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Fourth Public Call documents JTC2019-2022: call text, guidelines for applicants, proposal templates
K4

Other lead beneficiaries ANR 11 FFRD 12 and ISCIII 44Public Call documents
JTC20192022 call text guidelines for applicants proposal templates due at month
35

First Report on processed genome-phenome datasets and multi-omics use cases analysed, including
description of new cloud and online analysis functionalities and tools (3

Other lead beneficiary UMCG (35) First Report on processed genome-phenome
datasets and multi-omics use cases analysed, including description of new cloud
and online analysis functionalities and tools due at month 12

Third Report on processed genome-phenome datasets and multi-omics use cases analysed,
including description of new cloud and online analysis functionalities and tools (4

Other lead beneficiary UMCG 35Third Report on processed genomephenome
datasets and multiomics use cases analysed including description of new cloud
and online analysis functionalities and tools due at month 36

First Report on course on interpretation of genetic variants and quality standards (4

First Report on course on interpretation of genetic variants and quality standards
due at month 12

Fourth Analysis of national state of play and alignment process with EJP RD (4

Other lead beneficiary MUW 38Analysis of national state of play and alignment
process with EJP RD due at month 55

Second Public Call documents JTC2019-2022: call text, guidelines for applicants, proposal templates
2

Other lead beneficiaries: ANR (11), FFRD (12) and ISCIII (44) Public Call
documents JTC2019-2022: call text, guidelines for applicants, proposal
templates due at month 11

First Report on ExPRESS (5
First Report on EXPRESS EURORDIS Summer School due at month 12

Fifth report from the face-to-face ExCom and Policy Board meeting (3
Report from the facetoface ExCom and Policy Board meeting due at month 55

Public Call document for Networking_scheme (4

Other lead beneficiary: CSO/MOH (78) Public Call document for Networking
scheme

First Report on International course on undiagnosed diseases [
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https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e62e9ceb&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e62e9ceb&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e62e9ceb&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cdb33337&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cdb33337&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cdb33337&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e67ba399&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e67ba399&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e67ba399&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ca637563&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ca637563&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e50061380e&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e50061380e&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cac3d978&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cac3d978&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cac3d978&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ca636334&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ca636334&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ffbd095a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ffbd095a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ca9d3eb5&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ca9d3eb5&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d746aadb&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d746aadb&appId=PPGMS

First Report on International course on undiagnosed diseases due at month 24

Final list of prioritization criteria (4
Other lead beneficiary FTELE 25Final list of prioritization criteria

Second List of research and innovation needs requiring medium- or long-term approach and related
Task Forces (4

List of research and innovation needs requiring medium- or long-term approach
and related Task Forces due at month 18

Second Report on processed genome-phenome datasets and multi-omics use cases analysed,
including_description of new cloud and online analysis functionalities and tools (4

Other lead beneficiary UMCG (35) Second Report on processed genome-
phenome datasets and multi-omics use cases analysed, including description of
new cloud and online analysis functionalities and tools due at month 24

Third report from the face-to-face ExCom and Policy Board meeting (4
Report from the face-to-face ExCom and Policy Board meeting due at Month 31

Second List of funded networks in Networking scheme (4
List of funded networks in Networking scheme due at month 54

Fourth Annual strategic report and Action plan for Pillar 2, including: Systematic surveys reports,
QMS of Pillar 2 description, GDPR compliance report and sustainability planning reporting (4
Annual strategic report and Action plan for Pillar 2 including Systematic surveys
reports QMS of Pillar 2 description GDPR compliance report and sustainability
planning reporting update at month 45

Second Report on training of patient representatives on scientific innovation and translational
research in RD (4

Second Report on training of patient representatives on scientific innovation and
translational research in RD due at month 60

Second Report on EXPRESS (4
Second Report on EXPRESS EURORDIS Summer School due at month 60

Collection of 20 curated (sub)Portal on WikiPathways (4
Collection of 20 curated subPortal on WikiPathways

Third List of research and innovation needs requiring medium- or long-term approach and related
Task Forces (4

List of research and innovation needs requiring medium or longterm approach
and related Task Forces due at month 30

