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Table S3. Reclassified HGMD variants based on high MAF in SGDPD despite low MAF in public databases

chromosome start posend pos referenceobservedAvgQION AvgQIllum AvgIonDepth AvgIlluDepth refGene funct refGene gene refGene splice i refGene exonic function refGene AA change dbSNP HGMD2016 SGP_Screenee SGP_C SGP_SGPFreqSGPFreqHomSGP_AF_Str 1000G all Kaviar_AF Kaviar_ACKaviar_ANCLINSIG ExAC_ALL ExAC_AFRExAC_AMRExAC_EAS ExAC_FI ExAC_NFEExAC_OTH ExAC_SASIFT PolyPhen 2 HDIV LJB MutationTaster MetaSVM_pred CADD_phred

6 31918468 31918468A C 1571.08563 0 264.7142857 0 exonic CFB nonsynonymous_SNV;nonsynonymous CFB:NM_001710:exon13:c.1697A>C:p.E566A;CFrs45484591 Info=CLASS= 3206 642 88 0.20025 0.027448534 0.087602783 0.0101837 0.0103297 1597 154602 0.0111 0.0109 0.0092 0.0018 0.0014 0.0101 0.0172 0.0248 0.956 B N T 0.001

2 ########227946893C G 1059.58116 59.22916667 438.6744186 16.65638767exonic;splicing COL4A4;COL4A4 nonsynonymous_SNV;nonsynonymous COL4A4:NM_000092:exon23:c.1634G>C:p.G545 rs1800516 Info=CLASS= 3740 651 68 0.174064 0.018181818 0.078656233 0.0205671 0.028803 4453 154602 0.0282 0.0303 0.0186 0 0.021 0.0393 0.0267 0.0066 0 D D D 25.1

19 41920030 41920030C T 2260.67658 74.5 330 9.468277946exonic BCKDHA nonsynonymous_SNV;nonsynonymous BCKDHA:NM_000709:exon4:c.452C>T:p.T151M, rs34442879 Info=CLASS= 3411 436 43 0.127822 0.012606274 0.057973152 0.00419329 0.0100775 1558 154602 Benign 0.0108 0.0018 0.0035 0.0001 0.0296 0.0145 0.0113 0.005 0.021 D D D 30

10 ########101829514C T 428.36622 86.44 145.4179104 9.868235294exonic CPN1 nonsynonymous_SNV;nonsynonymous CPN1:NM_001308:exon3:c.533G>A:p.G178D;CP rs61751507 Info=CLASS= 3219 546 54 0.169618 0.016775396 0.077067669 0.0265575 0.041319 6388 154602 Pathogenic 0.0418 0.0081 0.0714 0.0248 0.0387 0.0487 0.0452 0.0245 0.171 P A T 22.7

21 47404302 47404302G A 1052.2587 73.23913043 137.2913386 10.94488189exonic COL6A1 nonsynonymous_SNV;nonsynonymous COL6A1:NM_001848:exon3:c.347G>A:p.S116N;Crs11553519 Info=CLASS= 4577 597 57 0.130435 0.012453572 0.059360229 0.0305511 0.0421017 6509 154602 other 0.0433 0.0336 0.0243 0.0022 0.0775 0.0534 0.0609 0.0295 0.505 B N T 0.141

17 7984479 7984479G A 1780.0645 67.1 338.8666667 11.3003663exonic ALOX12B nonsynonymous_SNV;nonsynonymous ALOX12B:NM_001139:exon3:c.379C>T:p.P127S rs72842957 Info=CLASS= 2767 310 22 0.112035 0.007950849 0.052249637 0.0107827 0.0167462 2589 154602 0.0172 0.0043 0.0153 0.0007 0.012 0.022 0.0379 0.0171 0.1 P D D 12.56

9 6556242 6556242C T 642.781938 61 131.862069 11.10197368exonic GLDC nonsynonymous_SNV;nonsynonymous GLDC:NM_000170:exon18:c.2113G>A:p.V705M;Grs147275962 Info=CLASS= 3414 381 19 0.111599 0.005565319 0.053164929 0.00299521 0.0033311 515 154602 0.0036 0.0005 0.0022 0 0.0123 0.0043 0.0066 0.0024 0.004 P D D 27.4

