,
B ORI LT, /DMNEMRBRESER ARE & HEE U TRHIGKEEE 2 5 NEN

H5D,

[ 0]

CAH MDD 40% 12, BEMEMLUBRICERROE(L, BOLERROONIFNEELE,
ASEOBRFC LY, HEEROERICIIBRMORR LT, HEZROT V e/ bEETS L
Ex b, EHOEBRTIE, LICBEHEHICBOT, BTy FuaF il okks
NELDLXNEa ha— VT B30NERHDL I EWRENTE, 5%, o {LRBAE~D
EHEHICETATAS FIA UV EERTABRICKB SN REZ L Th D,

2B ER
1) Cohen—Kettenis PT.Psychosocial and psychosexual aspects of disorders of sex
development. Best Pract Res Clin Endocrinol Metab 2010;24:325-34
2) Steensma TD, Kreukels BP, de Vries AL, Cohen—Kettenis PT. Gender identity development
in adolescence. Horm Behav 2013;64:288-97
3) Furtado PS, Moraes F, Lago R, et al Gender dysphoria associated with disorders of
sex development. Nat Rev Urol 2012;9:620-7
4) Ocal G, Berberoglu M, Siklar Z, et al. Disorders of sexual development: an overview
of 18 years experience in the pediatric Endocrinology Department of Ankara University.
J Pediatr Endocrinol Metab 2010;23:1123-32
5) LB, HMA. FHEMN. il MOMMEICET M- HREICAD BLEOR 2T
U7 ORB-FRNE L EERIR (8 3348) : 186-189, 1998
6)Dessens AB, Slijper FM, Drop SL:Gender dysphoria and gender change in chromosomal
females with congenital adrenal hyperplasia. Arch Sex Behav 2005;34:389-97
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BAVhERSSMRE 117895 1403~1408 (2013%)

" ¥
- EEREOERRICEY 5 RERR
WRAZKEBRETZRATIS (NEH), ELRTERMRE ¥ 5 — 5 FAHBTEN, FRERKRNIH
A #BFE RR R #BF
B =

BRUOT > Fayy SusiREEEY, BOEMUCKBLE 2 2 Tikikih 28 LES
FBTWAIENS WSS, MERREHESCHTRTIEML S L LT, SEBOMMEICHE
FBT i — MAEETFok. HRKBI, 6XYREHT Y Fuy s SRERHE 46XY 50
BITEERIE, 46XX 21 KBMLEER/RIAHE, 46XY StAR SHE, 46XX POR REHED 5£B
T, SbRTIMFEMNTHS. HEBIHELTIE, MBI ShTw 2 ERA— SR EOBITL
# (DSM-IV-TR) 2Hvarz. MMEROBIRIE T 9 ¥ -2 B vi=. CAIS26 Wiz, &Fsliess
R, BFELHE, DSMIV-TR o & 28 HEXETH o7z 50RD O 2 MILRFHELE T, K
Mo A KR 2 F—BICELEE 2800 BEESE5REEABLBETH-
7=. 210HD @ 142 fiit, DSM-IV-TR © 1 HE V. LOB%SH 27 5, 20 4B EOBSH
495 &4 L7z, DSMIV-TR A Y §l L 2 LBITT S ¥~ HHOTFHMIcEEBd kb ok,
POR 595 7 5, StAR S84 13 401013 DSM-IV-TR B4 flid v e o 7o, BLEL D, 46XX 21-
ABMUEER R BRI, $el 0 BT MLIEIEREE X 515, —H, 5oaRD RFEFHBM L LA

2, FREFLREERS.

F——F: oS, HAR 21 KEBMUEERRERE, 7 Py REERTE,

PR — R

B B

BHERCIRIGE 7 AEICHIIHBR S, KRk
TIFFrurofficyy FasrryzaEL, 12
HEIC PR, SEBOBNLBERT 5. To®kiE
BTFREPLOTF F O ¥y ofuiine g hisk
15856 25 BHEIT P CHBREDOT ¥ Fo iy V5
HEih, ChicREsn-BIrac:8% L Bmd 5,
VhWAEBOBSIENBE L ELOLNTWS, 7Y

FasrRERRBRCELSRLTEY. Hom#
ZMBEITOHE L TR LRW SR TSI, £
DRI TBITHS.

