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ABSTRACT Brugada Syndrome (BrS) is a rare inherited cardiac arrhythmia. In this paper, the researchers aim to
identify the molecular defect in three unrelated patients with different clinical BrS profiles. Therefore, the
researchers analysed, by real time PCR, the expression amount of SCN5A gene, which is the most described in BrS,
in the three selected patients. Thereafter, the researchers sequenced the total exome and the untranslated regions
of SCN5A. The results showed a variable decrease in SCN5A expression and no deleterious mutation, but 11 exonic
and 3’ UTR variants. The number of these variants is correlated to the gene expression and the phenotype severity
in each patient. These results confirm the implication of SCN5A, and the researchers hypothesise that in the
absence of causal mutation, the presence of one or numerous variants in the SCN5A gene could be involved in the
disease. This finding may provide new insights in genotype-phenotype correlation and personalised diagnosis.



