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21-hydroxylase deficiency (21-OHD), most common form of congenial adrenal hyperplasia, is categorized
into classical forms, including the salt-wasting (SW) and the simple virilizing (SV) types, and nonclassical
(NC) forms based on the severity of the disease, Newbom screening for 21-OHD has been performed

in Korea since 2008, 17e«-hydroxyprogesterone (17-OHP) is a marker for 21-OHD and is measured using
a radioimmunoassay or a fluoroimmunoassay, Premature and low birth weight infants are likely to give

false positive 17-OHP findings, therefore, cutoff values for these infants should be determined based on
gestational weeks or birth weight, ACTH simulation test is helpful when the 17-OHP shows equivocal
increase, and it is gold standard for diagnosis of NC type. Recently, liquid chromatography linked with

tandem mass spectrometry was developed for rapid, highly specific, and sensitive analysis of multiple

analytes, Molecular analysis of CYP21A2 is useful for confirming diagnosis of mild SV or NC type,
predicting prognoses, and genetic counseling. In order to make newborn screening for 21-OHD more

efficient, early detection of boy with SW type, early determination of girl with ambiguous genitalia, detec-

tion of NC type, and overcoming of false positive in premature and low birth weight infants should be

considered, Above all, early treatment should be started when the patient is suspected as having 21-

OHD clinically before confirming the diagnosis to prevent adrenal crisis, Here, author reviewed recent
| =

articles of guideline and proposed guideline for 21-OHD,
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(Fig. 1).
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Fig. 1. Diagnosis of individuals with increased

17—0HP levels detected by neonatal screening test.



- i FAd dAE dE

SV k=Rzle] e oAl &7k NCHE 9

A5 Aol AW ZALel A AL 7| % gt} Ao}
Al AR A HAEA] ok A= s S A
2 713, AR Foll 845 F8l Fdd o
> A= 17-0PHY| 715 sk A& 53 A
ol #r}. wjg- A% SVFoluk NCH <] 45 ACTH =
Z AR E3)] 17-0HP7} Z7HH = AS 3oleh=
A& %sﬂ A}, FA 228 AF WES Kol

H
Z,
(@]
ot
L

7%~ %% random baseline 17—0OHP7}
Hol7|% S22 baseline 17-0HP+ 2.4 8
Z4x|ojo} gt} Baseline 17-OPH %7} Al
AR FA B35 He 7hEE 918 ACTH &
AE AlEEkAl fck dobe] Ag- AP A
j$- 7An|et SV, NCH-2 1w 4
AREC & ZHEEE7)7F A 5%351?:

Sfeh 4 At 2 ¢

O > X
L2 o
tlo

>
=
r:iL

_4

2L

'mﬂ—z\l—’

L
2
oX,
30 % o\ ko o

ol 1>;
oo
Y,
e

rlr =
£

r, M
4t
2N

> OE
+ oo
2,
ot B
2 Lo &
X o ol

rr
ofN
o o
o
f
o
N
82
rr
N
-
4
K0
o
>
N
N
i)
to
ol
ol

5. O|=0t=t MAE &40t

ujsotel AAE E40ke] A9+ 17-OHP7} $1%F
& Hol7] gt 53] 24 5 315 w|wkelA 219k
& Hol7] 4, ol F4l 71w wAds, 11—
hydroxylase 71 #13}, ¥ glucuronic acid?} sul-
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nenolone¥}9] WSO F 918t 17-0HP A2 &
2 5ol Fol 710 olo] §7, m=, AR
SAME AFFES FF7] H8 24 AFed =
A Foll W cutoff FE AT . -2t
gl M= AlAete] s e 1 $ 17-0PHE cutoff
grell gt JeAs aEste] 2012-2014d 37 &
Aol A Al&EE Aol A chatold A%
A AAF A3 299HAE v o ® AFE 17-0PH
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