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To confirm the genetic diagnosis of 
NCCAH in women attended for this 
condition.  

Non-classical congenital adrenal 
hyperplasia (NCCAH) due to 21-
hydroxylase deficiency is one of 
t he mos t  f r equen t  au tosoma l 
recessive diseases.1 

Genetic analysis performed for 
genet ic counsel ing revealed a 
miscorrelat ion with the cl inical 
diagnosis in several patients at 
our centre.  
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Consecutive patients attended 
a t  o u r  c e n t r e  a r e  t o  b e 
included. So far 26 pat ients 
have undergone medical record 
s t u d y  c o l l e c t i n g  c l i n i c a l , 
h o r m o n a l ,  a n d  t h e r a p e u t i c 
information at diagnosis and 
fol low-up into a standardized 
database.  
 
Analysis of the 21-hydroxilase 
g e n e  h a s  b e e n  p e r f o r m e d 
t h r o u g h  p o l y m e r a s e  c h a i n 
r e a c t i o n ,  s e q u e n c i n g ,  a n d 
fami ly genet i c tes t ing when 
possible.  
 
Statistics: descriptive analysis; 
d a t a  a r e  e x p r e s s e d  a s 
percentages and medians(P25, 
P75).  

Patient characteristics         
n=26 

Sex 100% 
female 

Index case 84.6% 

Age at first symptom 
(P25, P75)  16 (9, 23) 

Number of 
symptoms (P25, P75)  2 (1-3) 

Most common manifestations: 

Hirsutism 66.7% 

Oligomenorrhea 50% 

Infertility 15.4% 

Acne 11.5% 

Alopecia 11.5% 

Hormonal workup at diagnosis 

Studied 
patients  

Median 
(P25,P75) 

Basal  
17OH-P 73% 21.6nmol/l 

(6.97,  41) 

ACTH 
stimulation 
17OH-P 

23% 
30 min: 

141.9nmol/l 
(52, 175.2) 

T h e  g e n e t i c 
d i a g n o s i s  w a s 
confirmed in 81.3% 
o f those wi th a 
sufficient hormonal 
diagnosis and in 
20% of those with 
an insufficient one. 
 

In a substantial subset of patients in 
follow-up for NCCAH, hormonal work-up 
at diagnosis was inadequate. In almost 
half of the patients the genotype did not 
confirm the diagnosis. These results 
compel us to reconsider the diagnostic 
and therapeutic requirements of these 
patients. 

Genetic Analysis     n=26 

Most frequent mutations 

Mild Exon 7 
Val281Leu 58.53% 

Mild Exon 10 
Pro453Ser 9.7% 

Severe Exon 7 
His282Tyr 4.87% 

Severe IVS2 
290-13 C>G 4.87% 

Pharmacological treatment * 

Corticosteroid treatment 
(%) 80.7% 

Other treatments  
for NCCAH (%) 88.46% 

*at any time during follow-up 
 

Seventy-five percent of the patients whose 
genetic diagnosis was not confirmed had 
received a corticosteroid treatment at some 
point during follow-up. 


