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Abstract: To investigate the clinical and genetic features of a family with Becker muscular dystrophy

Objective
(BMD) caused by a missense mutation in the DMD gene. Methods Clinical data were collected from the family with
BMD, and whole - exome sequencing and Sanger sequencing were performed for the proband and his mother. Results
There were four male patients and one female carrier in the three generations of the family. Molecular genetic testing showed

that the proband and his mother carried a missense mutation of ¢.503C>A (p.Alal68Asp) in the coding region of the DMD

gene. Conclusions The missense mutation of ¢.503C>A (p.Alal68Asp) in the DMD gene is the pathogenic mutation in

this family with BMD.
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