TRERIBAEROE =2 ) ¥ 7

T R ™ E
(RSERH R RNERD

B 0 & K

bDNONBIEEEOEAFEHFLHCEOTCERBEDE=2 ) ¥ /OO EFVERELE
LT ARERNERER Q1-/kB/eBERRIRE : T ARE) £&0d0, K4 O RUPHL A
KB B<2 22 Y —= v 7 ORFELES PLZOHBILCOLTHRE LY s AERRB <2 -
20 ==y S Y AT AHSBOREICOVTAHRN, LI YRR INIAERRIC
DLTHET 5,

. WREBBVIEHE

1. WRELSVCKRE

WEIZERT 200 & U BB I TRA564 5 H18E5EHE 1 HAI3HZTORN
8 » ARNCHE LB R 7,550 £CH 5. mHRICE T 2 ER-HARIT ERIHERERICH
DOBRIL000E EEZOND . MECSIEFEE ERRCERRFETEDO~R - 27 ) —= ¥
7 OFcd QEMEERNE CITFEREL) 250 3mm #4227 13&Uke lewx - 27
—=v 7 ERMICER 1~ T BOFHARE S CIABRRIC DL THEHMICRAMA R,
YA AT —= VS EGFHIBHICOLTOERHER & L.

2. Al E &

REEREEFEORSEY WELLY, AETHEMICES AR 3 Ta-hydroxyproge-
sterone (M 17-OHP) A2E®&E 3mm O F 4 27 1 2% HT, *H 2fl>7c Radioimmu-
noassay (RIA) ICE D AIET A DTH B, TOMIE A 1ICRLIH, ALk 2EE
dhie, FRRER, HE, FERELSSUCRIE (H20EIMEE) 2B RIA OB~
THETEZ2HDTHY, Mf 17-OHP OBEFSICRMT 26D THS T L3 T TICHER
INTE,

3. vRRHYVU—=TEk (K2)

9 3mm F4 %7 13amns5@ 17-OHP [EIRE % single iICTHEL, €D Assay AT
97 th percentile Y LOBEEARLALOEEEREL LA—RELSHE 3mm 71 27 %
7251, duplicate ICTHBKR L. HROHERE 99 th percentile Pl LD EELHRL/cd D
BEBRE S L TEMESEE (ZCERERRZNEED 22238, BRERTS CICH
BEDF = v 72170, RRICEHRERINC TISZHRRL, MEEERT (N K, Ch oAE
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Standard buffer solution Buffer
0.2 ml 0.2 ml
4 1
3 mm disc for standard 3 mm disc
curve (sample)

\ /
Elute for 1 hour

{

Antibody 0.05 ml
17-OHP-1,2,6,7-°H buffer solution
0.05 ml{4,500 dpm)

t

Incubate for 1 hour

b

[ 50% ammonium sulfate 0.3 ml
[

Incubate for 30 mins
{

Centrifuge at 3,500 rpm for 10 mins

}

Count with 0.3 ml supernatant

1 Assay procedure

1st 17-OHP determination

'

Analysis
/ ' ’ 80f

Normal Above 97 th percentile .
\ __ 70}
. Q
Analysis & . } Mean £+ SD
7 3 60
Normal Above 99th percentile E H
‘ E 50F e
Recall &
S a0p o : .
&. o .
Physical examination = 3ot S o o Y
Family history for CAH :33 s H ] .
Blood sampling z i : * H
Plasma Na,K & CI E 201 had P :
Disc 17-OHP , = I3 e
Plasma 17-OHP & 21-DOF 10} " n=14 ¥ n=12
Single urine specimen . . .
PT & PTL by glass capillary 0 . A L L
gas- chromatography 1 3 5 7
age in days
2 Screening and recall program for detection 3 Recovered 17-OHP values from one
of congenital adrenal hyperplasia (CAH) 3 mm disc in early neonatal stage.

due to 21-hydroxylase deficiency.
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4125

n=7,550
| Mean=19.7 20
1.5001 S.D.—9.28

(S56.5.18~ S 67.1.13)
3 115 &
s =
> 1,000f 8
© 3
_§ - o,
: 410
z

500F
45

0 10 20 30 40 50 60 70 80 90 100 200
Recovered 17- OHP value (pg/disc)

B4 Distribution of neonatal 17-OHP determination

HIERZ S Picimdr 17-OHP & 21-deoxycortisol (I F 21-DOF) % LH-20 ¢ microcolumn
EROLREROHE? CTERICHIEL, — AP 3 2BMEF A /02777 4 —iCLOE
L3R @ pregnanetriol (PT) 735 AT pregnanetriolone (PTL) & HIE L, AELGHEH
F Lo

0. R ##

1. %1 8,5 TBETOEKMIT-OHP & (X3)

EWHERZS CICERERERENSICER 1 HHO4EK T B TO BRI 17-OHP {4
TR LI, BEFEHOLRETEIRES L 3TREENSZ C &, TLAEXERHBETED v
AN =V IETIEBRS ~THCR T TIEEE LT A T EMHEF L,

