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VarSeq Background

 Golden Helix founded in 1998

 Work on VarSeq revealed in 

2013

 VarSeq built on mature 

technology

 6 months since launch:

- Build out features to support 

clinical labs

- Responsive to feedback



Stakeholders

- Jason Byars

- David Gokhale

- Kelly Eggleton

- Bruno Ping

- Cristian Ionescu-Zanetti

- Reece Hart

- Ken Kaufman

- Sam Strom

- Jeff Moore

- Jeff Rosenfeld

- Scott Ness



Laboratory Developed Tests

Sample Prep

• Extract DNA

• Ensure size and 
quality

Library Prep

• Multiplex

• Bind adapters

• QC 

NGS 
Sequencing

• Load and monitor 
flow cell, chips

Bioinformatics

• De-Multiplex

• Alignments

• Call Variants

• Annotate, Filter, 
Interpret, Report

 Carrier Screening

 CFTR, Prenatal/Preconception

 Hereditary

 Cancer risk, Cardiomyopathy

 Pediatric/Diagnostic

 Noonan Syn, Neuropathy, 
Epilepsy

 Cancer Gene Panels

Applications

 Panels cheaper than single-gene tests

 Minimal hardware requirements

 Many off-the-shelf kits for popular tests

 Vender supported workflows

 With correct interpretation workflow, can 

efficiently handle reporting/sign-off

Economics



 Import Settings

 Choices of added annotations and 

algorithms

 Filters

 Table views of import and annotated data

Workflows



Workflows: What is it Capturing and How?

 Every project can be saved as as 

template

 Create New Projects with a template 

to reproduce with new data

 Everything logged, with precise 

details of what happened, by whom 

and when.



[Demonstration]
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Knowledge Capture - Project Notes

 Rich text edit controls

 Save as HTML, PDF

 Grab content from:

- Details view

- Table

- GenomeBrowse view

 Saved with project

 Multiple per project



Knowledge Capture – Variant Database

 Customizable set of 

fields and defaults

 Use for annotation

 Backends:

- Single file (SQLite)

- MySQL

- PostgreSQL

 Fully logged

 Revertible

 Auto-fields:

- Sample

- Project



[Demonstration]
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Annotate, Filter and Rank



PhoRank – Phenotype Based Gene Ranking

 Sorting and Ranking 

harmonized

 Enter phenotype terms 

using HPO

 Propagates terms 

through HPO and GO

 Ranks genes in 

dataset by known 

associations with 

terms

 Provides path back to 

input terms



[Demonstration]



VarSeq

 Enables repeatable processes

 Supports clinical lab requirements

 Gene panels, exomes

 Simple and intuitive interface

 Fast and responsive

 Simple licensing model



Questions or 

more info:

 Email 

info@goldenhelix.com

 Request an evaluation of 

the software at 

www.goldenhelix.com

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