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European Reference Genome!

What is the initiative about?

The project aims to support the creation of a federated European genomic reference data resource
for public health, healthcare and research purposes, in full respect of the applicable data protection
rules. Relevant data (whole genome sequences, genotypes, population-based cohorts - all provided
and stored at the national level) will be made accessible for analysis in a federated (secure, remote)
way through a central platform. The platform is being developed in an ongoing joint effort following
the Member States’ Declaration “Towards access to at least 1 million sequenced genomes in the EU
by 2022"? (1+MG) and the Commission Communication on the digital transformation of health and
care [COM(2018)233], which sets out the target of ‘a larger prospective population-based cohort
{beyond sequenced genomes) of at least 10 million people by 2025’. While the scope of the 1+MG
initiative is focused on connecting mostly existing data sources related to specific diseases and
patients, the multi-country project ‘European Reference Genome’ would create a much larger data
resource representative for whole populations (including patients as well as healthy citizens).

The main stakeholders/beneficiaries will be public health authorities, biobanks, research institutes
and agencies, hospitals, medical laboratories and biotech companies (including SMEs). Actions
covered by the RRF could take place at the national level, while taking into account common data
standards and legal requirements (e.g. GDPR). The coordination of the project implementation at
the EU level would be ensured by the governance structures established within the 1+MG initiative,
i.e. a temporary Commission Special Group with two representatives per Member State that would
elaborate and adopt a sustainable governance model for the project.

The RRF funding could complement the planned EU support from the Digital Europe Programme for
the health data space / genomics, through for example national actions pertaining to expanding the
national genomic data resources {population-based cohorts, whole genome sequences, genotypes
etc.) and upgrading the necessary local infrastructure to connect with the central genomics platform
for federated secure data discovery, access and analysis.

What are the benefits of doing it at EU level?

EU added value would be that the achieved critical mass of data would enable not only better
diagnosis and treatment of cancer and rare diseases, but also large-scale disease prevention
programmes based on advanced genetic research. For example, polygenic risk scores (PRS) based on
individual genetic variants can be used to identify the level of risk for a variety of cancers, asthma,
arthritis, diabetes, Alzheimer, glaucoma, coronary artery disease, sudden heart death due to
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arrhythmia, possibly also susceptibility to serious reaction to a COVID infection. The project would
reinforce Europe’s public health policy and resilience against future health threats. It would
contribute to the European Health Data Space and ensure that the European rules on secure, GDPR-
compliant access, use and re-use of data are applied. It is also expected to help achieve considerable
savings in the national health systems and boost innovation in the biotech and pharma sectors.



