HBf0 62 EEE A O EERE
[wRR7 ) —=v7iCBEd 305

FER <R - X7 Y —=r 7 CHEREINICCAH (21-hydroxylase
KRAEE ) B OIUR & BB 62 R BERABBX << - 27 ) —=
> O ORER

(AMEBRE @ SBEFR T & X7 ) —=r /T&B ODRE )

EHRAED NiReX) REmE’, GRE WTHAKS W Eng’

EH 21-hydroxylase KIBIC X 2EREEITEREBMBE (U TCAH) ODFiER <= -
RIY —=v I EBARERHE R L LT > T 5, BHAIS64E5 8 X 0 ERIBAALF O
17-hydroxyprogesterone (M T 17-OHP ) Ol %I\, AN 624128 £ CIC
94,423 % OFERNRR 2 ) —=» 7% &0 5 f0OBRR (EREE 26, BEMBER 16, &
BARE2H ) BERENBELZRIT TS, RERRIAER 7 VA T, FRW LTHKER
+ 2SD Offl TH O, BIEBRELER Tho, Zfbo4Flb BARRE, MEEDRE
L AICEE ThH 0 ERB(LE bRO TREFLBRERL Tb, T AAEER15196 BOH
ERMB R —= >y I ERT BANEREBRE Th ofeit, BRI {EEHETH 21z, 8
B 4 BIIKRBR TH o1,

BELE H&ER~<=x.22)—=>7, CAH, 17-OHP

Poeehs: WRIXEMs645 A X 0EEM62 LR 341, REUIIETEAR 24, BanSas
F12BFCCHERINTBERSFITCEIR 245 14, FEB2HTHSL, ThZNEE, EE,
_ BELS] JOBBIC DWW TR L oo 13
DIRER K2 NREL (Dep. of Pediatrics, £E D=2 .27 =y ik<4 70 FL

Hamamatsu Univ. School of Medicine) — % Fﬁl/\f: Enzyme immunoassay (EI
2)% MR FHESH A (Shizuoka Associat- A )W X% 17-OHP#lE* » F [ =¥
ion of Health Service ) Vv— P 17a-0HP | 2#FERLL, Thbd

&M R X 2R ARE & (Obstetrici~ F 20k L THUv V¥ Ig G ¥¥hoaxH
ans, Association of the West-Shiz- #{kL# 96 A7 — MCERMBKIERK 3
uoka ) mTARZ 1#E AR, £ 1H&KE L T17a
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-QOHP -3-CMO-BSA v¥FMExMx

24 BRI RIL % &1L X2 492m THREER
HiE L,

TRBERE GRABE RNERHC T e

=3 (N

S 1) 62EE <X X2 —=V SO
R BN O 17-0HP JIER F o5
e FHEDREER A 2B S
b E BELREE y M 2V~ 174
-OHP ] ICCHIE LI, HlEER% Figl.
ICRT . B 151964 OFER KT
Lo PH{EE 9.7 n9/mb Th D 1519 /né
PATIC 90 % Dk kS ¥ e, — Tt R
EEE D0 S —ErE4, 1,6114IKCTTk
> 1 DSEHMER 3.1 28/ M TH D 10 ng/ml LA
PR EERE L Lo, 840.05% Th-
foo ERERET 4 LRI Th 0 HAERE
EiL 688975 1,370 §°C 1,000 ¢ K DO
FERIRN 3L TH o, MHEORIE 2 &
FNER 80.2 ng./mé, 60 ng/mbTH>I L,
FEMERICIZ TR EN 1.03 n9,/ml, 129 ng
/nb LIET URBH Thote, % Aol OFFkR
# LFSREICIZ 17-OHP W EIA, RIAK,
HPLC, LLICEETHO, BERMICHE
KEE R CBR TRl 21,

