
Supplementary Table 2 List of somatic mutations tested by Sanger sequencing.
Case ID Type Gene Symbol Chr Start End Ref Alt Function Effect VAF Sanger Validation Pathogenicity Missense Pathogenic Predictions MutationTaster missense Polyphen2 missense Provean missense SIFT missense In-frame indel Pathogenic Predictions FATHMM in-frame indel Provean in-frame indel SIFT in-frame indel VEST in-frame indel 

1 SNV HIST1H1B chr6 27835033 27835033 C T missense p.S92N 1 verified tolerated missense 1/4 D T T T . . . . .
1 SNV PRKCA chr17 64492379 64492379 C A missense p.A89E 1 verified pathogenic missense 2/4 D T D T . . . . .
3 SNV ATP2C1 chr3 130650927 130650927 G A truncating p.W60X 0.17 verified truncating . . . . . . . . . .
3 SNV ATRX chrX 76907801 76907801 C A truncating p.E1416X 0.72 verified truncating . . . . . . . . . .
3 SNV CDKL5 chrX 18616687 18616687 G A missense p.A311T 0.29 verified tolerated missense 0/4 T T T T . . . . .
3 SNV HIST1H2BA chr6 25727177 25727177 A T missense p.K14M 0.16 verified pathogenic missense 4/4 D D D D . . . . .
3 SNV HOOK3 chr8 42805578 42805578 G A missense p.V150I 0.11 verified pathogenic missense 2/4 D D T T . . . . .
3 SNV MCM5 chr22 35815884 35815884 G A missense p.G571S 0.3 verified pathogenic missense 3/4 D D D T . . . . .
3 SNV MYOCD chr17 12655825 12655825 G A missense p.C407Y 0.31 verified pathogenic missense 3/4 D D D T . . . . .
3 SNV PIK3CA chr3 178921549 178921549 T G missense p.V344G 0.11 verified pathogenic missense 3/4 D D T D . . . . .
3 SNV PPM1D chr17 58740372 58740372 C T missense p.P426L 0.12 verified tolerated missense 1/4 D T T T . . . . .
3 SNV TEX15 chr8 30701242 30701242 A T missense p.D1764E 0.12 verified tolerated missense 1/4 T D T T . . . . .
4 DEL ATRX chrX 76909621 76909621 A - frameshift p.I1390fs 0.71 verified frameshift . . . . . . . . . .
4 SNV CEP295 chr11 93431607 93431607 C G missense p.L1177V 0.12 verified tolerated missense 1/4 T T T D . . . . .
4 SNV COL4A2 chr13 111158887 111158887 A C missense p.K1510Q 0.43 verified tolerated missense 1/4 D T T T . . . . .
4 SNV GRIA1 chr5 153174197 153174197 G A missense p.A683T 0.67 verified pathogenic missense 4/4 D D D D . . . . .
4 SNV HNF4G chr8 76470825 76470825 A T missense p.E259V 0.47 verified pathogenic missense 4/4 D D D D . . . . .
4 SNV KIAA1468 chr18 59925856 59925856 T G missense p.L717V 0.39 verified pathogenic missense 3/4 D D T D . . . . .
4 SNV MYSM1 chr1 59155910 59155910 G A missense p.T103I 0.55 verified pathogenic missense 2/4 T D T D . . . . .
4 SNV SORCS2 chr4 7640091 7640091 C T truncating p.Q229X 0.42 verified truncating . . . . . . . . . .
5 SNV AGL chr1 100346884 100346884 T C missense p.W663R 0.16 verified pathogenic missense 4/4 D D D D . . . . .
5 INS BCL9 chr1 147092680 147092680 - C frameshift p.S907fs 0.19 verified frameshift . . . . . . . . . .
5 INS C3orf17 chr3 112729967 112729967 - T frameshift p.A280fs 0.27 verified frameshift . . . . . . . . . .
5 SNV CCNO chr5 54527228 54527228 C T missense p.C343Y 0.2 verified pathogenic missense 3/4 D D T D . . . . .
