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Functional Analysis of RBM20 Whose Mutation Causes Dilated Cardiomyopathy
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Dilated cardiomyopathy (DCM) is characterized by left ventricular dilatation
and systolic dysfunction. We found that mutations in the RBM20 gene, one of the causal genes of
DCM, are gain-of-function and not mere loss-of-function mutations by generating and characterizing
Rbm20 knock-out and knock-in mice. The Rbm20 knock-in mice we generated in this study turned out to
be a good animal model for DCM mimicking various aspects of DCM symptoms in human patients with
RBM20 mutations.
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