
Indicate any feedback that would serve for the development of the 
next phases of the Rare Diseases Partnership (e.g., the development 

of the Strategic Research and Innovation Agenda)

Participation 
of Israeli 

researchers 
/care givers in 

the ERNs

Essential to now work out a 
concrete plan for a data 'hub' 
infrastructure, so that the RD 

community can interact with the 
future EHDS data infrastructure. 
The federated ecosystem (Virtual 

Platform) approach devised by 
EJP RD Pillar-2 alone is not 

suitable for such an 
engagement.

+1 for this (<==) comment on 
data 'hub'. Off the shelf 

platforms exist that can rapidly 
provide the needed extra 

functionality, as adopted by C- 
Path (i.e., Gates Workbench). I 

have these developers and 
potential funders lined up and 

keen to get involved.

develop an 
accelerator 

hub with 
specific 

expertise in RD

try to bridge the gap 
between healthcare and 

research, i.e. by linking the 
VP to (national) Electronic 
Health Records (EHR) or 

hospital Electronic Medical 
Records (EMR)

develop a sound 
dissemination 
and training 

strategy from 
the start

define national mirror groups or 
those that would be supported 

by governmental bodies, e.g. the 
Ministry of Health, in such a way 
that they would be able to make 
relevant decisions and organize 
networking activities between 
basic science and the health 
system at the national level

Be very clear on 3 points :
(i) amplification system for 

awareness
(ii) having an ambitious social 

science programme to enhance 
health system pull to ensure 
uptake of results for patient 

impact across the EU
(iii) Sustainibility of the EU RD 

ecosystem beyond the life of the 
new RD partnership

using what we 
envision the world 

should look like 
for rare diseases 
at the end of the 

partnership

as a data scientist, I would like to see 
(and contribute to) a situation where 

computational algorithms continuously 
run on rare disease data sources, 

learning from them for the benefit of 
patients, and dynamically adapting to 

new sources being added (also with new 
data types), and dynamically adapting to 

changes in access conditions by all 
necessary data controllers (including 

patients)

To achieve this, data- 
generating organisations 
(e.g. those hosting expert 

centres) and data 
generating projects (e.g. 

funded projects) are FAIR 
(=not open!) by design, 

particularly for machines.

every major data space is taking 
a federative route: need a mix of 
central facility on purpose when 
needed  (Ii.e. for pulling datasets 

for limited- time studies) and 
federated system on purpose 

and/or when centralization is not 
possible/desirable.

+1 - which is 
exactly the model 

proposed (and 
implemented in 
the wiorkbench)

Strengthening the 
innovation ecosystems 
for instance by creating 

a type of 'Technology 
transfer hub' for the 

researchers

developing support 
for PCOMs/PROMs 

validation for clinical 
research, including 

regulatory readiness

clarify the role of EU 
RD Platform 

providing services 
adapted for clinical 
research (ex secure 
spaces for clinical 

data analysis)

 foster links 
between basic 

research & 
R&D

 showcase better 
the outcomes from 
the funded projects 
(long term followup 
all the way back to 

ERare)

monitor more 
closely projects 
and long term 

consortia funded 
since E- Rare

promote the 
rise of ECRs to 

sustain the 
future of 

research in RD

Participation in the ERNs of non- 
EU partners: ERNs are very much 

open to the expertise outside 
Europe, it is a huge issue also 
after the Brexit, and many of 

them established a category of 
Supporting Members for that. It 
is worth to apply to a relevant 

ERN

More support for 
and involvement of 

model organism 
researchers, 

dissecting pathways 
& mechanisms

To get beyond debates about JRC 
vs hub vs EJP as "the" home for 

collating RD resources, the main 
ecosystem components can 

move to the cloud - to be jointly 
owned and managed by all 

stakeholders. This can directly 
leverage existing catalogs and 

services around Europe.

include clinical research 
using the CRNs supporting 

infrastructure in RDP 
funding (and/or co- fund in 

collaboration with 
private/public sector)

