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Abstract 

Background and Aim: 
21-hydroxylase deficiency leads to an inherited autosomal recessive disorder which is responsible 

at least more than 90% of CAH cases. Mutation in CYP21A2 can cause both form; classical CAH 

which is divided into simple virilizing (SV-CAH) and salt wasting (SW-CAH) and also, non-

classical 21-OHD CAH (NC-CAH) disorders.  Here, we investigated the mutations in CYP21A2 

in Iranian families.  

Methods: 

Family history was taken, whole blood samples were collected from 56 cases for DNA extraction. 

PCR amplification of whole coding fragments (exonic-intronic boundaries) and partially 5`UTR 

were done by specific primers. Sanger sequencing was performed for genetic testing of patients. 

Segregation analysis was performed to confirm the positive results in some cases. 

Results: 

Molecular analyses of CYP21A2 gene have shown that 57.14% of the cases had pathogenic 

changes in coding, splicing sites and regulatory regions. Homozygous, heterozygous and 

compound heterozygous mutations were detected with difference frequency including: 23%, 

12.5% and 8.9%, respectively. The rate of common missense variant p.Val282Leu was more than 

the other mutations which was associated with non-classical 21-hydroxylase deficiency. 

Conclusion: 

The present study revealed high frequency of mutations in CYP21A2 gene in congenital adrenal 

hyperplasia in Iranian population due to consanguineous marriage. Our result can assist prenatal 

diagnosis of families and carrier detection of other affected family members.    
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