3 of 45


https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d2132f75&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d2132f75&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da8924b9&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da8924b9&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da8924b9&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da4f6b8a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da4f6b8a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da4f6b8a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5df31e0a9&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5df31e0a9&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e507f91f52&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e507f91f52&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f28779b2&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f28779b2&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f28779b2&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e508b70dfd&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e508b70dfd&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e508b70dfd&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5091d6e4d&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5091d6e4d&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e67bb61b&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e67bb61b&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f73502b6&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f73502b6&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f73502b6&appId=PPGMS

Report on core set of unified FAIR data standards (4

Report from the Kick-off meeting (4

Dynamic catalogue of EJP-RD sustainable resources including_Service Roadmap Database (4

Dynamic catalogue of EJPRD sustainable resources including Service Roadmap
Database Lead beneficiary INSERM RADICO

First RE(ACT)_Congress report (5
First RE(ACT) Congress report due at M16

Second Annual reports on implementation of training programs (4
Second Annual reports on implementation of training programs due at month 60

List of first phase projects financed (4

First List of research and innovation needs requiring_ medium- or long-term approach and related Task
Forces (4

List of research and innovation needs requiring medium or longterm approach
and related Task Forces due at month 6

Fourth Scoping_paper (4

Other lead beneficiaries ISCIII 44 and INSERM 1Scoping paper due at month 43

Draft content of the online academic course (4

Set of template agreements for EJP RD website (5

Second Report on EURORDIS' Leadership Programme (4
Second Report on EURORDIS’ Leadership Programme due at month 48

Third Analysis of national state of play and alignment process with EJP RD (4

Other lead beneficiary MUW 38Analysis of national state of play and alignment
process with EJP RD due at month 32

Third Public Call documents JTC2019-2022: call text, guidelines for applicants, proposal templates (4
Other lead beneficiaries: ANR (11), FFRD (12) and ISCIII (44) Public Call
documents JTC2019-2022: call text, guidelines for applicants, proposal
templates due at mont 23

Training plan for paediatric patients' in the EJP [

Other beneficiary FSJDTraining plan for paediatric patients in the EJP

First Report on sample data management training workshops (5
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https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f0b604d9&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f0b604d9&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d41a5105&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5c1fed614&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5df18f390&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5df18f390&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e50a3a1466&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e50a3a1466&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f734faef&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f734faef&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f734faef&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d84ab9fc&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ef750c1c&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ef750c1c&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e509e8eb12&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e509e8eb12&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5c7e88149&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5df1ad905&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e2a80a01&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e2a80a01&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d732cc18&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d732cc18&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e426e2d4&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e426e2d4&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ca6371c1&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ca6371c1&appId=PPGMS

First Report on sample data management training workshops due at month 12

EJP RD ERN training programmes (4

First Public Call documents JTC2019-2022: call text, guidelines for applicants, proposal templates (4
Other lead beneficiaries: ANR (11), FFRD (12) and ISCIII (44) Public Call
documents JTC2019-2022: call text, guidelines for applicants, proposal
templates due at month 1

Call documents for validation (4

Second Analysis of national state of play and alignment process with EJP RD (4

Other lead beneficiary MUW (38) Analysis of national state of play and alignment
process with EJP RD due at month 21

First Scoping_paper (4

Other lead beneficiaries: ISCIII (44) and INSERM (1) Scoping paper due at
Month 7

Fourth Report on processed genome-phenome datasets and multi-omics use cases analysed,
including description of new cloud and online analysis functionalities and tools [4

Other lead beneficiary UMCG 35Fourth Report on processed genomephenome
datasets and multiomics use cases analysed including description of new cloud
and online analysis functionalities and tools due at month 48

Second Annual strategic report and Action plan for Pillar 2, including: Systematic surveys reports,
QMS of Pillar 2 description, GDPR compliance report and sustainability planning reporting (4
Annual strategic report and Action plan for Pillar 2, including: Systematic surveys
reports, QMS of Pillar 2 description, GDPR compliance report and sustainability
planning reporting update at month 21

