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Analysis of SCN5A gene variants in East Slovak patients with cardiomyopathy
Mariana Priganc, Michaela Zigova, Iveta Boronova ... [et al.]. - In: Journal of clinical
laboratory analysis. - ISSN 0887-8013. - Vol. 31, no. 2 (2017), art. no. e22037.

Mutations in ion channelsgenes are potential cause of cardiomyopa-thy. The]
SCN5A gene (sodium channel,voltage gated, type V alpha subunit gene;3p21)
belongs to the family of cardiacsodium channel genes. Mutations inSCN5A gene]
lead to decreased Na+ cur-rent and ion unbalance. The SCN5A genemutations are|
found in approximately 2%of patients with dilated cardiomyopathy(DCM), and theyj
may be potential pheno-type modifiers in hypertrophic car-diomyopathy (HCM).
The role of SCN5Agene mutations in cardiomyopathy is notfully elucidated.
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Mutdcie v génoch idnovych kandlov su potencialnou pric¢inou kardiomyopatie. Gén
SCN5A (gén sodikového kandla, napatovo riadeny, gén podjednotky alfa typu V;
3p21) patri do rodiny génov sodikovych kanalov. Mutécie v géne SCN5A vedu K
znizeniu pradu Na+ a iénovej nerovnovahe. Genemutacie SCN5A sa nachdadzajq
priblizne u 2 % pacientov s dilatacnou kardiomyopatiou (DCM) a mézu byt
potencialnymi modifikatormi fenotypu pri hypertrofickej kardiomyopatii (HCM).
Uloha mutacii SCNS5Agene pri kardiomyopatii nie je dostatoéne objasnena,
/Mutations in ion channel genes are a potential cause of cardiomyopathy. Thel
SCNS5A gene (sodium channel gene, voltage-gated, alpha type V subunit gene;|
3p21) belongs to the family of sodium channel genes. Mutations in the SCN5A gene
lead to a reduction in Na + current and ionic imbalance. SCN5A genemutations]
occur in approximately 2% of patients with dilated cardiomyopathy (DCM) and may
be potential phenotype modifiers in hypertrophic cardiomyopathy (HCM). The role]
of SCN5Agene mutations in cardiomyopathy is not well understood.




Skrining mutécii troch vybranych exdénov génu SCN5A v kohorte 27 DCM, 12
pacientov s HCM a 16 kontrol identifikoval 10 genetickych variantov missense. Tri Z|
nich (T12471, A1260D a G1262S), vSetky v exdne 21 génu SCN5, boli potencialne]
gkodlivé varianty sposobujice choroby. Zaver: Udaje z tejto $tudie ukazuju, Ze
varianty génu SCN5A maju doleZitd ulohu v etiopatogenéze dilatovanych a HCM. J|
Clin. Lab. Anal. 31:€22037/Screening of mutations in three selected exons of the
SCN5A gene in a cohort of 27 DCM, 12 patients with HCM and 16 controls|
identified 10 genetic variants of missense. Three of them (T1247I, A1260D and
G1262S), all in exon 21 of the SCN5 gene, were potentially harmful disease-causing]
variants. Conclusion: Data from this study indicate that SCN5A gene variants play}
an important role in the etiopathogenesis of dilated and HCM. J. Clin. Lab. Anal. 31;
e22037




