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17 o-hydroxylase/17 ,20-lyase deficiency:one case report and literatures review
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Abstract : Objective 'To analyse the clinical and genetic characteristics of a patient with 17 «-hydroxylase/

17,20-lyase deficiency and review the literature of 17a-OHD and other types of congenital adrenal hyperplasi-

a. Methods

Clinical features and laboratory data were collected from the patient. PCR direct sequencing was

performed to screen the mutation of CYP17Al1 gene of the patient and her family members. Results A homo-

zygous mutation c. 985-987delinsAA in exon 6 was found in the patient which caused the amino acid missense

mutation Y329K. So 17a-OHD was clearly diagnosed. Conclusion Chromosome and gene should be tested in

any phenotype female patients manifested with hypertension, hypokalemia or sexual infantilism.

Keywords : Congenital adrenal hyperplasia;17«-hydroxylase/17,20-lyase deficiency; Gene mutation
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