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ABSTRACT

DisGeNET [1] is a discovery platform designed to answer questions concerning the molecular mechanisms underlying human diseases. DisGeNET data can be explored using a suite of tools
which includes a web interface, a Cytoscape plugin [2], and a SPARQL endpoint [3]. In this contribution, we present disgenet2r, an R package for exploring DisGeNET. disgenet2r contains a
variety of functions for leveraging DisGeNET using the powerful visualization and statistical capabilities of the R environment. disgenet2r is specially designed to harness the large amount of
Information contained in DisGeNET, facilitating its analysis and interpretation. The package offers different types of visualization of DisGeNET data, such as heatmaps and networks, and it is
especially well suited to explore the genetic basis of diseases as well as disease comorbidity. Furthermore, to allow answering more sophisticated research questions that need the
Interrogation of multiple, heterogeneous and disparate resources, the disgenet2r package permits benefiting of the potential of the Semantic Web technologies, without the need of special
expertise in this area. This is achieved through a set of functions that connect DisGeNET with other resources present in the Linked Open Data, covering different information such as gene
expression, drug activity, and biological pathways, just to mention a few examples. The disgenet2r package also expedites the integration of DisGeNET data with other R/Bioconductor
packages, and allows the construction of complex bioinformatic workflows. We illustrate the functionality of disgenet2r through several use cases to show how the package can be applied to
aid particular user’s needs. The source code and documentation of disgenet2r package are available at https://bitbucket.org/albags/disgenet2r.
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