1950 SELRY, HMbEBoMI, SERoMR,
PR (BREL S 210, e AEBEERICHES
Ty 2= (true sex policy). 1950 4EXLER, Money %
B EEBBROT ru—7 v THR,S, GE—iE
BRETFEICKET 2oL 2HLIIC L, BEOMTH,
MR E ER L T selfimage 283 £A55 24 78 %
T2, BFERCABLINERBERELRTIETH

(PRUERAIAZM (PRBAE4LF 13827
BUBIEROR ¢ (7400-3898) Rl T HI1110
WBASAZRESTSBAWRBOUMNEH)
Ry mig
E-mail: kohyama@yamanashiacjp

% L ER L (optimal gender policy), <R AstHlED

- EWL o2, 1990 ERICA - T, HREBEOMP

7y FayyBElEL 6, b ehkRlor
Y Fasy REHN, 15%ED gender role behavior (7%
%78 BETAZ LRSS, BRNo7 Y
Fayy tBoEFbolRsERShs X5k
F=5e,

46 XX 21 KBMLBER RIBEClE, W, TBLYo
HECHE LB E L AoRESRTEY™, &
7BEEE UTEBLTWAEN, BiE~ofEREH
T HERS0RELH ATV, BETR, SEHAOH
BHRH» R F O IR — R ERSEET
B LB o TREIEN, F il RF Wik
0 46 XY 5o-BTBRERIBEDOE { KB~ OEER
PEEBELRBLFELTVEIEEHEL I LT
VA%, LpL, BAFECIRER—E, RN, diEn
KHTAHERECBHRINEVALEL Y, Bt
RBCBWTH o OMBICARRZ Y TR
EFLNTREPOFFRTH L. FE, HER—
EREFORERPEIZH N, AL SEES
e, ML BOER—E, ERmSoMELER
BNBE I Iho TR,

AHIRCIER, BMLEBOLPT, BRWOTYF
Oy HRICACPRREIEE SN TS SEBIC



1404-(22)

21 NREBBEOEAY FHSH LEFH

BIBEE 117 (9), 2013

HNRED RS | 2~128 | 13~198 | 2020k | REFELE
46XY £2MT ¥ Foy v SEEARE % 10 6 .10 26
46XY 5o BEEER KBS 7 5 1 1 2
46.XX 21 KBULEBERRIRE 142 66 27 49 142
46XX POR Rlfbix 7 4 3 7
46XX StAR BEE 13 3 4 13

#2 BARCAVER—ERFOBELE (DSMIV-TR)

Al ﬁmﬁm ) msa "3 mfc 3 f-ziﬁﬁ@ﬁr)‘ﬁﬁfaﬁ% L ZEEBNELEND

ﬁ-‘f‘ﬂﬁ%‘
Bl HAOBREZILCURREARLEW,
B2 BEZRoTORVHINLPoLLERTSE

LF0EE
Bl EoTHRT502ERTS
B2 BEERoTwS, FLBRMTLALERTS
B3 ABFBLATIELLEWnEERTS
B4 AESHETELLLWEERTA
B5 HBAOREOMETHIBETS

A2 BTOBRE EOTORERZNLHL, FLHBLELIR02F0
KFOBE FHBLBEOCRENALEFIHTLVEEETS

A3 Eé;ﬂb“"ﬁ BROUOBRHEL Y ARLFRRRTS, SLRRNORTHELWIFE

A4 ﬁﬂwﬂ:@aﬁm&b’—b#ammﬂb YZenn v FHOERR
A5 ﬁﬁwﬁwﬁv%!k&an&a { iﬂr

IR RN BB DS LERTE

B3 ARCHALVEUCZREL, BoToRERHERR, 74, f‘&@)’i‘iﬁ%’i‘zy

BAZSTT, BERCRT sMELTo%.
# ®

2009 SEICHIEL RS LRBOEBRAEICL LT
&% WENSEBERETwLLEDNE IS5 RO
MRASEESES AVIVNREREHZLFZACH
ERESLEALE. COWERAAMLEBEE BT
WHHYEZHRL LT3 0T, HREEEHN
BELELOTEEY, 65ERACEARNDY, E6
B 211 W, 209 bSHEONBRERICHEY LLVE
PN 17HH Y, SREBENZL 14 FTHo e, 1
SEBI, 6XYELB7 Y Fuyr s SEAREE,
46 XY 5o RITEER RIME, 46XX 21-KBYEBET R
#%, 46 XY StAR RE#E, 46 XX POR R, O5ER
Ths.

4BXY -7 > Fn#'/'%@ﬁiﬁs'ﬁ’fﬂi FA b
AFuay, FekFoyFA MAFar (DHT) 487
BLTw2L00, ZOMBFELBASNLZVES
CHEBRRZBERTCHS. 46XV So-BRuBERRE

BFAPRAFOyOMRIZHBESNS OO DHT &
EEBE SN0 EREEEE,+LBEME T
WTH 2. 46 XX 20 /KBALBEERIRE CUBIF kD
7y Fayy»oER 2 DHT, 46XX P450 oxi-
doreductase (POR) RBETCIXENISINA CTiEHE
7Y RRSFYrsERSA2 DHT Ik 25ME80H
BAHBZ 3. 46XY AR RFEIERETOATT A
FENVEDBEEFEE SN, SRR E L5,
RO SEBOENE, BEROSERSA, BEHE
£1ioRT.

