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CONFIGURED PRIMARY TUMOR CUPPA CANCER TYPE QC

skin melanoma (DOID 8923) Melanoma (100%) PASS

Purity: 99% (97%-100%)

Ploidy: 3.1 (3.1-3.15)

Somatic variant drivers: 6 (BRAF, CDKN2A, TERT)

Germline variant drivers: None

Copy number drivers: 1 (PTEN)

Disruption drivers: None

Fusion drivers: None

Viral presence: None

Whole genome duplicated: Yes

Microsatellite indels per Mb: 0.1 (Stable)

Tumor mutations per Mb: 13.7

Tumor mutational load: 186 (High)

HR deficiency score: 0 (Proficient)

DPYD status: *1_HOM (Normal Function)

Number of SVs: 72 (Pan 22% | Skin 34%)

Max complex cluster size: 8

Telomeric SGLs: 0

Number of LINE insertions: 4

On-label treatments: 29 (A, B, C, D)

Off-label treatments: 61 (A, B, C, D)
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Somatic Findings

Driver variants (6)

VARIANT VCN CN MACN BIALLELIC HOTSPOT DL CL PHASE ID RNA DEPTH

BRAF p.V600E 4.1 6.0 2.0 No Yes 100% 100% NA

CDKN2A p.A68fs 2.0 2.0 0.0 Yes Near 100% 100% NA

CDKN2A (alt) p.G83fs 2.0 2.0 0.0 Yes Near 100% 100% NA

TERT upstream 1.7 2.0 0.0 Yes Yes 100% 100% 4410 NA

SF3B1 p.P718L 2.0 3.0 1.0 No No 15% 100% NA

TP63 p.M499I 1.7 4.0 2.0 No No 0% 100% NA

Other potentially relevant variants (3)

VARIANT VCN CN MACN BIALLELIC HOTSPOT DL CL PHASE ID RNA DEPTH

ALB c.1059-53dupT 1.8 3.9 1.9 No No 100% NA

HDAC2 p.R409* 0.9 2.9 1.0 No No 100% NA

STK19 p.D89N 2.0 3.8 1.8 No Yes 100% NA

Kataegis plot

Driver amps/dels (1)

CHR REGION GENE TYPE CN TPM PERC (TYPE) FC (TYPE) PERC (DB) FC (DB)

10 q23.31 PTEN partial loss 0 NA NA NA NA NA

Potentially interesting near-driver amps (0)

NONE
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Other regions with amps (1)

CHR REGION GENE TYPE CN TPM PERC (TYPE) FC (TYPE) PERC (DB) FC (DB)

3 p24.2 CFL1P7 full gain 12 NA NA NA NA NA

Regions with deletions in genes in other autosomal regions (1)

CHR REGION GENE TYPE CN TPM PERC (TYPE) FC (TYPE) PERC (DB) FC (DB)

16 q21 CNOT1 partial loss 0 NA NA NA NA NA

Driver fusions (0)

NONE

Other potentially interesting fusions (0)

NONE

Driver viruses (0)

NONE

Other viral presence (0)

NONE

Homozygous disruptions (0)

NONE

Driver gene disruptions (1)

LOCATION GENE RANGE TYPE CLUSTER ID JUNCTION CN UNDISRUPTED CN

10q23.31 PTEN Intron 5 -> Intron 6 DEL 66 2.0 0.0

Other potentially interesting gene disruptions (0)

NONE

Potentially interesting LOH events in case of MSI or HRD (0)

NONE

Structural driver plots (3)
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Germline Findings

Driver variants (0)

NONE

Other potentially relevant variants (3)

VARIANT VCN CN MACN RNA DEPTH BIALLELIC HOTSPOT GENOTYPE

CYP2D6 p.? 1.8 4.0 2.0 NA No Yes HET

CYP3A4 c.522-191C>T 2.5 4.0 2.0 NA No Yes HET

CYP3A4 upstream 4.0 4.0 2.0 NA Yes Yes HOM

Potentially pathogenic germline deletions (0)

