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Introduction:

Disorders of sex development (DSD) are classified as a congenital discrepancy between external
genitalia, gonadal and chromosomal sex. Despite extensive laboratory and imaging investigation, the
etiology of DSD is unknown in more than 50% of patients.

The aim of this study to report our experience in the era of WES in the diagnosis of DSD

Results:

Molecular genetic findings
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Summary & Conclusions:

> Based on our previous approach, specific diagnosis of the etiology of DSD is often delayed to the second
decade of life, particularly in 46,XY DSD

> Likely gender identity at adulthood is the major consideration in determining sex of rearing

> The specific etiology of DSD is crucial for this decision

> Our findings indicate that WES identified the etiology of DSD in up to 70% of cases including the
following: LGRS8, HSD17B3, WT1, BMP4, POR & CHD7 gene mutations

> The clinical significance of WES findings is not always known and this may cause difficulties in genetic

counselling

Insulin-like factor 3 receptor (LGR8) has a role in testicular

descent in mammals

HPG/Androgens,
HOXA10/11 Scrotum

> WES plays an important role in early molecular diagnosis of DSD with important implications for sex of

rearing
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