Completed pathway analysis workflow (data analysis including both types of genetic variant linking
and network creation) (4

Completed pathway analysis workflow data analysis including both types of
genetic variant linking and network creation

Fourth report from the face-to-face ExCom and Policy Board meeting (4
Report from the facetoface ExCom and Policy Board meeting due at Month 43

Results of survey on preferences, needs and resources from the ERNs ecosystem (4

Report on paediatric patients' experts training courses (4
Other beneficiary: FSJDReport on paediatric patients’ experts training courses
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https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5c1b0f75b&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5c1b0f75b&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5c96e19e6&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5df2a206d&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5df2a206d&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cdbc3dbe&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da8a3fa3&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da8a3fa3&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f717b993&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f717b993&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f717b993&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d41c607a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d41c607a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d41c607a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f5c481d1&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f5c481d1&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f5c481d1&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ef7f03ef&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ef7f03ef&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e508b71c07&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e508b71c07&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5c7ab1379&appId=PPGMS

First Report on core set of FAIR software tools and on extended set of unified FAIR data standards,
applied in EJP RD (4

First Report on core set of FAIR software tools and on extended set of unified
FAIR data standards applied in EJP RD due at month 30

Second Report on sample data management training workshops (4
Second Report on sample data management training workshops due at month 60

First Report of Orphanet nomenclature training for trainers and national trainings (3
First Report of Orphanet nomenclature training for trainers and national trainings
due at month 14

First Report from strategic workshop with national policy makers (4

Other lead beneficiary MUW 38Report from strategic workshop with national
policy makers due at month 34

Third Annual strategic report and Action plan for Pillar 2, including; Systematic surveys reports, QMS
of Pillar 2 description, GDPR compliance report and sustainability planning reporting (4

Annual strategic report and Action plan for Pillar 2 including Systematic surveys
reports QMS of Pillar 2 description GDPR compliance report and sustainability
planning reporting update at month 33

Prioritization scheme including_decision-making_process (4
Other lead beneficiary FTELE 25Prioritization scheme including decisionmaking
process

Second RE(ACT)_Congress report (4
Second REACT Congress report due at Month 30

Report on the State of the Art of existing resources (5

First List of funded networks in Networking scheme [
List of funded networks in Networking scheme due at month 21

First Analysis of national state of play and alignment process with EJP RD [4

Other lead beneficiary MUW (38) Analysis of national state of play and alignment
process with EJP RD due at Month 9

First Report on International course on Rare Disease Registries and FAIRification of data at source (4

First Report on International course on Rare Disease Registries and FAIRification
of data at source due at month 12

Second Report of Orphanet nomenclature training for trainers and national trainings (4
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https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5eaae53ad&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5eaae53ad&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5eaae53ad&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e509aaab75&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e509aaab75&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5db75e9bc&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5db75e9bc&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e888e511&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e888e511&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f0bfb1db&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f0bfb1db&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f0bfb1db&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d21332e1&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d21332e1&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ff02a7f9&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ff02a7f9&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d41b3d2f&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d41b3d2f&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5c7e49c8d&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da8a095b&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da8a095b&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ca636045&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ca636045&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5057913bb&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5057913bb&appId=PPGMS

Second Report of Orphanet nomenclature training for trainers and national
trainings due at month 60

Fifth Scoping.paper (4

Other lead beneficiaries ISCIII (44) and INSERM (1)Scoping paper due at month
55

Second Scoping.paper (4

Other lead beneficiaries ISCIII (44) and INSERM (1) Scoping paper due at month
19

Second Report on course on interpretation of genetic variants and quality standards (4

Second Report on course on interpretation of genetic variants and quality
standards due at month 60

Second Report on International course on Rare Disease Registries and FAIRification of data at source
K4

Second Report on International course on Rare Disease Registries and
FAIRification of data at source due at month 60

First Annual strategic report and Action plan for Pillar 2, including; Systematic surveys reports, QMS

of Pillar 2 description, GDPR compliance report and sustainability planning reporting (4

