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Abstract: Objective To analyze the clinical manifestations and diagnostic process for a rare case of con-
genital adrenal hyperplasia(CAH) caused by 21-hydroxylase gene defect complicating peripheral precocious
puberty to provide the reference for the diagnosis,differential diagnosis and accurate treatment of this disease.
Methods A male case of clinical manifestations of precocious puberty visited the hospital due to "significant
penis growth and early appearance of facial acne for half a year" by accelerated growth rate diagnosed and trea-
ted in the children inherited metabolism and endocrine department in 2020 served as the study subject. The pa-
tient was five years and eight months old. The clinical phenotype and etiology were analyzed. Results The se-
rum androgen, luteinizing hormone and 17-a-hydoxy progesterone were abnormally increased in this child pa-
tient. The new generation gene sequencing found the compound heterozygous mutations of CYP21A2,c. 518T
>A (p.1173N) and c. 740delA (p. E247Gfs * 11) , which were inherited from his father and mother respective-
ly,in which c. 740delA (p. E247Gfs ¥ 11) was a new mutation. So, the child patient was definitely diagnosed as
congenital adrenal hyperplasia caused by 21-hydroxyulase deficiency. After the active treatment, the effects
were good. Conclusion  This child patient was manifested by early pubarche, penis enlargement, growth
spurt,and early development of bone age,the condition and clinical manifestations were complex and diversi-
ty,so the diagnosis was difficult. The definite diagnosis was finally obtained by the gene detection. If physi-
cians meet a patient with above clinical manifestations which cannot be explained by conventional precocity
puberty,so the possibility of 21-hydroxylase deficiency needs to be considered.
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