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Teresinha Evangelista

MyoCapture +
CR NMD
Labos de Génétique...

>> Solve-NMD

(CPP, CNIL…)



Genomic data flow in RD-Connect



French Solve NMD

Cohort 1
> 126 Cases with unsolved Exomes (or Panel!)

Cohort 2 (with biological material available)
>  10-15 cases

Cohort 3: to be defined 
- Cases of vacuolar myopathy 
- Susceptibility for inflammatory myopathies …

Cohort 4
> OPMDD (Tanya Stojkovic Cohort)



30+
involved in the recruitment

Fr
o

m 12 reference
centers

Cohort 1 update

126 Informed Consents 
(out of which 44 pending)

81 PhenoTips created
67 WES files uploaded

On December 4th

Ville Labos de 
génétique 
référents

Médecins 
référents

Consentements 
signés

PhenoTyps
créés 

Fichier WES 
uploadés

Angers I Nelson M Spinazzi 2 2 2

Bordeaux
M Cossée
I Nelson 

G Solé, X Ferrer 2 + ?? 2 + ?? 2 + ??

Limoge I Nelson K Ghorab 3

Lyon I Nelson V Manel 3 3 3

Marseille M Krahn E Salort-Campana ?? ?? ??

Montpellier M Cossée R Juntas-Morales 3 + ?? 3 + ?? 0

Paris

P Richard
C Metay
F Leturcq
J Nectoux
I Nelson

A Behin 
B Eymard
A Isapof, M Mayer
S Quijano-Roy
T Stojkovic

71 71 60

Lille, Nimes, 
Tours….. ….. …… ……. …. …..



Solve-RD will provide 50 Seeding Grants (20,000 EUR each*) to fund projects that will allow rapid confirmation of 
potentially disease-causing genes and decipher the underlying molecular disease mechanisms. 
The RDMM-Europe registry has now been implemented. In order to make as many relevant matches between disease
identification experts and functional research groups as possible, we need as many entries in the database as possible.

WP2. Novel Molecular Causes  

http://solve-rd.eu/



Treatabolome:
>>  Even after diagnosis, many patients do not find their way onto the optimal treatment regimen for years

We need to improve flagging of such “treatable” variants

1. Pilot with neuromuscular disease and ERN EURO-NMD

 Systematic review of the literature – extract data on disease / variant / treatment / evidence
>> Completed & Published for CMS Thompson et al. Emerging Topics in Life Science, 2019.

 Develop database using appropriate ontologies and classifications 
>> CNAG in Barcelona to lead on this (Database) 

>> Nomenclature & Classification: Thompson et al.  Orphanet J Rare Diseases, 2018.

• 2. Repeat with other ERNs after lessons learned from pilot

Antonio Atalaia >> Treatabolome tasks force 

Systematic reviews: Guideline paper in prog.

Ongoing Systematic reviews by collaborators :  Laminopathies, CMT, Channelopathies, Ataxia, Parkinson….. 

WP3. Changing Patient life: Translation to the clinic 



Commission Recherche

Action 1.   Annuaire Labo Recherche >> Emergence de Projets communs
- Mise à jour de l’existant
- Cahier des charges de l’outil nécessaire (ergonomie, contenu) 

Action 2. Groupes de Travail 
- Titinopathies: depuis 2017 (M Cossée / G Bonne)
- FHSD > 1ère réunion le 31 janvier 2020 (M Cossée / G Bonne)
- CMT  > S Attarian (in prog.)
- Autres ????

Action 3. BioBanques & CRB  >>  Ressources pour projets de recherche
- Enquête états des lieux, besoins, difficultés… (P Marcorelles)
- Hiérarchisation des actions à mener >> Optimisation accès 

Chargée de Mission : Ferroudja Daidj


