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A family report of 21-hydroxylase gene deficiency
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Abstract:Objective To investigate the types and characteristics of CYP21 gene mutation by conducting
the CYP21 gene detection in 1 family of 21-hydroxylase deficiency. Methods The peripheral blood samples in
2 patients and partial family members of this family were collected for extracting genomic DNA. The five pairs
of highly specific primers were designed for amplifying CYP21 gene according to the specific difference be-
tween CYP21 gene and its pseudogene sequence. The direct sequencing was performed after PCR.
Results The two types of gene mutation were detected in 2 patients of this family, which were 172N and

Q318X heterozygous mutation respectively,in which Q318X was from the father,and 1172N was spontaneous

mutation. Conclusion

In CYP21 mutation,some point mutations can lead to serious consequences. Conducting

the gene mutation detect in the family of these patients can not only provide the direct basis for diagnosis,but

also can guide the genetic consultation,and has an important clinical significance.
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