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Genova terapie dle definice Evropské Iékové agentury je 1écba na principu vliozeni
rekombinantniho genu do téla pacienta za ucelem |é¢by, profylaxe ¢i diagnostiky.
V poslednich letech narlsta pocet klinickych studii i pocet registrovanych genovych
terapii, a to zejména u monogenné podminénych vzacnych nemoci. Prvnimi pfiklady
na poli neurologie je genova terapie pro spinalni svalovou atrofii, dale genova terapie
pro primarni poruchu syntézy biogennich amint (deficit dekarboxylazy aromatickych
L aminokyselin - AADC) a genova terapie pro metachromatickou leukodystrofii. V USA
jeiregistrovana genova terapie pro Duchennovu svalovou dystrofii a pro X-vdzanou
adrenoleukodystrofii. V klinickych studiich je jiz genova terapie syndromu Dravetové,
Leberovy hereditarni optické neuropatie a nékterych typd mukopolysacharidéz, dale
i genova terapie u nékterych typu pletencovych svalovych dystrofii a u amyotrofické
laterdlni sklerézy s vazbou na SODT gen. Efektivita ale i profil nezadoucich ucinkd
genové terapie jsou vzdy specifické k dané diagnoze i lécivému pfipravku. Vysoka
finan¢ni ndkladnost a etické otazky genové terapie ¢ekaji na celospolecenskou diskuzi.
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Gene thepapy of (selected) neurological diseases

According to the definition of the European Medicines Agency, gene therapy is
a treatment based on the insertion of a recombinant gene into a patient's body for
therapeutic, prophylactic, or diagnostic purposes. In recent years, there has been
a growing number of clinical studies as well as an increasing number of approved
gene therapies, particularly for rare monogenic diseases. The first examples in the
field of neurology include gene therapy for spinal muscular atrophy, gene therapy for
primary disorders of biogenic amine synthesis (aromatic L-amino acid decarboxylase
[AADC] deficiency), and gene therapy for metachromatic leukodystrophy. In the Unit-
ed States, gene therapy has also been approved for Duchenne muscular dystrophy
and X-linked adrenoleukodystrophy. Clinical studies are already underway for gene
therapy targeting Dravet syndrome, Leber's hereditary optic neuropathy, and certain
types of mucopolysaccharidoses. Additionally, gene therapy is being investigated for
some forms of limb-girdle muscular dystrophies and for amyotrophic lateral sclerosis
(ALS) linked to the SOD1 gene. The effectiveness and side effect profile of gene ther-
apy are always specific to the particular diagnosis and therapeutic product. The high
financial cost and ethical considerations surrounding gene therapy remain subjects
for broader societal discussion.
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