5 SNV ELF5 chr11 34515136 34515136 A T missense p.F82Y 0.34 verified pathogenic missense 3/4 D D T D . . . . .
5 SNV KIF17 chr1 21044046 21044046 A G missense p.F52L 0.28 verified pathogenic missense 4/4 D D D D . . . . .
5 SNV KIF1A chr2 241685166 241685166 G T missense p.F1020L 0.16 verified pathogenic missense 4/4 D D D D . . . . .
5 INS MAMSTR chr19 49218105 49218105 - G frameshift p.P59fs 0.28 verified frameshift . . . . . . . . . .
5 SNV MAP3K3 chr17 61765956 61765956 T C splicing c.778+2T>C 0.18 verified splicing . . . . . . . . . .
5 SNV MTMR6 chr13 25828014 25828014 G A missense p.P412S 0.1 verified pathogenic missense 3/4 D D D T . . . . .
5 SNV NFAT5 chr16 69681293 69681293 A G missense p.T188A 0.33 verified pathogenic missense 2/4 D T T D . . . . .
5 SNV PARP3 chr3 51977488 51977488 A G missense p.I46M 0.2 verified tolerated missense 1/4 T T D T . . . . .
5 SNV PIK3CB chr3 138417852 138417852 T A missense p.D68V 0.19 verified pathogenic missense 4/4 D D D D . . . . .
5 SNV PIK3R5 chr17 8794207 8794207 C T missense p.V169M 0.39 verified tolerated missense 1/4 T D T T . . . . .
5 SNV PTEN chr10 89711899 89711899 C A missense p.R173S 0.36 verified pathogenic missense 4/4 D D D D . . . . .
5 DEL TOP2B chr3 25666236 25666252 ACGTTTATCATTCCTCT - frameshift p.K751fs 0.24 verified frameshift . . . . . . . . . .
6 DEL NF1 chr17 29667527 29667527 C - frameshift p.S2288fs 0.06 verified frameshift . . . . . . . . . .
7 SNV AFF1 chr4 88035531 88035531 A G missense p.T147A 0.35 verified tolerated missense 1/4 T T T D . . . . .
7 DNV ATRX chrX 76939520 76939521 CC AA truncating p.LE409FX 0.6 verified truncating . . . . . . . . . .
7 DEL CDKN2C chr1 51436109 51436109 T - frameshift p.S23fs 0.42 verified frameshift . . . . . . . . . .
7 SNV TEX15 chr8 30706432 30706432 G T missense p.H34Q 0.46 verified tolerated missense 1/4 T T D T . . . . .
7 SNV TP53 chr17 7578263 7578263 G A truncating p.R64X 0.48 verified truncating . . . . . . . . . .
9 INS ATRX chrX 76938934 76938934 - A frameshift p.C567fs 0.16 verified frameshift . . . . . . . . . .
9 SNV DPT chr1 168670312 168670312 G A missense p.S161F 0.19 verified tolerated missense 1/4 T D T T . . . . .
9 SNV HDAC6 chrX 48675776 48675776 C A missense p.A612E 0.1 verified pathogenic missense 4/4 D D D D . . . . .
9 SNV NOTCH4 chr6 32187491 32187491 C G missense p.C463S 0.26 verified pathogenic missense 4/4 D D D D . . . . .
9 SNV PDE1A chr2 183104945 183104945 A T truncating p.L63X 0.2 verified truncating . . . . . . . . . .
9 SNV PIK3CA chr3 178952064 178952064 T A missense p.M1040K 0.23 verified tolerated missense 1/4 D T T T . . . . .
9 SNV PLEKHA7 chr11 16823228 16823228 G A missense p.S765F 0.23 verified pathogenic missense 4/4 D D D D . . . . .
9 SNV RTTN chr18 67733104 67733104 G T missense p.L1570I 0.25 verified tolerated missense 0/4 T T T T . . . . .
9 SNV SLC9C1 chr3 111997604 111997604 G A missense p.T97M 0.12 verified pathogenic missense 2/4 T D T D . . . . .

