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In vitro expression analysis of the novel seven ACTN1 variants identified in
the genetic analysis of inherited macrothrombocytopenia was performed in CHO cells. Cells

transfected with all of the ACTN1 variants showed abnormal formation of filopodia and lamellipodia
and induced actin network disorganization and increased thickness of actin fibers. The rod domain

variants may cause strong antiparallel dimerization of actinin-1 and result in the abnormal
reorganization of platelet cytoskeleton.
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