Annual strategic report and Action plan for Pillar 2, including: Systematic surveys
reports, QMS of Pillar 2 description, GDPR compliance report and sustainability

planning reporting due at M9

First Annual report on implementation of training_programs (4
First Annual reports on implementation of training programs due at month 13

Second Report from strategic workshop with national policy makers (4

Other lead beneficiary MUW 38Report from strategic workshop with national
policy makers due at month 58

Second Report on core set of FAIR software tools and on extended set of unified FAIR data
standards, applied in EJP RD (4

Second Report on core set of FAIR software tools and on extended set of unified
FAIR data standards applied in EJP RD due at month 48

Third Scoping paper (4

Other lead beneficiaries ISCIII (44) and INSERM (1) Scoping paper due at month
31

Completed network analysis workflow (active node detection, lifestyle factor network evaluation and
extended network analysis for drugs and toxic compounds)_(4
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https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e50aa69ea3&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e50aa69ea3&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da60f64a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da60f64a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e505793111&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e505793111&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e505777e9a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e505777e9a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e505777e9a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5c7e49baa&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5c7e49baa&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5c7e49baa&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cbb93920&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cbb93920&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e50525b9dd&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e50525b9dd&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f717ae53&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f717ae53&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f717ae53&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e068d555&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e068d555&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e50504b710&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e50504b710&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e50504b710&appId=PPGMS

Completed network analysis workflow active node detection lifestyle factor
network evaluation and extended network analysis for drugs and toxic
compounds

Fourth List of research and innovation needs requiring_ medium- or long-term approach and related
Task Forces (4

List of research and innovation needs requiring medium or longterm approach
and related Task Forces due at month 42

First report from the face-to-face ExCom and Policy Board meeting (4
Report from the face-to-face ExCom and Policy Board meeting due at M7

First Report on EURORDIS’ Leadership Programme (4
First Report on EURORDIS’ Leadership Programme due at month 12

Final Report of funded demonstration projects (4

Other lead beneficiaries: AP-HP (54), IOR (61) and ERN EpiCAREFinal Report of
funded demonstration projects

First Report on training of patient representatives on scientific innovation and translational research in
RD[Z

First Report on training of patient representatives on scientific innovation and
translational research in RD due at month 24

Second report from the face-to-face ExCom and Policy Board meeting (3
Report from the face-to-face ExCom and Policy Board meeting due at M19

Websites, patent fillings, videos etc. (6) v

Third update Virtual platform of RD resources annotated with EJP ontological model (4

Third update of the Virtual platform of RD resources annotated with EJP
ontological model due at month 48

Second update Virtual platform of RD resources annotated with EJP ontological model (4

Second update of the Virtual platform of RD resources annotated with EJP
ontological model due at month 36

EJP RD website (4
EJP RD Newsletter (4

Virtual platform of RD resources annotated with EJP ontological model (4
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https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e501bc4328&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e501bc4328&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e501bc4328&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5c8812fec&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5c8812fec&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ca6371d5&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5ca6371d5&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e51069b8ab&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e51069b8ab&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d758a07d&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d758a07d&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d758a07d&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d78ed034&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d78ed034&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f724f64e&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f724f64e&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e67bb1ef&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e67bb1ef&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cabbf48a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cabbf48a&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5c282fc3e&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5c282f417&appId=PPGMS

First version of the Virtual platform of RD resources annotated with EJP
ontological model due at month 12

First update Virtual platform of RD resources annotated with EJP ontological model (4

First update of the Virtual platform of RD resources annotated with EJP
ontological model due at month 24

Other (12) v

Fourth version Additional facilities integrated to resources regarding_data deposition and access,
including user guidelines and documentation (4

Other lead beneficiary: ELIXIR (76)Fourth version of the Additional facilities
integrated to resources regarding data deposition and access, including user
guidelines and documentation due at month 48

First Ontological model of resources metadata (4
First Ontological model of resources metadata due at mont 12

First version of Additional facilities integrated to resources regarding data deposition and access,
including_user guidelines and documentation (4

Other lead beneficiary ELIXIR (76) First version of Additional facilities integrated
to resources regarding data deposition and access, including user guidelines and
documentation due at month 12

