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Presentstatusinternationally n=142 May 2015

Expected n=450 May 2016
TOTAL tdoe included n=500 end: April 2017
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Rates : 20 /month First PatientIn  Oct13
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Achievable via centres which opened recently and more centres to open
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Principal results - differences between Helga and TCGA

TCGA vs Helga

Coverage summary for all samples

The resulting gene lists are different. Why ?

Many hypothesis

- populations specificity ?
- sample specificity ?
- differences from capture

TCGA (WUGCS) capture: 64 558 893 bp
Helga (Bl) capture: 33 139 908 bp

— twice more for TCGA
- sequencing quality (coverage)

TCGA: 80% at 30X
Helga: 80% at 40X
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Variant detection filtering

Mutated genes (Total): 15 503

Redundancy or nSample: number of different patientf

Pbinom: taking gene size into account to prioritize ge

Top 10: by redundancy by pbinom
gene nSamples gene nSamples
TIN 100 PIK3CA 64
PIK3CA 64 HLA-DRB1 13
MUC4 63 HLA-C 15
MLL3 20 FRG1 14
MUC16 20 HLA-A 13
GPR98 38 OTOP1 14 l
MLL2 36 PABPCA1 23
RYR2 36 TAS2R19 8
DMD 35 TAS2R43 10
Y OBSCN 33 Y ORSHG6 3
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Annotations : Oncogenes

TCGA

Top 20: by pbinom

Symbol | nSamples | Classification Core.pathway Process Tumour. Types. Somatic
FIK3CA bd Cncogene FIEK Cell Survival colorectal, gastric, glioblasto
HIST1H3B 2 Cincogene Chromatin Maodification Cell Fate glioma
NFE2L2 13 Oncogene Cell Cycle/Apoptosis Cell Survival NSCLC, HNSCC
H3F3A 4 Cncogene Chromatin Modification Cell Fate glioma
LI2AF1 3 Cncogene Transcriptional Regulation Cell Fate CLL, MDS
GNAS 12 Oncogene APC; PI3K; TGF-b, RAS Cell Survival/Cell Fate |pituitary adenoma
CRLF2 1 Oncogene STAT Cell Survival B-ALL, Downs associated Al
ERBBZ2 14 COncogene FI3K: RAS Cell Survival breast, ovarian, other tumour]
IMED12 20 Cncogene Cell Cycle/Apoptosis; TGF-b [Cell Survival uterine leiomyoma
EZH2 5 Cncogene Chromatin Modification Cell Fate DLBCL
PPP2ZR1A 4 Cncogene Cell Cycle/Apoptosis Cell Survival clear cell ovarian carcinoma
IDH2 2 Oncogene Chromatin Modification Cell Fate glioblastoma
HRAS 1 Oncogene RAS Cell Survival infrequent sarcomas, rare ot |,
KRAS 15 COncogene RAS Cell Survival pancreatic, colorectal, lung, § .,
ALK 9 Cncogene FPIEK, RAS Cell Survival ALCL, NSCLC, neuroblastoni
AR 9 Oncogene Transcriptional Regulation  |Cell Fate
EGFR 9 Cncogene PI3K: RAS Cell Survival glioma, NSCLC
UAKS 8 Oncogene STAT Cell Survival acute megakaryocytic leukas
ABL1 7 Oncogene Cell Cycle/Apoptosis Cell Survival CML, ALL, T-ALL
CARD11 I COncogene Cell Cycle/Apoptosis Cell Survival DLBCL
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