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Genome-Phenome Analysis Platform

It is a free online tool for analysis of genomic data linked to 
phenotypic information. By enabling data sharing, it speeds 
up gene discovery and diagnosis of rare diseases.

 and gene panel data are transferred to the 

European Genome-Phenome Archive (EGA) for 

archiving, securely shared within the Platform and 

pro-cessed through a standard bioinformatics and 

variant calling pipeline. Associated pheno-typic data 

are recorded in the PhenoTips database, using the 

HPO, OMIM and ORDO ontologies to permit 

machine-readable querying.

.............  After  submission,  whole-genome,  exome 

See data from rare disease projects worldwide 

The GPAP receives submissions from individual 

researchers and research projects, including 

NeurOmics, BBMRI-LPC and Solve-RD. By the end 

of 2019, it is expected to hold over 30,000 

datasets from patients and family members.

Analyse your own data

In the GPAP, authorised users can filter and prioritise 

variants by inheritance mode, runs of homozygosity,  

gene lists, location, patho-genicity,  population 

frequencies and phenotype-gene associations using  

Exomiser/OMIM. This lets users quickly analyse their

 own data, compare them with data submitted by

  others and find similar cases using Matchmaker

    Exchange (MME).

Designed for clinicians and researchers

The Genome-Phenome Analysis Platform

(GPAP)  provides  both  a  centralised  omics  

data repository and a user-friendly interface 

that enables users to analyse genomic data 

even without bioinformatics expertise!  The 

Platform’s unique features allow clinicians 

and researchers to identify disease-causing 

mutations in their patients and confirm the 

diagnosis by finding matching cases 

submitted by other researchers around the 

world. To protect patient privacy, data are 

anonymised and the GPAP can be accessed 

only by verified and registered researchers and 

clinicians.



Further information

If you have any further questions or would be 
interested in collaboration, please send an e-
mail to:

rd-connect.eu

A full (re)analysis of your data using the 

RD-Connect standard analysis pipeline

rd-connect.eurd-connect.eu

The willingness to input the associated 

phenotypic descriptions for your cases into 

the easy-to-use PhenoTips database

What are the benefits?

Access to Matchmaker Exchange to allow 

you find matching cases across the globe
YouTube

ANALYSIS PLATFORM

The Genome-Phenome Analysis Platform 
interface includes many powerful features 
that help interprete sequencing data and 
identify disease-causing variants.

What do I need to join?

GENOME-PHENOME

Informed Consent from the research 

participant explicitly allowing sharing data 

for research purposes

Raw whole genome, exome or gene panel 

data of rare disease cases or families in 

FastQ, BAM or CRAM format.

You can try out the features of the GPAP 

using 50x WGS data from a HapMap trio at: 

platform.rd-connect.eu/playground.

platform.rd-connect.eu

For Platform  tutorials 

check the RD-Connect 

website and YouTube 

channel!

platform@rd-connect.eu

platform.rd-connect.eu

Full access to the RD-Connect Genome-

Phenome Analysis Platform, allowing you to 

perform your own variant analysis and 

prioritisation, once your samples have been 

processed and uploaded

Access to genotypic and phenotypic 

information from thousands of other samples 

within the Platform, which may provide a 

match for your own unsolved rare disease 

cases

Optional 6-months embargo period when 

your data are not visible to other users.

sample ID




