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Table S4. Reclassified ClinVar variants based on high MAF in SGDPD despite low MAF in public databases

chromosome start pos end pos reference observed AvgQION AvgQIllum AvgIonDepth AvgIlluDepth refGene gene refGene functionrefGene splice i refGene exonic refGene AA cha SGP_C SGP_C_hom SGP_Screenee SGPFreq SGPFreqHom SGP_AF_Strict 1000G all Kaviar_AF Kaviar_AC Kaviar_AN CLNDSDB CLNACC CLNDBN CLNDSDBID CLINSIG ExAC_ALL ExAC_AFR ExAC_AMR ExAC_EAS ExAC_FIN ExAC_NFE ExAC_OTH ExAC_SAS SIFT PolyPhen 2 HDIVLJB MutationTa MetaSVM_pred CADD_phred

21 47754488 47754488A G 371.2196077 0.065642458 375.2800279 0.01047486 PCNT exonic nonsynonymous PCNT:NM_00131 1446 0 2815 0.513676732 0 0.256838366 0 0.0000841 13 154602 MedGen:OMIM RCV000147129.1Microcephalic_osC1859451:210720Uncertain signific 0.0001 0.0005 0 0.0002 0 0.00009238 0 0 0.754 P N T 10.02

8 18080001 18080001G A 1745.523077 97 197.2980973 27.77801268 NAT1 exonic nonsynonymous NAT1:NM_00116 425 34 2000 0.2125 0.017 0.098587998 0.0169728 0.0207889 3214 154602 0 RCV000019386.2NAT1*17_ALLEL 0 Pathogenic 0.0209 0.0036 0.0103 0.0073 0.0092 0.0262 0.0319 0.029 1 B A T 0.071

22 51063477 51063477T C 1255.507467 71.43703704 194.3135392 16.20153846 ARSA UTR3 NM_001085428:c.*96A>G,NM_000487:c.*96A>G,NM 1043 169 4938 0.211219117 0.034224382 0.090038117 0.0499201 0.0111253 1720 154602 MedGen|MedGenRCV000003190.2Arylsulfatase_A_ CN068604|C0023Pathogenic|Pathogenic|not provided

17 12899902 12899902C T 1435.93 88.51428571 345.0769231 13.81730769 ELAC2 exonic nonsynonymous ELAC2:NM_0011 378 32 2000 0.189 0.016 0.087197581 0.0231629 0.033984 5254 154602 MedGen:OMIM RCV000005359.3Prostate_cancer\ C3539120:614731Pathogenic 0.0344 0.005 0.0277 0.0066 0.0447 0.0398 0.0487 0.0453 0.212 P D T 19.52

10 101829514 101829514C T 428.36622 86.44 145.4179104 9.868235294 CPN1 exonic nonsynonymous CPN1:NM_00130 429 39 2828 0.151697313 0.013790665 0.069432081 0.0265575 0.041319 6388 154602 MedGen:OMIM:SRCV000007002.2Anaphylotoxin_in C0398782:21207 Pathogenic 0.0418 0.0081 0.0714 0.0248 0.0387 0.0487 0.0452 0.0245 0.171 P A T 22.7

11 68174189 68174189G A 1824.874167 77.24657534 197.9333333 13.75733855 LRP5 exonic nonsynonymous LRP5:NM_00129 912 102 6075 0.150123457 0.016790123 0.067231076 0.0183706 0.0382013 5906 154602 MedGen:OMIM:ORCV000006654.7Osteoporosis_wit C0432252:25977 Pathogenic|not p 0.0377 0.0088 0.0287 0.0001 0.0122 0.0537 0.0442 0.027 0.039 D D D 23.2

3 48682550 48682550C T 1848.776207 84.4137931 214.0551471 14.91911765 CELSR3 exonic nonsynonymous CELSR3:NM_00 255 23 2000 0.1275 0.0115 0.058335429 0.00319489 0.0036869 570 154602 0 RCV000033236.3Variant_of_unkno 0 Uncertain signific 0.0044 0.0002 0.0027 0 0.0002 0.0026 0.0084 0.0197 0.006 D D T 32

12 40740686 40740686A G 816.5630435 67.82608696 202.7298851 11.98039216 LRRK2 exonic nonsynonymous LRRK2:NM_1985 487 36 4110 0.118491484 0.008759124 0.055107527 0.00978435 0.0168756 2609 154602 MedGen:OMIM RCV000032495.1Parkinson_diseasC1846862:607060Uncertain signific 0.0176 0.0025 0.0109 0.0007 0.0027 0.0216 0.019 0.0306 0.081 B D T 24.7

17 79767715 79767715G A 379.11 88.69565217 58.71320755 12.86415094 GCGR exonic nonsynonymous GCGR:NM_0001 237 19 2000 0.1185 0.0095 0.054760111 0.00419329 0.002141 331 154602 MedGen:OMIM:SRCV000017542.2Diabetes_mellitusC0011860:12585 Pathogenic 0.0084 0.0012 0.012 0 0 0.0085 0.019 0.0097 0.383 B A T 10.82

3 195511102 195511102G A 1892.117018 0 241.1929825 0 MUC4 exonic nonsynonymous MUC4:NM_01840 341 142 2000 0.1705 0.071 0.05158113 0 0.0000194 3 154602 MedGen RCV000202674.1not_specified CN169374 Uncertain signific 0.00004286 0.0005 0 0 0 0 0 0 1 B N T 0.285

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 frequencies for each popoulation, columns titled "CLNSDB" to "CLNSIG" includes 

ClinVar records where "CLINSIG" includes variant class in ClinVar, 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 a

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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