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EMR RARE DISEASE DAY 2019 SUMMARY 

On the 28th February, the EMRaDi consortium gathered more than 20 speakers and 120 participants for the 

first Euregio Meuse Rhine Rare Disease Day (EMR RDD). During this day the preliminary results of the EMRaDi 

project were presented and the following question was addressed: How can we improve the healthcare and 

quality of life of patients affected by rare diseases in the Euregio Meuse-Rhine, in border regions and at 

European level? 

This overarching question was explored via 3 central themes - Awareness, Undiagnosed/patients without 
diagnosis, Cross-border health care & cooperation - via shared presentations by the following experts:  

Awareness 

¶ Prof. Dr. Jean-Pierre Schenkelaars, ANMC  

¶ Prof. Dr. Jean Muris, HAG UM 

¶ Sigrid Hendriks, VSOP 

Undiagnosed/patients without diagnosis 

¶ Els Vergouwen, patient representative   

¶ Simon Kleijkers, Witte raven Limburg NL 

¶ Prof Dr. Connie Stumpel, MUMC 

Cross-border health care & cooperation 

¶ Matthew Bolz-Johnson, EURORDIS  

¶ Prof Dr. Nicoline Hoogerbrugge, Coordinator, ERN GENTURIS/Radboudumc  

¶ Prof. Dr. René Westhovens, UZ Leuven 

The insights given by these experts on the three topics were the introduction for three parallel round table 
discussions with all participants of the EMR RDD addressing the following questions: 

¶ What is the current situation (bottlenecks, successes)? 

¶ What are the solutions? 

¶ Who can contribute to come to a solution? 

The feedback of the parallel round table discussions was presented in a final plenary session, which can be 
found in the following pages. The plenary session focused on how EMRaDi and the participants in the EMR 
RDD can have an impact on improving the quality of life of RD patients and can establish real solidarity at the 
European level. This input was discussed during a panel debate consisting of Matthew Bolz-Johnson 
(EURORDIS), Cor Oosterwijk (Director, VSOP), Prof. Schulz (Uniklinik Aachen), Alain Coheur (Solidaris), Dr. 
Feldhoff (euPrevent), Prof. Nicoline Hoogerbrugge (Coordinator, ERN GENTURIS/Radboudumc), Prof. Dr. 
Connie Stumpel (MUMC+) and Dr. Saskia Bulk (CHU Liège). 

It emerged from the discussions that the EMR region can be a ‘good example’ for future European 
developments, starting with this INTERREG project. Some recommendations from the panel: 

¶ Stakeholders involved in the field of rare disease must learn to know each other to further improve 
collaborations 

¶ Be ambitious in speeding up diagnosis of a rare disease within a year 

¶ Continued and further cooperation between the hospitals involved is needed 

¶ Raise awareness on European Reference Networks and develop networks within countries  

¶ Establish clear reimbursement for telemedicine and integration of the ERNs in national health care 
systems 
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PLENARY FEEDBACK ROUND TABLE DISCUSSIONS 

CROSS BORDER HEALTHCARE & COOPERATION 

WHAT ARE THE EXPERIENCES (BOTTLENECKS AND SUCCESSES), REGARDING CROSS 

BORDER HEALTHCARE AND COOPERATION? 

Bottlenecks 
• CBHC reimbursement procedures are uncertain (level of reimbursement, etc.) 
• Differences in clinical practices (access to medicines, diagnostic procedures, etc.) 
• Cultural and language barriers 
• Patients turn to Google instead of using expertise across the border 
• End of IZOM (Integratie Zorg op Maat - previous system facilitating CBHC in the EMR on 

administrative and financial aspects) 

Successes 
• Collaboration between insurers (AOK, CZ, MC) 
• ERNs supporting sharing and learning 

WHAT ARE POSSIBLE SOLUTIONS FOR BOTTLENECKS AND WHAT ARE GOOD PRACTICES 

REGARDING CROSS-BORDER HEALTHCARE AND COOPERATION? 

