PRk 6 FEEEE L SEETRE
(HLWRZ ) == 7 0h 0 HICBdT 505

g4k IR 21-hydroxylase RIBFED GCMS-SIMER ISFHEEZHE H3H
— <A A7) =V I IEHERBEHIOEET—
(HHFE . A2 9 —=v 7 OFEREE T 298 )

g B, EREE T, REEA, B B, BHSEM, HRERER, BRAEE,
FRET, REERY

By RRUEIFREHHR <A « 22 ) —= v 7 BHEAIDBRABOFETHEL LT it 4 Ebivbiud,
A) RBUR101 61 (5552, 449, 7Efh23~3638, HIERE 538~2490g, A#E0~99), B)21-hydroxylase X
BE (21-OHD) RBVE 31 BI( B 13, L18, A#1~27), C)RBRBHEREE 2041 (B11, X9, AET~31),
D) ﬁﬁﬁ&%bﬁ%% (5840, 24, AEB0~31) g, GCMS-SIM#E: (HP5890A/HP5971A, methoxime-
trimethylsilyl FEAL) LB R AT rAF e 7 A5 (AHE, FRER0.5~5n) 1Ic X » 21-OHD B4 LAkt
Bl & D ER % A AT

pregnanetriolone (Pt 1) 8it& : A) 0~0.2, B) 0.8~124.1, C)0~0.1, D) 0~0.2mg/g CRTNN, 110x0-
17 a-hydroxypregnanolone (110 17HP ) #kltE ¢ A)0~0.3, B)0.6~20.3, C)0~0.1, D) 0~0.1mg/gCRTNN,
20 a-pregnanetriol (PT) Bkt & ¢ A) 0~5.4, B)0.7~58.2, C)0.1~1.8, D) 0~ 1.6mg/gCRTNN, Pt 1
11017HP « PTHlE DM : A) 0~5.5, B)2.6~200.3, C) 0.1~2.6, D) 0~1.6mg/gCRTNN,

Pt1 R0'11017HPIZ, 21-OHDERERI ~—» —TH B Z L NRI i, MBERIFE L Lt BIRIHN
2 21-OHD B4 L BB (R 2R CERILE 2,

RHURE: KRB, GCMS-SIME, SEXRERIB B

*1 g/ NEEE (Dep. of Pediatrics, Keio University School of Medicine ), * BEIRERIEEIAF/N R
(Dep. of Pediatrics, Faculty of Medicine, Tokyo Med. & Dent. University), *3REAA/NEEE (Dep.
of Pediatrics, Kumamoto University School of Medicine ), *E-< Y 7 v+ BEE K2/ ER (Dep.

of Pediatrics, St. Marianna University School of Medicine), *°BEArhaufiEpRigiAr 3 (Dep. of Clinical
Laboratories, Keio University School of Medicine)
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@ MEEbhbRhL, BEEIESWTGEMS-
SIMB:ict b, R 20a-pregnanetriol (PT) s preg-
nanetriolone (Pt 1) » 110xo-17a-hydroxypreg-
nanolone (110 17HP ) BEftE oM AR & LT,
21-hydroxylase K38 fE (21-OHD ) i & ffB 51 &
B AR BB S L LR RE LY, &
FEELhbRhIE, KBRS T, ZhbDOIEE
X b 21-OHD I & etk 6 & R &R LG 5 il
EE Lo

W REVE10141 (5552, 40, 7EhE 23~36
B, HafkE538~2490g, HEH0~99), 17-
hydroxyprogesterone (17-OHP ) A7 V) —=v7 {485
MEREE 2060 (B 11, 9, HEhT7~31), 21~-OHD
BEIE31 4 (B 13, 4«18, HEsl1~27), X
Re4Bl(FB40, 24, AMO~31), EEMBEHEL
1%, 21-OHD <A » 22 ) —=v7 BHFAID 5 LEIER
DEBIRT, Ok 17-OHP BE O EFLLHE
AINFEATH 5, EREBRIAZ )V —=v IR
BEflx &t

FHik: AE, FREAB0.5~nlxERKE, FEE
BRI, A bF oA e P Y AFA T IALFEL, A2
m< b/ 57 « WERNERSHEH (HP 5890 A/HP
5971A) &\, GCMS-SIM¥RICL » 50 D R
A7 ef FPREHF IR LT LEE4FORZITOW
¢, PT(17-OHPDR&## ), Pt1-11017THP (17-
OHP O HIEI 3B 21 -deoxycortisone DEHY )
O RPHEE 2RE Lo (KD,

