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Dravetové syndrom v dospélosti
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Dravetové syndrom (DS) je ve vétsiné pfipadd podminén mutaci podjednotky
sodikového kanalu (SCN1A), zac¢ina v détském véku, nicméné se jednd o onemoc-
néni celozivotni. V ramci ¢lanku se soustiedime na charakteristiky pacienti s DS
v dospélosti. Z hlediska epileptologie je pro nas zasadni vyskyt epileptickych
zéachvatu. V dospélosti se jednd pfedevsim o konvulzivni zachvaty (generalizované
tonicko-klonické, tonické nebo fokalni zachvaty s pfechodem do bilateralné tonicko-
-klonickych zachvatd), které mohou byt provokovany zvysenim télesné teploty
nebo emocemi. Nicméné rodic¢e/pecujici o pacienty s DS uvadéji ¢asto dalsi projevy
onemocnéni jako velmi vyznamné, mnohdy vice omezujici nez vlastni epileptické
zachvaty. Jedna se predevsim o kognitivni obtize, poruchy uceni, poruchy chovani,
motorické problémy (crouch gait, parkinsonismus, ataxii, abnormalni postury pfi
stoji a ch(izi), poruchy spanku a kardialni abnormity. U DS je rovnéz vysoké riziko
nahlého neocekavaného umrti (SUDEP, sudden unexpected death in epilepsy).
V druhé ¢asti ¢lanku se vénujeme terapii. V soucasnosti existuji doporuceni pro
pacienty s DS. Prvni linii terapie pfedstavuje valproat a klobazam. V druhé linii se
uplatiuji specifické Iéky indikované pro tento syndrom, konkrétné se jedna o stiri-
pentol (Diacomit), fenfluramin (Fintepla) a vysoce ¢istény kanabidiol (CBD, v Ceské
republice dostupny jako Epidyolex).
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Dravet syndrome in adult population

Dravet syndrome (DS) is predominantly caused by a mutation in the sodium channel
subunit (SCN1A). It begins in childhood but is a lifelong condition. In this article,
we focus on the characteristics of adult patients with DS. From an epileptological
perspective, the occurrence of epileptic seizures is crucial. In adulthood, there are
mainly clonic seizures (generalized tonic-clonic seizures, tonic seizures or focal
seizures to bilateral tonic-clonic seizures). They can be provoked by increased body
temperature or by emotions. However, parents/caregivers of patients with DS often
report other manifestations of the disease as very significant, often more limiting
than the seizures themselves. These primarily include cognitive difficulties, learning
disorders, behavioral issues, motor problems (crouch gait, parkinsonism, ataxia,
abnormal postures while standing and walking), sleep disorders, and cardiac abnor-
malities. There is also a high risk of sudden unexpected death in epilepsy (SUDEP)
in DS. The second part of the article is dedicated to therapy. Currently, there are
recommendations for patients with DS. The first line of therapy includes valproate
and clobazam. The second line involves specific drugs indicated for this syndrome,
specifically stiripentol (Diacomit), fenfluramine (Fintepla), and cannabidiol (CBD,
available in the Czech Republic as Epidyolex).
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