• Integrate ERNs into national systems 
• E-health and multidisciplinary consultation of patient (ERN – Clinical Patient Management System 

(CPMS)) 
• E-health services are still not reimbursed! We need a common nomenclature for 

telemedicine services 
• Pilot projects – patient pathways in the EMR (EMRaDi) for gaining experience and upscaling 
• European fund for rare diseases 
• International guidelines and adherence to them 

HOW CAN PATIENTS, PATIENT ORGANIZATIONS,  HEALTHCARE PROFESSIONALS, 

HEALTHCARE INSURERS AND POLICY MAKERS CONTRIBUTE TO MAKE THESE SOLUTIONS 

HAPPEN? 

• Collaboration between all stakeholders 
• Raising awareness 

 

AWARENESS 

WHAT ARE THE EXPERIENCES (BOTTLENECKS AND SUCCESSES) REGARDING 

AWARENESS? 

• GP’s and other healthcare providers should know more about RD  
• Diagnostic delay and late recognition of symptomsĄ the diagnostic delay has to be reduced 
• Patient organizations and healthcare providers do not know enough about RD centres  
• Patients and healthcare providers do not know where to find centres of expertise as they are not 

mentioned enough publicly  
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• GP’s have to know about the existence of centres of expertise and patient organizations, so they can 
lead the patient to the right source of information 

WHAT ARE POSSIBLE SOLUTIONS FOR BOTTLENECKS AND WHAT ARE GOOD PRACTICES 

REGARDING AWARENESS? 

• Centres of expertise should have more publicity in medical magazines, internet, etc. 
• More financial investment in centres of expertise  
• Red flag list for RD (but be aware: only checking the red flags is not enough!) 
• Patient organizations should play an important role in putting these centres of expertise on the map 

HOW CAN PATIENTS, PATIENT ORGANIZATIONS,  HEALTHCARE PROFESSIONALS, 

HEALTHCARE INSURERS AND POLICY MAKERS CONTRIBUTE TO MAKE THESE SOLUTIONS 

HAPPEN? 

• RD should be discussed internationally (raising international awareness is necessary) 
• Data exchange between different RD centres  
• Conferences to connect experts all over the world. In case of non-specific symptoms, healthcare 

providers should be aware that a manifestation of a rare disease could also be a possibility. RD’s 
should get high priority, especially when common causes are excluded 

• We have to continue to talk about patients’ stories to improve public understanding of RD 

 

UNDIAGNOSED 

WHAT ARE THE EXPERIENCES (BOTTLENECKS AND SUCCESSES) REGARDING PATIENTS 

WITHOUT A DIAGNOSIS? 

• Diagnostic delay is very common and you need to find the right partners and be referred to the right 
expert without losing precious time 

• Syndromes are in need of multidisciplinary care 
• Need of a coordinator who is in charge of incoming data of different experts (keeping overview!) 
• Up to now we are too dependent on coincidence to find the diagnosis 

WHAT ARE POSSIBLE SOLUTIONS FOR BOTTLENECKS AND WHAT ARE GOOD PRACTICES 

REGARDING PATIENTS WITHOUT A DIAGNOSIS? 

• Coordinator 
• Education at all levels 
• Raising awareness continuously via different channels 
• Make use of new technology 
• Need for collaboration between professionals and patients 

HOW CAN PATIENTS, PATIENT ORGANIZATIONS,  HEALTHCARE PROFESSIONALS, 

HEALTHCARE INSURERS AND POLICY MAKERS CONTRIBUTE TO MAKE THESE SOLUTIONS 

HAPPEN? 

• Be “angry” together!! 
• Better policies for reimbursement for cross border healthcare 
• We should raise awareness at a political level 
• Start platforms for professionals in healthcare institutions and undiagnosed patients  
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MATERIAL 

 

On our website, you will find the material resulting from the day: 

• The PowerPoint presentations of the speakers 
• The drawings illustrating the day 
• A video in which participants reflect on the day 

 

TO CONTACT US 

 

info@emradi.eu 

 

 

 
 
 
 
 
 

http://www.emradi.eu/assets/f0cc1c6d-a3d3-42eb-8957-75bddf71c9cb/EMRRd%20Day%202019%20presentations.zip
http://www.emradi.eu/en/news/54_emr-rare-disease-day
http://www.emradi.eu/en/news/54_emr-rare-disease-day
mailto:info@emradi.eu

