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Summary. Autism is a common childhood neurodevelopmental disorder 
with strong genetic liability.  This review article aims to present the recent 
advances in genetic, clinical and pharmacotherapeutic areas. The role of the 
environmental factors is underlined. Most often (1 to 4%) are the abnormali-
ties of the duplications of the 15q11-q13 region, deletions, and inversions. The 
abnormalities in GABA receptor encoding genes GABRB3, GABRA5 and 
GABRG3 are mentioned in connection with pathogenesis. New facts about 
FOXP2, NPTX2  TCAG_4133353 genes give an insight of some pathogenic 
mechanisms. Epigenetic findings are also presented. 
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