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Who Are We?

Golden Helix is a global bioinformatics company founded in 1998
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Cited in 1,000s of Peer-Reviewed Publications



Over 400 Customers Globally



SIMPLE, SUBSCRIPTION-
BASED BUSINESS MODEL

o Yearly fee

o Unlimited training & support

SOFTWARE IS VETTED

o 20,000+ users at 400+ organizations 

o Quality & feedback

DEEPLY ENGRAINED IN
SCIENTIFIC COMMUNITY

o Give back to the community

o Contribute content and support

INNOVATIVE SOFTWARE SOLUTIONS

o Cited in 1,000s of publications

When you choose Golden Helix,
you receive more than just the software





VarSeq Suite

Simple Flexible Scalable

Variant annotation
filtering,  and interpretation

Powerful GUI with
rich visualizations

Repeatable
workflows



VarSeq - Annotations

• Curated Public Databases

o 1kG Phase3 Variant Frequencies

o RefSeq Genes, NCBI

o ClinGen Dosage Sensitivity Mapping

o dbNSFP Functional Predictions

• Lock down version

• Notifications for track updates

• Premium Annotations:

o CADD

o COSMIC

o Conservation Scores

o SIFT/PolyPhen2

o Splice Site Algorithms

o OMIM phenotypes and Genes

o dbSNP

o ExAC

o ClinVar

o CIViC



VSClinical - Value

• Consistent results

• Shorten learning curve

• Staying abreast of new developments



VSClinical - ACMG Rules for Classification

Richards et al. Standards and guidelines for the interpretation of sequence variants: a joint consensus recommendation of the American College of Medical Genetics and Genomics and the 
Association for Molecular Pathology. 2015, Genet Med 17: 405-424. 

Pathogenic Likely Pathogenic Uncertain Significance Likely Benign Benign

Rules Presented in VSClinical



VSClinical – Four-Phased Workflow

1. Filter and select variants for evaluation

• Follows existing VarSeq filter workflow

2. Assess all evidence for variant

• Presented in VSClinical interpretation hub

3. Develop final classification

• Directly follows ACMG Guidelines
‐ 33 criteria for evaluating evidence

‐ 5 possible classifications built from criteria

‐ Include caveats and discussion for evaluating criteria 
in different contexts

• Develop and catalog variant interpretation

4. Include interpretation in final clinical report

Benign

Pathogenic

Uncertain Significance



VSClinical – Clinical Report

• Prepared “Templates”

• ACMG Standard Germline Report

• Configurable Global Settings

‐ Logo

‐ Lab information

‐ Test description/disclaimers

• Customizable Sample Inputs

• Patient Information

• Test Results

• Selected Variants Added

• Per-Variant Information

• Customizable

• Default values are scriptable

• Rendering is entirely programmatic



Project Demonstration
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