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Uplatnenie vysledkov projektu

Vysledky analyz mézu byt klinicky aplikované, pretoze umozniuju vytvorit komplexnejsi poh-
hlad na geneticku predispoziciu jedinca k jednotlivym ochoreniam. Determinacia rizikového
genotypu je délezitym faktorom pri identifikacii vnimavych jedincov a nasledné vyuZitie gene-
netickych poznatkov v klinickej praxi by mohlo zlepsit diagnostiku ochoreni ako aj pristup k
prevencii a lie€be.

CHARAKTERISTIKA VYSLEDKOV

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

V oblasti Studia obezity sme zistili vysoky vyskyt nadhmotnosti a obezity u Rémov a alermuju-
ci vyskyt abdominalnej obezity u romskych Zien. Asociaéna analyza odhalila, Ze rizikové alely
polymorfizmov rs9939609 génu FTO a rs17782313 MC4R predstavuju u ich nositelov v roms-
kej aj v majoritnej populacii vySSie riziko obezity.Polymorfizmy génu TCFL2 su asociované s
rizikovymi faktormi metabolického syndrému, nie vSak priamo s faktormi obezity. Vysledky
Studie osteopordzy potvrdili signifikantnu asociaciu polymorfizmu T245G (rs3134069) v TNFR
SFB11 géne s vyskytom osteoporotickych fraktar. Pri A163G polymorfizme sme zaznamenali
CastejSi vyskyt G alely u pacientiek s osteoporézou ako aj vysoké hodnoty alkalickej fosfata-
kované jednonukleotidové polymorfizmy nachadzajuce sa v chromozomalnom regiéne 9p21:
rs1333049 a rs2383206 poukazali na vysoky vyskyt Specifickych genotypov u sledovanych
kardiologickych pacientov. VyuZitim NGS analyz v subore pacientov s dilatacnou formou kar-
diomyopatie sme v pripade génu MYL2 u 17% pacientov zaznamenali novi mutaciu NC _
000012.12:110910837, A/C, asociovanu s DCM. Dokazali sme vySSi vyskyt faktora V Leiden
u romskych Zien a asociaciu polymorfizmu MTHFRC677T a faktora V Leiden s tehotenskymi
komplikaciami u Zzien majoritnej populacie na rozdiel od rémskych Zien. V ramci Studia muZzs-
kej infertility sme analyzou AZF regiénu Y chromozému zistili naj¢astejSi vyskyt mikrodelécii v
AZFc podoblasti, pricom u rémskych infertilnych muzov sme zistili delécie v AZFb oblasti.
Vyznamne vysSie riziko zlyhania spermatogenézy bolo zistené u muzov s TSPY1 poctom ko-
pii <20 alebo = 56 v porovnani s jedincami s po¢tom kopii TSPY1 v rozmedzi 21 az 35.

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

In the obesity research we found a high prevalence of overweight and obesity among Roma
and alarming incidence of abdominal obesity among Roma women. Association analysis
revealed that the risk allele of the polymorphisms rs9939609 in FTO and rs17782313 in
MC4R gene constitute higher risk of obesity for their carriers in both Roma and majority
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populations. TCFL2 polymorphisms are associated with risk factors of metabolic syndrome,
but not directly with the obesity risk factors. The results of the osteoporosis study confirmed
the significant association of T245G polymorphism (rs3134069) in TNFRSFB11 gene with the
occurrence of osteoporotic fractures. We observed a higher frequency of the A163G poly-
morphism G allele in patients with osteoporosis and high levels of alkaline phosphatase and
osteocalcin and lowest values of vitamin D3. Cardiovascular disease research revealed SNPs
rs1333049 and rs2383206 in the chromosomal region 9p21, that showed a high preva- lence
of specific genotypes in cardiac patients. By using NGS analysis in a group of patients with
dilated form of cardiomyopathy we detected a novel mutation NC_000012.12:110940837
(A/C) in MYL2 gene in 17% of patients. We observed a higher prevalence of factor V Leiden
in Roma women and the association of polymorphism MTHFR C677T and factor V Leiden
with pregnancy complications in women of the majority population, but not in Roma women.
Within the study of male infertility, we analyzed the AZF region of Y chromosome and found
the highest incidence of microdeletions in AZFc subregion, while in Roma infertile men, we
found deletions in AZFb region. Significantly higher risk of failure of spermatogenesis was ob-
served in men with TSPY1 copy number <20 or = 56 compared with subjects with the number
of TSPY1 copies in the range of 21 to 35.
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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
prof.RNDr.Jarmila Bernasovska,PhD. Prof.RNDr.René Matlovi¢,PhD.

V PreSove, 27.11.2014 V PreSove, 27. 11. 2014

" podpis zodpovedného riesitela podpis Statutarneho zastupcu prijemeu
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