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Congenital long QT syndrome (LQTS) is mainly caused by mutations in genes

encoding potassium and sodium channels. Along with the advances in the genetic analysis, LQTS caused
by mutations in genes encoding other types of ion channels have been frequently reported.
Therefore, we performed analysis targeting for the genes encoding calcium related ion channels and
roteins.
ﬁutations in CACNALC encoding L-type calcium channel are the cause for LQTS type 8, and the
prevalence of it among LQTS patients has proved to be higher than it reported. Now we are conducting
the functional analysis of the mutant L-type calcium channel. CALM1-3 encode calmodulin which works
for the binding between calcium ion and proteins. We identified several mutations in CALM1-3 in
LQTS patients. Their mutations are all de novo, and the phenotypes of them were very severe. RYR2 is
a geng Egggding cardiac ryanodine channel (RyR2), and we elucidated that loss-of-function type RyR2
cause ;
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