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Objectives

Our missions:

o Identify a care course

° Strengthen the efficiency and
the reactivity of our offer of

care with RTT specialists

® Decrease the number and the
time of consultations for the

patients
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Ours main efforts:

® Premature care
° Multidisciplinary clinics

® Transition towards the

adulthood

e Partners for the clinical

trials




Multidisciplinary clinics

O Announcement of diagnosis

I Neuropediatrician, Geneticist, Psychologist and the family
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Pre-surgical for scoliosis

Neuropediatrician, Physical medicine, Orthopedic surgeon,
Gastroenterologist, Endocrinologist, Pulmonologist. . .
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Q'E Neuropediatrician, Gastroenterologist, Dietician, Endocrinologist
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Disorders of behavior and sleep

Neuropediatrician, Psychiatrist, Psychologist, Pulmonologist

Transition towards the adulthood

Neuropediatrician, Neurologist. . .




Conduct of clinical and

therapeutic trials

Development and
realisation of« road

maps »

Promotion of
therapeutic
educational

pl"O gram

Project to

serve
Research

Development of
links with
pharmaceutical

industry

Continuation of the

activity of the European

network




Clinical trials

In France




Desipramine

6 girls included

Trials was interrupted

120 girls included (since 2009)

Screnning for osteoporosis/ biomarkers
Results to be disclosed
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Treatment improves breathing and survival in a
mouse model

36 girls included in a clinic trial (since 2009)

Results to be disclosed /
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