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Introduction

17 B-Hydroxysteroid dehydrogenase type 3 (178-HSD3) Is expressed mostly in the testes and converts the inactive A4-
androstenedione (A) to testosterone (T). 17B-HSD3 deficiency Is a rare autosomal recessive disorder and the most
common testosterone biosynthesis defect leading to 46,XY Disorders of Sex Development (DSD). To date, more than
40 mutations of HSD17B3 have been reported. 46,XY patients with 178-HSD3 deficiency would present with wide
variable external genitalia (Sinnecker Type 5 — Tip 2, but mostly Sinnecker Type 4,5).
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Results Conclusion

We detected a de novo homozygous ¢.577C>T (p.P193S) We reported 3 siblings patients with 17p-HSD3

mutation in HSD17B3 gene in three siblings. Parents and deficiency. Ambiguous genital phenotype, 46,XY male
one brother were heterozygous for this mutation. karyotype and the ratio of testosterone versus
Furthermore, same homozygous mutation was detected androstenedione less than 0.8 could suggest the
In a sister with 46, XX chromosomes without any diagnosis.

complaint. In slico variant analysis, DANN Score was
0.9989 (Disease causing).
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