10 SNV ERG chr21 39775631 39775631 T C missense p.D38G 0.07 verified pathogenic missense 4/4 D D D D . . . . .
10 SNV GBA chr1 155206039 155206039 G C missense p.I320M 0.45 verified pathogenic missense 3/4 D D T D . . . . .
11 SNV BRAF chr7 140453136 140453136 A T missense p.V600E 0.31 verified pathogenic missense 4/4 D D D D . . . . .
11 SNV CEP152 chr15 49054769 49054769 T C missense p.Q794R 0.25 verified pathogenic missense 3/4 D D T D . . . . .
11 SNV COL19A1 chr6 70812067 70812067 C T truncating p.R411X 0.28 verified truncating . . . . . . . . . .
11 SNV NUP98 chr11 3765781 3765781 T C missense p.T473A 0.32 verified tolerated missense 1/4 T T T D . . . . .
11 SNV SLC35A5 chr3 112299643 112299643 A G missense p.I227V 0.26 verified tolerated missense 0/4 T T T T . . . . .
11 SNV SLFN12L chr17 33806387 33806387 A T missense p.V281E 0.34 verified tolerated missense 0/4 T T T T . . . . .
12 SNV CCDC154 chr16 1485122 1485122 G A truncating p.Q554X 0.29 verified truncating . . . . . . . . . .
13 SNV SST chr3 187386923 187386923 G A missense p.P94L 0.54 verified pathogenic missense 4/4 D D D D . . . . .
14 DEL ATRX chrX 76938097 76938100 TCTT - frameshift p.Q845fs 0.8 verified frameshift . . . . . . . . . .
14 SNV BEST2 chr19 12864077 12864077 T G missense p.F52L 0.45 verified tolerated missense 1/4 D T T T . . . . .
14 SNV C10orf12 chr10 98743817 98743817 G T missense p.K890N 0.47 verified pathogenic missense 4/4 D D D D . . . . .
14 SNV DGKZ chr11 46397162 46397162 G A missense p.A608T 0.36 verified tolerated missense 1/4 D T T T . . . . .
14 SNV GLI3 chr7 42007296 42007296 G T missense p.H777N 0.2 verified tolerated missense 1/4 D T T T . . . . .
14 SNV KLHL23 chr2 170592000 170592000 G C missense p.R159P 0.48 verified pathogenic missense 3/4 . D D D . . . . .
14 SNV MAP4K1 chr19 39087771 39087771 C T missense p.G615D 0.54 verified tolerated missense 1/4 T T T D . . . . .
14 SNV NF1 chr17 29550462 29550462 C A missense p.S574R 0.27 verified pathogenic missense 4/4 D D D D . . . . .
14 SNV PAF1 chr19 39880364 39880364 G A missense p.H60Y 0.21 verified tolerated missense 1/4 D T T T . . . . .
14 SNV PDE1A chr2 183099191 183099191 C T missense p.A111T 0.48 verified tolerated missense 0/4 T T T T . . . . .
14 SNV PRKCA chr17 64770151 64770151 A G missense p.Y524C 0.67 verified pathogenic missense 4/4 D D D D . . . . .
14 DEL RAG1 chr11 36597939 36597939 T - truncating p.L1029X 0.42 verified truncating . . . . . . . . . .
14 SNV WDR89 chr14 64065929 64065929 C T truncating p.W244X 0.35 verified truncating . . . . . . . . . .
15 SNV PAPPA2 chr1 176738821 176738821 G A missense p.D1468N 0.27 verified pathogenic missense 2/4 D D T T . . . . .
15 SNV VILL chr3 38035806 38035806 G C missense p.V64L 0.3 verified tolerated missense 1/4 D T T T . . . . .
