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ADC1

Recessive variants in ZNF142 cause a complex neurodevelopmental disorder with
intellectual disability, speech impairment, seizures, and dystonia

Khan K, Zech M, Morgan AT, Amor DJ, Skorvanek M, Khan TN, Hildebrand MS, Jackson
VE, Scerri TS, Coleman M, Rigbye KA, Scheffer IE, Bahlo M, Wagner M, Lam DD, Berutti R,
Havrankova P, Fecikova A, Strom TM, Han V, Dosekova P, Gdovinova Z, Laccone F,
Jameel M, Mooney MR, Baig SM, Jech R, Davis EE, Katsanis N, Winkelmann J.

Genet Med. 2019 Apr 30. doi: 10.1038/s41436-019-0523-0. [Epub ahead of print]

IF 8,683

ADC2

Neurodevelopmental disorder associated with IRF2BPL gene mutation: Expanding the
phenotype?

Skorvanek M, Dusek P, Rydzanicz M, Walczak A, Kosinska J, Kostrzewa G, Brzozowska M,
Han V, Dosekova P, Gdovinova Z, Lehotska Z, Lisowski P, Ploski R.

Parkinsonism Relat Disord. 2019;62:239-241. doi: 10.1016/j.parkreldis.2019.01.017.

IF 4,360

ADC3
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Relationship between the MDS-UPDRS and Quality of Life: A large multicenter study of
3206 patients / Skorvanek, M. ... [et al.]. - In: Parkinsonism & Related Disorders : Official
Journal of the International Association of Parkinsonism and Related Disorders. - ISSN
1353-8020. - Ro¢. 52, (2018), s. 83-89.

[SKORVANEK, Matej - MARTINEZ-MARTIN, Pablo - KOVACS, Norbert - GDOVINOVA,
Zuzana - HAN, Vladimir - GROFIK, Milan - MINAR, Michal - VALKOVIC, Peter]

IF 4,721

ADC4

Validation Study of the Hoehn and Yahr Scale Included in the MDS-UPDRS / Martinez-
Martin, P. ... [et al.]. In: Movement Disorders. - ISSN 1531-8257. - Vol. 33, no. 2 (2018), s.
651 - 652.

[MARTINEZ-MARTIN, Pablo - SKORVANEK, Matej - MANUEL ROJO-ABOUIN, Jose -
GREGOVA, Zuzana - STEBBINS, Glenn T. - GOETZ, Christopher G.]

IF 8,324

ADC5

a-Synuclein antibody 5G4 identifies manifest and prodromal Parkinson's disease in colonic
mucosa / Matej Skorvanek ... [et al.].

In: Movement Disorders : the Official Journal of the Movement Disorder Society. - ISSN
0885-3185. - Ro¢. 33, €. 8 (2018), s. 1366-1368.

[SKORVANEK, Matej - GELPI, Ellen - MECHIROVA, Eva - LADOMIRJAKOVA, Zuzana -
HAN, Vladimir - LESKO, Norbert - FEKETEOVA, Eva - REPKOVA, Barbora -
URBANCIKOVA, Zuzana - VARGOVA, Adriana - SPISAK, Peter - RIBEIRO VENTOSA,
Joaquim - KUDELA, Filip - KULCSAROVA, Kristina - BABINSKA, Simona - TOTH, Stefan -
GOMBOSOVA, Laura - ZAKUCIOVA, Maria - VESELINY, Eduard - TREBUNA, Frantisek -
LUTZ, Mirjam I. - GDOVINOVA, Zuzana - KOVACS, Gabor]

IF 8,324

ADC6

Hoehn and Yahr Stage 3 and Postural Stability Iltem in the Movement Disorder Society-
Unified Parkinson's Disease Rating Scale / M. Skorvanek ... [et al.].

In: Movement Disorders. - ISSN 1531-8257. - Ro¢. 33, €. 7 (2018), s. 1189-1190.
[SKORVANEK, Matej - MARTINEZ-MARTIN, Pablo - STEBBINS,, Glenn T. - GOETZ,,
Christopher G.]

IF 8,324

ADM1

Accuracy of Rating Scales and Clinical Measures for Screening of Rapid eye Movement
Sleep Behavior Disorder and for Predicting Conversion to Parkinson’s Disease and Other
Synucleinopathies

In: Frontiers in Neurology. - ISSN 1664-2295. - Vol. 9 (2018), s. 376 - 376.

