FLBRT IC A 3 KRB R EBE R (21— KERLEE R KIRIE)

DFHER~R e R ) —=27

BRE— ., EEL. BE %, BEES

JedgERFE AT TR
FLAR T B A BTSERT

SEFREET EEBMR (21— KBRICBERKIBE ) OFERM~ A - 27 ) —= v T OERKE
HEEHENREEH T pilot WIKAZ Y —= VI HBTTHEATE T 5, AR TEEEIC
FEARGIBRSTE 4 A DMORBRER 7V —= v FEFHLTEARY ) —= v TRTEVA
VTERL T B, SEZEE 5 EHMOER 7 ) —= v FOER, BRIABROBRER,

BAFRBA oW CHET 5,

1) 21— KEMLEERREBRED < A
Ay —=vFeAFA(E)
BRI 4 B bASS5 - 6 A
B X AL PRk & V17 -
OH Progestgrone_(‘l'?‘ OHP ) %
BIEL, AssayD9T%tile T 2
BB R L CortisolZ HlE 45,
17-OHP,Costiol k43 0.3 LA kD
HOWH L THEM T EFL T
5, BERODOBRMEICTIOD cut-
off (ExX Z T LD L TR
BIAABRLTNS, HIEOH
FICTIT-OHP R EREEZRL
EEEREBCERY T 28T
W5, Cut-off fHIXEE » R
BEHRA—DBDEANTNES,
2) {P#I17-OHP , Cortisol
oWE®2)
FHlLF O 17-OHP , Cortisol

DR, BFISIE 4 H 4 B Micro-

titreplate %5 ELISAET

X 1
Protocol for newborn screening and follow up program
for 21-hydroxylase deficiency in Sapporo

Age (days)

5~6 Sample collection

—~ First 17-OHP
8~10 determination

Iy

Immediate Medial evaluation
follow up and initiation of Tx

above 97th persentile 17-OHP

>97th percentile
10 Cortiso! determination
from original filter paper

17-OHP/Cortisol ratio >>0.3

17-OHP/Cortisol ratic
>03

Second determination
5~20 1 of 17-OHP and
Cortisol with newly
collected sample

12

E

X 2

24 507l — b &RV EESEMEIT-OHP & £ UCortisol DEnzyme Immunoassay

17-OHP Cortisol
RRAKERS
AERIGGUENAGGHERAIL1 207 L~ F AR IGGUEMN GGHRERLEY T 70T Lt
FHMA $ Imm xt AWMA $ 3menxl
$417-OHP-3CMO-BSAKR KA . 0. Ind #ACartisol-6CMO-BSAZZ MM : 0. 1r2
17-OHP-3CMO-HRP eonjugate : 0.05n8 Corlisal-3CMO-HRP conjugate : 0,05sd
T3, 2-HM xi, 2248505
T1707v— bh SEKEK, I8 {707 L= RN ARRA. 38
BRES
iﬂ.OlS% H,0,,0,0126% o-phenylendiamine 0.015% H,0,,0.05% o-phenylendlamine
0.1M 2 X -BAIE R (pH4. 5) © 0, 158 0.1M % L L EIINi# (pH4. 5) 0. 15m
5%, 0% 5T, 608
3NIRA 0. Ime ANTEER 1 0. 1m0

HE
I M © 490nm R ME : 450nm
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BT oT05B, BHSTE~BE

- PR 3
61E3 B ECRT—F e -
—XECLDE I AEZHANTHY
pra 17-OHP (ngine)
20 40 60 8C 100 120 140 160 180 200 220 240 260 280 300 320 340 360 38)
Normal baby | (n=1583) 125+7.47 i -
CAH (sL) . SHITID

3) 21— KEMMEEER KIBIERD CAH (sv)

17-OHP, Cortisol & 17-OHP Gortisel ‘"z'“’
Normal baby

/Cortisoltt (B 3) omn )

RBBEATERIL16% ( BiEHH: l7-0HP/Cortisolr3;i0 20 30 40 50 60 70 80 90 100
168 4 4, HDRRAH124 ) O o g [ e ;

100 200 300 400 500 600 700 804 900 1000 1100 1200:1300 (400 1500 1600 1700 min 1900 2000
T T —p———————T T T
{ (n=1583) B9.0+64.3

(n=1583) 0.16+0.08

CAH (sL) s g wse s e owp e . & s
17-OHP 12.69. 8~ 1361 ng /ml - can (s o A
C CostisolfEld35.1~161.5ng /ml
TH D 17-OHPCostisol F130.43
~18.0 DEFC B - 1z, EEBK
o35 NEMBEEAT X D 17-
® 1
OHP{E, 17-OHP,Cortisol Hid
Efﬁ%ﬁi‘ L CortiS(’l{E}iﬁ"\@ THE RESULTS OF NEONATAL SCREENING FOR CONGENITAL ADRENAL HYPERPLASIA IN SAPPORO CITY
ﬁm% 2 to : 7‘P‘;r’1’o’d““" -H;;h;--- Cut off No. of No. of No. of No. of
vatues screened recall Hv::ﬂ::}o" patients
N A—p'r'.'{g-ﬂ-z-»- “—;;t-r_a_:VkQ;_percentﬂe 21,618 318(nzpr 30({7)* 1
4 ) TR AR ) —= T DER - Mar.1983  17-OHP EIA  -+35D (1.5%) (0.14%
1) e R TEWAT TR S
e S e W o8
BESEROZR - 7Y —= “0.30 .
. — fort o 97,880 92653?;;’;) (o?gz(u‘;z)” (1:13953)"
VIRRERRCELTH D, 9180 e