17 SNV GALNT9 chr12 132685800 132685800 C T missense p.G58R 0.11 verified pathogenic missense 4/4 D D D D . . . . .
17 SNV N4BP2 chr4 40123080 40123080 G C missense p.D1117H 0.15 verified pathogenic missense 4/4 D D D D . . . . .
17 INS NF1 chr17 29556297 29556297 - A frameshift p.D888fs 0.28 verified frameshift . . . . . . . . . .
17 SNV PTPN21 chr14 88967206 88967206 C A truncating p.G229X 0.12 verified truncating . . . . . . . . . .
19 SNV ATRX chrX 76939883 76939883 G A truncating p.Q251X 0.12 verified truncating . . . . . . . . . .
20 DEL PTEN chr10 89624295 89624296 AG - frameshift p.L23fs 0.35 verified frameshift . . . . . . . . . .
20 SNV RNF31 chr14 24624870 24624870 A G missense p.H670R 0.29 verified tolerated missense 0/4 T T T T . . . . .
20 SNV SFPQ chr1 35658550 35658550 G A missense p.P34L 0.08 verified tolerated missense 1/4 D T T . . . . . .
20 SNV SUSD2 chr22 24580173 24580173 G A missense p.G170D 0.08 verified pathogenic missense 4/4 D D D D . . . . .
20 SNV TNIK chr3 170908506 170908506 T C missense p.E163G 0.52 verified pathogenic missense 4/4 D D D D . . . . .
20 SNV ZFC3H1 chr12 72030348 72030348 A T missense p.S674R 0.38 verified pathogenic missense 3/4 D D T D . . . . .
21 SNV ASH1L chr1 155450668 155450668 T C missense p.I665V 0.2 verified tolerated missense 0/4 T T T T . . . . .
21 INS ATRX chrX 76937753 76937753 - A truncating p.K961_K962delinsX 0.55 verified truncating . . . . . . . . . .
21 SNV FNIP1 chr5 131007956 131007956 C A missense p.M699I 0.48 verified tolerated missense 1/4 D T T T . . . . .
21 SNV HIVEP2 chr6 143081004 143081004 T C missense p.I2141V 0.49 verified tolerated missense 0/4 T T T T . . . . .
21 DEL ISPD chr7 16445908 16445909 TA - frameshift p.V104fs 0.44 verified frameshift . . . . . . . . . .
21 SNV MAP3K15 chrX 19444457 19444457 G A missense p.R391C 0.28 verified pathogenic missense 3/4 D . D D . . . . .
21 SNV NDUFS2 chr1 161180119 161180119 G A missense p.R269Q 0.27 verified pathogenic missense 2/4 D T T D . . . . .
21 SNV ORC1 chr1 52859212 52859212 C T missense p.D329N 0.42 verified tolerated missense 0/4 T T T T . . . . .
21 SNV POLR3D chr8 22105767 22105767 C G missense p.I154M 0.41 verified pathogenic missense 2/4 D D T T . . . . .
23 SNV AHRR chr5 434266 434266 G T missense p.V475F 0.31 verified tolerated missense 0/4 T T T T . . . . .
23 SNV FOXK2 chr17 80521317 80521317 G C missense p.E169D 0.32 verified pathogenic missense 2/4 D D T T . . . . .
23 SNV KIF17 chr1 21031109 21031109 G T missense p.N318K 0.13 verified pathogenic missense 4/4 D D D D . . . . .
23 SNV PRRX1 chr1 170705317 170705317 C A missense p.T243K 0.22 verified pathogenic missense 4/4 D D D D . . . . .
