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The research group formerly identified the first variant with
a trans-associated mutation-dependent pathogenicity
in an autosomal recessive disorder (NPHS2 R229Q)
[Tory et al, Nat Genet, 2014) and a novel gene of steroid-
resistant nephrotic syndrome (DKC1). They demonstrated
the role of rRNA-pseudouridylation in DKC1-associated
nephrotic syndrome [Balogh et al, PNAS, 2020]. The group
created a novel population-genetic algorithm to identify
novel incompletely penetrant variants and interallelic
interactions in autosomal recessive disorders [Miko et al,
Hum Mutat, 2021]. Function and interallelic interactions of
the most frequently implicated protein in steroid-resistant
nephrotic syndrome, podocin, as well as the function of
novel genes are studied in cell culture experiments and on
a Caenorhabditis elegans model.

TECHNIQUES AVAILABLE IN THE LAB

Cell culture experiments, vector construction, mutagenesis,
PCR, rtPCR, gPCR, sequencing, expression, immunostaining,
characterization of protein localization, maintenance,
transformation, mutagenesis of Caenorhabditis elegans
strains, fluorescence stereomicroscope, population-genetic
calculations.
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