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Elucidation of mechanism of cardiac calcium channel (CaVvl.2) abnormality in long
QT syndrome

Fukuyama, Megumi
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In a cohort of about 5000 of inherited lethal arrhythmic patients we
collected, 892 LQTS patients who identified no mutation genes while exhibiting QT prolongation were
extracted and searched for CACNALC gene mutations. As a result, CACNALC mutations were identified in

17 probands, including 3 probands with classical Timothy syndrome.

As a result of analyzing the clinical and electrocardiographic characteristics in these LQT8
patients, the cases with late-appearance T wave showed severe clinical phenotypes at a high rate. It
was suggested that the larger of calcium current by mutation lead to the late-appearance T wave
changes. We made a paper comparing this feature with LQT3, which exhibits similar ECG changes
(currently being submitted to the peer review journal).
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Novel intracellular transport-refractory mutations in KCNH2 identified in patients with symptomatic
long QT syndrome.

Fukumoto D, Ding WG, Wada Y, Fujii Y, Ichikawa M, Takayama K, Fukuyama M, Kato K, Itoh H,
Makiyama T, Omatsu-Kanbe M, MatsuuraH, Horie M, Ohno S.
Journal of Cardiology 71: 401-408, 2018
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Excessive Ca&?* Release from Ryanodine Receptors Underlying a RyR2 Mutation Associated with
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