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Uplatnenie vysledkov projektu

Vysledky projektu maju potencial vyuzitia v klinickej praxi: v diferencialnej diagnostike, lieCbe
a ucinnej prevencii kardiomyopatii. Klinicko-genetické Udaje st napomocné pri posudzovani
fenotypovo-genotypovych korelacii zvlast v pripadoch familiarnych foriem ochoreni. Vysledky
NGS analyz prispeli k objasneniu etiopatogenézy dilatacnych a hypertrofickych kardiomyopa-
tii v slovenskej populacii so Specifikaciou na romske etnikum.

CHARAKTERISTIKA VYSLEDKOV

Suhrn vysledkov rieSenia projektu a naplnenia cielov projektu v slovenskom jazyku
(max. 20 riadkov)

NGS analyzy v analyzovanom subore pacientov s klinickou diagn6zou kardiomyopatie odhalili
okrem v literature popisovanych nesynonymnych variantov etiopatogeneticky zavaznych
génov asociovanych s kardiomyopatiami taktiez pritomnost’ ,unikatnych® v literatare doposial
nepopisanych sekvencnych variantov, ktorych signifikancia bola analyzovana viacerymi
analytickymi postupmi. Vysledky resekvenacnych analyz, bioinformatického spracovania a
vyhodnotenia detegovanych sekvenénych variantov pomocou predikénych softvérov v
analyzovanom subore pacientov s klinickou diagnézou kardiomyopatie potvrdili pritomnost
sekvenénych variantov, ktoré boli predikénymi softvérmi vyhodnotené ako ,patogénne®.
Kompletizacia klinicko-genetickych Gdajov prispela k objasneniu fenotypovo-genotypovych
korelacii kardiomyopatii v slovenskej populacii so $pecifikaciou na romske etnikum. Analyzou
vysledkov ziskanych NGS technolégiou s ohfadom na etnicky aspekt bol v subore pacientov
rémskeho etnika s klinickou diagn6zou hypertrofickej kardiomyopatie vyselektovany subor
sekvencénych variantov s potencialne patogénnym ucinkom asociovanych s fenotypovymi
prejavmi hypertrofickej kardiomyopatie. Vysledky realizacie projektu prispeli k objasneniu
etiopatogenézy kardiomyopatii, identifikacii genetického profilu a fenotypovo-genotypovych
korelacii kardiomyopatii v slovenskej populacii so Specifikaciou na romske etnikum.

Suhrn vysledkov rieSenia projektu a naplnenia cielov projektu v anglickom jazyku
(max. 20 riadkov)

NGS analyzes in the analyzed file of patients with a clinical diagnosis of cardiomyopathy have
revealed, in addition to the literature described non-synonymous variants of etiopathogeneti-
cally important genes associated with cardiomyopathy, also the presence of "unique” in the
literature still undescribed sequence variants whose significance was analyzed by several
analytical procedures. Results of sequencing, bioinformatics, and evaluation of detected
sequence variants using prediction softwares in the analyzed file of patients with clinical
diagnosis of cardiomyopathy confirmed the presence of sequence variants that were evaluat-
ed by prediction software as "pathogenic". The completion of clinical and genetic data con-
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tributed to the elucidation of phenotype-genotype correlations of cardiomyopathies in Slovak
population focusing on Romany ethnic. By analysis of results obtained with NGS technology
with regard to the ethnic aspect, a set of sequence variants with a potentially pathogenic
effect associated with the phenotypic manifestations of hypertrophic cardiomy-opathy were
selected in the file of Romany patients with a clinical diagnosis of hypertrophic cardio-
myopathy. The results of the project implementation contributed to the elucidation of
cardiomyopathy etiopathogenesis, identification of the genetic profile and phenotype-geno-
type correlations of cardiomyopathies in Slovak population with the focus on Romany ethnic.
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Svojim podpisom potvrdzujem, Ze Udaje uvedené v zaverecnej karte su pravdivé a Uplné
a suhlasim s ich zverejnenim.

Zodpovedny riesitel Statutarny zastupca prijemcu
Doc.RNDr.lveta Boronova,PhD. Dr.h.c. prof. PhDr. KONYA Peter, PhD.
V PreSove 26.10.2017 V PreSove 26.10.2017

" podpis zodpovedného riesitela podpis Statutarneho zastupcu prijemeu
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