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Golden Helix – Who We Are

Golden Helix is a global bioinformatics 

company founded in 1998.

Filtering and Annotation

Single Sample CNV-Analysis

Clinical Reports

Pipeline: Run Workflows

GWAS

Genomic Prediction

Large-N-Population Studies

RNA-Seq

Large-N CNV-Analysis

Variant Warehouse

Centralized Annotations

Hosted Reports

Sharing and Integration



Over 350 customers globally 



Cited in over 1000 peer-reviewed publications



Golden Helix – Who We Are

When you choose a Golden Helix solution, you get more than just software

 REPUTATION

 TRUST

 EXPERIENCE

 INDUSTRY FOCUS

 THOUGHT 

LEADERSHIP

 COMMUNITY

 TRAINING

 SUPPORT

 RESPONSIVENESS

 TRANSPARENCY

 INNOVATION and 

SPEED

 CUSTOMIZATIONS



VSReports

 Generate Clinical Grade Reports 

- ACMG Standard Germline Report

 Reports are Fully Customizable

- Configurable Global Settings

- Logo & Lab Information

- Test Description / Disclaimers

 Customizable Sample Inputs

- Patient Information & Test Results

 Integrated with OMIM and OncoMD

- Functional Description Genes and Phenotypes

- Drug Targeting Information 

- Ongoing Clinical Trials



Example Workflows

 Illumina TruSight Myeloid Sequencing Panel

- Oncogenes & Tumor Suppressor Genes

- Drug Targeting Information & Ongoing Clinical Trials

 Exome Trio Workflow

- Casual Variants Associated with Phenotype

- Incidental Findings

 Illumina TruSight Cardio Sequencing Panel

- Cardiomyopathies, Arrhythmias, etc.

- Integration with VSWarehouse



Sample Data for Cancer Gene Panels

 Illumina TruSight Myeloid Sequencing Panel

- Comprehensive coverage of 54 genes designed to target exons of key tumor suppressor 

genes and frequently cited oncogenes.

- BAM and VCF files for each replicate are available

VSReports



VarSeq Demonstration



Sample Data for Exome Trio Workflows

 NA1278 17-year old Caucasian Women 

- Admitted for Symptoms of Acute Gastroenteritis.

- Serum testing revealed elevated pancreatic enzymes.

- Genetic testing revealed Heterozygosity for CFTR gene mutation Δ F508

 Incidental Findings

NA12891NA12892

NA12878



VarSeq Demonstration



Sample Data for Hereditary Gene Panels

 TruSight Cardio Sequencing Kit from Illumina

- Comprehensive coverage of 174 genes with known associations to 17 inherited cardiac 

conditions (cardiomyopathies, arrhythmias, etc).

 Have I ever seen this variant in my previous 

test samples?

 Did I provide a pathogenicity assessment for 

this variant? Has that changed?

 Have I put this variant into a clinical report 

for any previous samples?



Integration with VarSeq

 VarSeq can “Export to Warehouse”

- Create a new Project

- Current project template is used

- Add Variants to Existing (data only)

 Annotate with Warehouse Counts

- Allele / Genotype counts computed on 

warehouse variants (or other sources in 

template).

 Variant Catalogs/ Annotation

- Annotate against variant catalog

 Remote Reports

- Central versioning of report

- Queryable database of all saved reports, with 

all data in form ready for EMR/LIMS 

integration



VarSeq Demonstration



Summary

 VSReports & VarSeq 

- Powerful Filtering & Annotation Engine 

Integrated with Clinical Reporting.

 Clinical Report Customization

- Parameters, Layout, and Logo.

- Golden Helix Offers Client Customizations.

 Integration with VSWarehouse

- Track Reports, Variant Classifications.



New eBook Tomorrow!

NGS-Based Clinical Testing 

by Dr. Andreas Scherer

 Will be released tomorrow

 Chapter dedicated to clinical 

reporting



VarSeq Power Pack

 First 3 customers only!

 2 seats for 15 months with access to 

VarSeq, VSReports, VSPipeline & 

VSWarehouse

 Access to OMIM & CADD included

 $35,995!

 Offer expires on March 31st, 2017 

and is for new customers only

 Request a personal demo by 

emailing us info@goldenhelix.com

Special Offer

Special 

Offer

mailto:info@goldenhelix.com


Questions or 

more info:

 Email 

info@goldenhelix.com

 Request an evaluation of 

the software at 

www.goldenhelix.com

mailto:mcelroy@goldenhelix.com
http://www.goldenhelix.com/

