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Abstract
Understanding the associations of genomic variants with diseases and conditions and assessing
their clinical significance is critical for genomic research precision medicine. Despite significant
efforts in expert curation, information about most of the 154 million dbSNP Build 149 reference
variants (RS) remains unknown. On the contrary, a wealth of human knowledge about the variant
biological function and disease impact is buried in unstructured literature data. Previous studies
have attempted to harvest and unlock such information with text-mining techniques but are of
limited use in practice.
I will first present a new text-mining method (tmVar 2.0) for extracting variant mentions in the
literature and subsequently normalizing them to standardized database identifiers, followed by a
large-scale analysis of text-mined results vs. curated data from existing databases [1].
Next, through several real-world use cases (e.g. [2, 3]), I will demonstrate that our approach can
identify high impact variants from publications and that our results can be combined with existing
data to prioritize and rank the variants by various attributes (e.g. functional consequence and allele
frequency). I will conclude by summarizing the opportunities and challenges of using text mining
for the manual curation and interpretation of variation effects on biological functions and diseases
to enrich our current knowledge.
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