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GENOME DATA IS UNFAIR

Next-generation ~ Sequencing  (NGS)  has
revolutionized healthcare and research, but the
data is fragmented across providers and
institutes. By making NGS data

more FAIR (Findable, Accessible, § %
Interoperable, Reusable), we can §®@@

unlock their full potential for §
everyone’s health benefit. %

FINDING COMMON UNDERSTANDING

The FAIR Genomes consortium and friends
(X-omics, EJP-RD, JRC CDE, 1+MG, SolveRD,
GA4GH, MIABIS, ...) are creating a guideline and
are defining data elements essential for sharing
NGS data in a semantic

schema. v0.2 has 107 ele- §3
ments in 9 modules, linked o

to common ontologies. 0\} [,’3

TRY IT YOURSELF AND JOIN US

Open source development: o\ /)
https://github.com/fairgenomes o /o
Public demo available: o/O\o

https://fairgenomes-acc.gcc.rug.nl J!)
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7 = Erasmus Medical Center, Rotterdam, The Netherlands

SEAMLESS EDC INTEROPERABILITY

The schema is transformed into all formats for
e.g. MOLGENIS. We plan to use iCRF Generator to
also support Castor, OpenClinica and REDCap.
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Semantic metadata schema (YML)

Comunity development
How to FAIRify NGS data? 3

©FAIR GENOMES A

A/

J

ommunity benefits:
Interoperable systems

Schema transformer app (Java) Y,

W
((©FAIR GENOMES  (© FAIR GENOMES ) (® FAIR GENOMES )

o, M4 (M)

\_ ART-DECOR J{  Markdown )| MOLGENIS )
(©FAIR GENOMES " (©FAIR GENOMES " (@ FAIR GENOMES

a2 | ©

\_ RDF-TTL y.y OWL-XML I Castor )
(@FAIR GENOMES " (@ FAIR GENOMES " (© FAIR GENOMES

ks’

\\ OpenClinica I\

1

8 = Durrer Center for Cardiovascular Research, Utrecht, The Netherlands

9 = Maastricht University Medical Center, The Netherlands

10 = Princess Maxima Center for Pediatric Oncology, Utrecht, The Netherlands

11= Dutch Techcentre for Life Sciences, Utrecht, The Netherlands

12 = Netherlands Cancer Institute, Amsterdam, The Netherlands

13 = Hartwig Medical Foundation, Amsterdam, The Netherlands

14 = Leiden Institute for Advanced Computer Science, Leiden University, Leiden, NL

“FAIR genomes: a national guideline to promote optimal (re)use of NGS

data in research and healthcare” is a ZonMw project in the Personalised " zo n M w
Medicine programme registered under project number 846003201.