*No. of low birth weight infants
+*Incidence

ANDFERMZ 7 ) —=v X

7 /D21 — KEMUEER R B Rt

RAEIrz, FBAEFEER 13983 A

w1 AEs, BEOLOEHEGEISL

5T 0.95%, KRB0, 08% TH 5o MBMEIEE 4 A% 517-0OHP FE L & i CortisolfllE%
BALAKRIZARICO O N BB H5FRMFTIR0.36%LWMPL T2, BETTRAL
FRBEBR I TV,

5) TR« A7 Y —=V I/ CERINBROBRERECKEENR (F2)

TR RIY ==V TRAINCER T AL ARECMHREL VBAARE LD B SRk
BIR 1O BOBKEREBEFRYE 2R L, EESEEM s 4, BMiSwtR 34,
BR24, TR6BTH oz, BRIERE UTHRERE (BEEALE ) BLREACRED
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bitiz, BRWERT / SICBRD bk, BiK shock FERA ERLAFZD bRTh o, A
BEis D I fE BAREI1E Na 13 134~149mEq/? » KiZ 4.7~8.1mEq/ ¢ T& o =, F#iL17-0H
P B ( i ) 1% 14.1~450 ng/nl 454 LTk, HPLCIK X % steroid 7747 Ci217-OHP ,
21-DOF , Aq-dione® &S fE %, Cortisol it Bt FH LB CO A K Sz,

BR :
FAFISTEEDS B D 5 408 TH) 14000 AT 1 ADEIE T2l - KIRLEBER RBER TR R L THD
BEED case survey IC L BHWERAME L DV E VW EBHbhER o, KRAI ) ==V 7D
EHfic & 0 IEEBEARIC A S EBTIERRBBUMCHEL S sRicik - T &, EBRUE
DEWHIRPEEDRKIEXDA THFEOHERKRL TRAEINLFEEOS LSRRI
TETBY, KEOFERMR « 27 ) —=VJOBRIBDTRIV DO LHERFEINS,
R LRBERA b L 2D Mo it W CREKMLT-OHP B0 EEL & 5 T L 83% <,
AR L I1Z R o & cut-off HORENRA ST WS, HIRHE TR ZORLHFRT LD
I 17-OHP & & dic@—IF#Kifi D Cortisol b FE L T17-OHP,/Cortisol bk 52 & T
LT HE BT TE—O cut-off HEEXAVTWVWS, ZOHETEFMEORIE2ATEY £/
BELADANT LBIT-OHP BHBIE L VERCHETED L EL LR D,

SCER

1) BB, WG, KBHE . S, BEES | ERERIT RERP (21— KER(LEE
RRBEIDO<A - X7 ) —=v /7 cBTHA £ 18 REBRFROKLT o -hydroxy-
progesterone DEFR GIERAIEHE DO EBIBN L FER<R - 27 ) ==V I ~OILH
HNWesk 62 :683-696,1986.

2) BLEE . e . KB . l’%fé%%  BRET, REED | AREEIEEEEEK (21-
KBILBEERBE)DA - RV —= v /BT HL3h A7l v—-r1r%
BV 5 EBRFSLMIK LT « - hydroxy progesterone O R SR E L DB
ARoisiE  (ERIHD)

3) LB, FHE . KBEHE . SEEE, BEED  MEES | £ERuAIR EAMRK (21-
KEBLBERRBRE)D= R - 27 ) —= v /BT 5H% #E4thk =Msvlv—-t %
AV B B IRESRIMIE Cortisol © R AEHEEOBERBLFER <R - A7 ) —=v I~
DIEA
AR WEiE (R )

4) KIBFFE , B8, RHE . BEED, BEE= , EER . BAME— © £RHEEIR K
BB (21— KBILEBERRBEIDTR - A7V —=v /BT sME F28 =F
With7 o<t /57 4 —IC L Bl s L OFEAFRF 0 FO—FERH '
A& (HRIS)D
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5) BERIE, MREF<, BLE . SEES | Pl Cortisol BITEAREBIBREBLRH
TR ARG —= T ADIGH
ExDH®WH 138 989-990,1986.

= 2

Clinical and Laboratory Data of Patients with 21-hydroxylase Deficiency
M S

. M.P. M.S5, H.T. H.U. S.-N. . K.S.

Age screened (days) 3d 2d 2d 5d 2d 5d 28 Sd
biagnosis S.L. N.S.L. S.L. NSL S.L. NSL S.L. NSL.
Genetic Sex F F F F F M F M
Regal Sex E F F F F M F. M
Family history - - - - - - - -
Genital ambiquity . K3 . Y + - Y -
Hyperpigmentation +- + + + + + + ry
Vomiting + - - - - - + -
Diarrhea - - - - - - - -
Dehydration - - - - - - - -
Poor Wt. gain - - - - - - - =
Serum Electrolyte (mEg/L) .

Na 142 141 143 138 142 134 144 141

K 6.3 5.7 6.0 7.1 8.1 5.4 4.7 5.4

Cl 107 103 104 106
Disc 17-OHP{ng/ml) 450(3d) 200(6d) 234(3d) 41.9(5d) 260(2d) 288(5d) 83.4(2d) 14.1(5d)
Steroid analysis by HPLC

17-OHP (ng/ml) 263(104d) 30¢(3d) 408(44d} 116(37d)  356(3d) 161(14d) 408(2d) 129(40d)

21-DOF (ng/ml) 27{10d) 260(3d) 11{4d1 $3.2(17d) 32(14d) 11(24) 30(404)

dione (ng/ml) 242(104) 15(3d}) 106(43) 9.4(17d) 69(34) 40(14d} 106(24d)
Cortisol(uq/dl} 3.9¢1174) B8.2{144}) 47.2(40d)
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