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1 REEBLURRE

PAS0 A F L FL A7 &—t (LFPOR) E~A 270 —LDEIFEETDIETCDF Y
A —L PAS0 ICBEFEX (T O iR TH 5, POR KIEFEIL POR BEFOHBAY/NNY 7> b
ICE > THRET 2 FREFRLMEETCHEREBTH D, 17-KERCBERIXIE, 21-KE{LEER.
IoICEBU TT R Y R —C oM EESIND (1), BIBRECHRTORTOA FE
EREEICL T XRTRT7 Y FATYERICLY, BRETRE7Y FRT Y OEETRREIC

. BLMMIC disorders/differences of sex development (DSD) %4 L %, HAAIC

POR E=F D p.RAGOH DFHFHINY 7> b H% W, AFTORRE, RERITATH S,

b DEIBBRSE ICIFRRO L WEH E L TBRERDY H 5, EAFENICILEEME. Lhi—
BERE. BERIRAE. REEEE. KREBOSRENL. RV ELEZRDH DL L
NHs, L LEBEREZHEDGEVWEELFET S (1, 2),

FLBEREHDLT. RAZEICHY ., AREECNEZZEICR O BEFHL RS

INTEY, FFHBBLEIRT L2 EHH53),

2 NBEBICBIT MR E

[ A fEIR]

ZHORVIDE >HFI1L DSD TH S, FEHRBINERTR. 2F Y RBICH T HREE
K. BEOREGGEDHNEREOBEAEBRICE T2/ X, RETH, EFBEELLED
e BHETHS, DSDICINR, EEERAE. EEREFK. KBRS OEM, BN
fiE MR WIER EDOBAERICEL Y POR KIBREDZKIICE %, R OTIRFT O B (B
SEDOEI, 2ELHE) NHERBRIRT S LEHFHO—D2THE 1, BHROTIKRFDE
b Z RO NEF L H B,

FR, ZRELZDEFTRERBIIRREL T, TETIIEREREAREZET 5,

ANFYV—ARRICLDEERRBETLERAET 2EHIEL 7 < (ACTH BTTRBRICK 2
OLFY—ILDORIGMETICL » TRIBAR2LDZIH DL Z &N E W, A ML ABEFED/NA R
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OaLFY Y HC)ORREITHI ZEABEWN (1) , TXZILINLFIA RORNEEET D
ZEFMESINTLAL,

WO & A L]

ZLDEGNFEER IV AURNICERHEINS, DHD/I.ODREL LT, UTZ2EET %,
D ADMWFHIRE © ACTH, 2LFV— L=y TALRXTARY 17-EFAx> 7
O 270y OEBELZ MY 5, BENICIALTF YV —ILOMMET 2 RTEFIZ N Z
EMn. QLFY —LDRHE ACTH BFERERTIHEY 2,

2) RPRTAARTAT7 42k % CYP21 & CYPL7 BHREXDEAXIEBOE/LTE
W ERTH 5, FERE~ILBHEL  [RP7LZF > bUA 10> (Pregnanetriolone :
Pt) =fE. XV 11-e ko> 7> Fa X7 @ (hydroxyandorosterone : 11-OHAn) /
TLoF v YF—)L (PD) BfE, ALIRPAERBALEE: Ly x/0v - 75 X570 -DOC -
J)FaAXFAY - 17T0HP - 21-F4 ¥ 3)LF YV —JL (pregnenolone - progesterone -
DOC - corticosterone + 170HP - 21-deoxycortisol) K& =E %= (4),

3) BLY MU THEBRLBBRAGE. ARBEHLLEOBREZRTT 5,

4) REEEERAEHNEHONDHEICIZEEE CT #1617 2,

5) BETFIRE : 46 XX EFI TEAR, TIDOBEICIE POREBIETHRE (RERINE)
WIETH B,

[(BBERD -0 DREE]
SR AE ME*BHNICIES 2, BEREEHLETIE. ZREBO BERT R LH,
FSHUMERLEY HRIET 2, X B CTILBEHURINERBIC L 2 ZIRENIRESNTE Y,
TEHIRICIESRBE R IRE H D W I AEEE MRI TEHEZ 1T 5.

[agx]

1) ZaaiLFaq R BRARZITIEATT <AL, ACTH &fEaBRICL2aLF Y
— IV DPMETERIC I, HERARFCBEBARERFIC. X PLXEELTOEFAILFY
Y(HO) A% 5T %, #5215 50-100mg/m?/BEARRESE 2 LH5EET S, BBV Y -+t
FFICIE. 50 mg/m?/BlDR—Z X% 5%, 100 mg/m?/ Bz ZE M ICE 5T 5,

2) TR AT Y - TATRAF Y A6, XX TTRIEHMOFIBOHETHIEZL L TWL 515
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BT, IXPATVEBREL, W77 UEREABTT 2,

3) FAMRFTAY:FRAMRFAYIFY FRTZF L% 1 25mg, 4BEEHIL.
6 7 ik, Z O 1[E 50 nglC IR L, 6/ Bkl Wik 1 | 125 mg CHER L, BKET 5,
BEMLAIE LA 125ng% 28AE. 55103 1 [ 250mg & 4 BRIE IS HET 5.

