2018 2021

Molecular genetic analysis of familial inclusion body myositis
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Inclusion body myositis (IBM) is a rare sporadic inflammatory myopathy and
usually is not inherited. However, we found a family with two patients with IBM and hypothesized
that a genetic factor might cause IBM in the family. DNA samples of the family members were
extracted from peripheral white blood cells after written informed consents were obtained. Linkage
analysis showed an elevated LOD score of approximately 1 in a wide range of X chromosome. Haplotype

analysis showed that a region of 1.1Mb in Xp22 was shared only in patients. Whole-exome sequencing

showed no rare variants in the shared region.
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