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Classic 21-Hydroxylase Deficiency
Congenital Adrenal Hyperplasia Testing

Click here for topics associated with this algorithm

INDICATIONS FOR TESTING

Neonate with positive newborn screening test result or suggestive clinical features
(ambiguous genitalia, salt-wasting crisis, virilization at birth in females)

OR
Neonate with a sibling diagnosed with CAH

A
ORDER
Serum 17-OHP test
using a sensitive method
such as LC-MS/MS

v

17-OHP
elevated

v
17-OHP borderline

OR
Sensitive 17-OHP
testing unavailable

ORDER
ACTH stimulation
test

y y y

17-OHP ACTH stimulation 17-OHP
elevated testing cannot be low

| performed ‘

17-OHP
low

Classic 21-OHD CAH

v

ORDER
Adrenocortical hormone testing
Electrolyte panel test
Plasma renin activity test

v

Increased 17-OHP,

androstenedione,

and DHEA; normal
electrolytes

v

Na, and serum K; decreased

Increased 17-OHP,
androstenedione, DHEA,
plasma renin activity, urine

serum Na, Cl, and total CO,

Simple virilizing form of
classic 21-OHD CAH

Salt-wasting form of classic
21-OHD CAH

CONSIDER

Genetic testing

Pathogenic CYP21A2
variant identified

v

v

No pathogenic variant
identified

y

Classic 21-OHD CAH
confirmed

21-OHD CAH is not
excluded
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Classic 21-OHD CAH excluded
CONSIDER
Other etiologies

Abbreviations
17-OHP
21-OHD
ACTH

CAH

DHEA
LC-MS/MS

17-hydroxyprogesterone

21-hydroxylase deficiency

Adrenocorticotropic hormone

Congenital adrenal hyperplasia
Dehydroepiandrosterone

Liquid chromatography-tandem mass spectrometry
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