2. TR -RHY—ZuH '

TR ALY == 7o E L THE SN/ B RSO EKf 17-OHP Eo4afh%
Bl4itRm Ui BEICE 3mm 74 %7 1 ahso 17-OHP WiNEA, REEO x5 —ric
AR A, A4 —nTid percentage AR L7028, RITERSHERLTE D 2OH
EME19.7+9.28 pg/disc (Mean+£S.D.) TH-7co BRERELT,550LHT73ED0.97%TH
D, ZD>HLBERBICIG U2 DIEBETRREIIAT OB TH »1zo KE LFEEZM Shic
b3 1% (BR) T, BEEROZLOEEMAMOFETH - 7o DMK DNT
BER 1 ~2 5 AOBETRER EZZ 50k,

3. ERtE (BBEMEE) BoUVLRRINI-FERRICONT

(1) ERPRAVERETS
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%1 Problems at delivery and during early neonatal
stage in recalled infants

Male Female Total

Gestational age 37 wks = 6/15 5/20 11/35(31.4%)

6/15 0/20 6/35(17.1%)
Birth weight 2,500 gm >
(11/35 6/30 17/65(26.2%))
Problems at delivery 9/15 12/20 21/35(60.0%)
Problems during early
neonatal stage 5/15 6/20 11/35(31.4%)

TR 27 ) =K TEBRERELZH SN ODICRERD 3 DIBEBEHAEKER
MENC LR T TICHFEE ORI LEICE LTI L. % 11Cid Recall iT)GU723580DHE
IR, AETRHAE, HBIFLS CICRAFERBICE Y 2 BHOEEER Uic. HIBEHKN
STEMTOHDIFI1E (Bl.4%) THY, HTREE2,500 g RO HW A EHEKERRZ
6% (17.1%) (Recall KIG L -7bDEDEDSH & 17/65 D26.2%) LLTHHEHHEE
ThHotco TIRAEDOEIRPIEL EORFEPLHWON, FROWD 5 LIEIEEER, R
EDVHWEAEREOER 3214 (60.0%) 1[CRY, ROIOUREREEET 2 X5 0HE,
B, SHIMAEDS 2 DIREBE IS EDOEER P L 2D - REBICH » 725 DI311E (31.4%)
Y, DINLBEETH 7,

Na K Cl Body weight gain
|y I | see
mEq/] mEq/1 mEq/1 g/day .
40t .
? i
140 6.0 . | 1_0 .
i ::.. ?Y, S. ..
el " 30t *
. - T
0 e 50 s w0 :
o whe S
ILO 4.0 90 .;
oY.5.4 L - FR—
°Y.S *
10f * 1
eY.S.

5 Serum electrolyte and daily body weight gain in *nfants
detected by first mass-screening
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Recall ICJ5 U7 T 10 3 ERAEIR T3, 1B, AEHMIITESBOLO 3 £iC, KEE
RILE DR 2 2T, Bk, BEIEASEDOED 1 ZICEDONI. M50HICIE 1 HYY
DEREHEMBER U ER (Y.8) CELTHREINARNC SICHEETEH -7,

(i) BARR

a) MmEEERE (K5)

{& Na IffiE (130 mEq/I XITF) 33 £4iC, BKIMWE (5.5 mEq/l PIk) 236 &, {& Cl i
IE (90 mEq/l DIF) 2L @O, BRYAZITRCERRTHD, BE (Y.S)
TR &IKE Na, & Cl MEREETH - 7.

b) MWK 17-OHP 755 TC Mg 17-OHP, 21-DOF & (X 6)

X 6 DS (FIEAEM 17-OHP AR Uichs, BR (Y.S.) Tid 988 pg/disc 0% LLEE
BN LIco DS DT 100 pg/disc YT TH 708, Chd OBIZERHERE L TP
PRETHD, Recall DR (1 » AR KBLTHLRBHECHEEARTMS 0
HRDDH 5T LRI N0 M4 17-OHP, 21-DOF TREKR TR EMEEEARL T
Wiz BBUHETIREERTOOTHERD /100D FTH - 700

¢) JKip pregnanetriol (PT) :Foch(} pregnanetriolene (PTL) (X 7)

Disc 17-OHP Plasma 17-OHP Plasma 21-DOF

pg/disc ng/dl ng/dl
®@Y.S. )
oY, S.
10000}
1000+ oY.S. 1

100¢ * 1T ‘.;..' ;é:
- e A2
'i:

10

B 6 Disc and plasma 17-OHP and plasma 21-DOF
in infants detected by first mass-screening
(Dept. of Pediatrics, Tokyo Medical and Dental
University)
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1.0p

0.1r

0.01:

PT PT PTL PTL

#g/ml uring | #g/mg Cr.| |eg/ml urinel |1/ ngCI‘-
oY, S.
@Y. S.
| eY.S.} | |
eY.S.
s L3
:. .
- .
.f i :
:
S TP R RS VTE Y S L v%2] Eﬂ&:&:ﬂi&.—

