Alignment stats

A B ® D E F G H 1 J K
1 ‘Seqll] Sample Name Number of reads Reads mapped Percentreadsaligned Readsduplicated Percent duplicate reads Percentreads on target Percentreads off target Avg. coverage overthe entire kit Avg. coverage of the targeted regions
2 D11 n 80041732 75881534 59,7998569 13596582 16.38736604 51,7655 82345 115435093 116661764
3 D11 i 1617688416 161504566 59.82455481 32252802 19.33517385 51,4635 85305 227.013754 228926347
4 D12 2N 78452928 78330167 98.84352273 8610637 10,97562222 92,8889 71111 121716334 122,706873
5 D12 2T 143233682 148397283 93,8415914 30031523 20,12382231 30,638 3.301 206754303 208.433333
6 D13 3N 78955518 TBTEATLT 99.76467636 7781711 9.855816537 592.7647 7.2353 123248583 124269927
7 D13 3T 156277388 155962325 59.79839502 39625657 25.3560016 87.9608 12.0352 189.981679 191.538477
Variant VCF file
A | B C | D | | F <] H | I | 1 | K | L | M | il | 9] | P | Q | R | 5

1 |RCHROM POS D REF ALT QUAL FILTER INFO FORMAT Germling Tumar

21 803319 C T . PASS ANNST | up GTIADIBO 0:34,1:,:340/1:27,6:30:3310,162:2

31 1407616 o} G 8.5 PASS AB=0,2307 GT:AD:AO 0/0:18,0:0 0/1:30,6:6: 26:6:45,0,494: 1 73:633: 20

41 2585315 A G 14.54 PASS AB=0,2727 GT:AD:AO 0/0:13,0:0 0/1:8,3:3:11:15:51,0,175:90:333:8

5|1 2586384 A o} 15.02 PASS AR GTADAO 0/0:28,0:0 0/1:16,4:4:20:15:50,0,267: 124:457:16

6|1 2586415 C A 8.68 PASS 2,88 GT:AD:A0 0/0:23,0:0 0/1:16, 4:4:20:9:47,0,289:120:480: 16

T 6763809 . G A 100.63 PASS 071 0:75:136,0,77:181:118:4

31 7850024  rs201e628 T G 16l PASS ANMN=G | rr GT:AD:AD, 0/0:54,1:0 0,/1:144,55:0:0,2083:11,44:2, 2: 264:0, 272 7.52.8: 4. 2:1,31:12.8: 1:1: 28: 23, 121:0,5301 7.6, 85 7: 55
91 7880026  rs1999473 A G 174 PASS ANMN=G | r GT:AD:AD, 0/0:52,1:0 0/1:138,64:0:0,2397:13,51:2, 2: 267:0, 326 153, 8:3.8:1,34:12.9:1:1: 29:22,116:0, 43306: 15:64
101 7830053 G A 1178.47 PASS ACELARS GT:ADAO 0[0:327,0: 0]1:303,117:117:420:99:1554,0,6345: 3274:6713: 303

11 7830055 T A 1178.47 PASS ACELARS GT:ADAO 0[0:327,0: 0]1:303,117:117:420:99:1554,0,6345: 3274:6713: 303

121 7830064 A G 410.5 PASS AB=0,1920 GT:AD:A0 0/0:383,0: 0/1:365,87:87:453:99.677,0, 7985: 2362:10664: 365

131 7830069 C T 54.42 PASS AB=0,151€ GT:ADIAO 0/0:395, 1t 0/1:386,69:69:455:54:203,0, 7999:1922:10646: 386

1411 6385485 GA G 55.08 PASS AC=LAR= GTIADIAO 0] 0:58,0:0 0] 11121, 22:22:149:55: 108,0,2616:58 7. 33841121

151 10713645 . A G 344,53 PASS AB=0.6785 GT:AD:AO 0,/0:35,1:1 0/1:9,19:19:38:99:431,0,137:563:243:9

161 12907385 . G A T1.78 PASS AB=0,2137 GT:AD:AO 0/0:132,9: 0/1:114,31:31:145:72:164,0, 2672:929: 3453: 114

171 16830570 . G C 679,438 PASS AB=0.2262 GT:AD:A0 0/0:152,7: 0/1:188,55:55:243:99: 729,10, 4477: 16 72:5902: 188

181 16913094 . G A 8.43 PASS AB=0.171£GT:AD:A0 0/0:23,0:0 0/1: 29, 6:6:35:8:43,0,600:178:804:29
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Job details

Sumimary statistics

Category Count Consequences fall)
Variants processed 657 @ infron_varian: 50%

® non_coding_transcript_variant 12%
et i 0 Upsiream_gene_variant 10%
Novel 7 existing variants 304 (57,6 283 (42.4) downstream_gene_variant 9%
Overlapped genes e ® NMD_transcript_variant 7%

® intergenic_variant 4%
Overlapped transcripts 2476 ® requlatory_region_variant 2%
Overlapped reguistory features 77 ® non_coding_iranscript_exon_variar

missense_variant 3%

Coding consequences

missense_variant 74%

synonymous_variant 18%
® frameshif_variant 5%

© inframe_deletion: 1%
°

stop_gained: 1%
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Uploaded  Location  Allele  Consequence Impact ~ Symbol  Gene

variant

151534952 1.1BS0EZE. A Tintro MODIFIER CDK11A  ENSGO0OODO0S128 @
1650528

151634952 1.1BS0EZE. A intron_variant, MODIFIER CDK11A  ENSGOOODDODS1281
1650628 % non_coding_transcript variant

re1534952 1.1850628- A Ijntmn_var\am MODIFIER CDK11A  ENSGO0000008128 &
1650678 @

re1534952 1.1660628- A Ijntmn_var\am MODIFIER CDK11A  ENSGO0000008128 &
1650628

11534952 1185062 A Tintron_variant MODIFIER CDK11A  ENSGOON0000E128 &
16506285

151534952 1.1BS0EZE. A Lintro t MODIFIER CDK11A  ENSGOO0ODODS128¢
1650528

161634952 1.1850628- A Rintron_variant MODIFIER CDK11A  ENSGO00DDDDS128 6
1650528 &

re1534952 1.1850628- A downstream_gene_variant MODIFIER CDK11A  ENSGO0000008128 &

1650628 &
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