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Inherited Disorders: 
Bioinformatic Analysis that 
Surpasses All Others
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Congenica enhances the 
detection of inherited platelet 
disorders
A recent study from the University of Birmingham has 
shown that the Congenica platform demonstrated 
superior performance in identifying the genetic causes of 
platelet-related bleeding disorders.

“Congenica's highly sensitive software can be used for 
detecting SNVs and CNVs in whole exome sequencing 
data. We see this as a significant leap forward in the 
ability to classify hugely complex disorders with a high 
degree of heterogeneity within the wider scientific 
community and the potential for providing concise and 
definitive diagnosis for patients.”
Dr Neil Morgan, University of Birmingham



An Inherited Bleeding Disorder 
specific gene panel of 119 genes 
was used to detect both single 
nucleotide variants and copy 
number variants. 
• 135 different heterozygous 

variants identified: 
• 22 classified pathogenic 
• 26 likely pathogenic

Congenica showed a superior 
performance when compared with 
other bioinformatics platforms
• 25 variants were identified by 

Congenica as well as other 
bioinformatic tools 

• A further 24 variants were 
classified by the Congenica 
bioinformatics platform

Access the paper:
https://doi.org/10.1002/humu.24114
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WES Analysis achieves 96% increase in classified variants

https://doi.org/10.1002/humu.24114
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Life-changing genomic analysis, interpretation & reporting

Maximize the efficiency of your analysis
Perform analysis 20-times faster and reduce clinical  
interpretation costs by up to 95%

Congenica enables end-to-end 
automated clinical decision support for 
rapid interpretation of NGS data to 
make a huge difference to people's lives

“Congenica is an absolute game 
changer, enabling us to be certain 
about our analysis”

Dr Tessa Homfray, Consultant in Medical Genetics

Have confidence in your decisions
Proven in the 100,000 Genomes Project and 
developed under certified ISO quality standards

Achieve the highest analytical yield possible
Achieve yields 30-60% higher than clinical averages across samples
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Getting started is easy

1. Demo
Interactive session working through a live 
case with our scientists

2. Evaluate
Giving you full access to the platform to 
try it for yourself

3. Onboard
Simple setup, configuration & training with 
ongoing support

www.congenica.com/demo
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