Fifth version Additional facilities integrated to resources regarding data deposition and access,
including user guidelines and documentation (4

Other lead beneficiary: ELIXIR (76)Fifth version of the Additional facilities
integrated to resources regarding data deposition and access, including user
guidelines and documentation due at month 60

Third version Additional facilities integrated to resources regarding data deposition and access,
including_user guidelines and documentation (4

Other lead beneficiary ELIXIR 76Third version of Additional facilities integrated to
resources regarding data deposition and access including user guidelines and
documentation due at month 36

Content of the first 5 online modules (4

Content of the full online course (4

Fifth Ontological model of resources metadata [
Fifth Ontological model of resources metadata due at month 60
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https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d872f431&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d872f431&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f71798ec&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f71798ec&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f71798ec&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cabba833&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cabba833&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cbaa8476&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cbaa8476&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5cbaa8476&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5081156b9&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5081156b9&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5081156b9&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e751accd&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e751accd&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e751accd&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e506751ca0&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e506751ca0&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e6392b7d&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5105025a0&appId=PPGMS

Second version Additional facilities integrated to resources regarding data deposition and access,
including_user guidelines and documentation (4

Other lead beneficiary: ELIXIR (76) Second version of Additional facilities
integrated to resources regarding data deposition and access, including user
guidelines and documentation due at month 24

Fourth Ontological model of resources metadata (4
Fourth Ontological model of resources metadata due at month 48

Second Ontological model of resources metadata (4
Second Ontological model of resources metadata due at month 24

Third Ontological model of resources metadata (4
Third Ontological model of resources metadata due at month 36

Publications

Peer reviewed articles (100)

CHARON: An Imaging-Based Diagnostic Algorithm to Navigate Through the Sea of Hereditary
Degenerative Ataxias [

Author(s): Alessandra Scaravilli, Mario Tranfa, Giuseppe Pontillo, Bernard
Brais, Giovanna De Michele, Roberta La Piana, Francesco Sacca, Filippo Maria
Santorelli, Matthis Synofzik, Arturo Brunetti, Sirio Cocozza

Published in: The Cerebellum, 2024, ISSN 1473-4230

Publisher: Springer Nature

DOI: 10.1007/s12311-024-01677-y

Common conditions of use elements. Atomic concepts for consistent and effective information
governance (4

Author(s): Maria del Carmen Sanchez Gonzalez, Pim Kamerling, Mariapia
lermito, Sara Casati, Umar Riaz, Colin D. Veal, Monika Maini, Francis Jeanson,
Oussama Mohammed Benhamed, Esther van Enckevort, Annalisa Landi, Yanis
Mimouni, Clémence Le Cornec, Domenico A. Coviello, Tiziana Franchin,
Francesca Fusco, Jose Antonio Ramirez Garcia, Loes F. M. van der Zanden,
Alexander Bernier, Mark D. Wilkinson, Heimo Mu

Published in: Scientific Data, Issue 11, 2024, ISSN 2052-4463

Publisher: Springer Nature

DOI: 10.1038/s41597-024-03279-z
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https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da4f6aff&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da4f6aff&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5da4f6aff&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f717a611&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5f717a611&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d873095d&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5d873095d&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e67ba0d4&appId=PPGMS
https://ec.europa.eu/research/participants/documents/downloadPublic?documentIds=080166e5e67ba0d4&appId=PPGMS
https://doi.org/10.1007/s12311-024-01677-y
https://doi.org/10.1007/s12311-024-01677-y
https://doi.org/10.1007/s12311-024-01677-y
https://doi.org/10.1038/s41597-024-03279-z
https://doi.org/10.1038/s41597-024-03279-z
https://doi.org/10.1038/s41597-024-03279-z

A FAIR catalog_of ontology-driven conceptual models (4

Author(s): Tiago Prince Sales, Pedro Paulo F. Barcelos, Claudenir M. Fonseca,
Isadora Valle Souza, Elena Romanenko, César Henrique Bernabé, Luiz Olavo
Bonino da Silva Santos, Mattia Fumagalli, Joshua Kritz, Jodo Paulo A. Almeida,
Giancarlo Guizzardi

