%%%ﬁ%ﬁﬂﬁ@@:%ﬂé 21— hydroxylase
RIBFEDBHER< A« A2 ) — =07

— EIADOSHEERBRINEERBICONWT —

AHEB#E, DNIRGR, EHEH#, BERAE
(BERERANEFR )
ITFRK, AR W (BHERTESHS )

MHEME (PSRRI ERARES )
R B &

I 4 TR T SHE v s . L €, BANS64ES B X 0 ERERITR HRMESE (21 —hy-
droxylase KIBSE ) PEFER <R« X2 Y ~=2 % T 2T b, BANSIE 28 £ T,
Radioimmunoassay (M F RIA ) IC X0 EREAEMBA D 17-hydroxyprogesterone
(LT 17-0HP ) 0BIE:FF s\, 3TAT2EDFERNR 7Y —= &R\, 3E0ER
(Yasesesl 2 4l, MHBEEE 14)) AERINIz, D% Enzymeimmunoassay ( BU'F
EIA) OBESICE AR WEIAEICE AR X7 ) —=» 75T\, BBAM614F128 £ C
IS ALTSSBBRZ Y —=v %2, 2HAOCERNFER IR, SERETAEOERR X
UCREInA-BRICOWL TR LI,

R A K

EIA BCIABBRELAMES D 17-0HP OHIE ICIRF ICL MoflEx » M 2EHAL
GBI ESB A THIE L. “REESZRIERER NREHC T 7t = foo

R B R

1) EREHMm 17-0OHP OflE

BEFI6LLE 48 X 0128 £ C0 9 # AMOBEERY 7T, (H1) BEETLL pg/disedb
330.3 pg/disc iICHA L, 50pg/discBlRIC 90 % DRGNS i, —HiHEIEEER
IZT 90N~ 24 MO TET b 30pgdise M Bx “IREBIRE ORR L U 28 0.27%
DFERBHR LI o, BRI N2 AOBRTESEICT 330.3 pgdise, 260.7 pg disc
LEMEESR L, HEEIC TS 150.1 pgdise, 57.9 pgrdise & SEERZR LI, BEXT CC
Hydrocortisone IC X AL BE L U T b BERFL 2, BREBR BERE
HWRE L PSRBT 17—0HP (X IR, RIA K & ICEETH =7,

2) ZREERE
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YRR SRR AR O 15 o 7%, TR HIBEC € 30pg Aise BLEE L, T
BRERE T 1144 ( 027% ) Th oo, ZRIFRERMEESEM OBE , AMERRE, BRI
3 DA ¥ ORI RS LOEE, BUKOEE, RIKMET /b b REARE, b 50 EER
RCOREREOL RIET, K55, BE, £5E, MHEOEEY =, L, HETE
BRBOFT v 7, BN 17-0HP OB, HPLC IC X 5Mi 4 steroid hormone ®
Profile Analysis, RIA¥ICX % 21—deoxycortisol (LT 21—-DOF) OHlE,
RT3 —ERICC pregnanetriol (PT) pregnanetriolone ( PTL ) % /4 7 XE#fl
wHARI/a< VST T 4 —CHEL, BEICL > TEGC-MS KL 5EAESBVLIERF O
—ER%ER LRF steroid hormone MProfile Analysisk TRl BWiaHE T5,
TRMERR B ORI 17-0HP OWE & XORREEO LB YR 2IcRT, 248088
# g < L AR TRRSRERICE 17 -OHP W MEE X 7R LBBHE Th - 1, BEEEIRBRL
H#d 5 L RBBICEVEARS 9, REBEORE, H 5\ 17—-0HP L cross reac-
tion ¥z I 4 D steroid hormone DEE, 5 AUN DERE D stress 72y OERR
Ex bbb, R 4 35 CEE 68pgdise, FERIFE 150 pgdise & B LW EIN% 7R &S
HE L IRBHTH o, =R e X2 Y —= Y CREIRCERYE LWORT, Ef4 $&
CEF S REIARICEBRRERENI-BIE CTh 5, EF 413 BE CHIBER MNEICTHAE,
ERINM SBETH o1, FR, DHEROLOBWIBEN B 0 KBMIITA T 75, ac-
tivity b & CEBREBERE LAICED oD ok, BN 1 7-0HP ) EEHEEL 421pgdisc
Hi s 68 pgdise & BfE%R R UBHBRECIZIZNRFh 330 pgdise, 150pgdise X HEBE L1,
RIA&@;&@%174nﬂw1nzhgme,2L®0F23mmﬁwk%ﬁkﬁttoﬁ¢
A7 8w A4 Nk pregnanetriol (PT) 0.9 #g/mf, pregnanetriolone (PTL )1.48 &g M
LEfE%R L 21—hydroxylase RIBSE LW L, BRI EHIC AR % BIgs L7 7o 0 Ha5e
S b B BAEELD (388 Th B, BEWE Hydrocortisone 3 X0 Florinef ICX 55
ICT17—0HP 1ngMlEiATH O AEMMSIETE CH 5, FEFI 51X critoromegaly, com-
mon urogenital sinus 2% 9, #ii?% 21 —-hydroxylase RIBFE D= High risk 12
Th O HAEER L D Hydrocortisone IC X ABEY LA L T 51 HE XFEE TH 5
23, JEARM 17-OHP W EEE 270 pgdise , i 58 pgAdise, 11§ 1 7-0HP 31 107ng./mé
Th 21,

