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Saphetor SA

• Precision medicine & Bioinformatics
• Creator of VarSome suite
• Founded 2014
• Switzerland, Lausanne
• EPFL Innovation Park
• Several offices around Europe



1. Annotation data fragmented and spread over many websites

2. New findings and publications generated ‘every day’

3. Little standardization & consistency

→ Assessing pathogenicity for a variant very Ɵme consuming

Challenges in bringing NGS to a clinical practice



Genomics Knowledge Base and Human Genomics Community



Challenge #1 – Annotation data fragmented and spread over many websites

→ Data IntegraƟon: 50+ Data Resources, and growing!



Challenge #2 – New findings coming every day

→ On VarSome we keep the annotation data always up to date!



Challenge #3 – Little standardization & consistency

→ Guidelines for standardizaƟon
• ACMG

• Robust (35+ data resources + contributions)
• Transparent (review each rule)
• Flexible (adjust the verdict)

• Coming in Q1 2020
• AMP
• NCCN
• ASCO



200.000 users globally! Sharing the knowledge with each other.

• Publication links
• Variant classifications
• Comments and discussions
• Cross-border collaborations - Connecting users & laboratories



• Bioinformatician solves the primary and secondary analysis
• However, he or she usually struggles with the tertiary analysis (i.e. interpretation)

• To do it right, you need to evaluate as much annotation data as possible
→ Challenge #1 – Fragmentation of annotation data

Do it Yourself versus Do it Right

DIY DIR

Bioinformaticians 1+ 10%

Software Engineers 0 80%

→ However, having an in house bioinformatics expertise is an advantage.
→ We develop tools, not a replacement for a bioinformatician in your team.
→ Our tools allow your bioinformaƟcian to be more producƟve and systemaƟc, and 
thus increase the diagnostic yield for your patients.

The challenge lies in the interpretation part 
of the pipeline, which requires engineering 

skills rather than bioinformatics ones



Watch VarSome Video!
https://www.youtube.com/watch?v=5FB0PogqgCU



VarSome Clinical is a clinically-certified platform allowing fast and 
accurate variant discovery, annotation, and interpretation of NGS 

data for whole genomes, exomes, and gene panels. 







Launching an analysis





Browsing the results



Filtering the variants





Interactive reporting



Watch VarSome Clinical Video!
https://www.youtube.com/watch?v=5EWB74kxMaM







General Pricing Guidelines

1. NO License Fee

2. Sample Fee
• FASTQ – Number of megabases in reads
• VCF – Number of variants

3. Volume Discounts

4. Small User Fee



1. Stand-alone Solution – Pay as you go
• VarSome Clinical open for any kind of NGS sample
• Be it gene panel, exome, genome
• Invoicing on a monthly basis depending on the platform use
• No License Fee
• Just Sample Fee
• Plus Small User Fee + Small Storage Fee

• Credit: You may prepay a credit and then use it towards the use of the 
platform, as opposed to monthly invoicing

Modes of use



2. Bundled Solution – Pre-payment
• Assay bundled with VarSome Clinical for data analysis and reporting
• Pre-payment of a certain number of analysis
• An analysis token – price depends on the number and type of samples

Partners in the pipeline:

Modes of use

TK1
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3. On Prem Installation
• For partners, labs and hospitals with large 

volume (aggregated) of samples

• Fixed Yearly/Monthly License Fee

• Plus 80% discounted sample fee

• Becomes economical since a certain number 
of samples (4000 exomes, for example)

Modes of use



Working together with distributors
• Distributor may provide you with a better quotation then us directly

• Distributor to be your primary point of contact

• Distributor to provide 1st level of support

• VarSome to provide:
• Customizations – We like to work very closely with our clients.
• Trainings
• Documentation
• 2nd level of support – We back you up!
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