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ABSTRAKT

Tato bakalatska prace se zabyva tématem vrozenych vyvojovych vad. Prvni dvé kapitoly hovoti
o jejich stru¢ném rozdéleni. Treti kapitola pojednava o mutacich v oblasti kratkého raménka
chromozomu 17. Zde je popisovan syndrom Smithové — Magenisové, ktery je zptisoben deleci
oblasti 17p11.2 a syndrom Potocké — Lupského, jenz je jeji reciprokou duplikaci. Z genti, které
se vyskytuji v této oblasti, se reSerSe blize vénuje genu RA//. Dal§im tématem zmillovanym
v této praci jsou RASopatie. Prace se v této oblasti zabyva syndromem Noonanové a blize
rozebird mutace v genech PTPNI11, SOSI, RAF1, KRAS a NRAS. V kapitole paté je popsana
problematika thalidomidu od jeho historie az po dosud objevené mechanismy ucinku. Je zde
definovana senzitivni perioda a mechanismus zastaveni ¢ipozastaveni rustu koncetin
v zavislosti na dobé podani 1éku. V zavéru prace jsou diskutovany nové metody a poznatky

spojené s témito tématy.

Kli¢ova slova: vyvojové vady, teratologie, ontogeneze, syndrom Potocké — Lupského,

syndrom Smithové — Magenisové, RASopatie, syndrom Noonanové, thalidomid



ABSTRACT

This bachelor thesis deals with the topic of congenital anomalies. The sorting of the congenital
anomalies is discussed in the first two chapters. The third chapter concerns the mutations
of the short arm of chromosome 17. I have chosen to describe the Smith — Magenis syndrome,
which is caused by the deletion of 17pl11.2, and the Potocki— Lupski syndrome,
which is its reciprocal duplication. The gene RAII is specified in this part. The other topic
mentioned in this thesis are RASopathies. The research of this section deals with the Noonan
syndrome and focuses on mutations in genes PTPNI1I, SOSI, RAFI, KRAS and NRAS.
In the fifth chapter the issue of thalidomide, its history and the mechanisms of action discovered
up to now are described. The critical period and the mechanisms of limb reduction defects
related to the timing of exposure are also defined here. New methods and findings related to

these topics are discussed in the end of this work.

Key words: congenital anomalies, teratology, ontogenesis, Potocki — Lupski syndrome,

Smith — Magenis syndrome, RA Sopathies, Noonan syndrome, thalidomide
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