23 SNV TP53 chr17 7578382 7578382 G C truncating p.S51X 0.49 verified truncating . . . . . . . . . .
27 SNV PCDHA8 chr5 140222191 140222191 G T missense p.D429Y 0.22 verified pathogenic missense 4/4 D D D D . . . . .
29 SNV FGFR1 chr8 38273557 38273557 T G missense p.E473A 0.39 verified pathogenic missense 4/4 D D D D . . . . .
29 INS NF1 chr17 29562653 29562653 - CTCTGT in-frame p.T1245delinsTLS 0.39 verified pathogenic in-frame indel . . . . . 3/4 D D . D
31 DEL ATRX chrX 76944366 76944369 TGAT - frameshift p.N141fs 0.29 verified frameshift . . . . . . . . . .
31 SNV DMBX1 chr1 46978120 46978120 C T missense p.A368V 0.57 verified pathogenic missense 3/4 D D T D . . . . .
32 SNV BCL9L chr11 118773037 118773037 A G missense p.M472T 1 verified pathogenic missense 3/4 D T D D . . . . .
32 SNV LRRC6 chr8 133645121 133645121 T C missense p.E173G 0.67 verified pathogenic missense 4/4 D D D D . . . . .
32 SNV MCM5 chr22 35799505 35799505 C G missense p.D131E 1 verified tolerated missense 1/4 D T T T . . . . .
34 DEL ATRX chrX 76931720 76931722 CCT - frameshift p.R1232fs 1 verified frameshift . . . . . . . . . .
34 DEL NF1 chr17 29548905 29548906 TG - frameshift p.L560fs 0.33 verified frameshift . . . . . . . . . .
34 SNV TP53 chr17 7578403 7578403 C A missense p.C44F 1 verified pathogenic missense 4/4 D D D D . . . . .
37 SNV CCDC39 chr3 180332845 180332845 G A missense p.T897I 1 verified tolerated missense 0/4 T T T T . . . . .
37 SNV CEP152 chr15 49040744 49040744 T C missense p.K1177R 1 verified tolerated missense 1/4 D T T T . . . . .
37 SNV DGKI chr7 137148320 137148320 T C missense p.M892V 0.23 verified tolerated missense 1/4 D T T T . . . . .
38 SNV BCL9 chr1 147095669 147095669 C T truncating p.R1064X 0.86 verified truncating . . . . . . . . . .
38 SNV IFT57 chr3 107881372 107881372 C A missense p.R414S 1 verified pathogenic missense 2/4 D D T T . . . . .

39_1 SNV DGKQ chr4 962325 962325 C A missense p.C160F 0.33 verified pathogenic missense 4/4 D D D D . . . . .
39_1 SNV ZNF366 chr5 71756924 71756924 C T missense p.V134M 0.17 verified tolerated missense 0/4 T T T T . . . . .
39_2 SNV DGKQ chr4 962325 962325 C A missense p.C160F 0.26 verified pathogenic missense 4/4 D D D D . . . . .
39_2 SNV ZNF366 chr5 71756924 71756924 C T missense p.V134M 0.2 verified tolerated missense 0/4 T T T T . . . . .
39_3 SNV DGKQ chr4 962325 962325 C A missense p.C160F 0.15 verified pathogenic missense 4/4 D D D D . . . . .
39_3 SNV ZNF366 chr5 71756924 71756924 C T missense p.V134M 0.15 verified tolerated missense 0/4 T T T T . . . . .
39_4 SNV DGKQ chr4 962325 962325 C A missense p.C160F 0.22 verified pathogenic missense 4/4 D D D D . . . . .
39_4 SNV ZNF366 chr5 71756924 71756924 C T missense p.V134M 0.15 verified tolerated missense 0/4 T T T T . . . . .

