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Objectives

To support the empowerment of undiagnosed patients in the 
development and implementation of novel diagnostic and care 
pathways

To serve as a dissemination channel toward the undiagnosed

For any diseases still unsolved at the end of the project, to leave a 
legacy of a strengthened support community for the undiagnosed.
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25 members  
from 19 
organizations 
within 4 networks 
(UDNI, SWAN 
EUROPE, ePAG
rep, Global 
Commission) and 
Solve-RD
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Challenges/Questions

• What does the patient journey through diagnosis look like? 

• How can the results of the research project communicated to the patient?

• Guideline / toolkit following genetic counselling

• Coding of undiagnosed patients (RD-CODE)

• Undiagnosed registries

Action points for 2020

• To  produce a map of existing resources for undiagnosed community

To develop a visual infographic, of the patient journey through diagnosis
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Rareconnect.org 
Online platform for rare disease patients, families and patient organizations to develop communities 
and conversations across continents and languages

Rare Diseases Helplines 

Undiagnosed Photo Project:
This Wilhelm Foundation initiative aims to reach a diagnosis through sharing and it is created for 
patients who have been evaluated at the Undiagnosed Disease Program (UDP) and are still undiagnosed 
after the program. 

SWAN-UK 
Information to patients and parents 
Help create new undiagnosed organizations

MD4RD 
Training of professionals

Map of Resources 
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Key messages

• Establishing an active undiagnosed community is extremely 
important.

• Patient organizations should be involved in earlier steps of the 
journey through diagnosis.

• Education of professionals on rare & ultra-rare diseases is essential

• Patients as equal partners drive forward active collaborations among 
the different stakeholders.