Published in: Data &amp; Knowledge Engineering, Issue 147, 2023, Page(s)
102210, ISSN 0169-023X

Publisher: Elsevier BV

DOI: 10.1016/j.datak.2023.102210

Phenotypic features of <i>RETREG1 </i>-related hereditary sensory autonomic neuropathy (4
Author(s): Arman Cakar; Gulandam Bagirova; Hacer Durmus; Oya Uyguner;
Yesim Parman

Published in: Journal of the peripheral nervous system., 2023, ISSN 1529-8027
Publisher: -

DOI: 10.1111/jns.12581

Variant recurrence confirms the existence of a FBXO31 -related spastic-dystonic cerebral palsy.
syndrome (4

Author(s): lvana Dzinovic, Matej Skorvanek, Petra Pavelekova, Chen Zhao,
Boris Keren, Sandra Whalen, Somayeh Bakhtiari, Sheng Chih Jin, Michael C.
Kruer, Robert Jech, Juliane Winkelmann, Michael Zech

Published in: Annals of Clinical and Translational Neurology, 2021, ISSN 2328-
9503

Publisher: Wiley

DOI: 10.1002/acn3.51335

Consensus recommendations on mental health issues in Phelan-McDermid syndrome (4
Author(s): Ingrid D.C. van Balkom, Monica Burdeus-Olavarrieta, Jennifer
Cooke, A. Graciela de Cuba, Alison Turner, Annick Vogels, Anna Maruani
Published in: European Journal of Medical Genetics, Issue 66, 2024, Page(s)
104770, ISSN 1769-7212

Publisher: Elsevier BV

DOI: 10.1016/j.ejmg.2023.104770

Innovative methodologies for rare diseases clinical trials (5

Author(s): Rima Nabbout, Ralf-Dieter Hilgers

Published in: Orphanet Journal of Rare Diseases, Issue 19, 2024, ISSN 1750-
1172

Publisher: BioMed Central

DOI: 10.1186/s13023-024-03189-8

Generation of an induced pluripotent stem cell line carrying biallelic deletions (SCTCi019-B).in
ALDH7A1 using CRISPR/Cas9 (4
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https://doi.org/10.1016/j.datak.2023.102210
https://doi.org/10.1016/j.datak.2023.102210
https://doi.org/10.1111/jns.12581
https://doi.org/10.1111/jns.12581
https://doi.org/10.1002/acn3.51335
https://doi.org/10.1002/acn3.51335
https://doi.org/10.1002/acn3.51335
https://doi.org/10.1016/j.ejmg.2023.104770
https://doi.org/10.1016/j.ejmg.2023.104770
https://doi.org/10.1186/s13023-024-03189-8
https://doi.org/10.1186/s13023-024-03189-8
https://doi.org/10.1016/j.scr.2023.103173
https://doi.org/10.1016/j.scr.2023.103173
https://doi.org/10.1016/j.scr.2023.103173

Author(s): Imke M.E. Schuurmans, Ka M. Wu, Clara D.M. van Karnebeek, Nael
Nadif Kasri, Alejandro Garanto

Published in: Stem Cell Research, Issue 71, 2024, Page(s) 103173, ISSN
1873-5061

Publisher: Elsevier

DOI: 10.1016/j.scr.2023.103173

Lissencephaly: Update on diagnostics and clinical management (4

Author(s): Matti Koenig, William B. Dobyns, Nataliya Di Donato
Published in: European Journal of Paediatric Neurology, Issue 35, 2022,
Page(s) 147-152, ISSN 1090-3798

Publisher: W. B. Saunders Co., Ltd.

