Molecular diagnosis of inherited cardiac diseases

in the era of next-generation sequencing.
A single center's experience over 5 years.
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KEY POINTS

Unexpected variants and incidental findings
were identified in 28 probands, demonstrating
the clinical relevance of genetic analysis for
inherited cardiac diseases.

CNVs detected in Whole genome sequencing could be
~3.1% of probands considered, but would likely yield limited
with a pathogenic or results as pathogenic variations were
likely pathogenic mainly clustered in genes with strong
variant. evidence of disease causation.
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Most frequent variants were in:
MYBPC3 (n=6), RYR2 (n =5),
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Copy number variations (cnvs)

e In ~3.1% of those with a (likely)
pathogenic variation

Costs ~130€ per patient
Homozygous variations: 14 cases

INTERESTING FINDINGS

» Variations in arrhythmia-associated genes were identified in probands with
cardiomyopathies, and vice versa

» Variations in hypertrophic cardiomyopathy-mimicking genes were found in
probands identified as having hypertrophic cardiomyopathy
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