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Table S9.  Reclassified BRCA  variants based on lack of phenotype in homozygotes

chromosome start pos end pos reference observed AvgQION AvgQIllum AvgIonDepth AvgIlluDepth refGene splice inrefGene exonic frefGene AA chanPathogenicity_d id Gene_Symbo Reference_SequHGVS_cDNA HGVS_Protein SGP_C SGP_C_hom Freq SGP_AF_Stric SGP_Screenee SIFT PolyPhen 2 HDIVLJB MutationTasMetaSVM_pred CADD_phred
chr17 41256090 41256103AAAAAAAAGAAA- 61.152 567 6.6 13.4 Not Yet Classified 11976BRCA1 NM_007294.3 NM_007294.3:c.4NP_009225.1:p. 6 1 0.003 0.00125031 2379
chr13 32937378 32937378A G 2961.65 196 316 8 nonsynonymous SBRCA2:NM_0000Not Yet Classified 8744 BRCA2 NM_000059.3 NM_000059.3:c.8NP_000050.2:p.(Asp2680Gl 1 1 0.0005 0 2379 0.001D D D 31
chr13 32914132 32914132T G 483.905 222 196.5 12.1176470 nonsynonymous SBRCA2:NM_0000Not Yet Classified 9799 BRCA2 NM_000059.3 NM_000059.3:c.5NP_000050.2:p.(Asn1880Ly 12 1 0.006 0.00275068 2379 0.007B N T 14.64
chr13 3291327 3291327 A C 330.101833 174 165 8.5 nonsynonymous SBRCA2:NM_0000Not Yet Classified 7584 BRCA2 NM_000059.3 NM_000059.3:c.4NP_000050.2:p.(Glu1593As 10 1 0.005 0.00225056 2379 0.14 B N T 17.41
chr13 32944798 32944798G A 552.95 50 258.666666 8 Not Yet Classified 495 BRCA2 NM_000059.3 NM_000059.3:c.8NP_000050.2:p. 5 1 0.0025 0.0010002 2379
chr13 32890722 32890722A C 442.39 15.6 325 8 Not Yet Classified 2080 BRCA2 NM_000059.3 NM_000059.3:c.6NP_000050.2:p. 2 1 0.001 0.00025006 2379
chr13 3290052 3290052 T C 3182.08 155 332 8 Not Yet Classified 2501 BRCA2 NM_000059.3 NM_000059.3:c.5NP_000050.2:p. 2 1 0.001 0.00025006 2379
chr13 32972752 32972752T C 430.70575 188 180.25 18.6842105 nonsynonymous SBRCA2:NM_0000Not Yet Classified 2532 BRCA2 NM_000059.3 NM_000059.3:c.1NP_000050.2:p.(Ser3368Pro 15 1 0.0075 0.00350087 2379 0.01 B N T 6.705
chr13 32936865 32936865C A 2227.99 21.259512 231 7.4390243 Not Yet Classified 4785 BRCA2 NM_000059.3 NM_000059.3:c.7NP_000050.2:p. 34 1 0.017 0.00825206 2379
chr13 32893344 32893344A G 1614.57 148 270 40 synonymous SN BRCA2:NM_0000Not Yet Classified 2758 BRCA2 NM_000059.3 NM_000059.3:c.1NP_000050.2:p.(= 4 1 0.002 0.00075018 2379
chr13 32944776 32944776G A 153.47 27 88.6666666 8 Not Yet Classified 4833 BRCA2 NM_000059.3 NM_000059.3:c.8NP_000050.2:p. 12 1 0.006 0.00275068 2379
chr13 3292943 3292943 G A 602.16 107.9 528 10.6363636 NM_000059:exon14:c.7435+6G> Not Yet Classified 12550BRCA2 NM_000059.3 NM_000059.3:c.7NP_000050.2:p. 9 2 0.0045 0.00175087 2379
chr13 32944473 32944473T C 557.4775 143 387.25 8 Not Yet Classified 7414 BRCA2 NM_000059.3 NM_000059.3:c.8NP_000050.2:p. 9 2 0.0045 0.00175087 2379
chr13 32931889 32931889A G 163.753333 74 52.9333333 4.33333333 nonsynonymous SBRCA2:NM_0000Not Yet Classified 10908BRCA2 NM_000059.3 NM_000059.3:c.7NP_000050.2:p.(Tyr2543Cy 16 3 0.008 0.00325243 2379 0.079B D T 23.7
chr13 32890726 32890726T G 992.443818 41.12 302.272727 6.4 Not Yet Classified 11906BRCA2 NM_000059.3 NM_000059.3:c.6NP_000050.2:p. 76 4 0.038 0.01801801 2379
chr13 32893268 32893268C T 1110.43463 32.0666666 268.846153 14.48 nonsynonymous SBRCA2:NM_0000Not Yet Classified 10406BRCA2 NM_000059.3 NM_000059.3:c.1NP_000050.2:p.(Pro41Le 61 4 0.0305 0.01426426 2379 0.092B N T 6.3
chr17 4125610 41256103AAG - 80.997 1191.84615 98.1666666 16.4230769 Not Yet Classified 7281 BRCA1 NM_007294.3 NM_007294.3:c.4NP_009225.1:p. 101 22 0.0505 0.01985922 2379
chr13 32929387 32929387T C 1083.96242 77.9818181 150.636363 11.4181818 nonsynonymous SBRCA2:NM_0000Not Yet Classified 9742 BRCA2 NM_000059.3 NM_000059.3:c.7NP_000050.2:p.(= 1867 1821 0.9335 0.02111060 2379 1 . P T 0.372

Column titled "SGP_screene" includes number of screenees for that variant from gene panels and exomes, "SGP_C" includes  number of occurrences of the vatiant, "SGP_C_hom" includes 
occurrences as hom, columns titled "SGP_Freq" and "SGP_Freq_hom" include frequency for all and homozygous ones, "SGP_AF_Strict" includes computation of allele frequency using 
formula given in the paper, columns titled "SIFT", "PolyPhen", "MutationTaster", "MetaSVM", and "cadd phred" include pahogeneicity predictions using respective tools. Columns titled 
"AvgQIon"" and "AvgQillum" include average quality scores for Ion and Illumina, and columns titled "AvgIonDepth" and "AvgIlluDepth" include average depth for Ion and Illumina respectively.
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