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Rare Diseases World
• Rare diseases (RDs) are numerous (over 6,000), heterogeneous in nature, often multi-systemic, 

and geographically disparate.  Despite their heterogeneity, RDs share commonalities linked to 
their rarity that necessitates a comprehensive public health approach 

• European Reference Networks (ERN) for Rare Diseases are fostering co-operation and unification
of guidelines for treatment of Rare Diseases

• Electronic health record systems able to 'interoperate' represent the basis for data sharing and
exchange of information, which is vital to improve the quality and safety of patient care and
boost research. Interoperability of systems collecting data on RD entails added value, as in this
domain information is particularly scattered and usually collected for different purposes, thus
using different tools.

• At European level, the lack of data on RDs in healthcare systems represents a major issue to be 
addressed. Accordingly, recommendations have been issued stating the importance of using 
Orphacodes (Orphanet nomenclature of rare diseases), together with ICD, to record RD patient 
data in health information systems. 

• ERNs are encouraging the creation and the feeding of Registries, as a significant source of data for 
scientific purposes: they will be key in the creation of the European Health Data Space for 
Secondary use



Quoting the eHealth Network Guidelines on Patient
Summary• Sharing information about the medical background and history of a patient from his 

country of affiliation (Country A) with a healthcare professional in the country of 
treatment (Country B). 

• In Release 3 of this guideline additions were made to fill in existing gaps (e.g. increased 
support for the treatment of patients with rare conditions) as well as the extension to 
the planned care context that requires a wider range of information that can be 
presented to the healthcare professional in country B. 

• The implementation of a Patient Summary might facilitate the possibility to indicate 
additional health professionals/healthcare institutions, due to specific patient requirements 
such as an expert centre for rare diseases and cancers. 

• Taking in consideration the essential nature of the information present in a Patient 
Summary, it is important to instruct health professionals in the use of key pieces of 
information available. For instance, the presence of a rare disease code might indicate 
that specific action should be taken. 



Basic Use Case: an emergency encounter while
abroad• A patient from country A with a diagnosis of Steinert disease goes 

on holiday in country B. After his flight, he starts coughing and 
progressively shortness of breath sets in. Finally, he goes to a 
hospital emergency department in country B accompanied by his 
grandparents. 
• He presents with respiratory distress after a banal bronchitis 

lasting for a couple of days. In addition, he complains of disabling 
abdominal pain. He reports that he has been diagnosed with 
Steinert disease and that he frequently has difficulty breathing. 
• The interview is difficult due to some intellectual disability and 

because his grandparents are not fully aware of his medical 
history. The emergency department doctor in country B requests 
the patient summary for the patient. 
• In particular the doctor is interested to receive alert messages 

concerning the disease in general and on the specific patient, and 
to obtain information on the treatments taken by the patient in 
addition to the contact details of the expert following the patient 
in country A with whom to seek consultation and guidance.



Basic Use Case: Request for a Second Opinion
• An ophthalmology hospital service in country A is taking care 

of a female patient who has a diagnosis of 
hypoplasminogenemia, a very rare genetic disease affecting 
1 in 625,000 individuals. 
• The patient presents with ligneous conjunctivitis, with a 

moderate response to topical plasminogen (PLG) 
concentrate. As a new feature, gingival fibrosis has started 
and the patient complains of symptoms compatible with 
vaginitis. 
• The doctor in country A identifies a centre with expertise in 

this disease in country B – no expert centre exists in country 
A for this rare disease. He seeks a second opinion on 
prescribing systemic intravenous PLG to this patient. The 
hospital sends the patient’s electronic health record, 
including lab results including PLG activity and 
immunoreactive levels, pictures of the eye and gums, and 



Other Use Cases

• Rare disease emergency department scenario (PULL mode)

• Rare diseases second opinion scenario (PUSH mode)

• Consultation of ERN guidelines
• European Reference Network (ERN) consultations

• Connection to ERN Registries
• Connecting / exploiting the ERN Clinical Patient Management System (CPMS)

But also:

• Telemedicine services for Rare Diseases
• Studies and practices on how to code RD using Orphanet Nomenclature (https://www.rd-code.eu )

• Studies on the maintenance and evolution of Orphanet Nomenclature (https://od4rd.eu )

https://www.rd-code.eu/
https://od4rd.eu/


Evolution of European Patient Summary in 
MyHealth@EU: 
preparing the new Change Proposal on Rare 
Diseases in the PS

Preparing a MyHealth@EU
Change Proposal, to be 

submitted end of September
2022, to extend the data 

elements in the European
Patient Summary, on the 

basis of X-eHealth 
specifications