B ¢ PReRPt IPRIEEE, REREF0.2mg/gCRTNN
EITF, 21-OHD #0.8~124.1ng/gCRTNN T b, Pt 1

B UTHB R EE CERILE T, KF 11017
HP it e Th, Ptl & FRRICRBERE & 21-
OHD BRI EE I Lh ol L, R PTHE
WERU PTePtle11017 HPDRFHHERE OB
T\ T, REVEHE L 21-OHD# Lol ki —HE
EHZHbh, Thb B Lo Vs
AlizEETHo1 (R0

2 SEOBENS, Pt1IRC1101THPO W
hOER X5 Th, 21-OHD Bl RERREBHES] &
R HECENNRS Z L RS R, bhbhdt
FRLTWEFAIr= /57 « BEGH VAT A
i, PL1OE—2 i fBD A7 A FRBIH DO E—7
LBV EE Lic\ by, 11017THP O v — 27 i2fhd A7
rA FREPO -2 LLEREH TS, 2T, &
A e 22 ) —=v 7 BHAIOBENE L, K
Pt 1B B IgE L TARBBR Y AT A B TH L
DEEEE OB, —J7, PT+Pt1+11017HP
DI X 5Ti%, 21-OHDHY & KBRS &
HEEERN A L XEETH ol TOFRER,
1) 21-OHD # L KRB ERE I\ T PT APt 111017
HP L & Bt h s 2 &, 2)PTix21-OHD
Bk T b SREHEZ h B 235, WO PTHHE
BRI—HBEENLROND LKL S,

21-OHD s\ T Y, 17-OHP DRI BE A3
EALXhb, BEw Forest ® Fiet bickoT, MF
21-deoxycortisol DA AFED 5 bIFHHHI 1P R
LLTHEIhTWAPY,, SEOET, R
WD VT D REOF UL BT,

X
D&E E S HH4 )R 21-hydroxylase KIBFED
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GCMS & L 5 TEEZHr — 2, ~R A2V — J. Steroid. Biochem. Mol. Biol., 45, 75,

= v 7 BBl R BET s 15 GCMS-SIM L 1993

DERE : BEEEOEEERR [ ~A 22V — 3) Fiet J. et al.: The application of a new

= vV AT AD A HE BT A% ] BES highly - sensitive radioimmunoassay for

SEEMEHEE, 54, 1994 | plasma 21-deoxycortisol to the detection
2) Forest MG. et al. : Prenatal diagnosis and of steroid-21-hydroxylase deficiency: Ann.

treatment of 21-hydroxylase deficiency ¢ Clin. Biochem., 31, 56, 1994

2. 17-OHPD R

finkes] 17-OHP,
\ 21-hydroxylase
11-hydroxyl
ydroxylase S
\ 11~-hydroxylase
21-DOF F
g0/ \ 11 B-HSD
21-DOE E
‘ .
R | |
Pt

21-DOF: 21~deoxycortisol
21-DOE: 21-deoxycortisone
11 8 -HSD: 11 B -~hydroxysteroid dehydrogenase

F. RA17-0HPRBIMHEH R

Ptl 11017HP PT )2

xR 0 - 0.2 0 -0.3 0 - 5.4 0 - 5.5
{n=101)

21-0HD .~ 0.8 - 124.1 0.6 -20.3 0.7 -58.2 2.6 -200.3
(n= 31)
“HEH 0 - 0.1 0 -0.1 0.1 - 1.8 0.1 - 2.6
(n=20)
pogii 0 - 0.2 0 -0.1 0 - 1.6 0 - 1.6
(n= 64)
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BEHTFX A b OCRGEEZMXTERYIMER ﬂ
BXO—8BTIH. BREOBRATEENEThIRANBYET

,A) 101 ( 52, 49, 23 36 , 538 2490g,
99),B)21-hydroxylae (21-0HD) 31 ( 13, 18, 1 27),0)
20 ( 11, o, 7 31),D) 64 (40, 24, 0 31)
,GCMS-SIM  (HP5890A/HP5971A,methoxime-trimethylsilyl )
( 0.5 5ml) 21-0HD
pregnanetriolone(Ptl) :A)0 0.2,B)0.8 124.1,C)0 0.1,D)0 0.2
/9CRTNN, 11ox0-17 a hydroxypregnolone(11017HP) :A)0 0.3,B)0.6 20.3,C)0
0.1,D)0 0.1  /gCRTNN,20a -pregnanetriol (PT) :A)0 5.4,B)0,7 58.2,0)0.1
1.8,0)0 1.6 /gCRTNN,Ptl 110l7HP PT :A)0O 5.5,B)2.6 200.3,C)0.

2.6,0)0 1,6 /gCRTNN
Pt1 11017HP  ,21-OHD
21-0HD ( )

0

1