NONE

Potentially pathogenic germline disruptions (0)

NONE

Genes with missed variant likelihood > 1% (0)

NONE

Germline CN aberrations (0)

NONE

Pharmacogenetics (1)

GENE GENOTYPE FUNCTION LINKED DRUGS SOURCE

DPYD *1_HOM Normal Function 5-Fluorouracil;Capecitabine;Tegafur PHARMGKB

https://www.pharmgkb.org/chemical/PA128406956/guidelineAnnotation/PA166104939
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Immunology

HLA QC

QC Status: PASS

HLA Alleles (6)

ALLELE REF FRAGS TUMOR FRAGS RNA FRAGS TUMOR CN SOMATIC #MUTATIONS

A*01:01 210 1602 NA 2 None

A*01:01 211 1602 NA 1.8 None

B*08:01 216 750 NA 1.8 None

B*40:02 196 721 NA 2 None

C*03:04 213 768 NA 2 None

C*07:01 225 767 NA 1.8 None
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RNA Findings

QC TOTAL FRAGMENTS NON-DUPLICATE FRAGMENTS DUPLICATE RATE

NA

Genes with high expression (0)

NONE

Genes with low expression (0)

NONE

Known fusions detected in RNA and not in DNA (0)

NONE

Promiscuous fusions detected in RNA and not in DNA (0)

NONE

Potentially interesting novel splice junctions - Skipped exons (0)

NONE

Potentially interesting novel splice junctions - Novel exon/intron (0)

NONE
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Cohort Comparison
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Clinical Evidence

* Treatments are reported up to a maximum evidence level of B.

Applicable on-label evidence

EVENT RESPONSIVE EVIDENCE RESISTANCE EVIDENCE

BRAF p.V600E Cobimetinib + Vemurafenib (A - CGI)

Dabrafenib (A - CGI)

Dabrafenib + Trametinib (A - CGI, CIViC)

Trametinib (A - CGI)

Vemurafenib (A - CGI, CIViC)

RO4987655 (B - CIViC)

PTEN partial loss Buparlisib + Carboplatin + Paclitaxel (B - CIViC)

Applicable off-label evidence

EVENT RESPONSIVE EVIDENCE RESISTANCE EVIDENCE

BRAF p.V600E CI-1040 (B - CIViC)

Cetuximab + Irinotecan + Vemurafenib (B - CIViC)

Selumetinib (B - CIViC)

Sorafenib (B - CIViC)

Bevacizumab (B - CIViC)

Cetuximab (B - CGI, CIViC)

Fluorouracil (B - CIViC)

Irinotecan (B - CIViC)

Oxaliplatin (B - CIViC)

Panitumumab (B - CGI, CIViC)

PTEN partial loss Anti-EGFR monoclonal antibody (B - CGI)

Cetuximab (B - CIViC)

Everolimus (B - CIViC)

Lapatinib + Trastuzumab (B - CIViC)

Trastuzumab (B - CIViC)

Applicable trials

NONE

Other potentially interesting on-label evidence

EVENT RESPONSIVE EVIDENCE RESISTANCE EVIDENCE

Cobimetinib + Vemurafenib (B - CIViC)

Dabrafenib (B - CIViC)

Dabrafenib + Trametinib (B - CIViC)

Trametinib (B - CIViC)

Vemurafenib (B - CIViC)

Pictilisib (C - CIViC)

Raffinose (C - CGI)

Vemurafenib (C - CIViC)

0325901 (D - CIViC)

BRAF p.V600E Bay (C - CIViC)

Dasatinib (D - CIViC)

