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HarocheJ . et al. Dramatic efficacy of vemurafenib  in 
both multisystemic  and refractory Erdheim -Chester 
disease and Langerhans cell histiocytosis  harboring 
the BRAF V600E mutation. Blood 2013 121  
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Golden Helix  

Å GWAS & SNP Analysis  
Å Large -N DNA-Seq Analysis  
Å Genomic Prediction  
Å Copy Number Analysis  
Å RNA-Seq Analysis  

Å Cancer Diagnostics  
Å Gene Testing & Rare Disease Diagnosis  
Å CNV Calling  
Å Clinical Reporting  
Å High -throughput NGS Testing  

¸ Golden Helix SNP & Variation Suite
VarSeqÚ 2  
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VarSeq Ú 

ÅdbSNP 
ÅRefSeq Genes 
Å1000 Genome  
ÅNHLBI 6500 Exomes  
ÅExAC Variant  
ÅgnomAD  Exomes  

ÅSIFT and PolyPhen  
ÅdbNSFP Functional Predictions  
ÅClinVar  
ÅCIVic  
ÅICGC Simple Somatic Mutation  
Å  
                    ...  

¸ VCF
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-  CNVṕ Ṗ  
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-  ACMG/AMP  



6 

¸ VCF ṕ Ṗ
BAM ṕ Ṗ  
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¸ Golden Helix
Data Source Library  
 

¸ HGVD
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Assemblies  
Å GRCh 37 (hg19)  
Å GRCh 38 (hg38)  
 
Genes  
Å RefSeq 
Å Ensembl  
 
Clinical Annotations  
Å ClinVar  
Å OMIM 

Population Catalogs  
Å dbSNP 
Å 1000 Genome  
Å NHLBI 6500 Exomes  
Å ExAC Variant  
Å gnomAD  
Å TOPMed 
 
Targeted Panels  
Å TruSight  
Å Ion AmpliSeq  

Cancer Annotations  
Å COSMIC 
Å CIViC 
Å Cancer Hotspots  
Å ICGC Simple Somatic Mutations  
Å TCGA Variants  
Å MSK Impact  

 
Functional Annotations  
Å dbNSFP (SIFT, PolyPhen , MutationTaster ...)  
Å CADD 

ẁ  
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Hallmarks for PTEN:  

Hanahan  D., Weinberg R.A. Hallmarks of Cancer: The next generation . Cell . 2011; 144:646 ²674  
Tate J et al. COSMIC: the Catalogue Of Somatic Mutations In Cancer , Nucleic Acids Research, Volume 47, Issue D1, 
08 January 2019  
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Ṗ  
ḲKRAS, BRAF  

ṕOncogene Ṗ 

 

 

 
ḲBRCA1/2, APC  

 
ṕTumor Suppressor Gene Ṗ 
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Tumor  

Normal  
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Mutations: ṕ Ṗ 
Cancer Gene Census:  
Fusions:  
Hallmarks:  
Transcript Counts:  

COSMIC  

ICGC Simple Somatic Mutations  
TCGA Variants  
MSK-Impact  

 

ClinVar  
CIViC 
The Precision Medicine Knowledgebase (PMKB)  

 

Cancer Hotspots  
 

ṕTruSight , Ion AmpliSeq Ṗ 
ṕ1000 Genomes, gnomAD Ṗ 
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COSMIC  

 

COSMIC Mutation  

 
 

 
 

 

Sample Count
 

 
ICGC

 
 
Cancer Gene Census Fusions COSMIC

 