3 BATHR. RAHRICHIT 2 — Bk

[ 4B IR)

R DTER L7=BATH - R AR DRE L. NBHRE RIS, X bL XBORIBETREAD
SR THD, B, WEEH, BWHRLEVOFREZRET 5, ZHETIL. INEREEICLD
SVRISEITERT %,

TR LEETEEREZ., RHT. BAR. NMEZZEICEHINTLEFI REINT
W53,

[(B@ERR D=0 DREE]
UREEBICX L Tk, EMRNABERRENMERE N,

Ca%%]
A7 U —tENEE LT, MR ML ZXTIEHC 30-50mg/H. BE-HEEDOFMHTIE
25-75mg/H. KFMiTld 140mg/HEEZBHRICT %

o

[&6HE & £ DXIIS]
PR EETIIERAR E DEENDBETH 2,

[(B1TIcHh iz > TDEEA]

fhDEEB L EERIC, FEHLEDY . BHEOLBNREERICISL T, BAEICHT S
BIiIBLUOEREOEBZBEZE LIz R—baEH TV, BITHHICIE. EEOEBRE
ZHER L. BEETHCERNARRERICHT 2BBL RO T, FIT, BHENA ML
2EBEOARE. BIBV ) —CE2E-BADERMEE~ORAZLR L DB IXERNIC
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4 BATH - A RE
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[H2HHE 2. RHE0RE) ]
HME - AFRDEER EZ DX ¢

RIREDT FeT7 7 Vv RZRFILLIENEETH D, BPERE DEE - HH1EH
DERLEETH S, AACPEBARBRERGZ EOFFARRKICIER ML RAEDHR A L
BROHDENEEET %, BILARYAIREE 4% £ TIE, BEHGH (REL) - BEHK
#c REEICLDARERSEE LV, BRITEORICIE, FRATERIECHICERE
BENZRTEDLDIC. AT AANIDA—FOREBEREMELZEL THECZENEEL
Lo

MFEOIFTRREZ DG -

EARICIEHT LOFHIRIT AV, EFESREICL VEBENGIRAH 2 I8N H 5,
BHREO (NEB—T7—7) PHRBSEORS (LRGBS OF—/—yY WL T) (£
E. TN EEEEZZCEATRKBICHRRZET 2L 25BALTHE L L, —A
E5 LoBAIR., FARRETOMNGETMAL AW, BROEBEERECEIE. Rike
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[#REEERGIE (BEER) ]
UTFowInhrziii-dHa. BIROXNRE L S,
1) MAaLFy—LOET%BH 5

2) BREEBEA~ORGHEERET

3) ALH DRIBREERY & %

4) 2704 FZEHNIHERLTCWSE

)

1. Flack CE, Tajima T, Pandey AV, Arlt W, Okuhara K, Verge CF, Jabs EW, Mendonca BB,
Fujieda K, Miller WL. Mutant P450 oxidoreductase causes disordered steroidogenesis
with and without Antley-Bixler syndrome. Nat Genet. 2004 36:228-30.

2. Yatsuga S, Amano N, Nakamura-Utsunomiya A, Kobayashi H, Takasawa K, Nagasaki
K, Nakamura A, Nishigaki S, Numakura C, Fujiwara |, Minamitani K, Hasegawa T, Tajima
T.

Clinical characteristics of cytochrome P450 oxidoreductase deficiency: a nationwide
survey in Japan. Endocr J. 2020 ;67:853-857.

3. Papadakis GE, Dumont A, Bouligand J, Chasseloup F, Raggi A, Catteau-Jonard S,
Boute-Benejean O, Pitteloud N, Young J, Dewailly D. Non-classic cytochrome P450
oxidoreductase deficiency strongly linked with menstrual cycle disorders and female

infertility as primary manifestations. Hum Reprod. 2020;35(4):939-949.
4. Homma K, Hasegawa T, Nagai T, Adachi M, Horikawa R, Fujiwara |, Tajima T, Takeda

R, Fukami M, Ogata T. Urine steroid hormone profile analysis in cytochrome P450

18



oxidoreductase deficiency: implication for the backdoor pathway to dihydrotestosterone.
J Clin Endocrinol Metab. 2006 91(7):2643-9.

19