DOI: 10.1016/j.ejpn.2021.09.013

Extending inherited metabolic disorder diagnostics with biomarker interaction visualizations (4
Author(s): Denise N. Slenter, Irene M. G. M. Hemel, Chris T. Evelo, Jorgen
Bierau, Egon L. Willighagen, Laura K. M. Steinbusch

Published in: Orphanet Journal of Rare Diseases, Issue 18, 2023, ISSN 1750-
1172

Publisher: BioMed Central

DOI: 10.1186/s13023-023-02683-9

Ensembl 2024 (4

Author(s): Peter W Harrison, M Ridwan Amode, Olanrewaju Austine-Orimoloye,
Andrey G Azov, Matthieu Barba, If Barnes, Arne Becker, Ruth Bennett, Andrew
Berry, Jyothish Bhai, Simarpreet Kaur Bhurji, Sanjay Boddu, Paulo R

Branco Lins, Lucy Brooks, Shashank Budhanuru Ramaraju, Lahcen | Campbell,
Manuel Carbajo Martinez, Mehrnaz Charkhchi, Kapeel Chougule, Alexander
Cockburn, Claire Davidson, Nishadi H De S

Published in: Nucleic Acids Research, Issue 52, 2024, Page(s) D891-D899,
ISSN 0305-1048

Publisher: Oxford University Press

DOI: 10.1093/nar/gkad1049

Remote visualization of large-scale genomic alignments for collaborative clinical research and
diagnosis of rare diseases [4

Author(s): Alberto Corvo, Leslie Matalonga, Dylan Spalding, Alexander Senf,
Steven Laurie, Daniel Pic6-Amador, Marcos Fernandez-Callejo, lda Paramonov,
Anna Foix Romero, Emilio Garcia-Rios, Jorge Izquierdo Ciges, Anand Mohan,
Coline Thomas, Andres Felipe Silva Valencia, Csaba Halmagyi, Mallory Ann
Freeberg, Ana Topf, Rita Horvath, Gary Saunders, Ivo Gut, Thomas Keane,
Davide Piscia, Sergi Beltran

Published in: Cell Genomics, Issue 3, 2023, Page(s) 100246, ISSN 2666-979X
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https://doi.org/10.1016/j.ejpn.2021.09.013
https://doi.org/10.1016/j.ejpn.2021.09.013
https://doi.org/10.1186/s13023-023-02683-9
https://doi.org/10.1186/s13023-023-02683-9
https://doi.org/10.1093/nar/gkad1049
https://doi.org/10.1093/nar/gkad1049
https://doi.org/10.1016/j.xgen.2022.100246
https://doi.org/10.1016/j.xgen.2022.100246
https://doi.org/10.1016/j.xgen.2022.100246

Publisher: Elsevier Inc.
DOI: 10.1016/j.xgen.2022.100246

Genome Aggregation Database Version 4—New Challenges of Variant Analysis in Movement
Disorders (4

Author(s): Elisabetta Indelicato, Luigi Michele Romito, Philip Harrer, Nico Golfré
Andreasi, Isabel Colangelo, Robert Kopajtich, Juliane Winkelmann, Holger
Prokisch, Barbara Garavaglia, Michael Zech

Published in: Movement Disorders, Issue 39, 2024, Page(s) 1237-1238, ISSN
0885-3185

Publisher: John Wiley & Sons Inc.

DOI: 10.1002/mds.29797

The phenotypic and genetic spectrum of patients with heterozygous mutations in cyclin M2 (CNNM2)
K4

Author(s): Gijs A. C. Franken, Dominik Mdller, Cyril Mignot, Boris Keren,
Jonathan Lévy, Anne-Claude Tabet, David Germanaud, Maria-Isabel Tejada,
Hester Y. Kroes, Rutger A. J. Nievelstein, Elise Brimble, Maria Ruzhnikov, Felix
Claverie-Martin, Maria Szczepariska, Martin Cuk, Femke Latta, Martin Konrad,
Luis A. Martinez-Cruz, René J. M. Bindels, Joost G. J. Hoenderop, Karl-Peter
Schlingmann, J

Published in: Human Mutation, 2021, ISSN 1059-7794

Publisher: John Wiley & Sons Inc.

