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Clarification of the pathological mechanism of VGCC associated diseases

Kunii, Misako
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We find three patients with neurodeveloEmental disorders harboring de novo
CACNALG mutations.Two of three mutations were reported as childhood-onset cerebellar atrophy (Chemin
et al., 2018). To investigate the effect of Cav3.1 mutations on channel function, the WT and each
mutant CaV3.1 channel were expressed in HEK-293T cells, and the T-type Ca2+ current was studied with
the standard whole-cell patch-clamp technique.l-V curve, activation and steady-state inactivation
curves, and tau kinetics were changed in these known mutations.These results were almost the same as
previous report. Further, we assessed the electrical resonance of WT and mutant CaV3.1 channels.Now
we are preparing for the publishing our report describing clinical phenotypes of the patients with

these mutations and findings on channel function obtained by whole-cell voltage-clamp analysis.
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