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NajvyznamnejSie vysledky
Oblast’ vyskumu 18: Lekarske a farmaceutické vedy
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HUDAKOVA, Terézia - FEDELES, Jozef - MOLNAROVA, Agita - PODRACKA, Ludmila:
Polymorphisms at 1932, 8924, and 17922 loci are associated with nonsyndromic cleft lip with or without
cleft palate risk in the Slovak population. In: Biomedical Papers. - ISSN 1213-8118. - Vol. 161, no. 2
(2017), s. 152 - 157. Projekt VEGA 1/0312/14

Nesyndromové razstepy pery s alebo bez razStepov podnebia (nsRP/P) patria k najcastejSim
orofacidlnym vrodenym defektom a na ich vzniku sa podiel’aju genetické a environmentalne faktory. V
populacii Slovenska bola analyzovana asociacia Styroch najvyznamnejSich génovych polymorfizmov
(rs987525 v 8924, rs7078160 v 10925, rs227731 v 17922 a rs642961 v 1g32 lokusoch) s rizikom vzniku
nsRP/P. V skupine pacientov s nsRP/P boli v porovnani s kontrolnou skupinou zistené signifikantné
rozdiely v distribticii alel i genotypov polymorfizmov v lokusoch 1932, 8q24 a 17922, ¢o naznacuje ich
moznu tlohu pri vzniku nsRP/P v populacii Slovenska.

Nonsyndromic cleft lip with or without cleft palate (nsCL/P) is the most common orofacial birth defect
with aetiology involving both genetic and environmental factors. In the present study, the four well
established single nucleotide polymorphisms (SNPs) (rs987525 at 8924, rs7078160 at 10925, rs227731 at
17922, and rs642961 at 1932 loci) were analyzed for an association with nsCL/P in Slovak population.
We found significant differences between patient and control groups with respect to the allele and
genotype frequencies for the SNPs at the 1932, 8924, and 17922 loci. The results suggest that SNPs at
the 1932, 8924 and 17922 loci may contribute to the nsCL/P risk in Slovak population.

Publikované boli i vyznamné aktivity, kde zamestnanci Ustavu lekéarskej biolégie UPJS LF st
spoluautormi publikovanych prac, ked’ze pracovisko dlhodobo predstavuje molekulovo-genetickt bazu
v ramci vedecko-vyskumnej spolupréce so Sirokym spektrom pracovisk.
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ZIDZIK, Jozef - TKAC, Ivan: KCNQ1 gene polymorphism is associated with glycaemic response to
treatment with DPP-4 inhibitors. In: Diabetes Research and Clinical Practice. - ISSN 0168-8227. - Vol.
130 (2017), s. 142 - 147.

The study analysed the impact of two KCNQ1 gene polymorphisms (rs163184 and rs151290) on the
DDP4I therapeutic response in patients with T2D. The G-allele carriers of KCNQ1 rs163184 T > G
polymorphism had significantly smaller HbAlc reduction in comparison with the TT homozygotes. The
results suggest that rs163184 polymorphism of KCNQ1 gene is associated with the response to DPP4I
treatment.

Préca analyzovala vplyv dvoch polymorfizmov KCNQI1 génu (rs163184 a rs151290) na terapeuticku
ucinnost’ inhibitorov DDP4 u pacientov s T2D. Nositelia alely G polymorfizmu rs163184 (T > G)
dosiahli signifikantne nizsiu redukciu HbAlc v porovnani s TT homozygotmi. Na zdklade vysledkov
mozno predpokladat’, ze KCNQI rs163184 polymorfizmus ovplyviiuje odpoved’ na terapiu inhibitormi
DPP4.

ADC?2



Ciel'om nasej Studie bolo stanovit’ prevalenciu variantov v géne pre anoctamin 3 (ANO3) u populacie
pacientov s cervikalnou dystoniou. V nasom stubore sme nedetekovali Ziadnu z doteraz popisanych 13
missense mutacii. Nasli sme niekol'ko vel'mi vzacnych (frekvencia zriedkavejsej alely <0,01) alebo este

nepopisanych variantov v intronovych oblastiach. Podl'a nasich predbeznych zisteni by k etiopatogenéze
dystonie mohli prispievat’ nielen raritné exonové varianty , ale aj varianty v intronoch a UTR oblastiach
génu ANO3.