THE TABLE CONTINUES ON THE NEXT PAGE

http://www.ncbi.nlm.nih.gov/pubmed/25399551
http://www.ncbi.nlm.nih.gov/pubmed/24947927
http://www.ncbi.nlm.nih.gov/pubmed/25672916
http://www.ncbi.nlm.nih.gov/pubmed/21882184
http://www.ncbi.nlm.nih.gov/pubmed/27729313
http://www.ncbi.nlm.nih.gov/pubmed/22492957
http://www.ncbi.nlm.nih.gov/pubmed/21882184
http://www.ncbi.nlm.nih.gov/pubmed/19571295
http://www.ncbi.nlm.nih.gov/pubmed/20619739
http://www.ncbi.nlm.nih.gov/pubmed/19603024
http://www.ncbi.nlm.nih.gov/pubmed/19603024
http://www.ncbi.nlm.nih.gov/pubmed/19603024
http://www.ncbi.nlm.nih.gov/pubmed/20619739
http://www.ncbi.nlm.nih.gov/pubmed/19398573
http://www.ncbi.nlm.nih.gov/pubmed/21163703
http://www.ncbi.nlm.nih.gov/pubmed/23989949
http://www.ncbi.nlm.nih.gov/pubmed/25300346
http://www.ncbi.nlm.nih.gov/pubmed/20813970
http://www.ncbi.nlm.nih.gov/pubmed/25265494
http://www.ncbi.nlm.nih.gov/pubmed/22735384
http://www.ncbi.nlm.nih.gov/pubmed/23020132
http://www.ncbi.nlm.nih.gov/pubmed/22663011
http://www.ncbi.nlm.nih.gov/pubmed/22356324
http://www.ncbi.nlm.nih.gov/pubmed/25370471
http://www.ncbi.nlm.nih.gov/pubmed/24616537
http://www.ncbi.nlm.nih.gov/pubmed/16273091
http://www.ncbi.nlm.nih.gov/pubmed/23434733
http://www.ncbi.nlm.nih.gov/pubmed/19671763
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Other potentially interesting on-label evidence
CONTINUED FROM THE PREVIOUS PAGE

EVENT RESPONSIVE EVIDENCE RESISTANCE EVIDENCE

Vemurafenib (C - CIViC)

0325901 (D - CIViC)

Braf (D - CGI)

Braf + Cdk2 (D - CGI)

Braf + Hsp90 (D - CGI)

Cobimetinib (D - CIViC)

Dabrafenib (D - CIViC)

Dactolisib + Nvp + Selumetinib (D - CIViC)

Glu-arg-lys (D - CGI)

Gsk (D - CIViC)

Selumetinib (D - CIViC)

Sorafenib (D - CIViC)

Trametinib (D - CIViC)

Vemurafenib (D - CIViC)

Other potentially interesting off-label evidence

EVENT RESPONSIVE EVIDENCE RESISTANCE EVIDENCE

Dabrafenib (A - CGI)

Dabrafenib + Trametinib (A - CGI, CIViC)

Vemurafenib (A - CGI)

Dabrafenib + Trametinib (B - CIViC)

Vemurafenib (B - CIViC)

2-butanone (C - CGI)

Braf (C - CGI)

Cetuximab + Irinotecan + Mab + Vemurafenib (C - CGI)

Dabrafenib (C - CGI)

Dabrafenib + Mab + Panitumumab (C - CGI)

Dabrafenib + Mab + Panitumumab + Trametinib (C - 

CGI)

Dabrafenib + Trametinib (C - CGI)

Dabrafenib + Trametinib + Vemurafenib (C - CIViC)

Glu-arg-lys (C - CGI)

Mab (C - CGI)

Panitumumab + Vemurafenib (C - CIViC)

Selumetinib (C - CGI)

Vemurafenib (C - CGI, CIViC)

0325901 (D - CIViC)

0879 + Dactolisib + Gdc + Nvp (D - CIViC)

119 (D - CIViC)

2-butanone (D - CGI)

BRAF p.V600E Cetuximab (C - CIViC)

Dabrafenib (C - CIViC)

Egfr (C - CGI)

Irinotecan (C - CIViC)

Cetuximab (D - CIViC)

