TR T EERELBOSEERA
[HLWAZU—=7DHH FicHET 3055

i 4 2 21-hydroxylase RiBIEDGCMS-SIME L X 2 FEEZET H 48
(HEHFE A2V -—=vI70BREBCHETIHRE)

KR M, BRI, ARIEET, B BT, BHSERT, BREAM, BRERM

[E%]) 21-hydroxylase KiBfE (21-OHD) w2« 27 ) —= v 7 BHE OREEABFRIFEL IR T, bh
bR, FEFIL: IR EIkEE, 7852688 F, IiF17-hydroxyprogesterone(17-OHP)300ng/nl, fEH 2 @
¥ sEsm 21-OHD A8, ZER39EL T, mig17-OHP 300ng/nl, fEFI3 : BIE21-OHD AN, #ht39ELT,
FER, M 17-OHP 156ng/nl, 2% £ GCMS-SIME: (HP 5890A/HP 5971A, methoxyme-trimethylsilyl &
t) % FA\ 1R steroid profile 347 ( A4y b Rk 5ml) OF A AREI Lz

FEGI1 (BES23), fEFI2 (B#E8), M3 (B2 X U56) Ik T, R pregnanetriol (PT) Bkt &% 3.8,
5.5, 3.1, 8.6mg/gCRINN, K+ pregnanetriolone (Ptl)BRif&130.05, 13.2, 5.8, 5.6mg/gCRTNN TH - 720
FEI3 D& SDscore (SDS) 1, HAERF +1.76, 47 AR +1.76, 6 AKF +1.69 THo7o

BB, PLPTICHL, 21-OHDD~—h— & LTEIR TV AT LRI N RFEPTRIUPLL B
P ESEEIEEROECH THERLAEHRE LT, £%6,r A CHEBE CERGEL, MEORFREY
BRI LFEM LB,

B HLEE 1 21-hydroxylase KIEfE, GCMS-SIM#:, Rk pregnanetriolone HifitE, ~Aex2 Y —=v 7IBHH
BRAELX

[£5) 21-OHD =R e A7 Y —= v BEEE DX TRTWEL, R, BEE « KB
B 7y r—7 o 7T B DONT —EDHAITFEL BT, RePPil BEEE R IEES LT H Y 21-0HD

*1 s/ \REL (Dep. of Pediatrics, Keio University School of Medicine), *? BAFREERKRZE T (Dep. of
Clinical Laboratories, Keio University School of Medicine), ** EER#@RIAZE/NEF (Dep. of
Pediatrics, Faculty of Medicine, Tokyo Med. & Dent. University), ** #{La#+3mbe/N 2R (Dep. of

Pediatrics, Matsue Red Cross Hospital)
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B L BB EN LA LRRELEY Y, &
[al, IR steroid profile #TicX DEFIZK A 1To7
SEFLERL, YAeARZ YV —=v I BEE 7P —
7 o 7 HRIOWTHRE RN B,

[ &ROTHE ) EGL: ZEME 258, T72g THAEL
BT, FER~A« A2 Y —=v 7 (HR1T)TIE
17-OHP 300ng/ml, = OFf1{F Na 129mEq/1, K
4.8mEq/1Th ote, D HMEE17-OHP fEIXIEF
EL, BB EE L LRI,

FEG2: ZERR 398, 2850g CTHIE Lok T HiLERF
LD ERKIEX « BRIELRD bhvice L <A
A7) —=v7(HE5)IC & b MiE 17-OHP 300ng/ml
&8, HEi8ciss Na 127mEq/1, K 7.5mEq/1
Dt faTe%kl 21-0HD & 247 &, steroid # 75 5
B 03Bks S hice

REBI3: FEMA39H, 3798g THIE Lk Fo BIE
o FER~R A7V —=v7 (BEH5) THRAME
17-OHP 9.2ng/ml (E#E%), 4.8ng/nl (GhHR) & ¥
B L #oo RIABRIC X i1 17-OHP {12, 15ng/ml(A
¥:1), 16ng/nl (K 3), 33ng/nl( AlR6) L KritmiE
Thh, BE21-OHDLE 2 bh TV 5, EEHK TR
BBREPTHDo

fEGI1 (AkE23), FEGI2 (BERS), I UEEH 3
(A% 2,3, 6) DA Fy b RFAF5nl % methoxyme —
trimethylsilyl F#{L1, GCMS-SIME (HP5890A/
HP5971A) itk b R steroid profile 5T & 1o,
@559
(1) PTic4% 24075 fragment ion (M/Z {255, 435)D
< AZ BT ZT AR, EFL, 2 &b CEFR
[l 45.5 5 1 BAR I €7 D3R b e (K1), Pl
¥ B Ic fragment ion (M/Z{E359, 449)D~ A7 m
< 7S ARBNT, EHIL TSR -7 1ER

