Table S3. The list of variants that have a minor allele frequency less than 5% in 1000 Genomes or ESP-6500

CHR Start End REF ALT Filter QUAL Gene Impact Father Motehr Son Daughter gnomAD 1K Genomes ExAC ESP 6500 SIFT CADD DANN Polyphen?2 FATHMM-MKL  M-CAP
chrl 69885 69886 G C VQSRTrancheSNP99.90t0100.00 69.02999878 OR4F5 missense_variant G/G G/C G/G G/G NA NA NA NA Tolerated 19.21  Tolerated Damaging Tolerated Tolerated
chrl 1333636 1333637 C T None 6468.899902 CCNL2 missense_variant C/C C/T C/C C/T NA NA NA NA Tolerated 22.7 Tolerated Tolerated NA Damaging
chrl 2303346 2303348 CA CAA None 1079.900024 MORN1 splice_region_variant CA/. CA/. CA/CAA CA/. NA NA NA NA NA NA NA NA NA NA
chrl 11718659 11718660 C T None 1701.329956 FBXO44 missense_variant C/C C/C C/C C/T 3.2423E-05 NA 0.00004119 NA Damaging 25.3 Damaging Damaging NA Tolerated
chrl 13036586 13036587 C T None 37993.39844 PRAMEF22 missense_variant T/T T/T T/T T/T NA NA NA NA NA 0.291 NA NA NA NA
chrl 13330477 13330478 A T None 69.47000122 PRAMEF3 missense_variant /. Ve T/T T/T NA NA NA NA Tolerated 7.534 NA Tolerated NA NA
chrl 13368671 13368672 G A None 79.79000092 PRAMEF5 missense_variant G/G Ve G/G A/A NA NA NA NA Tolerated 4253  Tolerated Tolerated Tolerated Tolerated
chrl 16259470 16259471 G T None 10773.90039 SPEN missense_variant G/G G/T G/T G/G NA NA NA NA Damaging_low_confidence 16.55  Tolerated Tolerated Damaging Tolerated
chrl 20209062 20209063 G T None 2583.899902 OTUD3 missense_variant G/G G/T G/T G/G 3.2319E-05 NA NA NA Tolerated 22 Tolerated Tolerated Damaging Damaging
chrl 23279828 23279829 C T None 6414.899902 LACTBL1 missense_variant C/T C/C C/T C/C 3.247E-05 NA NA NA Tolerated 25.7 Tolerated Damaging Damaging Damaging
chrl 27176839 27176840 G A None 8833.900391 Z/DHHC18 missense_variant G/A G/G G/A G/G 3.231E-05 NA NA NA Damaging 32 Damaging Damaging NA Damaging
chrl 28817531 28817532 T C None 8433.900391 PHACTR4 splice_region_variant T/C T/C T/T T/C NA NA NA NA NA 4.175 NA NA NA NA
chrl 33992839 33992840 C T None 3562.330078 CSMD?2 missense_variant C/C C/C C/C C/T NA NA NA NA Tolerated 22.7 Tolerated Tolerated NA Damaging
chrl 52729424 52729425 T TC None 2067.899902 ZFYVE9 splice_region_variant T/. T/TC T/TC T/. NA NA NA NA NA NA NA NA NA NA
chrl 119427452 119427453 G A None 5630.330078 TBX15 missense_variant G/G G/G G/G G/A NA NA NA NA Tolerated_low_confidence  20.7 Tolerated Tolerated NA Damaging
chrl 145522713 145522714 T C None 8450.900391 PEX11B missense_variant T/T T/C T/C T/T NA NA NA NA Tolerated 13.54 NA Tolerated NA Tolerated
chrl 146418520 146418521 G A VQSRTrancheSNP99.90t0100.00 270.3900146 NBPF12 missense_variant G/A G/A G/A G/A NA NA NA NA NA 0.002 NA NA NA NA
chrl 151811308 151811312 TGAA T None 6351.859863 C2CD4D nservative_inframe_deleti TGAA/TGAA TGAA/T TGAA/T TGAA/TGAA NA NA NA NA NA NA NA NA NA NA
chrl 162824892 162824893 G T None 12980.90039 Clorf110 missense_variant G/T G/T G/G G/T NA NA NA NA Tolerated 3.795  Tolerated Tolerated Tolerated Tolerated
chrl 214826809 214826812 CTT C None 11838.40039 CENPF splice_region_variant C/. Ve /. C/. NA NA NA NA NA NA NA NA NA NA
chrl 218696796 218696797 G A None 2889.899902 Clorf143 splice_region_variant G/G G/A G/A G/G NA NA NA NA NA 0.128 NA NA NA NA