&

CORMECTE, N2EEREoEENioaE o
Il 28EE, BEENZOLHCIBL TS
AL WEATRE, BFEEELoW), s
BOWRUMEZ, RETH, BERR), 755957
H(ER, I~VE), XEBAELESMMER LI/MER
BESRNTwiER—-ERET0BEER (DSMIV-
TR) OFMR (E2) ZHVE-EABCHTsHEN 4
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FRH2BFEIA1E

®3 REGAHOSBRMERBAFE2EA O
DSM-IV-TR B R

DMSIV-TR | W1 (8&) | #H2 (104
Al &L 2L
A2 Y Y

A A3 | Y »y
A4 | - zL Y
A5 HY »Y
Bl %L L
B2 &L L

B B3 &L kL
B4 2L EL
BS5 L L

[ 79r—2m | 3 | 1 |

BHETHE. BERBERBICbI TR, B
BHioRBE, HBERIVFE2EYESLDP, Fil
MBgTaFEc I VBEETaC LEWELT BEE
wEL. &b, SEMNRLLLESLEROER—
ElELTR, ERERozWitA—EEELORE
8 F D, R AETHAIELERE B VL.

COHERIWRASESHERZASORBERT
Toi.

g =2

YT, EBLIASERETRT.

1) XY H2M7 ¥ Fasyf vy B8R %E

Frray s REERRSEScERLTEY, 26
PlefFnNEElaale, EFERLETHha. &
BRICBLTE 1 #C1HE (EokoBuisiic
BT LEM D) YLD, £THYL
LC 2R%BEEEL HFshl,

2) 46 XY So~BEERRiE

7P 2 FAEFELE B8, 108) ¢, SHIEE
FEBECh-/. BFEREOEAZEICHTLIRE
BRUIEBO S ¥ —FBERIFRT. SD2H
BEMOECH TR ERE2A—BICEYT2E
BAR SN, BAOMICHT RN GHAH

k) FRE, FiReofoRgiconToREs

BRBESHERRoNehole. BFEBEOSH
P4 RAVNEE, | IFRETHCTH o/ HERICH
LTS daHBE<, SHENERBEBRL
HEFS L.

1405-(23)

© 3) 46XX 21-KBMLEEERIBE

1420, 2ARTRLECTHS. BEREET]
EEB B LS 27 B (19%) H9, &L
Al #&t AOHB I EICHST 256455 5 35%) A
L. COSHOELHBELR4ICTT. 5Hh4
PHUEADSEHEESTICES L Ty, AlZiEy
¥, BSHES3EEL T Chot AT, AD1
FEFEL7H, A0 2EBAEYSH, BO2EAHY
6%, AD2HEBELBOIEABYNIMTHo/. £

© MZPIT, BoTHRTA2OEERTS (B1) ICiEN

TEEARBDhhol. HEBOTS -8
I~5EICAAL, RHEMECHYEHEL Lo 112
REROZVIFAERL) OFHL28ETHo .
1EHYU LS LA 275 I~5BicamL, FHix
20T, BUHBLLOBLETEZLEDEho
(student t-test). BB L 7% 5EMD T ¥y~ 2,
23,34 Tholk.

4) 46 XX POR RE#E

TAERRFHELETHE. 2ATBEEXEZ
W, T —551,1,22334EChois. HHR
AT, BLXEELZROT, SEBLR LS
ni. A

5) 46 XY StAR REE (V324 FEIT:AHHRE)

BASMEFEERETCH L. MEBURERCE
BIEAREZ L, 1 FICREMERE R0/, RBHAEC
BYUEHBEL, SEBEREFAELHTEh-.

Z

SEOHETE, BEPUWOEE B0 g DSM-
IV-TR Vs SOREEHNSRBESCEEST-
b DCELE (ESE~0EECH Y, BEREE~0
LA ERE L BT 5 boTRve, B
RS BEET HENE, BEMRIEEEomR
S 6 ICTRC ke B WHENDH 5 LEL T 5.

46XV 557y Fus r SRERTEE, BRN
7> Py yHRdEel <vwbidh, 7 Fos
VX BEOBEREEC 62w, SEORETIHE
BAREiEE o 26 st ZE L HiFs
h, EEFHEEL—F LTV, Jurgensen HNEETY,
2~12 B® 5 FCEFE, HER, SEw - Tk
Choi=". 12BULD GBIV EEB7 Y Fuyrs
BHERTEORERE X LokRETE, 08 HEHIH
BEE, BEHBLLAETHoLY. ChHOBER
&, RIS LERD 6XY 7Y Fus 2584
AREGHERICRAPRESNTY, EXNICEF
R T2OENTHL LEL LIS,