= 7

SEHE L 2T ROFH L 0 BR 2R L e hoRE3TREETH Y, 58 b=
ReRZY) —=Y ZICL ORFEERIBICESR T A LIS VRBRITHEL £ 5 2 ERTFEE
N5, FLS5HEO"KEREITEITD bich o I ABBEEICERE , 55 VNIEESINE
EFNLHAEENRS D follow up B EL Bbhns, —FHEBEEIRREARE L, X 0HFREK
DB VHLEDERFE, 170HP cortisol L DMRETHIC L 0 BBIHER ¥ R E D Z LABTHE T
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HY, SHRIBRHBBLETS 5, SAETAKRCE 2REHRET L aBETHETH D,
BEML IR 7 ) —=r JICERANRFEREBbNS,

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, DETERMINED BY EIA

17-OH~P n O 10 20 30 40 (%)
- o 0| o002
0 - 10 171 132
10 - 20 1893 172200
20 - 30 3783
30 -~ 40 2526
40 - 50 1262
50 - 60 670 X
60 - 70 320
70 - 80 133 s.a0m
80 - 90 770 onces
80 - 100 39§ o.ecmr
100 - 110 23] vaem
110 - 120 10 e.o0c0r Direct Method
120 - 130 41 o.0sm n= 10921
130 - 140 3] o0
140 - 150 3| o.00m
150 - 160 1] s0rem
160 = 170 0| o-0ace
170 - 180 0| o.o0em
180 - 190 1 o.01m
190 - 200 0] e.a0cx>
200 ~ 21 s.020
(pg/disc)
& Patient 5%(260. 7Tpg/disc)
¢ Patient 4 (330.3pg/disc)
"17-OH~P n 0 10 20 30 40 50 (%)
- 0 N
0 - 10 LLAITEH
10 - 20 R
20 - 30
30 - 40 11 I 0.94¢m)
40 - 50 8] vy .
50 - 60 2] s O Patient 5)1(57.9p¢/dxac)
60 - 70 2) s Extract Method
70 - 80 Q| ¢.c0em» n= 1166
80 - 90 0| s.o0em
90 - 100 0 c.00
100 - 1] vosess
(pgr/disc)
@ Patient 4 (150. 1pg/disc)
¥ under treatment
1
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NEWBORN WITH 21-HYDROXYLASE DEFICIENCY
DETECTED BY NEONATAL MASS-SCREENING

=1

Case No. 1 No.2 No.3 No.4 No.5
Name Age Y.S. 31days | Y.T. 26days K.T. 28days | F.T. 8days T. {days
Sex Male Female Female Male Female
Extenﬁ\al- Normal male Critoromegaly . Crltoromegaly | Normal male Crltorome;a\y .
genitalia Common urogenital sinus|Common urogenital sinus Common urogenital sinus
Hyperpigmention Slight None Slight Slight None
Daily body weight _
gain  (g/day) 7 6.2 2t 26
Serum Na 120 Na 118 Na 133 Na 133 Na 138
electrolytes | K 5.9 K 5.4 K 5.2 K 5.8 K 4.3
(mEq/ ) cl 81.9 cl 9 ci 92.8 cl 100 cl 97
Plasma
17 OHP (ng/at) 270 245 113 172.4 107
Plasma
21-deoxycortisol 151 46 23.9
(ng/nt)
Urinary e
pregnanetriol 5.69 0.34 0.95 0.90
(ug/nt)
Urinary )
pregnanetriolone 11.31 0.65% 2.20 1.48
(pg/nt)
T Salt-losing Salt-losing Simple virllizing | undetermined | undetermined
e
yP type type ype e s

# Determined by HPLC
# % After 2 days of treatment
+ % Because of early treatment

—1566—



patientd 330

patient5
i 150
Direct Extract patient4
pg/disc pg/disc
100} 100
50t 50

1st 2nd 1st 2nd

Comparison between First and Second Screening
on Disc 17-OHP Values by EIA

% 2

F.T. 7d.male, Congenital Adrenal Hyperplasia due
to 2l-hydroxylaose deficiency.

Ptl

4

40
1)

=}
196 -

GC_conditions:30mx0,25mn WCOT OV10l glass open tubular capillary
column, temperature 1,7 250°C,injection temperature 260°C,carrler
gas:hel ium 80ml/m,detecter:FID.

3
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BEHTFIRA b OCRGEEMXTER YIMHER ﬁ
RXO—BTIH. BREOMACRENETNIRENHYET

56 5

(21-hydroxylase ) 59 2
,Radio immunoassay/( RIA) 17-hydroxyprogesterone(
17-0HP) , 37,472 »3 (
2, 1) Enzyme immunoassay( EIA)
EIA , 61 12 41,755

,2 EIA




