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NEUROFIBROMATOSIS VON RECKLINGHAUSEN TYP I (NF1)
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Neurofibromatosis von Recklinghausen typ | (neurofibromatéza typ 1, NF1) je multisystémové, autozomdlné dominantné
dédi¢né neurokutanni onemocnéni s prevalenci v populaci 1:2000-3000, charakterizované postizenim klze, centralniho
a periferniho nervového systému, oka, kosti a cévni stény. Pfi¢cinou onemocnéni je mutace genu NFT (17q11.2) a porucha tvorby
neurofibrominu, ktery je negativnim reguldtorem metabolické cesty RAS, ¢imz se podili na rozvoji nddorovych procesd. Nadory
centralniho nervového systému jsou predevsim gliomy zrakové drahy nizkého stupné, ¢asto asymptomatické. V perifernim
nervovém systému se objevuji rdzné typy neurofibromd. Léc¢ba NF1 je predevsim symptomatickd. Nové se objevila Iécba
MEK-inhibitory selumetinibem, trametinibem, ktera je nyni zamérena na plexiformni neurofibromy, ale slibuje Sirsi vyuziti. Pro
predskolni a skolni déti je vyznamny vyskyt poruch vyvoje feci, poruch uc¢eni, ADHD syndromu, malého vzrlstu, neobratnosti
v jemné motorice, skoliézy a plochonozi. DlllezZita je moznost molekuldrné genetického vysetreni a genetické porady.
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Neurofibromatosis von Recklinghausen type | (neurofibromatosis type 1, NF1) is a multisystem, autosomal dominant hereditary
neurocutaneous disease with a prevalence of 1:2000-3 000 in the population, characterized by involvement of the skin, central
and peripheral nervous systems, eye, bones and vascular walls. The disease is caused by a the mutation in the NF1 gene (17q11.2)
and a change in the formation of neurofibromin, which is a negative regulator of the metabolic pathway of RAS, thus contributing
to the development of tumor processes. Central nervous system tumors are primarily low-grade gliomas of the visual pathway
and are often asymptomatic. Different types of neurofibromas occur in the peripheral nervous system. NF1 treatment is primarily
symptomatic. More recently, treatment with the MEK-inhibitors selumetinib and trametinib has appeared which though now
focused on plexiform neurofibromas, promises a wider use. In preschool and school children there is a significant occurrence of
speech development disorders, learning disabilities, ADHD syndrome, short stature, clumsiness in fine motor skills, scoliosis and
flat feet. The possibility of molecular genetic testing and genetic counseling is important.
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Neurofibromatosis von Recklinghausen
typ | (neurofibromatéza typ 1, NF1, OMIM
162 200) je vzacné, vrozené, multisystémové
onemocnéni s variabilnimi klinickymi projevy,

s moznosti ¢astého vyskytu dysplastickych

zmén nebo benignich nadorl periferniho
i centralniho nervového systému, kdze, céy,
kosti a nékterych organt. Mohou se objevit
nadory maligni. NF1 je nej¢astéjsi chorobou
ze skupiny neurokutdnnich onemocnéni a za-

roven je diagndéza NF1 fazena mezi RASopatie.

Neurokutdnni onemocnéni (starsim nazvem
fakomatozy) jsou definovana postizenim
centralniho i periferniho nervového systému
a kdze, ale také casti skeletu, cév a nékterych
organu - vie na zakladé zmén neuroektoder-

mu pfi poruse migrace z neurdlni ploténky.
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