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Epilepsia je komplexné neurologické ochorenie, ktoré postihuje 40 — 60 milidnov ludi
na celom svete. V patogenéze epilepsie zohravaju vyznamnu ulohu viaceré genetické
faktory, ¢o vedie k rasticemu vyznamu genetiky v oblasti epileptologie. S rozvojom
metodik vyuzivajucich masivne paralelné sekvenovanie boli identifikované mnohé
DNA varianty sposobujuce epilepsiu, ¢im sa zlepSuje nase chdpanie molekuldrnych
mechanizmov suvisiacich s klinickymi prejavmi geneticky podmienenych epilepsii.
V tejto praci ponukame prehlad stcasnych, ale aj buducich moznosti genetickej dia-
gnostiky epilepsie, ktord prostrednictvom uréenia génovych variantov u pacientov
s monogénovou aj polygénovou epilepsiou méze otvorit cestu k cielenej personali-
zovanej diagnostike a liecbe.

Klucové slova: epilepsia, DNA diagnostika, celoexdmové sekvenovanie, celogenémo-
vé sekvenovanie.

Genetics of epilepsies and current possibilities of their genetic diagnostics

Epilepsy is a complex neurological disease that affects 40-60 million people world-
wide. Multiple genetic factors play a significant role in the pathogenesis of epilepsy,
leading to the growing importance of genetics in the field of epileptology. With
the development of methodologies using massively parallel sequencing, many
DNA variants causing epilepsy have been identified, improving our understanding
of the molecular mechanisms involved in the clinical manifestations of genetically
determined epilepsies. In this paper, we offer an overview of current but also future
possibilities for genetic diagnostics of epilepsy, which, by identifying gene variants in
patients with both monogenic and polygenic epilepsy, may open the way to targeted
personalized diagnosis and treatment.
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Uvod

Epilepsia je jednym z najcastejsich
chronickych neurologickych ochoreni, po-
stihuje priblizne 0,5-1 % svetovej popula-
cie (Borowicz-Reutt, Czernia et Krawczyk,
2023). Hoci sa diagndza epilepsie opiera
o pritomnost zachvatov, zahfna skupinu fe-

notypovo a etiologicky r6znorodych poruch,
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pri ktorych mézu byt zéchvaty len jednym
z mnohych priznakov. Epilepsie su charak-
terizované na zaklade veku nastupu, typu
zachvatov, elektroencefalogramu (EEG) a dal-
Sich zobrazovacich vysetreni. Medzindrodna
liga proti epilepsii (ILAE — International
League Against Epilepsy) ich rozdeluje podla
typu zachvatov na: a) fokalne epilepsie (FE)
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