chrl 225569248 225569249 T A None 3684.899902 DNAH14 missense_variant T/T T/A T/A T/T NA NA NA NA Tolerated 11.36  Tolerated Tolerated NA Tolerated
chrl 234601455 234601457 TA TAA None 1547.939941 TARBP1 splice_region_variant TA/TAA TA/TAA TA/TAA TA/. NA NA NA NA NA NA NA NA NA NA
chrl 235659620 235659622 GA GAA None 1783.939941 B3GALNT2 splice_region_variant GA/GAA GA/. GA/GAA GA/. NA NA NA NA NA NA NA NA NA NA
chr2 33749622 33749623 A G None 4374.899902 RASGRP3 splice_region_variant A/G A/A A/G A/A NA NA NA NA NA 1.177 NA NA NA NA
chr2 44078721 44078722 G C None 7801.899902 ABCGS8 splice_acceptor_variant G/G G/C G/G G/C NA NA NA NA NA 33 NA NA NA NA
chr2 44545233 44545235 GT GTT None 4163.859863 SLC3A1 splice_region_variant GT/GTT JGTT JGTT GT/. NA NA NA NA NA NA NA NA NA NA
chr2 67630540 67630541 A C None 5467.899902 ETAAL missense_variant A/C A/A A/A A/C NA NA NA NA Tolerated 0.095  Tolerated Tolerated Tolerated Tolerated
chr2 90458537 90458538 T C VQSRTrancheSNP99.90t0100.00 68621.89844 CH17-132F21.1 missense_variant T/C T/C T/C T/C NA NA NA NA NA 15.3 NA NA NA NA
chr2 97851072 97851074 GC G VQSRTranchelNDEL99.00t099.9C  4557.899902 ANKRD36 frameshift_variant GC/G GC/G GC/G GC/G NA NA NA NA NA NA NA NA NA NA
chr2 97851077 97851078 A AG VQSRTranchelNDEL99.00t099.9C  4452.899902 ANKRD36 frameshift_variant A/AG A/AG A/AG A/AG NA NA NA NA NA NA NA NA NA NA
chr2 97851081 97851086 GTAAT G VQSRTranchelNDEL99.00t099.9C  4538.899902 ANKRD36 splice_region_variant GTAAT/G GTAAT/G GTAAT/G GTAAT/G NA NA NA NA NA NA NA NA NA NA
chr2 97909718 97909719 A G VQSRTrancheSNP99.90t0100.00 11142.90039 ANKRD36 missense_variant A/G A/G A/G A/G NA NA NA NA Tolerated 2.083  Tolerated Tolerated NA Tolerated
chr2 99634755 99634756 A G None 5426.899902 TSGA10 missense_variant A/A A/G A/G A/A NA NA NA NA Tolerated 17.71  Tolerated Tolerated NA Damaging
chr2 105472229 105472230 G A None 3826.899902 POUS3F3 missense_variant G/G G/A G/A G/G NA NA NA NA Tolerated_low_confidence  21.3 Tolerated Damaging Damaging Damaging
chr2 111886179 111886182 CTT CT None 2349.899902 BCL2L11 splice_region_variant CTT/. CTT/CT CTT/CT CTT/CT NA NA NA NA NA NA NA NA NA NA
chr2 113996646 113996647 C CTT None 13315.2998 PAX8-AS1 splice_region_variant JCTT JCTT JCTT C/. NA NA NA NA NA NA NA NA NA NA
chr2 128615661 128615662 C T None 8881.900391 POLR2D missense_variant C/T C/T C/C C/T NA NA NA NA NA 14.91 NA NA NA NA
chr2 160884741 160884742 A T None 2970.899902 PLA2R1 missense_variant A/T A/A A/T A/A NA NA NA NA Tolerated 13.13  Tolerated Tolerated NA Tolerated
chr2 165657062 165657063 T C None 3164.899902 COBLL1 missense_variant T/C T/T T/C T/T NA NA NA NA Tolerated_low_confidence 1043  Tolerated Tolerated Tolerated Tolerated
chr2 202139641 202139642 C T None 2281.330078 CASP8 missense_variant C/C C/C C/T C/C NA NA NA NA Tolerated 9429  Tolerated Tolerated NA Tolerated
chr2 202359264 202359265 G T None 5776.899902 ALS2CR11 missense_variant G/T G/T G/G G/T NA NA NA NA NA 0.005 NA NA NA NA
chr2 210560008 210560009 G A None 3897.330078 MAP2 missense_variant G/G G/G G/G G/A NA NA NA NA NA 27 NA NA NA NA
chr2 230377592 230377593 A C None 7202.899902 DNER missense_variant A/C A/A A/A A/C NA NA NA NA Damaging 22.2 Tolerated Tolerated Damaging Damaging
