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Construction of a mutation database for childhood-onset severe cardiomyopathy
and elucidation of molecular mechanisms using animal models of the disease

Inuzuka, Ryo
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(1) Establishment of a mutation database for childhood-onset cardiomyopathy:

In a total of 22 cardiomyopathy cases (21 families, 9 DCM, 3 HCM, 5 RCM, 5 LVNC) under follow-up at
our hospital, we performed whole exome sequencing and identified pathogenic mutations in 10 cases
(45%), VUS in 5 cases (23%), and no mutations in 7 cases.
(2)Cardiomyopathy disease modeling: To analyze the molecular interaction of LZTR1, we performed a
pul l-down assay using a tagged LZTR1 overexpression system in cultured cells and attempted protein
identification by mass spectrometry on spots detected by two-dimensional electrophoresis, but no
proteins involved in functional expression of LZTR1 were identified.
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