[SKORVANEK, Matej - FEKETEOVA, Eva - KURTIS MONICA, M. - RUSZ, Jan - SONKA,
Karel]

IF 3,508

ADM2

Prevalence of prodromal Parkinson's disease as defined by MDS research criteria among
elderly patients undergoing colonoscopy

In: Journal of Parkinson's Disease. - ISSN 1877-7171. - Vol. 7, no. 3 (2017), s. 481-489.
[SKORVANEK, Matej - LADOMIRJAKOVA, Zuzana - HAN, Vladimir - LESKO, Norbert -
FEKETEOVA, Eva - JARCUSKOVA, Dominika - REPKOVA, Barbora - SPISAK, Peter -
URBANCIKOVA, Zuzana - VARGOVA, Adriana - GOMBOSOVA, Laura - ZAKUCIOVA,
Maria - VESELINY, Eduard - TREBUNA, Frantiek - MECHIROVA, Eva - GDOVINOVA,
Zuzana]

ADM3

Differences in MDS-UPDRS Scores Based on Hoehn and Yahr Stage and Disease Duration
In: Movement Disorders Clinical Practice. - ISSN 2330-1619. - Vol. 4, no. 4 (2017), s. 536 -
544.

[SKORVANEK, Matej - MARTINEZ-MARTIN, Pablo - KOVACS, Norbert - RODRIGUEZ-
VIOLANTE, Mayela - CORVOL, Jean-Christoph - GDOVINOVA, Zuzana - HAN, Viadimir]
ADM4

The Skin and Parkinson's Disease: Review of Clinical, Diagnostic, and Therapeutic Issues.
In: Movement Disorders Clinical Practice. - ISSN 2330-1619. - Vol. 4 (2017), s. 21 - 31.

Formular ZK, strana 2/4



[SKORVANEK, Matej - BHATIA, Khailash P.]

Uplatnenie vysledkov projektu

V priebehu projektu boli vytvorené 2 komplexné a hlboko-fenotypované kohorty pacientov s
pravdepodobnou prodromalnou Parkinsonovou chorobou (PCH), pri€om boli zarover
rekrutované aj viazané negativne a pozitivne (uz manifestné) kontroly. V ramci
najvyznamnejsich vysledkov projektu boli publikované prvé odhady poctu pacientov s
pravdepodobnou prodromalnou PCH v populacii pacientov s gastrointestinalnymi
tazkostami, o umozni power-kalkulacie suborov do buducnosti. Zaroveri bola v priebehu
projektu v spolupraci s neuropatologickymi institutmi vo Viedni a Barcelone vytvorena nova
metodika znacenia Crevného a-synukleinu, ktory predstavuje potencialny biomarker velmi
v€asnych prodromalnych stadii PCH. Tato nova metodika predstavuje doteraz
najSpecifickejsi postup pri hodnoti pritomnosti patologickych agregatov ¢revného a-
synukleinu nezavislymi a zaslepenymi hodnotitefmi. V druhej kohorte pacientov so
suspektnou poruchou spravania v REM spanku (RBD) — klinicky najSpecifickejSim
prodromalnym markerom PCH - prebehla na prelome rokov 2017/2018 masivha medialna
kampan v slovenskych printovych, rozhlasovych, televiznych a elektronickych médiach
zamerana na vyhladavanie tejto poruchy. Ku koncu roka 2018 nas kontaktovalo cez (za
tymto ucelom vytvorenu) webovu stranku a telefonicky hotline 546 pacientov, z ktorych 192
nasledne preslo cez 2 kola skriningu (dotaznik a telefonicky pohovor). Tito pacienti aktualne
podstupuju polysomnografické vySetrenia za ucelom definitivneho potvrdenia pritomnosti
RBD, pricom na zaklade doterajSich vySetreni mozno oCakavat nabor cca 100 pacientov s
definitivne potvrdenou RBD, €o by predstavovalo jednu z celosvetovo najvacésich single-
center kohort pacientov s idiopatickou RBD. V ramci tejto Casti projektu sme publikovali prvy
systematicky prehfadovy ¢lanok o presnosti jednotlivych skrinovacich metod pre
vyhladavanie pacientov s RBD ako aj pre odhad fenokonverzie z prodromalnej do
manifestnej PCH. Z genetického hlfadiska sme v ramci projektu identifikovali nové genetické
humanne ochorenie (mutacie ZNF142), priCom vysledky tejto prace boli publikované v
Casopise Nature series — Genetics in Medicine. Zarover sme rozsirili fenotypové spektrum
nedavno objavenych mutéacii génu IRF2BPL. V ramci velkej medzinarodnej kohorty
pacientov s PCH (QUALPD study), ktoré je koordinovana Neurologickou klinikou LF UPJS,
sme publikovali blizSie informacie o progresii Sirokého spektra priznakov PCh z hladiska
dizky ochorenia ako aj $tadii podla Hoehnovej a Yahra, 8o umozni lep$ie pochopenie a
planovanie klinickych endpointov v buducich Studiach. Takisto sme na doteraz celosvetovo
najvacsej kohorte pacientov s PCH popisali determinanty kvality Zivota, ktoré umoznia ich
blizSie pochopenie bez zavislosti na kulturno/geografickych aspektoch, ktoré v tomto smere
zohravaju vyznamnejsi bias vo viacerych doterajSich studiach.