DFER =R 7)) — = S TRERAIN
fERORE  BM564E58 X VM 624
12 B % To 6 FERIC 94,4234 OFE AR
2 —=r IHET SADBRBRER SN,
Table 1 CHREFOHS, WHRER, BF
B, fifF 17-0HP, 21-deoxycortisol
¥ X O'JR# Pregnanetriol, Pregnane-
triolone OREBELRT, IEF LILRRE
B4 31T, GEHIMARIS IC Na 120

mEq/L, K59mEq/Lr{ENa, BKIME
2 7R LA T > 7o YR L T IC 25 B
BCRAIN, BIERFES 68T 7A T
ZRBROMEMR, BEE Fig 2 KxT,
FE £SD, RERX + 28D T B
%D 5 ANEHERRZE L ER Tho, B
Rz 22 » ABRE, 31 4 # ARIATHE
B TRk CABIN#E 2 B L e d3% OBRIT AR
Eha LK ThrMEEHHE, 17-0HP
LERBE CH VMRV =TS 5 ng Ml
/h Bt CIEREEY #IF L QO 5, BRI
Hydrocortisone ¥ XU Fludrocorti-
sone acetate AL TWW5, .
FEF 3 IBREE HS 28 ACHMERRE R
Tob 1o DMEESEINL LB Y R IF T B R
LRE ¥ B TEMBMR TH o7, REE
EH3 4% 6 WA T, HRIE—0.58D, *hE
1 —0.28D L ERHHE T, BESLIR 6

B L ERBBE RMESIREIIERE C

Hn, MWEEHE, 17-0HP » EEHEIC
5)50 ¥ Hydrocortisone DHTsL
Fludrocortisone acetate HPFAL T
%50, FBRIF THBH, (Fig3)

FEF 4 @M oD high risk/2
n, FBHEEIES 8B LOOEMLHE TS
rinfe 0 BERCH ok, HARRIVER, O
ZH AL T D HABEENR S VEE
B RRTH - fods, 165 CHRBE I
BERRod od, L LRSS X 0 HBRY
BItA L 1o DRENL T Ch 5, HERES
1% 2HAC, FRIT-1.128D, KEII-
0.57 SD L3 EH % T b > TWBEBE
&b 6 0B LERBMER L, BIRERSR
ZREETHY, [IF17-0HP, % Ofb
SRR S BE RS 1l R L
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FREE L F o4 PRI OB F 4
FEERAL TS, (Fig4)

fE Bl 5 X AMER RE » B, ¥ o[ 2 44E
@tbﬁ%mmﬁ%ﬁﬁtfﬁﬁﬁamo,

BS1HXOBRERBRBL I, Licdio UE
F 4 X FRERELERE Th 3, BERES]
B2HB CTHAVRERZL LICERE TH S,

ER FERE il SEFAPR GERR L 6%
THRAT, =R« X7 ) —=v /BHBERK
HRINLBRTHE, WTROEF S H K
RER IORHESHRZIEE THY, B
BORE b7 { ROWEMIC L BT EEY
RLTWS, FTERAFEIC K TLEKEIBTR
2% OAMIIOEENMBL RS2, <X -
RZY —=2r X OFERBHICER I
ttﬂaiﬁﬁé’éﬁm%m(t%ﬁﬁé’sbcéuﬁﬁé
HERETHC L BRF BB ERL o, —
FREL OWRBREAL DT Y Fa sy
BENC X3 BRAEEL L, HEBBEDL
BHONT, L HFHRBLBEL k0,
BB RIS L Th REF kR T2 5,
SERBICRBNIERBEESLETH D,
TIE DOFER~ R « 22 —= v 713 B®R
EREVEEEORE, RBRICKY 28E
HROBE, BEKRLZ 2 CORKOEHE, &
BYREE ORFE M EABR VAV CEB L Tl

L oRE T REBEIS S, REEEDH S
VNI ERHBEE ORI R 1 L X 0 A 0T ER <
R RZY) —=r 7 OBEHZIKENERE DR
b

TR

D) A+RBES  SREBITREBER(21
-hydroxylase KRIEfE ) DH&AER < = -
A7) —= A R X ISk 05
pilot study — @ BAEHFERET X
FuA Froacer et BEE | AL