chr2 233998683 233998684 G A None 7427.899902 INPP5D splice_region_variant G/A G/G G/A G/G NA NA NA NA NA 1.768 NA NA NA NA
chr3 4358087 4358088 C T None 2550.899902 SETMAR missense_variant C/T C/C C/C C/T NA NA NA NA Tolerated 20.6 Tolerated Tolerated NA Tolerated
chr3 35763277 35763278 G T None 3526.330078 ARPP21 missense_variant G/G G/G G/T G/G NA NA NA NA Damaging 31 Damaging Damaging NA Damaging
chr3 50313047 50313048 T C None 34624.89844 SEMA3B splice_donor_variant T/C T/C T/T T/C NA NA NA NA NA 26.7 NA NA NA NA
chr3 52474424 52474425 C T None 11603.90039 SEMA3G missense_variant C/T C/T C/C C/T NA NA NA NA Damaging 1568  Tolerated Tolerated Damaging Tolerated
chr3 63898303 63898304 G C None 1007.900024 ATXN7 missense_variant G/G G/C G/C G/G NA NA NA NA Damaging_low_confidence 22.3 Tolerated Tolerated NA Damaging
chr3 123332874 123332875 G GT None 1239.900024 MYLK splice_region_variant G/GT G/. G/. G/. NA NA NA NA NA NA NA NA NA NA
chr3 130308809 130308810 T A None 1948.329956 COL6BAG splice_region_variant T/T T/T T/A T/T NA NA NA NA NA 7.894 NA NA NA NA
chr3 143708519 143708520 C T None 10628.90039 C3orf58 missense_variant C/T C/T C/C C/T 3.2283E-05 NA NA NA Tolerated 23.4 Tolerated Tolerated NA Damaging
chr3 176752010 176752011 G T None 1656.900024 TBL1IXR1 missense_variant G/T G/G G/G G/T NA NA NA NA Damaging 26.9 Damaging Damaging NA Damaging
chr3 184542692 184542694 AT ATT None 1439.900024 VPS8 splice_region_variant AT/ATT AT/ATT AT/ATT AT/. NA NA NA NA NA NA NA NA NA NA
chrd 9245670 9245671 T C VQSRTrancheSNP99.90t0100.00  8843.94043 USP17L17 missense_variant T/C T/C T/C T/C NA NA NA NA Tolerated 1393  Tolerated Damaging NA Tolerated
chrd 37448269 37448270 T G None 4915.899902 KIAA1239 missense_variant T/G T/T T/T T/G 3.23E-05 NA NA NA Tolerated 21.7 Tolerated Tolerated Damaging Tolerated
chr4 48502241 48502242 A G None 2566.899902 FRYL splice_region_variant A/G A/A A/A A/G NA NA NA NA NA 16.54 NA NA NA NA
chr4 77662895 77662896 C A None 4588.330078 SHROOM3 missense_variant C/C C/C C/A C/C NA NA NA NA Tolerated 0.242  Tolerated Tolerated Tolerated Tolerated
chr4 90170407 90170408 G A None 6036.330078 GPRIN3 missense_variant G/G G/G G/A G/G NA NA NA NA Tolerated 0.001  Tolerated Tolerated NA Tolerated
chr4 100571948 100571949 A G None 14784.90039 RP11-766F14.2 missense_variant A/G A/A A/A A/G NA NA NA NA NA 0.807  Tolerated NA Tolerated Tolerated
chrd 103826756 103826757 T C None 2212.939941 SLCI9B1 missense_variant T/C T/C T/C T/C NA NA NA NA Tolerated 15.06  Tolerated Tolerated NA Damaging
chr4 106682152 106682155 ATT AT None 1005.070007 GSTCD splice_region_variant ATT/. JAT ATT/. ATT/. NA NA NA NA NA NA NA NA NA NA
chrd 154624270 154624271 A G None 8120.899902 TLR2 missense_variant A/G A/G A/G A/A NA NA NA NA Damaging 26.3 Damaging Damaging Damaging Damaging
chrd 159573033 159573034 C A None 2301.330078 RXFP1 missense_variant C/C C/C C/A C/C NA NA NA NA Tolerated 231 Tolerated Tolerated NA Damaging
chrd 183717897 183717898 G C None 3965.899902 TENM3 missense_variant G/C G/G G/C G/G NA NA NA NA Tolerated 17.64  Tolerated Tolerated NA Damaging
