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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 Variant Interpretation  
Å Cancer Diagnostics  
Å CNV Calling  
Å Clinical Reporting  
Å High -throughput NGS Testing  

Å Fully Integrated with VarSeq  Workflows  
Å Scalable Technology  
Å Organize Samples into Projects  
Å Centralized Clinical Report Hosting  
Å Create Variant Assessment Catalogs  

SNP & Variation Suite  VarSeq Ú 

VSWarehouse  
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VarSeq Ú 

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

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

¸ VarSeqÚ  
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¸ LoH (Loss of Heterozygosity)  
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FASTQ 

VCF 

BAM 

BED 
*  

¸ ṕVCF Ṗ
ṕBAM Ṗ  
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Create Sample Project  

Compute Sample Coverage  

Call CNVs  

Plot on Genome Browser  

CNV  
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Ratio Z-score  
    -  Z-Score:  
     
    -  Ratio:  
     

 
 

¸ Deletion Duplication
ṕCNV State Ṗ
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CNV  
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ü Targeted Region Coverage ṕ Ṗ 
     -  Bed  
 
ü Binned Region Coverage  ṕ Ṗ 
   -   

¸ CNV  

ü CNV Caller on Target Regions ṕ Ṗ 
     -  Targeted Region Coverage  
    CNV  
 
ü CNV Caller on Binned Regions  ṕ Ṗ 
   -  Binned Region Coverage  
    CNV  
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ü CNV State Z-Score Ratio
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ḲIllumina TruSight  Cancer panel  
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48 Illumina
48 FASTQ BAM

VCF  
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¸ Illumina Thermo  Fisher Scientific
VarSeqÚ  
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¸ Targeted Region Coverage
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¸ CNV Caller on Target Regions
QC  

CNV  
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¸ Sample  Table  

ü QC ṕ Ṗ 

CNV  
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¸ Coverage Region Table  

ü ṕDiploid Deletion Duplication Ṗ
Ratio Z-score  

CNV  
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¸ CNVs Table  

ü ṕDiploid Deletion Duplication Ṗ
P-value  

CNV  
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¸  

CNVs Table
CNV State  

Coverage Region 
Table P-value  

Coverage Region 
Table Z-Score  

 


