
Additional file 2: Table S1: Inclusion of gene- and variant-level

scores in input representation

Input representation ROC AUC

Functional gene element histograms only 0.758 (0.00689)

+ gene-level scores 0.740 (0.0218)

+ variant-level scores 0.730 (0.0141)

+ gene-level and variant-level scores 0.731 (0.00788)

*Performance in terms of test set ROC AUC, given for the NNbiosparse model as mean and standard deviation from
10 different full threefold cross-validation runs. Gene-level scores included are Gene Damage Index (GDI) [1], Resid-
ual Variation Intolerance Score (RVIS) [2], Haploinsufficiency probability [3] and Recessive probability [4]. Variant-level
scores included are Protein Variation Effect Analyzer (PROVEAN) [5], Mendelian Clinically Applicable Pathogenicity
(M-CAP) [6], metaSVM [7] and DEOGEN2 [8].
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