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A Rare Case with Sex Developmental Disorder

Elham Hashemi Dehkordi MDMehdi Salek MB, Mahin Hashemipour M)
Mohammad Hassan Moaddab KD

Abstract

Background: Disorder of sex development (DSD) is defined asrajenital mismatch between sex phe-
notype, gonadal and sex chromosome, which maielggmt with atypical genital appearance or ambiguous
genitalia. It consider as a medical emergency laadases should be evaluate immediately for detecfi

life threatening conditions and determination ofagx

Case Report: We report a 50 days old infant with 49XXXXY syndrepresenting with ambiguous
genitalia

Conclusion: 49XXXXY syndrome is a rare sex chromosome aneupldidorder, which represented
with its “classical triad” consists of mental retation, radioulnar synostosis and hypogonadism.

Keywords: Disorder of sex development, Ambiguous genitalignddome, 49xxxxy, Facial dys-
morfism
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