DOI: 10.1002/humu.24182

Definition and clinical variability of SHANK3-related Phelan-McDermid syndrome (4

Author(s): Michael Schon, Pablo Lapunzina, Julidn Nevado, Teresa Mattina,
Cecilia Gunnarsson, Kinga Hadzsiev, Chiara Verpelli, Thomas Bourgeron, Sarah
Jesse, Conny M.A. van Ravenswaaij-Arts, Raoul C. Hennekam

Published in: European Journal of Medical Genetics, Issue 66, 2023, Page(s)
104754, ISSN 1769-7212

Publisher: Elsevier BV

DOI: 10.1016/j.ejmg.2023.104754

Evaluating FAIR maturity through a scalable, automated, community-governed framework (5
Author(s): Mark D. Wilkinson, Michel Dumontier, Susanna-Assunta Sansone,
Luiz Olavo Bonino da Silva Santos, Mario Prieto, Dominique Batista, Peter
McQuilton, Tobias Kuhn, Philippe Rocca-Serra, Merceé Crosas, Erik Schultes
Published in: Scientific Data, Issue 6/1, 2019, ISSN 2052-4463

Publisher: Nature

DOI: 10.1038/s41597-019-0184-5

Combined Single Gene Testing.and Genome Sequencing_as an Effective Diagnostic Approach for
Anophthalmia and Microphthalmia Patients (4
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https://doi.org/10.1002/mds.29797
https://doi.org/10.1002/mds.29797
https://doi.org/10.1002/mds.29797
https://doi.org/10.1002/humu.24182
https://doi.org/10.1002/humu.24182
https://doi.org/10.1002/humu.24182
https://doi.org/10.1016/j.ejmg.2023.104754
https://doi.org/10.1016/j.ejmg.2023.104754
https://doi.org/10.1038/s41597-019-0184-5
https://doi.org/10.1038/s41597-019-0184-5
https://doi.org/10.3390/genes14081573
https://doi.org/10.3390/genes14081573
https://doi.org/10.3390/genes14081573

Author(s): Rabia Basharat, Kim Rodenburg, Maria Rodriguez-Hidalgo, Afeefa
Jarral, Ehsan Ullah, Jordi Corominas, Christian Gilissen, Syeda Tatheer Zehra,
Usman Hameed, Muhammad Ansar, Suzanne E. de Bruijn

Published in: Genes, Issue 14, 2023, Page(s) 1573, ISSN 2073-4425
Publisher: Multidisciplinary Digital Publishing Institute (MDPI)

DOI: 10.3390/genes14081573

Ensembl 2021 (4

Author(s): Kevin L Howe, Premanand Achuthan, James Allen, Jamie Allen,
Jorge Alvarez-Jarreta, M Ridwan Amode, Irina M Armean, Andrey G Azov, Ruth
Bennett, Jyothish Bhai, Konstantinos Billis, Sanjay Boddu, Mehrnaz Charkhchi,
Carla Cummins, Luca Da Rin Fioretto, Claire Davidson, Kamalkumar Dodiya,
Bilal El Houdaigui, Reham Fatima, Astrid Gall, Carlos Garcia Giron, Tiago Grego,
Cristina Guijarro-Clarke, Lea

Published in: Nucleic Acids Research, Issue 49/D1, 2020, Page(s) D884-D891,
ISSN 0305-1048

Publisher: Oxford University Press

DOI: 10.1093/nar/gkaa942

Ensembl 2022 (4

Author(s): Fiona Cunningham, James E Allen, Jamie Allen, Jorge Alvarez-
Jarreta, M Ridwan Amode, Irina M Armean, Olanrewaju Austine-Orimoloye,
Andrey G Azov, If Barnes, Ruth Bennett, Andrew Berry, Jyothish Bhai, Alexandra
Bignell, Konstantinos Billis, Sanjay Boddu, Lucy Brooks, Mehrnaz Charkhchi,
Carla Cummins, Luca Da Rin Fioretto, Claire Davidson, Kamalkumar Dodiya,
Sarah Donaldson, Bilal EI Houdaigui

Published in: Nucleic Acids Research, Issue 50, 2023, Page(s) D988-D995,
ISSN 0305-1048

Publisher: Oxford University Press

DOI: 10.1093/nar/gkab1049

A neutral comparison of statistical methods for analyzing longitudinally measured ordinal outcomes in
rare diseases [4
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