10
11
12
13
14
15
16
17
18
19
20
21
22

Mimouni et al. Rare Dis Orphan Drugs J  2024;Volume:Number Rare Disease and
DOI: 10.20517/rdodj.xxxx.Xx Orphan Dru gs J ou rnal

Supplementary Materials
The European joint programme on rare diseases: building the rare diseases

research ecosystem

Yanis Mimounit, Juliane Halftermeyer?, Yanna Petton?!, Pauline Adam?, Clénent

Moreau?!, Ana Rath3, Roseline Favresse?, Birute Tumiene®, Daria Julkowska?

'Thematic Institute of Genetics, Genomics & Bioinformatics, INSERM, Paris 75013,
France.

’Inserm Transfert, Paris, 75015, France.

3US14 - Orphanet - Plateforme Maladies Rares, INSERM, Paris 75014, France.
“Research Policy & Initiatives Department, EURORDIS, Paris 75014, France.
>Coordinating Center for Rare Diseases, Viesoji Istaiga Vilniaus Universiteto Ligonine

Santaros Klinikos, Vilnius 08661, Lithuania.

© The Author(s) 2021. Open Access This article is licensed under a Creative Commons Attribution 4.0 International License
BY (https://creativecommons.org/licenses/by/4.0/), which permits unrestricted use, sharing, adaptation, distribution and reproduction in any medium or

format, for any purpose, even commercially, as long as you give appropriate credit to the original author(s) and the source, provide a link to the Creative Commons license, and

indicate if changes were made.

@' OAE Publishing Inc.
www.rdodjournal.com


https://creativecommons.org/licenses/by/4.0/
https://oaepublish.com/index.php/rdodj

23
24

25
26
27
28
29

Page X of 6

Mimouni et al. Rare Dis Orphan Drugs J Year;Volume:Number | http://dx.doi.org/10.20517/rdodj. xxxX.XX

challenges
« Clinical Trials Support

Disseminate Results

+ ERN workshops

+ Networking Support Scheme

* Technical support for integration
of results in the Virtual Platform

Supplementary Figure 1. The EJP RD research support cycle shows the EJP RD

services offered to the Rare Diseases community at all stages of the research project

development.

Supplementary Table 1. EJP RD funded projects fostering demonstration and

innovation in clinical trials methodologies.

Call

Project title

Rare Diseases Research

Challenge

CHALLENGE #1: Development of a non-invasive tool for
measuring rare disease patient mobility in daily living &
Digital tools 4 Rare Diseases (DT4RD)

CHALLENGE #2: Delivery system for intranasal
administration of biological drugs to neonates elntranasal
Device for Neonates (INDENEO)

Challenge #4: Pre-clinical assay to detect instability of
microsatellite repeat €Development and validation of a novel
pre-clinical assay to detect triplet repeat expansions
(TRXassay)

Clinical Trials
Methodology
Demonstration Projects

EBStatMax -State-of-the-art design and analysis for maximal
success with minimal patient burden in Epidermolysis bullosa

trials

Improve PSP - Application of improved statistical
methodologies for clinical trials in Progressive Supranuclear

Palsy
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EPISTOP-IDEAL - EPISTORP clinical trial data set re-use
with statistical methodologies tailored for clinical trials in

rare diseases

Innovation project in
clinical trials

methodology

ISTORE - Innovative Statistical Methodologies to Improve

Rare Diseases Clinical Trials in Limited Populations

EVIDENCE-RND - Creating robust evidence for longitudinal
progression changes and treatment effects in ultrarare
neurological diseases: the case of multisystemic autosomal-

recessive ataxias




