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A SYSTEM AND METHOD OF PREDICTING A VARIANT USING MUTATIONAL
SIGNATURES AND DEEP LEARNING

Abstract

This invention relates to a system and method of predicting a mutation type of each
of the plurality of variants in a single sample file comprising: constructing a first data
structure containing features of a plurality of mutation types based on a plurality of
mutational signatures; reconstructing a second data structure containing site features from
the single sample file; building a third data structure containing reference context features
for each of the plurality of variants in the single sample file; feeding the first, second and
third data structures to a neural network architecture; receiving from the neural network
architecture a probability value for each of the plurality of variants being real or artifactual
mutation; and generating a report comprising a list of variants in the single sample file with

corresponding one of predicted real and artifactual mutations.

Figure 2 to accompany the abstract
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