A5 GLEEEMSEEREE P40-48, 1982,

2) TEME @ &R BT R EBY K ( 21-K
BACEERRIRE ) OFER <R 227 ) —
=¥ ZICET AR - B IWEEE, 59,
1860, 1983,

3) EH R  ERMEETEEBYRE (21-
KERAUBE RRIBE ) DHER <= =2 Y
— =Y 2R B IR FEERZICERT A7
% . BN AMIRAEE,

O ATERED B RTESHX I 03
21-hydroxylase KRIBE DFER <=
cRZY) —=r 7 —EIA OILBERAE
nicBRICOWT—  BAEAESEERE [ B
B R v EERERE | AT M
6 LAEEE BIYEHREE P39-45, 1987 .

61, 197, 1985,
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Fig1l
NEONATAL MASS-SCREENING FOR CONGENITAL ADRENAL
HYPERPLASIA (CAH) DUE TO 21-HYDROXYLASE DEFICIENCY

DISTRIBUTION OF 17-HYDROXYPROGESTERONE (17-OH-P)
OF DRIED BLOOD ON FILTER PAPER, DETERMIEND BY EIA

0 10 20 30 40 50 60 (%)

53.58(%)

~ 185 .
R H Fit Direct Method
40~ 45 10fo.0ncn _
45~ 50 4 uos(':) n-—l5,196
50~ 55 2| 0.01(%)
35~ 60 0] 0.000%)
60~ 85 1] 0.01%)
66~ 70 0§ 0.00(%)
0~ 75 01 0.00(%)
it S D=t 53

~ 0.00(% = o=
8~ 90 0] 0.04(%) Mean=9.7 .
90~ 95 0| 0.000%)
95~100 0] 0.00¢%)

ad 1§ 0.01¢%)
(ng/nt)

80 (%)
54.98(%)

7

3

:
16~18 0] 0.00c%)
18~20 11 0.060%) Extract Method
20~22  0f 000 =
2~2¢ 0 owen n=1,611
24~26 0] 0.00¢%)
26~28 0] 0.00(%)
28~30 0] 0.00(%)
0~32 0 owen
2~ 0f 0.00(%)
34~36 0 v.000%)
36~38 0] 0.00%)
P il Mean=3.1  SD=2.7I
(ng/ =)

Table 1

NEWBORN WITH 21-HYDROXYLASE DEFICIENCY
DETECTED BY NEONATAL MASS-SCREENING

Case No.1 No.2 Ne 3 No.4 No.5
Name Age Y.S. 31days Y.T. 26days K.T. 28days | F.T. 8days T. 1days
Sex Male Female Female Male Female
ExterrjalI Normal male Critoromegaly Cntoromegaly Normat male Critoromegaly
genitalia [Common urogenital sinugCommon urogenital sinusgy [Cammon wogenital smus)
Hyperpigmention Slight Nope Slight Slight None
Daily body weight
gain  (g/day) 7 6.2 21 26
Serum Na 120 Na 118 Na 133 Na 133 Na 138
electrolytes K 58 K 5.4 K 52 K 5.8 K 43
(mEa/t) cl_81.9 cl 94 cl92.8 ci 10 c 9
Plasma > &
17-0HP(ng/et} 70 245 13 172.4 107
Plasma
21-deoxycartisol 151 46 23.9
(ng/at)
Urinary
pregnanetriol 5.69 0.3¢77 0.95 0.90
(ug/nt)
Urinary i i
pregnanetriolone 11.31 0.65%° 2.20 1.48
(ug/at)
Type Salt-losing Salt-losing Simple virilizing | undetermined | undetermined
P type type type e Ere

+ Determined by HPLC
# ¢ After 2 days of treatment
v+ ++ Because of early treatment
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Fig 4

F.T  Male 1y2m(Bone Age 6m)
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BEHTFIRA b OCRGEEMXTER YIMER ﬁ
BXO—BTIH. BREOMACERENETNIRENHYET

21-hydroxylase ( CAH)
5 5
17-hydroxyprogesterone( 17-0HP) , 62 12 94,423
5 ( 2 1, 2
6 7 , + 2SD
4
15,196



