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Abstract: Objective To identify and genetically analyze pathogenic mutations in a core family of peroneal
muscular atrophy syndrome. Methods The whole exome sequencing technology was used to screen the patho-
genic mutations in the proband,and the Sanger sequencing technology was used to detect the genotypes of the
pathogenic mutation sites in the core family,and conduct bioinformatics analysis. Results There was a single-
base heterozygous mutation c¢. 1090C> T p. R364W in the MFN2 gene of the proband. Both mother and sister
had single-base heterozygous mutations at this site,and all three showed varying degrees of hand and foot
muscle atrophy.but severity and age of onset were different,and paternal phenotype was normal and no abnor-
malities were observed at this site. The proband’s whole exome sequencing results showed no other reported related

gene mutations. Conclusion The MFN2 gene c. 1090C>T of the proband is a pathogenic mutation site.
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