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17a-hydroxylase/17,20 lyase deficiency (170HD) is a rare form of congenital adrenal hyperplasia
(CAH), characterized by hypertension and varying degrees of ambiguous genitalia and delayed
puberty. The disease is associated with bi-allelic mutations in the CYP17A1 gene located on
chromosome 10g24.3. We aimed to present clinical and genetic ...
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17a-hydroxylase/17,20 lyase deficiency (170HD) is a rare form of congenital adrenal hyperplasia (CAH),
characterized by hypertension and varying degrees of ambiguous genitalia and delayed puberty. The
disease is associated with bi-allelic mutations in the CYP17A1 gene located on chromosome 10g24.3.
We aimed to present clinical and genetic ...
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Sep 01, 2018 - Free Online Library: A Rare Cause of Congenital Adrenal Hyperplasia: Clinical and Genetic
Findings and Follow-up Characteristics of Six Patients with 17-Hydroxylase Deficiency Including Two
Novel Mutations. (ORIGINAL ARTICLE, Report) by "Journal of Clinical Research in Pediatric
Endocrinology”; Health, general Adrenogenital syndrome Care and treatment Genetic aspects Risk .
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Jun 08, 2018 - We studied two patients with clinical and hormonal findings suggestive of isolated 17,20-
lyase deficiency. We found two patients homozygous for substitution mutations in CYF17, the gene
encoding P450c17. When expressed in COS-1 cells, the mutants retained 17 alpha-hydroxylase activity
but had minimal 17,20-lyase activity. Substrate competition ...
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Recent reports suggest that 17-hydroxylase deficiency is most common in Brazil, where mutations
W406R and R362C dominate. Isolated 17.20-Lyase Deficiency. When only the 17, 20-lyase activity is
deficient, as has been suggested in 16 case reports, adrenal gluco- and mineralocorticoid synthesis is
normal, but testosterone synthesis is impaired.
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The 17a-hydroxylase/17, 20-lyase enzyme plays a pivotal role in the synthesis of cortisol and
androgens. Deficiency therefore leads to impaired androgen synthesis in the male and is a cause of ..
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