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Birmingham Children's Hospital NHS Trust (Birmingham) Epldermoly5|s bullosa, Lysosomal Storage
Disorders

St John's Institute of Dermatology, Guy's and St Thomas' NHS

Trust (London)

Department of Genetic Medicine, Central Manchester

University Hospitals (Manchester)

Birmingham Children's Hospital NHS Trust & Torbay Hospital,

South Devon Healthcare NHS Foundation Trust (Birmingham &

Torbay)

Epidermolysis bullosa
Neurofibromatosis type one and two

Alstrom syndrome adults and transition
adolescents
Guys and St Thomas NHS Foundation trust (London) Xeroderma pigmentosum

Mitochondrial Research Group, Newcastle University

(Newcastle) Mitochondrial Diseases

Birmingham Children's Hospital NHS Trust (Birmingham) Developmental/Genetic disorders
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Diseases
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Rare, often hereditary diseases with onset in childhood and symptoms from several

) organ systems
Centre for rare disease g y

(Center for sjeldne
sygdomme), Aarhus
University Hospital

(Aarhus)

Neurofibromatosis, Marfan syndrome , Ehlers Danlos Syndrome, Prader Willi Syndrome,
Spielmeyer-Vogt syndrome, skeletal dysplasia, von Hippel-Lindau, Klippel-Trenaunay,
Angelman, tuberous sclerosis, 22g11ds, Rubinstein-Taybi, Osteogenesis Imperfecta
craniofacial disorders, tuberous sclerosis, Angelman syndrome, Moebius syndrome
Moya-moya, Cri-du-chat, Williams syndrome, Beckwith-Wiedemann syndrome etc.
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Patients and care environment at the centre
Access to centres

oordination and cooperation within and outside the centre

nsition of care from childhood to adulthood
autonomy
presentatives and support groups at CoEs
1formation to patients
ing amongst healthcare and n




» The essential functions of a CoE should incl
provision of diagnosis, treatment and care in
iseases it specialises in.
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Outreach clinics headed by CoEs should
tablished to minimise travel for patie
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)atient information in the healthcare system (
GPs and specialists treating patients
2 CoE) to ensure early and accurate a
icient care.
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CoE should be linked to a pati
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atients and their families should
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condition using appropriate c¢
mats adapted for the targe
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ely to come across rare disease patients.
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ablish themselves as research faci
de patient organisations in the
tion of studies.
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>Can this process be repeated?

e-evaluation every three years?

ountries can plug in
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