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The investigation of genetics and pathophysiological mechanism in hypertrophic
cardiomyopathy

Kubo, Toru

3,500,000

200 HCM

500 1

We performed ?enetic analysis, pathophysiological evaluation including
identification of risk markers, and elucidation of genotype-phenotype correlation in hypertrophic
cardiomyopathy (HCM). In genetic analysis, we screened several sarcomere genes in over 200 HCM
families. he pathogenic variation analysis, clinical type evaluation, and the relationship between
genotype and phenotype in hypertrophic cardiomyopathy. In the pathogenic mutation analysis, mutation
screening was performed mainly on the sarcomere protein gene in more than 200 HCM patients.
Regarding the clinical impact of presence of those sarcomere mutations, we found that patients with
sarcomere gene mutations experienced more frequent HCM-related morbid events. We also identified the
risk of sudden death, the risk of embolism, and the risk factors for the progression of left
ventricular remodeling of this disease. ldentification of these clinical markers is an extremely

important finding in clinical management of HCM.
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