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GENETIKA EXTRAPYRAMIDOVYCH OCHORENI — ORIENTACIA V SUCASNYCH MOZNOSTIACH A TRENDOCH DIAGNOSTIKY PRE KLINICKEHO NEUROLOGA
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Extrapyramidové ochorenia predstavuju heterogénnu skupinu ochoreni, v mnohych
pripadoch monogénne podmienenu. Najma zésluhou technologického pokroku v ob-
lasti sekvenovania doslo v poslednych rokoch k vyznamnému posunu diagnostickych
algoritmov pre tuto skupinu ochoreni, kde sa ¢oraz viac vyuzivajui metodiky ,next-gene-
ration sequencing”. V prehladovom ¢lanku je prezentovany stc¢asny pohlad na geneticku
diagnostiku extrapyramidovych ochoreni, si¢asné moznosti testovania a prichadzajuce
trendy so zameranim najma na priblizenie pragmatickych algoritmov testovania.
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Genetics of movement disorders - outline of current options
and upcoming diagnostic trends for clinical neurologists

Movement disorders represent a heterogeneous group of diseases, often with a mono-
genic background. Especially thanks to technological progress in the field of sequen-
cing, there has been a significant shift in diagnostic algorithms for this group of
diseases in recent years, where "next-generation sequencing” methodologies are
increasingly being used. The review article presents a current view of the genetic
diagnostics of movement disorders, current testing options and upcoming trends,
with a particular focus on pragmatic testing algorithms.
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Hypokinetické ochorenia -
parkinsonizmus

Parkinsonova choroba (Pch) predstavu-
je druhé najcastejSie neurodegenerativne
ochorenie, pri ktorom az objav familiarnej
formy Pch v dosledku mutdcie v géne pre
alfa-synuklein (SNCA) koncom devétdesia-
tych rokov (Polymeropoulos, 1997) viedol
k si¢asnému chapaniu Pch ako ochore-
nia s komplexnym genetickym pozadim
(Blauwendraat, 2019).
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Na celkovom riziku rozvoja Pch sa ge-
netické varianty podielaju vo vieobecnosti
priblizne v 25 %. V sirSom spektre rozlisu-
jeme genetické varianty, ktoré len zvy3suju
riziko vzniku ochorenia, a zriedkavé varian-
ty s monogénovou dedi¢nostou (priblizne
5-10 % pripadov), ktoré sa riadia klasickymi
mendelovskymi zakonmi dedi¢nosti (Day,
2021). V suc¢asnosti pozname viacero loku-
sov asociovanych s monogénovou formou
Pch. Mutacie v géne pre SNCA, LRRK2, VPS35

DECLARATIONS:

Declaration of originality:
The manuscript is original and has not been published
or submitted elsewhere.

Ethical principles compliance:

The authors attest that their study was approved
by the local Ethical Committee and is in compliance
with human studies and animal welfare regula-
tions of the authors’ institutions as well as with the
World Medical Association Declaration of Helsinki
on Ethical Principles for Medical Research Involving
Human Subjects adopted by the 18" WMA General
Assembly in Helsinki, Finland, in June 1964, with
subsequent amendments, as well as with the ICMJE
Recommendations for the Conduct, Reporting,
Editing, and Publication of Scholarly Work in Medical
Journals, updated in December 2018, including pa-
tient consent where appropriate.

Conflict of interest:
Not applicable.

Consent for publication:
Not applicable.

Cit. zkr: Neurol. praxi. 2025;26(1):37-42
https://doi.org/10.36290/neu.2024.081
Clanek pfijat redakci: 22. 10. 2024
Clanek prijat k publikaci: 3. 12. 2024

prof. MUDr. Matej Skorvanek, PhD.
mskorvanek@gmail.com

/ Neurol. praxi. 2025;26(1):37-42 / NEUROLOGIE PRO PRAXI 37