42 SNV C5orf24 chr5 134191060 134191060 G T missense p.G157V 0.29 verified pathogenic missense 2/4 D T T D . . . . .
43 SNV CDK18 chr1 205495521 205495521 G T missense p.A200S 0.12 verified pathogenic missense 2/4 D D T T . . . . .
43 SNV GRK5 chr10 121140365 121140365 G A missense p.G63R 0.18 verified pathogenic missense 4/4 D D D D . . . . .
43 SNV HOXA3 chr7 27147899 27147899 G A missense p.P323S 0.11 verified pathogenic missense 4/4 D D D D . . . . .
43 SNV KIF25 chr6 168434687 168434687 C T missense p.P98L 0.11 verified pathogenic missense 3/4 D D D T . . . . .
43 SNV TUBGCP2 chr10 135095735 135095735 C T missense p.A671T 0.19 verified tolerated missense 0/4 T T T T . . . . .
44 SNV LMTK3 chr19 49002072 49002072 C G missense p.A781P 0.09 verified pathogenic missense 2/4 T D T D . . . . .
46 SNV CGN chr1 151491162 151491162 G A missense p.R56H 0.08 verified pathogenic missense 4/4 D D D D . . . . .
49 SNV MTM1 chrX 149832036 149832036 T A missense p.L533H 0.05 verified pathogenic missense 4/4 D D D D . . . . .
51 SNV AFF2 chrX 148038132 148038132 C T missense p.R494C 0.16 verified pathogenic missense 4/4 D D D D . . . . .
51 SNV DDX25 chr11 125780305 125780305 G A missense p.R185H 0.1 verified pathogenic missense 2/4 D T T D . . . . .
51 SNV PITRM1 chr10 3199718 3199718 C T missense p.G387E 0.12 verified pathogenic missense 4/4 D D D D . . . . .
51 SNV PPARA chr22 46611148 46611148 G A missense p.G96E 0.15 verified tolerated missense 1/4 T T D T . . . . .
51 SNV PROP1 chr5 177421147 177421147 C A missense p.S101I 0.13 verified pathogenic missense 3/4 T D D D . . . . .
51 SNV TBX15 chr1 119427506 119427506 C A missense p.G447V 0.16 verified pathogenic missense 2/4 D D T T . . . . .
51 SNV TP53 chr17 7577551 7577551 C T missense p.G112S 0.21 verified pathogenic missense 4/4 D D D D . . . . .
51 DEL TSC1 chr9 135772603 135772605 TTC - in-frame p.930_930del 0.32 verified pathogenic in-frame indel . . . . . 3/4 D T D D
