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Hypertrofickd kardiomyopatia je heterogénne ochorenie myokardu. Mutdcie
objavujlice sa vo viacerych génoch mézu byt potencidlnou pri¢inou ochorenia,
Cielom studie bolo analyzovat vybrané exdny sarkomérnych a nesarkomérnych
Igénov s ciefom identifikovat potencialne kandidatske genetické varianty a pochopit
etiopatogenetické mechanizmy hypertrofickej kardiomyopatie u slovenskych|
pacientov./Hypertrophic cardiomyopathy is a heterogeneous myocardial disease,
Mutations in multiple genes can be a potential cause of disease. The aim of the|
study was to analyze selected exons of sarcomeric and non-sarcomeric genes in|
order to identify potential candidate genetic variants and to understand the]
etiopathogenetic mechanisms of hypertrophic cardiomyopathy in Slovak patients.

Hypertrophic cardiomyopathy is a heterogeneous myocardial disease. Mutations|
appearing in several genes might be a potential cause of the disease. The aim oII
the study was to analyze selected exons of the sarcomeric and non-sarcomerig
lgenes, with the purpose to identify potential candidate genetic variants and to|
understand etiopathogenetic mechanisms of hypertrophic cardiomyopathy in East]
Slovak patients.
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[Autor] ; Totomoch-Serra, Armando [Autor] ; Rosas-Madrigal, Sandra [Autor] ; Luna
Limon, Claudia [Autor] ; Marroquin-Ramirez, Daniel [Autor] ; Carnevale, Alessandral
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Molekularne genetické vysledky potvrdili pritomnost 43 sekvenénych variantov vol
vybranych exdnoch Siestich génov kardiomyopatie, 58,14 % detekovanych
variantov bolo novych. Vadésina detegovanych sekvenénych variantov bol3
potvrdend v exdne 23 génu MYH?7. Iba 11 genetickych zmien bolo predpovedan\'/cf;l
ako potencidlne patogénnych./Molecular genetic results confirmed the presence o

43 sequence variants in selected exons of six cardiomyopathy genes, 58.14% of the|
detected variants were new. Most of the detected sequence variants were]
confirmed in exon 23 of the MYH7 gene. Only 11 genetic changes have been|
predicted to be potentially pathogenic.
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V nasej Studii sme identifikovali zndme a nové sekvencné varianty u 23
nepribuznych pacientov s hypertrofickou kardiomyopatiou, ale nepozorovali smej
Ziadne silné mutacie. Vysledky nasej Studie predpokladali, Ze exén 23 génu MYH7|
moze mat potencidlnu afinitu k hypertrofickej kardiomyopatii v nasom subore]
pacientov. Sekvenéné varianty identifikované v tejto studii mozu byt dalej skimanég|
s cielom ur¢it ich funkcie v patogenéze ochorenia a zlepsit manazment, diagnostikul
a liecbu u slovenskych pacientov./In our study, we identified known and novel
sequence variants in 23 unrelated patients with hypertrophic cardiomyopathy, but]
did not observe any strong mutations. The results of our study hypothesized that]
exon 23 of the MYH7 gene may have a potential affinity for hypertrophid
cardiomyopathy in our cohort of patients. The sequence variants identified in this|
study can be further investigated to determine their functions in the pathogenesisl
of the disease and to improve management, diagnosis and treatment in Slovak
patients.




