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UTILITY OF GENE FUSIONS IN CANCER
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EXTENT OF GENE FUSIONS IN CANCER
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CANCER GENE FUSIONS IN THE CLINIC
Background

9 Fusion genes in solid tumors: an emerging target for cancer diagnosis 
and treatment. Parker et al. 2013. PMID 28857077
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IDENTIFY AND ANNOTATE DISEASE DRIVERS

• Which patient variants are activating & what is the supporting evidence?

• What is the landscape of functional variants for a given gene or pathway?

• Which evidence-based genes should be included on an diagnostic panel?

• Which variants should I include on a disease-specific diagnostic assay?

• Which variants are targetable using precision therapies?

Background – The Need
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IDENTIFY AND ANNOTATE DISEASE DRIVERS
Background – The Need
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SUMMARY DATA
Gene Fusion Database
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For 507 Illumina TruSight Fusion genes
• Determine all gene-gene fusions in the medical literature
• Assess the context of these co-mentions at the article- and sentence-levels
• Prioritize by number and strength of these data using internal machine 

learning techniques
• Annotate for disease, therapies, breakpoints
• Review to identify functional or clinically significant fusion events
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GENOMIC LANDSCAPING – GENE FUSIONS
Genomenon’s Approach



MASTERMIND REPORTER
Gene Fusion Database
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MASTERMIND REPORTER
Gene Fusion Database
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REPRESENTATIVE USE CASE DESCRIPTIONS

• Clinical reporting on patient 
RNAseq data

• Annotation of TCGA or other 
clinical database data

• Patient selection for clinical trials

• Uncovering novel fusion 
mechanisms to inform pharma R+D

Gene Fusion Database

17



MASTERMIND GENOMIC DATABASE
Comprehensive Index of the Genomic Literature

Annotated for Clinical and Functional Variants
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COMPREHENSIVE GENOMIC UNDERSTANDING

1. Single Nucleotide 
Variants

2. Small Indels

3. Copy Number 
Variants

4. Fusion Events

Genomenon’s Mission
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Genomic Medicine – Progress, Pitfalls, Promise. Shendure et al. 2019. PMID 30901547
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