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[ Abstract] Aromatase deficiency (AD) is a congenital estrogen synthesis disorder syndrome caused by
CYP19A1 gene infunction mutation on chromosome 15¢21. 1. As one of the rare causes of 46 ,XX sexual dyspla-
sia,aromatase deficiency has various clinical manifestations and is easy to be misdiagnosed. CYP19A1 gene test
can confirm the diagnosis. Early diagnosis and estrogen replacement therapy can alleviate or improve the clinical

symptoms of children. This paper presents the clinical data of a child with aromatase deficiency admitted to Bei-

jing Children’s Hospital of Capital Medical University in January 2019.
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Fig.1 Clinical phenotype of a female AD child with ambiguous genitalia
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