Clinical role of CYP2C19 polymorphisms in patients with congenital adrenal hyperplasia due to 21-hydroxylase deficiency
Statement of novelty

· Congenital adrenal hyperplasia due to 21-hydroxylase deficiency (21OHD) is caused by CYP21A2 gene mutations that impair glucocorticoid and/or mineralocorticoid synthesis. 
· It was suggested that extraadrenal enzymes such as CYP2C19 participate in residual 21-hydroxylation of progesterone. 

· We have investigated associations of CYP2C19 genotypes with 21OHD phenotype in patients with severe CYP21A2 mutations.

· CYP2C19 genotype was not associated with clinical phenotype of 21OHD, however CYP2C19*1/*17 genotype was associated with lower maintenance doses of fludrocortisone, but not hydrocortisone. 
· Our results provide clinical confirmation that increased CYP2C19 activity leads to a very subtle modification of 21OHD phenotype, slightly ameliorating mineralocorticoid, but not glucocorticoid deficiency.
