) TRENDY V NEUROFARMAKOTERAPII

MOHU RIDITK

VERY LATE-ONSET FRIEDREICH AXIE

Mohu ridit kamion? -

very late-onset Friedreichova ataxie
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Friedreichova ataxie (FA) je vzacné geneticky vdzané multisystémové onemocnéni,
které patii mezi nejcasté;jsi hereditarni ataxie. Prvni pfiznaky se objevuji obvykle v ob-
dobi dospivani a v horizontu deseti let dochazi k fatalni invalidité. Tato kazuistika vsak
pojedndva o vzacné atypické formé s pozdnim nastupem v dospélosti. Diagnostika
téchto pozdnich forem je obtiznéjsi predevsim pro jejich rozdilnéjsi fenotyp a pomalou
progresi. Spravné stanoveni diagndzy FA u pacient( s chronicky probihajicimi pfiznaky
ataxie v dnesni dobé nabyva nového vyznamu. Ddvodem je mimo jiné prvni speci-
ficka lé¢ba dostupna na ceském trhu. Ta dokdaze nejen zlepsit priznaky, ale i zpomalit
progresi onemocnéni. Proto je dllezité na Friedreichovu ataxii myslet a pfi podezieni
indikovat genetické vysetfeni, které je pro stanoveni diagnézy klicové.

Klicova slova: Friedreichova ataxie, late-onset a very late-onset forma, diagnostika,
omaveloxolon, genetické vy3etteni.

Can | drive a truck? - very late-onset Friedreich's ataxia

Friedreich's Ataxia (FA) is a rare, genetically inherited multisystem disorder that ranks
among the most common hereditary ataxias. The initial symptoms typically manifest
during adolescence, and within approximately ten years, the disease often leads to
fatal disability. However, this case report discusses a rare atypical form with late onset
in adulthood. Diagnosing late-onset forms is particularly challenging due to their
more variable phenotypic presentation and slower progression compared to the
classic form. Accurate diagnosis of FA in patients with chronic ataxic symptoms has
gained renewed importance, especially in light of the first approved treatment avail-
able on the Czech market since 2024. This therapy not only improves symptoms but
also has the potential to slow disease progression. Therefore, it is crucial to consider
Friedreich's ataxia in the differential diagnosis and to recommend genetic testing
when suspected, as it is essential for definitive diagnosis.
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Uvod

Ataxie je oznaceni pro nepravidelny a neu-
spofadany pohyb. M(ze se jednat o symptom
i syndrom. Zarovern se pouzivd pro nazev sku-
piny dédi¢nych chorob (Paulasova Schwabova
et Dankova, 2018). Diagnostika i diferencialni
diagnostika ataxii je Siroka. Dulezitou roli hraje

doba vzniku ataxie. Akutni a subakutni inzulty
po syndromologickém zarazeni byvaji rychle
rozpoznany. V pfipadé chronicky probihajicich
ataxii odhaleni etiologie miZze byt naro¢né,
vyzada si Sirokou paletu vysetreni, a presto
nemusi byt diagnéza soucasnymi metodami

verifikovana.
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