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Orphadata Science: building interoperability for
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Systematic, standardized data collection allows

for data exploitation
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Orphanet in the RD research ecosyste

°* To give visibility to RD (and ERN)
research

° Provide computable reference
data

°* Tools for researchers, data sources
and funders, within EU funded
projects
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Structured catalogue of projects, trials, registries, biobanks,
infrastrcutures, orphan designations and drugs ...

Orphanet Report Series
ERN clinical research platform %

Orphadata: data and tools

Phenotypic-based variant prioritisation

PCOMs repository ’%

Funded research analysis platform !
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RD research ecosystem:
From a heterogeneous, non-interoperable, scattered resources landscape ...

Cell lines
Animal
models

Registries/
biobanks
catalogues

Knowledge
bases

Support for
clinical/
translational
research

Tools

Data
deposition
& analysis
platforms

catalogues

%
NEA
EJPRD Orphg‘[ﬂet E. !nserm www.orpha.net



...to the RD Virtual Platform: a network of federated resources
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https://vp.ejprarediseases.org/

The future: RD in the data ecosystem Q&
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= Better knowledge, best practices B e
= Continuity of care
= Better disability evaluation and compensation

» Adequate cross-border and primary care * Research
+ Evidence-base decision-making
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Orphadata science facilitates new
knowledge

OrphaScape: Phenotype-based pipeline for variant prioritisation
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https://github.com/ejp-rd-vp
https://www.nature.com/articles/s41431-019-0508-0

Rare Disease Registries April 2023

T — Research Infrastructures useful to Rare Diseases April 2023

= Medicinal products for rare diseases in Europe February 2023
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Genomics deposition and analysis platform
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https://www.orpha.net/consor/www/cgi-bin/Education_Home.php?lng=EN

Visualisation & analysis of funded research
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ERNs News

The ERICA Patient Reported Qutcome Measures (PROMS) Repository is the first attempt to identify and centralize Clinical Assessmeant Cutcomes questionnaires of relevance for I O r ' I O ' I e I
rare diseases and constitutes a milestone in the Europe-wide standardization of Patient-Centered Outcome Measures (PCOMs) and PROMS for rare diseases. It has been made /

possible through the joint collaboration between Orphanet, Mapi Research Trust/ICON and ERN EuroBloodMet (VHIR, APHPF), and the active contribution of ERNs and ePAGS. The
methodalogy for the constitution and future evolution of the repository can be found in deliverable 3.1 {7 245 kg) and deliverable 3.2 (7 551 k).

The central repository is a dynamic and evolutive service and should be regarded as 3 centralized and standardized access gate to more in depth information contzained in WWW'Orph a et
PROQOLID™.
Phenylketonuria pr—
Filters list of PCOMs/PROMSs
PCOM/PROM Name 1) PCOM/PROM Type 2
Target Age * Domains = . .
) . Disease definition
Disease (OrphaName) & OrphaCode ™
Group of Diseases & ERNs ¥ Acrare inborn error of amino acid metabolism characterized by elevated blood phenylalanine and low levels or
absence of phenylalanine hydroxylase enzyme. If not detected early or left untreated, the disorder manifests
O Legend with mild to severe mental disability.
Search Reset Column Visibility w Column Reset
Q Showing 811 PCOMs/PROMs .
. Detailed information
Disease PROQOLID™
PCOM/PROM Name Type PROQOLID™ Age Domains (OrphaName) OrphaCode Group of Diseases ERNs Link
Adult Sickle Cell Quality of Life PRO v Full Adult - Emotional impact o cers Sickle cell anemia ORPHA:232 Rare anemia ERM EurgBloodNet % Link - General public Disease review articles
Measurement Information - Social functioning i e
SRR i S > Article for general public > Clinical genetics review

-Sleep functioning

Erancais (2012, pdf) - Orphanet English (2017) - GeneReviews
English (2014) - Socizistyrelsen

EORTC - Chronic Myeloid PRO « Basic Adult - Symptom Burden MNon-Hodgkin ORPHA:547 Tumor of ERN EuroBloodhet % Link Svenska (20201 - Socialstyrelsen .
Leukaemia (EORTC QLQ-CML24) -Impact on Daily Life ymphoma hematopoietic and ERM PzedCan Clinical Qutcome Assessment (com
-Impact on Worry/Mood lymphaoid tissues ERN EURACAN
-Body Image Problems o
- Satisfaction with Care and Guidelines > Patient-Centered Outcome Measures
(PCOMSs)
I C A o . > Emergency guidelines English (2023) - PROQOLID™
ER PROM:s repository Francais (2014, pd) - Orphane Urgences

https://erica-rd.eu/work-packages/patient-centred-research/proms-repository/ | — Genetic Testing

> Clinical practice guidelines
English (2017) - Orphanet J Rare Dis
Francais (2018) - PNDS w3

> Guidance for genetic testing
English (2011) - Eur 1 Hum Genet
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