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Uplatnenie vysledkov projektu

Vysledky projektu su uplatnitelné v oblasti zlepSeného porozumenia naboru subjektov so
suspektnou prodromalnou Parkinsonovou chorobou z metodologického hladiska ako aj
hladiska power kalkulacii pre buduce projekty. Bolo zlepSené pochopenie genetického
pozadia parkinsonizmu v priestore Strednej Eurdpy. Takisto sme prispeli k objavu novych
humannych genetickych ochoreni a zasadnym spdsobom expandovali znalost o fenotypoch
viacerych uz znamych genetickych ochoreni. Publikovali sme 2 klinické prediktivhe
algoritmy pre genetické testovanie extrapyramidovych ochoreni pomocou celoexémovej
sekvendcie, ktora sa stava novym Standardom v diagnostickom procese. Aj tieto nové
poznatky viedli k vytvoreniu nového Standardu Ministerstva zdravotnictva pre skrining
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zriedkavych extrapyramidovych ochoreni (https://www.health.gov.sk/?Postupy-Prevencia).

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

V priebehu projektu sme dokazali vybodovat extenzivnu biobanku vzoriek pacientov s
manifestnou aj prodromalnou Parkinsonovou chorobou ako aj viazanych zdravych kontrol
vratane krvi, mocu, stolice, likvoru, koznych a €revnych biopsii. NaSe vysledku prispeli k
zlepSenému poznaniu diagnostiky a skriningu prodromalnej Parkinsonovej choroby,
genetického pozadia parkinsonizmu ako aj pribuznych extrapyramidovych ochoreni, najma
dysténii. Identifikovali sme 2 nové genetické humanne ochorenia (IMPDH2 a VPS16) a
rozSirili fenotypové spektrum viacerych uz znamych genetickych ochoreni. Publikovali sme
viacero predik€nych klinickych algoritmov pre genetické testovanie pacientov s
extrapyramidovymi ochoreniami. Celkovo sme publikovali 20 publikacii v impaktovanych
Casopisoch, vacsinu v kategorii Q1, pripadne Q2, na nase €lanky bolo napisanych viacero
editorialov a ,hot topics® €lankov v €asopisoch s vzsokym odbornym impaktom (Lancet
Neurol, Parkinsonism Related Disorders, Movement Disorders). Mame za to, Ze naSe
vysledky maju klinicku relevanciu a prispievaju k lepSej klinickej praxi v oblasti
extrapyramidovych ochoreni. Celkovo bol priebeh projektu vyznamne ovplyvneny
prebiehajucou pandémiou Covid-19, ktora poznacila najma klinicku ¢ast a nabor pacientov,
vo velkej miere vSak aj analyzy, ktoré prebiehali v spolupraci so zahrani¢nymi laboratoriami,
ktoré mali relativne limitovanu operabilitu vo velkych ¢astiach pandémie. Napriek tymto
zasadnym prekazkam povazujeme hlavné ciele projektu ako boli naplanované za naplnené.

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

Within the project we were able to establish an extensive biobank of samples of subjects
with manifest and prodromal PD as well as matched healthy controls, including samples of
blood, urine, stool, CSF, skin and colon biopsies. Our results helped to improve
understanding of diagnostics and screening of prodromal Parkinsons disease, genetics of
parkinsonism and genetics of other related movement disorders, especially dystonias. We
have identified 2 novel human genetic disorders (IMPDH2 and VPS16) and extended the
known phenotypic spectrum of several other known genetic conditions. We have published
several clinical predictive algorithms for genetic testing of subjects with movement disorders.
Our results have been published in 20 publications in journals with impact factor, mostly Q1
and Q2, our manuscripts have been commented in several editorial and hot topics papers in
several journals with high-impact in the field (Lancet Neurology, Parkinsonism Related
Disorders, Movement Disorders). We believe our results show clinical relevance and
improve the clinical practice in the field of movement disorders. The project was largely
impacted by the ongoing Covid-19 pandemics, which limited especially the clinical and
recruitment part of the project, but also analyses that were performed in collaboration with
several international labs, which had a relatively limited operability in this pandemic period.
Despite these significant limitations we consider the overal major goals of this project as
successfuly fulfilled.
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