Suhrn vysledkov rieSenia projektu a naplnenia cielov projektu v slovenskom jazyku
(max. 20 riadkov)
V priebehu projektu boli vytvorené 2 hlboko fenotypované kohorty pacientov s prodromalnou
Parkinsonovou chorobou (PCH), rekrutované cez gastrointestinalne a spankové
prodromalne markery. Tieto kohorty predstavuju unikatnu moznost dalSieho
longitudnalneho sledovania rozdielnych subpopulacii pacientov v riziku vyvoja PCH a
zaroven su bazou pre dalSi vyskum v tejto oblasti a ziskavanie nadvazujucich narodnych
ako aj medzinarodnych grantov. V tomto smere autori projektu na zaklade aktualne
konciaceho projektu ziskali 1 priamo nadvazujuci grant APVV a VEGA, ako aj medzinarodny
grant od IBM a zaroven boli podané 3 EU DSV granty a 1 EU Horizon 2020 projekt, pri
ktorych sa oCakavaju vysledky ich hodnotenia v druhej polovici roka 2019. Zaroveri bola na
baze projektu nadviazana aktivna spolupraca s viacerymi poprednymi neuropatologickymi a
genetickymi institutmi v Eurdpe a na tejto téme t.€. aktivne participuje 6 doktorandov v
institucii rieSitela. V priebehu projektu boli vyznamne rozSirené a harmonizované klinické,
laboratérne, zobrazovacie ako aj elektrofyziologické postupy prakticky vo vsetkych
sledovanych kohortach pacientov s PCH chorobou sledovanych na NK LF UPJS a UNLP
KosSice — teda u pacientov s manifestnou PCH, pravdepodobnou prodromalnou PCH ako aj
zdravych kontrol. V priebehu projektu boli naplnené deklarované ciele z hladiska naboru a
poctu pacientov ako aj spektra realizovanych vySetreni v plnom rozsahu. Z publikaéného a
citacného hladiska doslo v prvych 2 rokoch rieSenia k spomaleniu postupu z technicko-
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organizac¢nych dévodov diskutovanych v prislusnych vyro€nych spravach, ¢o zapri€inilo
oneskorenie prvych publikacii a tym padom aj mierne znizenie o€akavanych citacnych
ohlasov. Celkovo boli ale v priebehu projektu publikované viaceré prace v poprednych
Casopisoch s vysokym IF, s inovacnym potencialom ako je uvedeneé vysSie.

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

During the duration of project we were able to recruit two deeply phenotyped cohorts of
patients with prodromal Parkinson’s disease (PD), through gastrointestinal and sleep-related
prodromal markers. These cohort present a unique opportunity for longitudinal follow-up of
different subpopulations of patients at risk for PD development, at the same time are a basis
for further research in this field and also for obtaining follow-up national and international
grants. In this sense we have obtained 1 directly related APVV and VEGA grant as well as
an international IBM grant and we have submitted 3 EU DSV grants and 1 EU Horizon2020
grant, where evaluation should be known in the second half of year 2019. Based on this
project we have also initiated active collaboration with several leading neuropathological and
genetic institutes across Europe and there are 6 PhD students at the recipient institution
actively working on the topic of this grant. During the project we have significantly extended
but also harmonized clinical, laboratory, imaging and electrophysiological procedures in all
PD cohorts followed at the Dept. of Neurology UPJS and UNLP Kosice — including patients
with manifest PD, probable prodromal PD and healthy controls. All aims of the project were
met in terms of number and types of subjects recruited as well as procedures performed. In
terms of publications and citations, there have been technical/organizational issues in the
first 2 years of this project (discussed in the yearly reports) which led to delay until first
publications and thus also a to slightly lower than expected citation of the published works.
Overall there we have managed to publish several manuscripts in prestigious journals with
high IF and innovative potential as discussed above.
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