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SUMMARY 

The Authors report the hormonal pictures of 
5 young women with partial deficit of 21-�-hydro
xylase. They performed 170H-progesterone, 
DHEA-S, plasma cortisol, free urinary cortisol, 
testosterone, ACTH and urinary 17KS assays. 
They then performed a suppression test by Desa
metazone and stimulus test by ACTH. 

The Authors stress the major role of 170H 
progesterone, assayed in basal conditions and 
after ACTH stimulus, recalling the importance of 
early diagnosis. 

Authors also stress that in these patients tes
tosterone is always significantly high. 
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INTRODUCTION 

In puberty the adrenal glands undergo 
morphologic changes which mirror the 
stronger functional stimuli they must 
emit in this period of life. For instance, 
in women, the development of pubic and 
axillary hair is mainly stimulated by adre
nal androgens. When the normal activity 
of adrenal enzymes is already intense, 
a higher functional demand may cause 
their exhaustion if a slight and therefore 
latent deficit pre-existed. 

This is what usually happens with 21-B 
hydroxylase, the most frequent adrenal de
如t. This enzyme, located on the pathway 
of both glycocorticoids and mineralcorti
coids, allows 17 hydroxyprogesterone and 
progesterone to turn respectively into 
11 desoxycortisol and desoxycorticoste
rone (1, 2). 

This enzymatic deficit appears through 
two clinical syndromes: 

a) the non salt-losing syndrome;
b) the salt-losing syndrome.

Both forms are characterized by evi
dence of virilization. 

The a-form mainly concerns the gyne
cologist, as it appears rather late. It is a 
light form, mainly expressed by hirsutism 
with or without menstrual irregularities. 

The b-form is the pediatrician's exclu
sive concern since it appears at birth 
through the typical character of fem ale 
pseudohermaphroditism. It is extremely 
serious, because of its influence on elec
trolytes and blood pressure. 

The resulting changes can rapidly be 
letal if the diagnosis is not established 
very early. 

The pathogenesis of the non salt-losin.g 
form is positively ascribable to a deficit 
of the 21-B hydroxylase enzyme which is 
relevant in the glycocorticoid pathway 
(hence hypocortisolemia, ACTH hyperin
cretion and subsequent androgen over
production). 

Conversely, the pathogenesis of the 
salt-losing form is uncertain and several 
approaches have been tried to identify 
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