THE TABLE CONTINUES ON THE NEXT PAGE

http://www.ncbi.nlm.nih.gov/pubmed/24616537
http://www.ncbi.nlm.nih.gov/pubmed/16273091
http://www.ncbi.nlm.nih.gov/pubmed/21156289
http://www.ncbi.nlm.nih.gov/pubmed/22997239
http://www.ncbi.nlm.nih.gov/pubmed/22351686
http://www.ncbi.nlm.nih.gov/pubmed/23934108
http://www.ncbi.nlm.nih.gov/pubmed/21107323
http://www.ncbi.nlm.nih.gov/pubmed/26678033
http://www.ncbi.nlm.nih.gov/pubmed/23614898
http://www.ncbi.nlm.nih.gov/pubmed/16424035
http://www.ncbi.nlm.nih.gov/pubmed/16424035
http://www.ncbi.nlm.nih.gov/pubmed/15781657
http://www.ncbi.nlm.nih.gov/pubmed/16424035
http://www.ncbi.nlm.nih.gov/pubmed/20149136
http://www.ncbi.nlm.nih.gov/pubmed/27283860
http://www.ncbi.nlm.nih.gov/pubmed/26287849
http://www.ncbi.nlm.nih.gov/pubmed/26392102
http://www.ncbi.nlm.nih.gov/pubmed/26352686
http://www.ncbi.nlm.nih.gov/pubmed/22608338
http://www.ncbi.nlm.nih.gov/pubmed/27729313
http://www.ncbi.nlm.nih.gov/pubmed/27080216
http://www.ncbi.nlm.nih.gov/pubmed/27048246
http://www.ncbi.nlm.nih.gov/pubmed/28363909
http://www.ncbi.nlm.nih.gov/pubmed/27325282
http://www.ncbi.nlm.nih.gov/pubmed/25209580
http://www.ncbi.nlm.nih.gov/pubmed/19010912
http://www.ncbi.nlm.nih.gov/pubmed/23549875
http://www.ncbi.nlm.nih.gov/pubmed/21351275
http://www.ncbi.nlm.nih.gov/pubmed/19018267
http://www.ncbi.nlm.nih.gov/pubmed/26989027
http://www.ncbi.nlm.nih.gov/pubmed/23524406
http://www.ncbi.nlm.nih.gov/pubmed/22773810
http://www.ncbi.nlm.nih.gov/pubmed/19603018
http://www.ncbi.nlm.nih.gov/pubmed/22586653
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Other potentially interesting off-label evidence
CONTINUED FROM THE PREVIOUS PAGE

EVENT RESPONSIVE EVIDENCE RESISTANCE EVIDENCE

2-butanone (D - CGI)

957054-30-7 + Plx-4720 (D - CIViC)

Bevacizumab + Capecitabine + Vemurafenib (D - 

CIViC)

Braf (D - CGI)

Cetuximab + Gefitinib + Vemurafenib (D - CIViC)

Cetuximab + Sorafenib (D - CIViC)

Ci-1040 (D - CIViC)

Dasatinib (D - CIViC)

Nutlin + Plx-4720 (D - CIViC)

Panitumumab + Sorafenib (D - CIViC)

Plx-4720 (D - CGI)

Regorafenib (D - CIViC)

Selumetinib (D - CIViC)

Sorafenib (D - CIViC)

Vemurafenib (D - CIViC)

PTEN partial loss 10-decarboxymethylaclacinomycin t (dcmat) (C - CGI)

2206 (C - CIViC)

Everolimus (C - CGI, CIViC)

Parp inhibitors (C - CGI)

Pik3cb (C - CGI)

154447-36-6 + Trastuzumab (D - CIViC)

2-butanone (D - CGI)

3'-azido-3'-deoxythymidine-5'-monophosphate (D - 

CGI)

Alpelisib + Azd8186 + Enzalutamide (D - CIViC)

Azd5363 + Docetaxel (D - CIViC)

