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Investigation of the molecular malfunction of CSRP human single amino acid
variants
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The malfunction of human single amino acid variant (SAV) of CSRP1 in LIM
domain was investigated in vitro including transcriptome analysis by RNA-seq. Expression of the
examined variant, which was detected on human genome database but not suggested pathogenicity, led
to abnormal gene expression profile compared to the wild type control, implicating a potential for a

genetic factor to related diseases or trait. The expression of several SRF and GATA target genes
was affected in the transcriptome of the variant. Further biological investigation about the impact
on pathophysiology including other SAVs of CSRPs would be needed to examine the significance of the
variants to the disease.
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