7 PT and PTL in single urine specimen, obtained from
infants detected by first mass-screening

# 2 Case Y.S. male 31 days

1. An infant detected by mass-screening for CAH due to 21-hydroxylase

deficiency
2. “High risk”

screening related to his affected elder sister

Birth History : Gestation 40 weeks, Natural delivery, No complications,
Birth weight 4020 g

Physical Examination (31 days) : Body weight 4240 g, Body weight gain 7 g/day,
Mild dehydration

Laboratory Examination :
Plasma Na 120 mEq/l K 5.9 mEq/l Cl 87.9 mEq/]

17-OHP in dried blood filterpaper spot:-wmseseresmaseness 988 pg/disc
in plasma ........................................... 2‘7000 ng/dl
21-DOF A0 PIASIA: et s 15100 ng/dl
PT sinlge Urine SPECIMIEN e sistens 5.69 ug/ml
daily excretion: - wmeemsmsinsinees 1.24 mg/day (26.15 pg/mg Cr.)
PTL single urine Specimef- s mrmissmsisssisssiniseess 11.31 #g/ml
daily excretion:« o wersseareees: 2.0 mg/day (42.19 #g/mg Cr.)
AldOSterone in Plasma: et 138 ng/d!
TeStosterone in Plasmar s mrsmmmsrers s 184 ng/dl
Plasma renin activitys e e over 50 ng/dl hr

Other laboratory data : within normal limit except mild leukocytosis

(WBC 13900)

Diagnosis :

Salt-losing type of congenital adrenal hyperplasia due to 21-hydroxylase

deficiency
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M C BRI EMU BB ¥ 5 4 ¥ (17-OHP, 21-DOF) @ RoOf#EHTH 3 PT 75
5T PTL 2HIE (ERMERRZNERHCEZ) Lk, BT PT, PTL & ICEH I
Wm%EnRLTEY, RIA ick3 17-OHP, 21-DOF OBRESME L -8 L T,

(iil) RS AEBRR (E2)

F2IURLIE DI, BREZZOMPAER IR THBERTH O 85 REOHFBATERE L
TOEH:, MK, REEELENFRARTHIOREINTO/IHEANTEH S, £% 1 »HETO
FEHINAR Tg/B) OENBEEHRELTEIONN, w222 ) —= 7T 17-
OHP ORELEHIN, BHEKCTHMEEREO R Y, M4 17-OHP, 21-DOF, Kt PT,
PTL OREFEMEL EH RSN, AEEATOKESE 2 S Nic. RAEREE LS I
AT a4 FOMEBEESZIIEFRCEEL THh3,

. BREBDGICHTE

HIRERIEE A Tmg 17-OHP O 82 FTOAED ZWICISH L& 5 LW HEAR
Pang 5% 725 NC Solyom 5% Oy O0H 0, CHIKIVEBRIC~R - 27 ) —= v 7 %2fF
STWBEWAHARER, BETTOECA Pang 5157 7 2 # HFICTERBINCIT -7 & D
DHTH B, NI LB &1 » AfICHI - THITLURZILITTEZD 7R - R 2 ) —=v I T3§
LZORIENFR I, FER O case assessment FHRUC & 2 BEME XD BHEETH -7 &
5o DN DN IHESEBREONEREMAT S C LIk h T BEOEEMD S OfLg 17-
OHP DRIEIC B UNEFOARSBICB L THRE Ll 48, IS5 ICHRBXOERATRIES:
OBNEBACEILID v 2 F 2%2HIIL, ERTZRLE U S EFEEHRICE N TH 8
» BT, 550 Z0OFERENBUKED R « 22 ) —= v 75 fToiz0 T,550&D > HER
BMERT3Z 0.97%) THy, KEBRIZINAH DR LELTH -7,

T TCEHEFEEORSE UBOLTHEBHFCRERS 2 0 BEREFERNS L C EE2RE
Licds, PRD OO DRERBREONSEL L, TLABICHSHOX P L2 EE
DIebDHFI60% EZDEENBER I NI 2O EiE, BR—BERES 2 LREREIBRE
EHBROFEILICER P VALK BEIBREORIBRES EnBGEHERTERDO LT
EETHELEERBELTWHE, —HAED (REE (heterozygous carrier) AgEBHE LT
FEINILEDL, HE5NEEINBZELTEDIHICLTHRT I END HICDONTIESH
OEERBFHICHIONETHS D,

EHREOHRKERTE, NECEHETRONS SEORM., MK, BEAFERELLD
ERDS, BREISNABEERBORERRCEOTTS L BETh--7C LREBTANET
ETHB. COXDIBRETDIFAET S C LT, FERED EMZIEIRBICIE case assessment
FRTREFSLLARETHY, w222V —= v CLBARBENEETHEC LAEMNTT
3 EEDNG, '

OHREIBY 2 REOFESEE T, case assessment HRIC L B &, BEDE Z A#144,000
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