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21-hydroxylase deficiency. Methods After approved by ethics committee of our hospital. the genomic DNA was extracted from
the peripheral blood sample of 20 patients with 21-OHD ., who were treated in department of endocrinology, Fujian Provincial
Hospital between 2014 and 2019, and parts of their parents after obtaining the informed consent. All the 10 exons of CYP21A2
gene were amplified by PCR and directly sequenced to detect disease-causing mutations. Results Twelve kinds of mutations in
CYP21A2 gene were found in this study. Eight of them were disease-causing mutations, and the rest were SNP. A relatively
high proportion of the eight disease-causing mutations were p. 173N (55. 6% ) and IVS2-13A/C>G (27.8%). Meanwhile, a
relatively rare mutation site R150P and a new compound homozygous pathogenic mutations p. R484P+ Arg484fs/R484P+ Argfs
were found in this study. Conclusion The method in this study based on the direct sequencing can identify the mutations of
CYP21A2 gene with high specificity. Directly sequenced combine with the clinical biochemical test results can provide more ac-

curate evidence for the diagnosis of 21- hydroxylase deficiency.
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