chr4 184114861 184114862 G C None 1606.900024 WWC2 splice_donor_variant G/G G/C G/C G/G NA NA NA NA NA 34 NA NA NA NA
chrb 140557 140558 T C None 8914.900391 PLEKHG4B missense_variant T/T T/C T/T T/C NA NA NA NA Tolerated 0.743  Tolerated Tolerated Tolerated Tolerated
chrb 223614 223615 A G None 4260.899902 SDHA missense_variant A/G A/A A/A A/G NA NA NA NA Tolerated_low_confidence 7.961  Tolerated Tolerated NA Tolerated
chrb 36143441 36143442 C T None 1130.329956 LMBRD2 missense_variant C/C C/C C/T C/C NA NA NA NA Damaging 235 Damaging Tolerated Damaging Tolerated
chrb 79033519 79033520 G T None 3351.330078 CMYAS5 stop_gained G/G G/G G/T G/G NA NA NA NA NA 40 Tolerated NA Damaging NA
chrb 80559315 80559316 C G None 2674.899902 CKMT2 missense_variant C/C C/G C/C C/G NA NA NA NA Damaging 25.2 Tolerated Tolerated NA Damaging
chrb 93820606 93820608 TC T None 2650.860107 KIAA0825 frameshift_variant TC/TC TC/T TC/TC TC/T NA NA NA NA NA NA NA NA NA NA
chrb 143543741 143543742 A C None 4230.899902 YIPF5 missense_variant A/A A/C A/C A/A NA NA NA NA Damaging 30 Tolerated Damaging NA Damaging
chrb 153414455 153414456 C T None 7291.899902 FAM114A2 missense_variant C/T C/C C/T C/C NA NA NA NA NA 13.46 NA NA NA NA
chrb 176314057 176314058 C A None 8414.900391 HK3 missense_variant C/C C/A C/A C/C NA NA NA NA Tolerated 17.13  Tolerated Tolerated Tolerated Damaging
chrb 180432780 180432781 T C None 6043.899902 BTNL3 missense_variant T/C T/T T/T T/C NA NA NA NA Damaging 22.6 Tolerated Damaging Tolerated Damaging
chré 43306792 43306793 T C None 3891.330078 ZNF318 missense_variant T/T T/T T/T T/C NA NA NA NA Damaging_low_confidence  24.2 Damaging Damaging Damaging Tolerated
chré 44218323 44218324 C G None 8246.900391 HSP90AB1 missense_variant C/G C/G C/C C/G NA NA NA NA Damaging 24.4 Tolerated Damaging NA Damaging
chr6 44219348 44219349 A T None 9856.900391 HSPO0AB1 splice_region_variant A/T A/T A/A A/T NA NA NA NA NA 11.66 NA NA NA NA
chré 44241193 44241194 C T None 12247.90039 TMEM151B missense_variant C/T C/T C/T C/C NA NA NA NA Damaging 27.2 Damaging Damaging Damaging Damaging
chré 44329714 44329715 G T None 7191.899902 SPATS1 missense_variant G/T G/T G/G G/T NA NA NA NA Damaging 26.3 Damaging Damaging NA Damaging
chré 47763230 47763231 T A None 11188.90039 OPN5 missense_variant T/A T/A T/T T/A NA NA NA NA Tolerated 19.18  Tolerated Tolerated NA Damaging
chr6 74161855 74161856 C T None 7940.899902 MB21D1 missense_variant C/T C/T C/C C/T NA NA NA NA Tolerated 10.92  Tolerated Tolerated NA Tolerated
chr6 79787449 79787450 C T None 111.3300018 PHIP splice_region_variant C/C C/C C/T C/C NA NA NA NA NA 16.58 NA NA NA NA
chré 80717708 80717709 G C VQSRTrancheSNP99.90t0100.00 297.1000061 TTK missense_variant G/C G/G G/G G/C NA NA NA NA Damaging 23.7 Tolerated Damaging NA Damaging
chré 86224271 86224272 T C None 2933.330078 SNX14 missense_variant T/T T/T T/C T/T NA NA NA NA Tolerated 1959  Tolerated Tolerated NA Damaging
chré 111695016 111695017 A G None 6405.899902 REV3L missense_variant A/A A/G A/G A/A NA NA NA NA Tolerated 219 Tolerated Tolerated NA Damaging
chré 117677823 117677824 C T None 2755.330078 ROS1 missense_variant C/C C/C C/C C/T NA NA NA NA Damaging 24.6 Tolerated Damaging NA Damaging
