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Main issues:
Å Diagnostic journey takes years 

Å A large fraction of RD patients 

are misdiagnosed (>50% of all 

patients)

Å Major impact of misdiagnosis

Å For about 50% of genetically 

tested patients the molecular 

disease cause can not be 

confirmed

(Ref. EURORDIS: Global Rare barometer survey

On the journey to diagnosis for people living with a rare 

disease.)



RD DIAGNOSISςPUSHANDPULLFACTORS

ÅMedical need
of RD 
patients

ÅCosts for
healthcare
systems
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ÅEuropean 
Reference 
Networks

ÅDiagnostic
technology
development

ÅPrecision 
therapies for
RD patients
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Interventions

ÅEuropean Reference Networks

ÅData sharing

ÅNovel Diagnostic Technology

ÅNew Born Screening

ÅUndiagnosedDisease Programs

ÅEtc. 
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Healthcaresystemswith

RD patients w/o diagnosis

Care as is Interventions

Changedhealthcaresystems
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Interventions

ÅEuropean Reference Networks

o Standards of care including
care pathways , referral
pathways and guidelines

o Cross-border diagnostic care 
pathways including
multidisciplinary case discussions
(CPMS)

o Quality assurancefor next
generation sequencing

o Collaborative research based on 
data sharing
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Ref: Endo-ERN


