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The next generation sequencing technologies are continuously improving and large sets of human mutations are 
becoming available within institutions and through public resources. A subset of these mutations lead to single amino 

acid polymorphisms (SAPs). Identifying SAPs’ disease-causing impact and developing methods to identify SAPs' disease-
associations are active research areas.  In this work, we investigated the link between disease-associated SAPs and their protein 
sequence context (i.e. sequence features). We have integrated disease-associated SAPs and sequence features from several 
public bioinformatics resources. The SAPs and sequence features are then mapped to each other using protein resource 
UniProt Knowledgebase. Based on our initial results, over 39% of disease-associated SAPs are located on functional domains, 
topological domains and near post translational modifications. Over 19% of them are located on known secondary structures. 
Our findings will help in better understanding of SAPs’ disease associations. In the future, the protein sequence context for 
SAPs can be utilized in development of more accurate computational methods to predict disease-associated SAPs. 
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