Bring in IMI ...EFPIA can 
make great use of the 

fundamental resources 
and functional biology 

revealed by RD 
research and case 

examples

Revisit how we 
measure impact of 

the programme as a 
whole, the various 
schemes and the 
individual funded 

projects

Further thinking 
on the excellent 

basis of the 
Concept Paper 
(critical view to 

improve)

translation to the health systems: some 
of the aspects, specifically on health 

services organization and integration of 
ERNs into the national systems, will be 

captured by the upcoming Joint Action on 
Integration supported through 

EU4Health. We are working hard on this 
JA currently and would like very much to 
encourage evidence- based governance 
and policy- making, hence, we already 

foresee collaboration with some IRDiRC 
Task Forces and creation of Advisory Boa

screen & check 
General and 

Specific Objectives 
proposed in 

Concept paper 
(for robustness)

think about 
sustainability of 
data platform 

after Partnership 
(EU RD Platform)

Be sure to maximise 
synergies with other 
partnerships - e.g. 
personalised med 

partnership

amplification and scaling- up of 
trainings to national systems: we 
have already established some 
collaboration with, e.g., UEMS 

and Association of Medical 
Schools in Europe, they help us 
to disseminate information on 

trainings and align their 
education strategies with ours, 

the same goes for ERNs and 
BoMS

The upscaling of the 
training should 
include national 

efforts, if not, it will 
not be able to go 

further. Fully agree 
Birute!

the need to 
empower all 

countries 
participating

Implement tools for 
the identification of 
health outcomes, 

with the aim of 
encouraging 

investment in 
research

Develop a mechanism for 
the transposition of 

scientific innovation into 
practice in the European 

context, having as 
reference the experience 

with the acquisition of 
vaccines with COVID-19

transfer of 
best practices 
or sharing of 

resources

that overall principle of the education and training 
programme embedded into the overall ecosystem, that 

develops 1) innovative, horizon- scanning and 
standardized, high- quality education and training that 

may further be translated through train- the- trainer 
concept to national level and 2) highly- specialized 

education and training that may not be covered by 
national level just because of rareness and will always 
need international approach, this programme needs 

"orchestration" and we have to leverage on the 
expertise of the infrastructures on that

Celia van Gelderen may be good 
contact, and Claudio also has 
contacts with ELIXIR training 

pillar leads. Celia stepped down 
from the EU level, but is now 
focussing on training in NL. It 

seems exactly the levels that you 
would like to connect, don't you?

strengthening the 
transfer of best 

practices in research 
& innovation from 
the European to 

National level and 
vice versa



Indicate any national activity or development that would be related 
to the Rare Diseases Partnership

Establishment 
of national 

mirror group 
(Israel)

Establishment 
of national 

programme for 
Rare Diseases 

(Israel)

Funding 
activities 
(Canada)

national rare 
diseases drugs 

strategy 
(Canada)

Health RI 
(Dutch 

National 
Research 

Infrastructure)

EJP RD Mirror 
The 

Netherlands 
(connected to 

Health RI)

GO FAIR 
'chapters' in The 

Netherlands 
(e.g. Personal 
Health Train)

Orphanet- 
NL

ERICA - PROMs 
repository and 
state of the art

EU Horizon 
Programme 

- Health 
cluster.

National 
Orphanet 
nodes (in 
each MS)

Funding of 
German national 

rare disease 
research 
networks

ERN 
(PT)

In NL the FAST 
initiative under 

development (not 
RD- specific but 
very relevant)

CNAG 
(ES)

 CIBERE
R (ES)

BNDMR 
(national 

RD registry) 
(France)

National 
Mirror 

Group (PT)

Integration of 
user 

representatives in 
the national 

strategy for rare 
diseases (PT)

Moonshot

SpainUDP (ES)
(Spanish 

Program for 
Undiagnosed 

RD)

BioNER (ES)
(Spanish 
National 

Biobank for 
RD)

RePER
(ES)

(Patients' 
Registry for 

RD)

 EGA 
(ES)

Coding with 
OrphanCodes will 
be compulsory for 

inpatients in 
Germany  starting 

in spring 2023

Partnership with 
national health 

information systems 
to integrate Orpha 

codes into the 
electronic clinical 

record (PT)

research 
components in 

national RD 
plan / strategy

Integration of the 
Ministry of Social 

Security and Labor 
in the definition of 
responses/services 
for people with rare 

diseases (PT)

Integration of 
diseases in 
neonatal 

screening (PT)

Analysis running over 
multiple sources needs 

orchestration. In P2  not so 
much is done on this yet, 
but other projects have 

(e.g. our Personal Health 
Train friends in NL and 

Germany).

"Train the 
trainer"  is a big 

topic for thr 
training 

platform ELIXIR




