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A research for the diagnosis of RYR2-positive LQTS and its arrhythmogenicity
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Initially, we planned to compare CPVT1 Batients with QT prolongation with
LQTS patients. However, because of the insufficient patient number, we extended our analysis to
CPVT2(CALM) patients and CALM related LQTS patients. By the analysis of CALM-LQTS patients, we found
6 variants in 9 patients Among 322 children in calmodulin-encoded genes (2.8%) Their clinical
diagnoses were LQTS (n=4), CPVT (n=3), and both (n=2). Their age of diagnosis ranges at 0-9 with the
median of 5 years. There were three major clinical phenotypes; 1) CALM2-D96V, and E141K: two
infants with advanced atrio-ventricular block, significant QTc prolongation, severe heart failure
from their fetal period; both of them deceased within 1.5-year-old. Their phenotypes seemed to be
mutation specific. Their cardiac features were severer, and the onset of LAEs was earlier compared
with other genotypes of LQTS/CPVT.
We reported these findings in the scientific meeting, European Society of Cardiology 2022.
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