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Challenges facing patients and families

And Physicians!

Diagnosis Research Care
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A good diagnosis is always holistic and patient centered!
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A train can hide another
The clinical examination and the history from the family are major steps!
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A train can hide another!
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A train can hide another!

Spinal muscular atrophy
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Figure from Scheffer IE, et al. Nat Rev Dis Primers. 2024;10:61 and Xian J and I Helbig, 2023

MONOGENIC EPILEPSIES



5 years to diagnosis… the brain does not wait!
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Abnormal eyes’ movement
Ophtalmologist exam 
normal?

Absences (epilepsy), 
abnormal EEG and 
slight delay in the 
development?

- Absences non responding to 
drugs, more frequent in the 
morning

- Delay in the development
- Small head circumference
- Abnormal movement after 

awakening



10 years delay… the brain doaes not wait as much!
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End of the why?
Beginning of the How!



10 years delay… the brain doaes not wait as much!
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Case discussion meetings at national level
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Objectives of ERNs: the example of EPICARE
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Stand up for your rights!
Early diagnosis and best care!

Diagnosis

The right to have a 
diagnosis and a diagnosis 
etiology when possible!

Targeted therapy

The right to have the best 
care!

Accessibility

The right to have 
accessibility for this 
therapy wherever and 
whoever you are!



EDUCATION – DISSEMINATION – EXPERTISE and 
REFERRAL

Hurdles at each step

Need to empower physicians/patients/families
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Thank you!

Rima NABBOUT, MD, PhD

Rima.nabbout@aphp.fr
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https://www.facebook.com/ERDERAeu/
https://www.instagram.com/erdera_org/
https://x.com/ERDERA_org
https://www.linkedin.com/company/erdera/
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