chr6 133138091 133138092 C T None 3683.899902 RPS12 splice_region_variant C/T C/C C/T C/C NA NA NA NA NA 7.824 NA NA NA NA
chré 143090797 143090798 A C None 6224.899902 HIVEP2 missense_variant A/A A/C A/C A/A NA NA NA NA Damaging 29.1 Damaging Damaging NA Damaging
chré 166571851 166571852 T C None 8558.330078 T missense_variant T/T T/T T/C T/T NA NA NA NA Tolerated_low_confidence 19.74  Tolerated Tolerated NA Damaging
chr7 1526609 1526610 C A None 8763.900391 INTS1 missense_variant C/A C/C C/A C/C NA NA NA NA Tolerated 17.14  Tolerated Tolerated NA Damaging
chr7 22175696 22175697 A G None 3255.899902 RAPGEF5 missense_variant A/G A/A A/A A/G NA NA NA NA Damaging 26.9 Tolerated Damaging NA Damaging
chr7 23236836 23236837 G C None 4426.899902 NUPL2 missense_variant G/C G/G G/G G/C NA NA NA NA NA 7.978 NA NA NA NA
chr7 23725885 23725887 CT CTT None 400.8999939 FAMZ221A splice_region_variant CT/. CT/CTT CT/CTT CT/. NA NA NA NA NA NA NA NA NA NA
chr7 39990449 39990450 A AGCC None 3446.860107 CDK13 isruptive_inframe_insertic A/AGCC A/AGCC A/AGCC A/A NA NA NA NA NA NA NA NA NA NA
chr7 63081545 63081546 C T None 245.9400024 MIR4283-1 splice_region_variant C/T C/T C/T C/T NA NA NA NA NA 3.65 NA NA NA NA
chr7 64852789 64852794 TTGTG TTG None 21902.90039 ZNF92 splice_region_variant TTGTG/. TTGTG/.  TIGTG/TTG TTGTG/. NA NA NA NA NA NA NA NA NA NA
chr7 72412704 72412705 C T VQSRTrancheSNP99.90t0100.00 420.8999939 POM121 missense_variant C/C C/C C/T C/T NA NA NA NA Tolerated 0.464  Tolerated Tolerated NA Tolerated
chr7 75071898 75071899 G A None 4232.899902 POM121C missense_variant G/A G/A G/G G/A NA NA NA NA NA 8.643 NA NA NA NA
chr7 95447784 95447787 ATT AT None 2431.320068 DYNC1I1 splice_region_variant ATT/. ATT/. ATT/. JAT NA NA NA NA NA NA NA NA NA NA
chr7 100639455 100639456 C T VQSRTrancheSNP99.90t0100.00 192.9499969 MUC12 missense_variant C/T C/T C/C C/T NA NA NA NA Damaging 3.079  Tolerated Tolerated NA Tolerated
chr7 103230045 103230046 G A None 9583.900391 RELN missense_variant G/A G/A G/G G/A NA NA NA NA Damaging 24.9 Damaging Tolerated NA Damaging
chr7 129846822 129846824 TA TAA None 3091.899902 TMEM209 splice_region_variant TA/. TA/TAA TA/. TA/TAA NA NA NA NA NA NA NA NA NA NA
chr7 137782592 137782595 CTT CT None 7187.310059 AKR1D1 splice_region_variant JCT JCT JCT JCT NA NA NA NA NA NA NA NA NA NA
chr7 150327233 150327236 CAA CA None 2471.899902 GIMAP6 splice_region_variant CAA/CA CAA/. CAA/. JCA NA NA NA NA NA NA NA NA NA NA
chr7 155251496 155251497 C G None 3905.899902 EN2 missense_variant C/C C/G C/G C/C 0.00045833 NA NA NA Tolerated 1359  Tolerated Tolerated Damaging Damaging
chr8 2020376 2020377 G CGGCCCTGA None 25672.30078 MYOM?2 splice_region_variant -CCTTCGGCCCTGAAAGGTTTC/GATGICGGCCCTGACTTCGGCCCTGAAL NA NA NA NA NA NA NA NA NA NA
chr8 7807626 7807627 T A None 120.1800003 ZNF705B missense_variant A/A Ve /. A/A NA NA NA NA Tolerated 3.888  Tolerated Tolerated Tolerated Tolerated
chr8 10159155 10159156 G A None 4289.899902 MSRA splice_region_variant G/A G/A G/A G/G NA NA NA NA NA 15.2 NA NA NA NA
chr8 10470030 10470031 C T None 12078.90039 RP1L1 missense_variant C/C C/T C/C C/T NA NA NA NA Tolerated 0471  Tolerated Tolerated Tolerated Tolerated
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