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Aktuelle og kommende terapier 
under TREAT-NMD

“advancing diagnosis, care and treatment 
for people with neuromuscular diseases 
around the world”

Mål:
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Standardisation of animal and cell models
Production, toxicology and systemic 
delivery methods
Biobanks
Protocols for molecular diagnosis
Outcome measures
Standards of diagnosis and care
Clinical trial coordination
Patient registries
Training, communication, dissemination

Forbedred infrastruktur for at harmonisere vejen 
fra laboratorium til klinisk pröve og behandling:
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TREAT-NMD collaborations – a global network
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Trial readiness: outcome measures

• Development of online 
registry of outcome measures

• Assessment of available tools in 
clinical situation

• Identification of gaps in knowledge
• Dialogue with regulatory authorities

 Flexibility, training, education
• Not promoting a single OM but 

assessing which are appropriate for 
different situations
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Standards of Diagnosis and Care

1. A joint basis for diagnostics and care improves quality 
of multinational treatment studies

2. Low prevalence necessitates expert advice being 
collated on a multinational level

3. Families should be offered the most informed 
treatment and counselling regardless of where in 
Europe they live
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Fokus på Duchennes muskeldystrofi (DMD) 
og spinal muskelatrofi (SMA)

DMD SMA
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• ICC Consensus statement for SOC in SMA
TREAT-NMD/ICC précis 

ICC Family guide

www.treat-nmd.eu/soc/eng/sma

Standards of care in SMA
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ICC Consensus statement for Standards of 
care in SMA
Standard of care committee (SCC) formed 2005 to establish 
guidelines

12 core members, 56 experts

How to reach consensus? Delphi technique
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ICC Consensus statement for Standards of 
care in SMA

Five areas adressed:

diagnosis

pulmonary care

GI and nutritional care

orthopedics and (re)habilitation

palliative care

Three functional levels:

non-sitter

sitter

walker
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www.treat-nmd.eu/soc
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TREAT-NMD interim Standards of Care 
recommendations for DMD

• Diagnosis
• Medical treatment (cortisone)
• Nutrition / gastroenterology
• Respiration
• Cardiology
• Orthopaedics
• Psychosocial
• Rehabilitation
• Oral and dental care

www.treat-nmd.eu/soc
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www.treat-nmd.eu
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Trial readiness: clinical trial 
coordination centre

• University of Freiburg (MD-NET)

• Services:
 Project and data management
 Monitoring
 Study assistance
 Training 
 Bioinformatics
 Trial site identification
 Guidance on European 

regulations
 EMEA/FDA contacts
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Trial readiness: network of trial sites

• Pre-feasibility data obtained on 
clinical sites worldwide with 
trial experience and 
neuromuscular expertise

• Resource for industry planning trials

• Combines with patient care 
initiative to disseminate 
best practice and care standards

• Possibility of using network as 
platform to fast-track certain trials
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CTCC Feasibility Questionnaire: 
overall patient population
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How it works in practice: first feasibility study

• Enquiry from a company considering a clinical trial in 
DMD (Europe/US)

• Accurate clinical data required for trial planning 
• Inquiry received: 5 June 2008 
• Request for recently recorded or updated data only 

(< 1 year old!); 2 weeks for completion of study
• Report completed: 23 June 2008

 Dramatically quicker results ⇒ trials are 
suddenly more attractive
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Trial readiness: patient registries

A global database of patients with the genetic and clinical data 
necessary for trial recruitment

• Many benefits to registered patients

 Feedback on standards of care and new research developments
 Feeling a sense of “belonging” to a broader community
 Not being left behind as clinical trials develop
 A link to the research community

• Many benefits to industry

 Easy access to patient community
 Clear concept of target market
 Feasibility and planning of clinical trials
 Recruitment of patients into clinical trials
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Registries for DMD: harmonized items

• Personal data of patient (name, birth date, address)
• Diagnosis (DMD, BMD, IMD, SCarrier, not determined) 
• Mutation/Deletion
• Motor function: ambulation
• Medication: steroids
• Scoliosis surgery
• Cardiac involvement
• Ventilatory function (Ventilator use)
• Muscle biopsy

Mandatory

Highly encouraged
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Registries for SMA: harmonized items

• Personal data of patient (name, birth date, address)
• Diagnosis (SMA, other, not determined)
• Mutation/Deletion of SMN1 gene
• Motor function: ambulation
• Feeding function: gastric/nasal tube
• Scoliosis surgery
• Ventilatory function (Ventilator use)
• SMN2 copy number
• SMA classification

Mandatory

Highly encouraged
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Patient registries

TREAT-NMD
global database

Patient 
report

(self-report)

Professional 
report

(geneticist,
physician)

Curator

National database/
             registry

Mandatory items

Highly encouraged 
items

geneticist,
physician

Pseudonymised
    (encrypted)
         data
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Patient registries
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Currently planned national TREAT-NMD
registries on DMD & SMA (April 2008) Australia

Canada
Japan
USA

Associated
Registries:

France

Germany

Hungary

UK

Italy

Spain

Portugal

Sweden

Finland

PolandNL

Suisse

Czech 
Ukraine

Bulgaria
Turkey

UK partnership with 
Action Duchenne
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www.parentprojectmd.org
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www.parentprojectmd.org
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Kommende terapier: -vem välger trial 
og på vilke grunde?

Farmaceutisk firma veljer kliniske centra

Kliniske centra veljer trial at deltage i

Enkelt person/familie veljer slutlig deltagelse

Leger / terapeuter rådgiver

Skal TREAT-NMD give ”expert advice”?
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Konklusion:
• TREAT-NMD arbejder for europeisk/internationel 
konsensus kring bedste nu kendte behandling

• forberedelser for kliniske studier (outcome 
measures, patient registries, CRCC)

• Mange kliniske trials nu eller på vej gör det viktig 
välge at deltage i den rette

www.treat-nmd.eu
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Tak!
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