SHIZBENS,POBIILEE, 7r¥ay 258
HERBNE—BRELTYS KXY HIHT >~ Fu sy
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1406~(24)

HAVMARSR%E $1175 $H98

#d 46XY 21 KER{LEEE]IRE 5 EH O DSM-IV-TR HEER

DMSIV-TR EHN1 | EH2

#EPI3 | EW4 | EWS

Al bHY »Y

HY HY bY

A2 | &9 59

5y »Y HY

A A3 »Yy Yy

%Y sh | &L

A4 by HY

HY by L

A5 HY Y

By | »Y 1%

Bl =L L

&l L &L

B2 »HY L

L L L

B B3 HY HY

»HY »h 1"

B4 £y »HY

»HY L »HY

BS HY HY

Y Y EY)

| 755-5% | 2 | 21

| 3w | 3w | 41 |

Y ERERBEEOIEBIIBEI NS ambiguous 3
TEMTHY, BFELBE/ LRI Z4EhTw5.
de Vries 612, BEOREL T LT, REMEKE46
Fiep 5 1, WHEEDE 35 Bith 5 61CH B IR 2 H
BEELLLEELTWEY, BIYHIET Y FR
7o EBERTEOEHRIEERERITIC (L, &Y
BIOBETLERASSEETHLEBDNRE. S,
Friruy yRER - RBUH, Bovrrosrvg
S rEHD, EEY - T, SRaolfRERE,
DEMEIRHEH LTS ERD S, ‘
46 XY 5B RBERBER TP WNEN b
6, SEOEEroHEEOHETHEIcTEI LI
TEEVH, SRIEEOREL—RL TV, T4
HHLEBNNORTELED 2 TR 0% (BH)
T AR RPEMLFA—BIRShTBY, B50
PR EERBOMEIM 2o TL AWikENH 5.
de Vries &1, BFHELHD 117 5t 69 5l (59%) T
HERerEUCEREEBEOMEEE L LBELT
BDY, SEO2ALEEHBEOMBEZETRL BT
CLENEHD. 0 2HONEBIZT S ¥ —HETIE
L3ETHY, BEAELFLIFESESCRRVI LN
6, NEBOBELRBOBEAOERLZE6LY
CEERBLTYWAEY, AERIFBEROS5FILET
BT, BERICIHLTLBECREE Y Lk
ENn7:. deVries & b F#iIc, BHESEED 26 Flizik
BELBRLBRELTYSS, 46 XY So—RlER kA
ETIE, BRMICFRA MAFOYRERICHPENT
BY, BRERSUHBRBLEABOTFR VP AFuVICER
BEhTws. So@RERORTHEEOBREC/HE
BEOBRLLE~ODETRERIIBREES NS,

‘DHT DBE~ORKEBRUEGERUT &2 b, REFEXHE

0 46 XY So—B B RiBE0I/MER R FITLER T
HY, DHTERR SO KBRE LA, 20 &) iEH
OHh 55  OEROMBIREShTETWE S
L BodsbicEBL27 Y Fuy @5 X bAF
BYTHoLETRELTVS, 54, 46XY 5087
ERXRED DA TOEARRFLECRS 5, &
FEBEAICREERBCHEDD 2 ERORERE
{, BFMAaig o 60% YL EICERE 2 B BoMss:
LTwaZ o™ SRRl L TR, REE0%
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Gender Dysphoria in Children with Disorders of Sexual Development in Japan

Kenji Ohyama", Maki Fukami® and Tsutomu Ogata®
"Department of Pediatrics, Faculty of Medicine; University of Yamanashi
*Department of Molecular Endocrinology, National Research Institute for Child Health and Development
YDepartment of Pediatrics, Hamamatsu University School of Medicine

The aim of this study was to examine patients with different forms of disorder of sexual development
{DSD) (i.e,, complete androgen insensitivity, 5-01 reductase deficiency, StAR disorders with 46, XY and 21-
hydroxylase deficiency, POR deficiency with 46, XX) with regard to gender identity in prepuberty. Pediatric
endocrinologists and urclogists treating patients with DSD filled out questionnaire$ on gender identity (DSM-
IV-TR) and,external genitalia (Prader’s stage). Twenty-six patients with androgen insensitivity were raised as
females and theit gender identities were female. Of 7 patients with 5-o reductase deficiency, 2 were raised as
females but did not show a clear female gender identity. The gender identity of the other 5 patients raised as
males was male. Male gender identity was suspected in only 5 of 127 patients with 21-hydroylase deficiency
raised as females. The gender identity in all of 7 POR-deficient and 13 StAR disorder patients raised as females
was female. These results suggest that the majority of 46, XX patients with 21l-hydroylase deficiency showed
no gender identity problems, whereas in patients with 5-o reductase deficiency, the assumed importance of
prenatal androgen exposure for brain masculinization must be considered when raised as females.
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