Azd8186 (D - CIViC)

Pi3k pathway inhibitor + ar antagonists (D - CGI)

Pi3k pathway inhibitors (D - CGI)

Temsirolimus (D - CIViC)

Chemotherapy (B - CIViC)

Byl-719 (C - CGI)

Cetuximab + Mab (C - CGI)

Mab + Panitumumab (C - CGI)

Alpelisib (D - CIViC)

Cisplatin (D - CIViC)

Gdc + Taselisib (D - CIViC)

Trastuzumab (D - CIViC)

Other potentially interesting trials

NONE

http://www.ncbi.nlm.nih.gov/pubmed/19018267
http://www.ncbi.nlm.nih.gov/pubmed/23845441
http://www.ncbi.nlm.nih.gov/pubmed/22180495
http://www.ncbi.nlm.nih.gov/pubmed/22586120
http://www.ncbi.nlm.nih.gov/pubmed/22281684
http://www.ncbi.nlm.nih.gov/pubmed/19001320
http://www.ncbi.nlm.nih.gov/pubmed/17911174
http://www.ncbi.nlm.nih.gov/pubmed/23729178
http://www.ncbi.nlm.nih.gov/pubmed/23812671
http://www.ncbi.nlm.nih.gov/pubmed/19001320
http://www.ncbi.nlm.nih.gov/pubmed/26865419
http://www.ncbi.nlm.nih.gov/pubmed/20806365
http://www.ncbi.nlm.nih.gov/pubmed/16533790
http://www.ncbi.nlm.nih.gov/pubmed/25706985
http://www.ncbi.nlm.nih.gov/pubmed/22025163
http://www.ncbi.nlm.nih.gov/pubmed/22025163
http://www.ncbi.nlm.nih.gov/pubmed/23582881
http://www.ncbi.nlm.nih.gov/pubmed/21468130
http://www.ncbi.nlm.nih.gov/pubmed/15324695
http://www.ncbi.nlm.nih.gov/pubmed/21632463
http://www.ncbi.nlm.nih.gov/pubmed/27397505
http://www.ncbi.nlm.nih.gov/pubmed/25544636
http://www.ncbi.nlm.nih.gov/pubmed/24088382
http://www.ncbi.nlm.nih.gov/pubmed/25398829
http://www.ncbi.nlm.nih.gov/pubmed/21575859
http://www.ncbi.nlm.nih.gov/pubmed/23085766
http://www.ncbi.nlm.nih.gov/pubmed/23674493
http://www.ncbi.nlm.nih.gov/pubmed/15900596
http://www.ncbi.nlm.nih.gov/pubmed/25409150
http://www.ncbi.nlm.nih.gov/pubmed/25409150
http://www.ncbi.nlm.nih.gov/pubmed/15790433
http://www.ncbi.nlm.nih.gov/pubmed/26589432
http://www.ncbi.nlm.nih.gov/pubmed/17936563
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Quality Control

QC REF GENOME FIT METHOD MEAN DEPTH CONTAMINATION UNS. SEGMENTS DELETED GENES

PASS V37 NORMAL 111 0% 0 4

Flagstats

UNIQUE RC SECONDARY RC SUPPLEMENTARY RC MAPPED PROPORTION

Ref Sample 740406212 0 5742696 99%

Tumor Sample 2671674230 0 21477075 100%
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Coverage Stats

MEAN COVERAGE SD COVERAGE MEDIAN COVERAGE MAD COVERAGE

Ref Sample 31.4 10.1 32 5

Tumor Sample 108.1 35.0 109 24

Excluded Percentages

ADAPTER BASEQ CAPPED DUPE MAPQ OVERLAP UNPAIRED TOTAL

Ref Sample 0% 0% 1% 11% 5% 1% 0% 18%

Tumor Sample 0% 0% 1% 15% 5% 1% 0% 22%

QC plots
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Reference Sample BQR plot

Tumor Sample BQR plot
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