B oY, MEG2 OARIEFRR 49.4 51 BB v 2
BB (K2),

(2) FEFIDEH2, 3, 67 BRFICE T, R PtlBE
M 2125.8, 56, 5.6mg/gCRINN ( [F4EHEX FR{E 0~
0.2), b PTHEME 1231, 2.9, 8.6ng/gCRTNN
( R EAT RE 0~1.6) TH o 72 (F)o

(3 fEBISOHESDSIZ, HAER +1.76, 45 AR
+1.76, 65 Al +1.69TH o7 (3),

[£22] (Ptl021-OHD~—7— & LCOFAE)

Ptl iz PTicLEL, 21-OHDD & h B RAY e~ —H —
ThHDHZENEREN, L, 21-OHDEREL
Blicds\ T, R PtIBHEEDHE NG ZEDL DB
DI BT, SROBFRE TH %o
(=ReA2 V==V I BHED 7 m—T 7 )

SEl bbb R U EERE 21-0HD B ED
HESDSIE, £#6rAFTR—ETHol, Rk
Thilen 513, SR CTRBEAZ LA 136 OBER
21-OHD &R o5 5 & SDSix, ARMeE—ET
HLERE LY, HELY, SERO 21-0HD BR
DEBABHRELT, EH6rAFTRBBEL,
R PT, Pt1SRBE RS ELHERTH L %5 L
Ex Do L L, $XTD21-OHDBRIR\T, K
i PT, Ptl it B EE 2 R T &I b0 The
Vo SROIEFERPLETD Do

Xk
1) %R BSOS ¢ H4R 21-hydroxylase RIBIED
GCMSic L 2HEEZET — 2|, ~A A7 V—=
v 7 Bl OERIZHT T 513 5 GCMS - SIMIED
R BEEOHEERE(~A A7) -2V
7Y AT O BT AT PR FEE
TrE@mEE, 54, 1994
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2)EE B|H ¢ HAR 21-hydroxylase R # iE D DT ) PR 6 B BrIEER{SE, 180, 1995

GCMS-SIMIEIC X BHEERZET H 38, — <A 3) Thilen A. et al. : Early growth is not
AZ Y —=v 7B RBEAIOKRE — | BAEAD accelerated in untreated 21- hydroxylase
HEERRE [HLWAZ Y —=v7DH Y T deficiency : Horm. Res., 41, 111, 1994
Mi. PTILHRKY teagment ion (M/Z 285,438) DTRIOT IS4 ®2. Pelic$RAGE fragment lon (M/Z 380,449) OYRIT T T L
e —
45. 5min., _
Abundancs { ‘M:'.m'“
30,000
20,000 +.000
10,000
= y — 1 8.0 50.0
o s . . 4

M1 (fehzo A, (hREtE. 17-OHP 300ng/ml)

Abundance ] '
10,000
5,000
Fa)
, G 1 4 T 1
o 45.0 160 .0 49.0 50.0
Time (min) : i Time {min)
SEM2 (7EM 398, 21-0HD, 17-OHP 300ng/ml) M2 (7504 35 4. 21.0HD. 17-OHP 300ng/m!)
Abundance
Abundarce 6,000
15,000
10, 000 3,000
5,000
} P : — A\ , } LN, :
4.0 45.0 46.0 8.0 43.0
Time (min)
3. MAM21-OHDHD X RSDS
wevomoes AThiln, et al.,
. 00 OR4 PLET RAR. RN 17.0HP HOMBORIE B ASDS T Casesd
A% ™ ™ ) [, =T . P N B S SR SR ]
B P 58 8.8 5.6 mg/gCRTNN  (0-0.2) ] I
l!‘n' a1 2.9 8.8 (0-1.6) P B 4
POMMRS. TUREY "
A3 17.04P 15 18 33 ng/ml (RIA) 0
Ptl: pregoanetriolons, PT : pregnanstriol bl . e 1 .
0 6 12 18 24 30 38
REm (5R)
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BEHTFX A b OCRGEEZMXTERYIMER ﬂ
BXO—8BTIH. BREOBRATEENEThIRANBYET

21-hydroxylase (21-0HD)
s 1: , 25 , 17-
hydroxyprogesterone(17-0HP)300ng/ml, 2 : 21-0HP , 39 ,
17-0HP300ng/ml, 3: 21-0HD , 39 , , 17-0HP15ng/ml,
GCMS-SIM  (HP 5890A/HP5971A,methoxyme-trimethylsilyl )
steroid prome ( 5ml) 1( 23), 2(
8), 3( 2 6) , pregnanetriol (PT)
3.8,5.5,3.1,8.6mg/gCRTNN, pregnanetriolone(Ptl)
0.05,13.2,5.8,5.6mg/gCRTNN 3 SDscore(SDS) , 1.76,4
1.76,6 1.69
, Ptl  PT ,21-0HD

PT Ptl s 6



