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Summary. Genetic and environmental factors contribute significantly to etiopathogenesis of autoimmune 
rheumatic diseases. Genes affect enzyme activity and cytokine synthesis, encode receptor activators, etc. 
The presence of certain genes not only predetermines the occurrence of a disease, its clinical manifestation 
and mode of progression, but also influences the effect of therapy. This review clarifies basic genetic 
concepts, related with predisposition to main rheumatic diseases, such as Mendel’s laws, penetrance and 
variable expression, phenocopies and genetic variants. 
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