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Priznaky postihnutia nervového systému su velmi ¢asto spojené s genetickymi ochoreniami. Vdaka akceleracii genomického vyskumu
pocas poslednych dvadsat rokov sa u mnohych neurologickych ochoreni odhalila ich molekularno-geneticka podstata ako aj mechanizmy
vzniku a vyvoja molekularnych patoldgii. Rozsirenie $kaly DNA diagnostickych metéd umoziiuje u mnohych neurogenetickych ocho-
reni spolahliva a kauzalnu diagnostiku. Na druhej strane viaceré ochorenia (spinocerebelarne ataxie, hereditarne spastické paraplégie)
st podmienené mutaciami mnohych génov a ani Siroka skala molekularno-genetickych vysetreni nemusi objasnit pévod ochorenia.
Vzhladom na pocetnost neurogenetickych porich mozno v limitovanom rozsahu publikacie prezentovatiba ¢ast poznatkov o vybranych
nozologickych jednotkach. Hlavny akcent pritom kladieme na genetické aspekty ochoreni. V prvej ¢asti prezentujeme prehlad ¢astych
neurogenetickych ochoreni, ktoré mozno definovat ako cerebro-kortikélne a cerebro-vaskularne genetické poruchy. Dalsie pokra¢ovanie
bude zamerané na genetické ochorenia bazalnych ganglii, ochorenia spinocerebeldrne a motorickych neurénov.
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The molecular genetic and biochemical aspects of neurogenetic disorders
(Diseases caused by molecular genetic pathology of structural constituents of nervous system — part 1)

Many of known genetic disorders are primarily neurologic or have important neurologic involvement. With acceleration of modern
genomic research, over the past twenty years, the molecular genetic basis, molecular pathology and ethiopathology mechanisms of
many neurological diseases have been revealed. Improvement in the DNA laboratory methods allows us to perform reliable and causal
diagnostic of many neurological diseases. But in several disorders such as spinocerebellar ataxia or hereditary spastic paraplegia re-
mains the searching for molecular pathology still difficult because of number of genes and mutations. Given the abundance of neuro-
genetical diseases and limits of this publication we present only a part of the knowledge of selected nosological units. The main accent
is put on the genetic aspects of these diseases. In the first part of this work we present an overview of diseases caused by mutations in
genes that encodes structural constituents of nerve cells and belongs to groups of cerebro-cortical and cerebro-vascular diseases. The
next part will focus to genetic disorders of basal ganglia, spinocereberal and motor neuron diseases.
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