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A case of male atypical 21 hydroxylase deficiency congenital adrenal hyperplasia”
JIANG Xin ,2WANG Xiaocui /CHEN Chongxin,ZHANG Rui ,.YANG ]ing/“\
(Department of Endocrinology ,the Second Affiliated Hospital of Army Medical
University ,Chongqing 400037 ,China)

[Abstract] Atypical 21-hydroxylase deficiency is a rare autosomal recessive genetic disorder. Because its
clinical symptoms are less severe than those of the classic form, especially in male patients who lack typical
clinical symptoms,it is often overlooked in the early stages of the disease. Some male patients ultimately de-
velop short stature and/or testicular adrenal remnants and infertility in adulthood. In January 2022 ,our hospi-
tal admitted a male patient diagnosed with congenital adrenal hyperplasiaatypical) due to 21-hydroxylase de-
ficiency. Because his premature adrenal insufficiency in childhood was not promptly diagnosed and treated, he
ultimately developed short stature and severe asthenospermia in adulthood. Clinicians are reminded to consider
the possibility of this disease in cases of premature adrenal insufficiency in childhood. Early diagnosis and
treatment may allow patients to achieve normal growth and development,normal fertility,and a higher quality
of life.
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