52 SNV NF1 chr17 29528489 29528489 C T truncating p.R416X 0.49 verified truncating . . . . . . . . . .
52 SNV TOP3B chr22 22311932 22311932 G A truncating p.Q715X 0.5 verified truncating . . . . . . . . . .
55 DEL KIF16B chr20 16360005 16360006 CT - frameshift p.S881fs 0.35 verified frameshift . . . . . . . . . .
55 SNV KIF27 chr9 86452007 86452007 G C truncating p.S1275X 0.1 verified truncating . . . . . . . . . .
55 DEL NF1 chr17 29562680 29562680 T - frameshift p.Y1254fs 0.37 verified frameshift . . . . . . . . . .
55 SNV PIK3CA chr3 178916929 178916929 G C missense p.G106R 0.18 verified pathogenic missense 4/4 D D D D . . . . .
55 DEL RAB34 chr17 27041665 27041665 G - frameshift p.P259fs 0.32 verified frameshift . . . . . . . . . .
56 SNV ATRX chrX 76938407 76938407 G A truncating p.R743X 0.51 verified truncating . . . . . . . . . .
56 SNV CCP110 chr16 19547436 19547436 G T missense p.D149Y 0.08 verified pathogenic missense 3/4 T D D D . . . . .
56 SNV CHD7 chr8 61654461 61654461 G A missense p.R157Q 0.38 verified pathogenic missense 2/4 D D T T . . . . .
56 SNV HMGCLL1 chr6 55378850 55378850 G A truncating p.R148X 0.37 verified truncating . . . . . . . . . .
56 SNV TP53 chr17 7577572 7577572 T C missense p.M105V 0.66 verified pathogenic missense 4/4 D D D D . . . . .
57 DEL CD28 chr2 204594469 204594471 GTA - in-frame p.51_51del 0.29 verified pathogenic in-frame indel . . . . . 3/4 D D T D
57 DEL CHDH chr3 53854594 53854594 G - frameshift p.Q343fs 0.43 verified frameshift . . . . . . . . . .
57 SNV EYS chr6 64516137 64516137 T G missense p.N2453H 0.24 verified tolerated missense 1/4 T D T T . . . . .
57 DEL MYO3A chr10 26241173 26241173 A - frameshift p.Q45fs 0.21 verified frameshift . . . . . . . . . .
57 SNV PARP10 chr8 145059044 145059044 G A missense p.P376S 0.46 verified tolerated missense 1/4 T T T D . . . . .
57 SNV PHF24 chr9 34971514 34971514 T A missense p.S73R 0.45 verified tolerated missense 0/4 T T T T . . . . .
57 SNV PTEN chr10 89711993 89711993 C A missense p.P204Q 0.53 verified pathogenic missense 4/4 D D D D . . . . .
57 SNV RREB1 chr6 7247209 7247209 A G missense p.E1454G 0.39 verified pathogenic missense 3/4 D D D T . . . . .
57 INS TP53 chr17 7573985 7573985 - G frameshift p.L216fs 0.76 verified frameshift . . . . . . . . . .
66 SNV NF1 chr17 29528489 29528489 C T truncating p.R416X 0.25 verified truncating . . . . . . . . . .
67 SNV NF1 chr17 29562744 29562745 TC AA truncating p.F1275X 0.34 verified truncating 3/4 D D T D . . . . .
1 SNV ATRX chrX 76875908 76875908 T C missense p.R1705G 1 no . . . . . . . . . . .
3 SNV PCDHA12 chr5 140256048 140256048 G A missense p.A331T 0.12 no . . . . . . . . . . .
5 SNV NGF chr1 115828836 115828836 G T truncating p.S194X 0.07 no . . . . . . . . . . .
7 SNV CCDC13 chr3 42777216 42777216 C A truncating p.G452X 0.06 no . . . . . . . . . . .
11 DEL CD7 chr17 80274142 80274168 CAGGGAGGGCAGAGGCTGCTGGCGGGT - in-frame p.172_181del 0.28 no . . . . . . . . . . .
14 SNV DDX10 chr11 108811067 108811067 G A missense p.D849N 0.07 no . . . . . . . . . . .
14 INS RTTN chr18 67863853 67863853 - CTA in-frame p.G242delinsVG 0.33 no . . . . . . . . . . .
15 INS MCC chr5 112824048 112824048 - GCCGCCGCCGCCGCCGCCGCTGCC in-frame p.S22delinsGSGGGGGGS 0.41 no . . . . . . . . . . .
20 SNV SMARCA1 chrX 128645906 128645906 G A truncating p.R229X 0.09 no . . . . . . . . . . .
21 SNV PTPN13 chr4 87687590 87687590 C T missense p.R1226C 0.16 no . . . . . . . . . . .
21 SNV TP53 chr17 7577580 7577580 T C missense p.Y102C 0.08 no . . . . . . . . . . .
29 SNV CIT chr12 120260721 120260721 A C missense p.I338M 0.07 no . . . . . . . . . . .
31 SNV NR3C2 chr4 149357147 149357147 T C missense p.N289S 0.08 no . . . . . . . . . . .
38 SNV NF1 chr17 29527461 29527461 C T truncating p.R304X 0.14 no . . . . . . . . . . .
44 DEL PAX1 chr20 21686535 21686537 GCG - in-frame p.62_63del 0.07 no . . . . . . . . . . .
48 SNV FITM1 chr14 24601467 24601467 G A missense p.G105D 0.06 no . . . . . . . . . . .
52 SNV GPCPD1 chr20 5548199 5548199 T A missense p.D386V 0.09 no . . . . . . . . . . .


