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Uplatnenie vysledkov projektu

Aplikacnym vystupom predmetného projektu je prinos pre zlepSenie diagnostiky v
postihnutych rodinach v podobe nami navrhnutych diagnostickych metdd a testov. Tieto testy
boli a su aplikovatelné pri diagnostike dalSich rodinnych prislusnikov postihnutej rodiny ako aj
na zachyt dalSich rodin s podobnym fenotypom. NaSe Studie potvrdili rozdielnost genofondov
romskeho etnika a majoritnej slovenskej populacie, o znasobuje potrebu implementacie
novych poznatkov do klinickej praxe. Naslednym praktickym vystupom projektu je nalezité
genetické poradenstvo a nastavenie prevenénej stratégie v spolupraci s lekarmi Specialistami.

CHARAKTERISTIKA VYSLEDKOV

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

Podarilo sa nam nadviazat spolupracu a vytvorit siet kooperujucich lekarov a komunitnych
pracovnikov, vdaka ktorym sme zhromazdili subor rodin trpiacich niekolkymi zriedkavymi
ochoreniami. Pri¢innd mutaciu sa nam podarilo odhalit' v Siestich rodinach — v dvoch
pripadoch sa jednalo o ochorenie Charcot-Marie-Tooth typ 4D (mutacia R148X v géne
NDRG1), v dvoch pripadoch o Charcot-Marie-Tooth typ 4G (AltT2 G>C v géne HK1) a

v dvoch pripadoch o analbuminémiu (delATc228-229 v géne ALB). Dokazali sme, Ze tieto
mutacie su u slovenskych Rémov Casté a ich detekcia by mala byt implementovana do
diagnostického procesu. V tychto rodinach bolo nasledne v spolupraci s lekarom vykonané
poradenstvo, upravena lieCba a v pripade zaujmu boli vySetreni dalSi ¢lenovia rodiny. V
dalSich pripadoch (hypodoncia, nefroticky syndrom) sme zaznamenali pacientov, ktorych
patolégia sa neda popisat mutaciou v Ziadnom doteraz znamom géne. V tychto rodinach
planujeme pokracovat vo vyskume vyuzitim novej technoldgie (Next Generation Sequencing),
ktorou bolo naSe pracovisko dovybavené v priebehu rieSenia projektu. Pri ochoreniach
trombofilia a hemochromat6za sa nam podarilo zistit’ vynimocné frekvencie troch mutacii,
ktoré potvrdzuju osobitnost genofondu romskej populacie na Slovensku. V ramci projektu boli
publikované dva &lanky v zahraniénych karentovanych ¢asopisoch a Sest ¢lankov v
recenzovanych €asopisoch na Slovensku. Vysledky vyskumu boli prezentované na dvoch
medzinarodnych a Styroch domacich konferenciach. Prezentacia vysledkov vyskumu bola
zamerana na zlep$enie informovanosti odbornej verejnosti o patogenéze a diagnostike nami
skumanych ochoreni ako aj o Specifikach v diagnostike romskeho etnika vébec.

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

We managed to establish cooperation and create a network of cooperating medical
specialists and community workers, due to which we have collected a set of several families
suffering from rare diseases. We were able to detect causal mutation in six families - in two
cases we diagnosed Charcot-Marie-Tooth type 4D (mutation R148X in NDRG1 gene), in two
cases Charcot-Marie-Tooth type 4G (AltT2 G>C in HK1 gene) and in two cases
analbuminaemia (delATc228-229 in ALB gene). We have shown that the aforementioned
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mutations are frequent among Slovak Roma and their detection should be implemented in the
diagnostic process. In these families counseling was made and treatment adjusted with
cooperation with medical doctor, and other family members were examined in case of their
interest. In other cases (hypodontia, nephrotic syndrome) we have concluded, that pathology
cannot be explained by mutation in any previously known gene. In these families, we plan to
continue research using new technology (Next Generation Sequencing), which has been
introduced to our department while the project was running. In case of thrombophilia and
hemochromatosis, we managed to find exceptional frequencies of three mutations, confirming
the specificity of the gene pool of the Roma population in Slovakia. Two articles in
international Current Contents journals and six articles in Slovak peer-reviewed journals were
published. The results of research were presented at two international and four national
conferences. Presentation of research was focused on improving awareness of medical
specialists on the pathogenesis and diagnostics of diseases studied by us as well as on the
specifics of Roma genetic background in generally.
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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 25.9.2012 V PreSove 26.9.2012

" podpis zodpovedného riesitela podpis Statutarneho zastupcu prijemeu
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