1 ########156146640G A 1475.6865 67.35 351.7560976 19.10067114exonic SEMA4A nonsynonymous_SNV;nonsynonymous SEMA4A:NM_001193302:exon13:c.1742G>A:p.R rs41265017 Info=CLASS= 4182 450 29 0.107604 0.006934481 0.050509898 0.0217652 0.0354588 5482 154602 Pathogenic 0.0354 0.0073 0.0291 0.0003 0.0289 0.0454 0.0518 0.0374 0.353 B P T 21

17 73839326 73839326C T 1296.54864 62.89115646 242.9820359 8.295546559exonic UNC13D nonsynonymous_SNV;nonsynonymous UNC13D:NM_199242:exon3:c.175G>A:p.A59T;U rs9904366 Info=CLASS= 3206 1096 188 0.341859 0.05864005 0.145886889 0.0155751 0.0154073 2382 154602 0.0159 0.0137 0.0179 0.0005 0.0019 0.0182 0.0284 0.0196 0.044 B N T 21.6

2 ########178565913T C 1190.38647 103.6 283.5 14.17964072exonic PDE11A nonsynonymous_SNV;nonsynonymous PDE11A:NM_001077196:exon11:c.848A>G:p.Y28rs17400325 Info=CLASS= 2492 352 16 0.141252 0.006420546 0.06763285 0.0221645 0.0312868 4837 154602 0.0303 0.0076 0.0305 0 0.0201 0.04 0.0435 0.0243 0 D D D 27.4

5 94749787 94749787C T 1443.36857 81.67346939 171.8246347 22.12943633exonic FAM81B stopgain;stopgain FAM81B:NM_152548:exon4:c.430C>T:p.Q144X;Frs35391433 Info=CLASS= 2379 528 49 0.221942 0.020596889 0.10172011 0.0139776 0.0211964 3277 154602 0.0213 0.0049 0.0148 0.0001 0.0104 0.0308 0.0211 0.0124 . . A . 37

17 45468858 45468858T G 323.185924 71.24050633 42.17311234 13.26335175exonic EFCAB13 stopgain;stopgain EFCAB13:NM_001195192:exon13:c.1350T>G:p.Yrs118004742 Info=CLASS= 2379 622 79 0.261454 0.03320723 0.116050438 0.0231629 0.0440292 6807 154602 0.0444 0.0129 0.034 0 0.0209 0.0646 0.0508 0.0224 . . A . 35

2 71187104 71187104G A 1131.57184 88.28947368 340.4528302 13.65027322exonic ATP6V1B1 nonsynonymous_SNV;nonsynonymous ATP6V1B1:NM_001692:exon6:c.481G>A:p.E161Krs114234874 Info=CLASS= 3740 516 44 0.137968 0.011764706 0.063474987 0.0289537 0.0293463 4537 154602 Benign 0.0306 0.025 0.0125 0.0001 0.049 0.0272 0.0454 0.0685 0.136 B D T 23.3

12 49689009 49689009G A 581.4692 62.64 96.10980392 17.61960784exonic PRPH nonsynonymous_SNV;nonsynonymous PRPH:NM_006262:exon1:c.26G>A:p.R9Q;PRPH rs57451017 Info=CLASS= 2379 280 25 0.117697 0.010508617 0.053877034 0.0145767 0.0136027 2103 154602 not_provide 0.0171 0.0033 0.0086 0.0215 0.014 0.0147 0.0245 0.0369 0.006 P D T 24.1

4 80990665 80990665C T 922.6252 98.16 183.3787879 12.32835821splicing ANTXR2 NM_058172:exon3:c.225-4G>A,NM_001145794:exon3:c.225-4G>A rs141355689 Info=CLASS= 3316 430 29 0.129674 0.008745476 0.060729971 0.00958466 0.0137385 2124 154602 0.0223 0.0067 0.0175 0 0.0165 0.0309 0.0333 0.0155

2 ########138030234C T 1658.604 70.34507042 180.5774648 12.13849765splicing THSD7B NM_001316349:exon11:c.2396+2C>T rs12622896 Info=CLASS= 2379 476 50 0.200084 0.021017234 0.090484282 0.0489217 0.0223995 3463 154602 0.0255 0.0608 0.0192 0.0765 0.0077 0.0105 0.0213 0.0501 . . D . 23.8

Column titled 1000G includes frequencies in 1000G, columns titled "KAVIAR_AF, KAVIAR_AC" include allele frequencies and counts in KAVIAR 

DB, column titled "EXAC_ALL" includes average EXAC frquency over different populations, and subsequent EXAC columns include frequenci

each popoulation, column titled "HGMD2016" includes HGMD record, 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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