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Challenges facing patients and families

And Physicians!

Diagnosis Research
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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!

Infant milestones
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A train can hide another!

Infant milestones s
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A train can hide another!

Spinal muscular atrophy
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and DIFFICULTY
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inhaling food
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SMA is diagnosed in 1 $
in 100,000 people.

Spinal Muscular Atrophy is a
genetic condition in which the
nerve cells in the spinal cord
that control our body's muscles
are damaged. The muscles can
become weaker and waste away.

One in fifty people carry a

copy of the altered gene

that can lead to SMA in a
child.

Genetic testing is done
looking at the genes SMN1
and SMN2 to confirm
someone has SMA.

Se

A "floppy baby" is a baby
with little or no motor
strength or control due to
SMA.
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5 years to diagnosis... the brain does not wait!

V4 .
Abnormal eyes’ movement Absences non responding to

Ophtalmologist exam abnormal EEG and drugs, more frequent in the
normal? slight delay in the morning
development? - Delay in the development
. - - Small head circumference
» uropean Rare viseases
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awakening



10 years delay... the brain doaes not wait as much!

GLUT1 in the blood-brain barrier (BBB)

L1 & A

End of the why?
Beginning of the How!

andd in erythrocytes.,
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10 years delay... the brain doaes not wait as much!
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Case discussion meetings at national level
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NORWAY Norwegian National
Unit for Epilepsy, Oslo

SWEDEN Sahlgrenska
University Hospital, Gothenburg

=f= FINLAND Kuopio University
Hospital / Consortium ERNEpi
Helsinki-Oulu

= THE NETHERLANDS University
Medical Center Utrecht (UMCU)

| B BELGIUM University Hospital
Gasthuisberg KUL, Leuven /
BRACE Brussels Rare and Complex
Epilepsies Consortium

— LUXEMBOURG Centre
Hospitalier de Luxembourg

B B FRANCE EPIRARES Consortium, Pari

== DENMARK Rigshospitalet, Copenhagen / Danish Epilepsy
Center Filadelfia, Dianalund / Aarhus Universitets Hospital

Il GERMANY Bonn University Hospital / Universitatsklinikum

Erlangen / University Hospital, Freiburg /
Universitatsklinikum Tubingen

T
12’ EpiCARE

s/

CHU Necker - Enfants Malades APHP, Paris /

CHU Marseille APHM / CHRU Lille /

CHU Lyon HCL /

EGEE Consortium Strasbourg-Nancy
= SPAIN Hospital Sant Joan de Déu

and Hospital Clinic, Barcelona /

Hospital del Mar, Barcelona /

Hospital Universitario La Fe, Valencia

PORTUGAL CHU de Coimbra/
Hospital de Santa Maria, Lisbon /
Centro Hospitalar do Porto
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EUROPEAN
UNION
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B §ITALY IRCCS Istituto Gaslini, Genova / IRCCS Carlo Besta
(Milano Consorsium) / IRCCS Fondazione Mondino, Pavia /
Ospedale Pediatrico Bambino Gesl:, Rome / AOUI di Verona /
IRCCS Institute of Neurological Sciences of Bologna /
Azienda Ospedaliera Universitaria Meyer, Firenze

. ESTONIA Tartu University Hospital /
Tallinn Children's Hospital

LITHUANIA Hospital of the Lithuanian
University of Health Sciences, Kaunas /
Vilnius Institute of Clinical Medicine

s POLAND Children's Memorial Health
Institute Warsaw

= LATVIA University Children's Clinical
Hospital, Riga
CZECH REPUBLIC Brno Epilepsy Center /
Motol University Hospital Prague

W AUSTRIA Christian Doppler Medical
Centre, Salzburg /
Medical University of Vienna

- SLOVENIA Ljubljana University
Medical Centre

HUNGARY National [nstitute of
Clinical Neurosciences Budapest

= CROATIA University Hospital Centre
Sestre Milosrdnice, Zagreb /
University Hospital Centre, Zagreb
ROMANIA Alexandru Obregia Clinical
Hospital, Bucharest

@ CYPRUS The Cyprus Institute of
Neurology and Genetics, Nicosia

. MALTA Mater Dei Hospital




Objectives of ERNs: the example of EPICARE

Accessibility

To improve accessibility of detailed
diagnostics to individuals of all ages with
rare and complex epilepsies across

Europe, including clinical evaluation and
investigation.

>

Developing treatment

To develop treatment protocols and
monitor standardised outcomes of rare
and complex epilepsies.

A
on

Awareness

To improve awareness and accessibility
to protocols for physicians and individuals
with rare and complex epilepsies across
Europe for treatment.

Education

To enhance educational activities and
training opportunities across Europe by
interchange across the network.
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Collaborative research

To enhance opportunities for registries,
and collaborative research for the
benefit of individuals with rare and

complex epilepsies across Europe.

15



Stand up for your rights!

Early diagnosis and best care!

Diagnosis Targeted therapy Accessibility
The right to have a The right to have the best The right to have
diagnosis and a diagnosis care! accessibility for this
etiology when possible! therapy wherever and

whoever you are!
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EDUCATION — DISSEMINATION — EXPERTISE and
REFERRAL
Hurdles at each step

Need to empower physicians/patients/families
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E - D Thank you!
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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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