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orpha.net – What it is 

• Established in 1997, Orphanet is the official European 
reference portal for information on rare diseases and 
orphan drugs, for all audiences. Orphanet now has 37 
participating countries. 
 

• Orphanet offers a range of freely accessible services: 
– An inventory of rare diseases and a classification of diseases 
– An encyclopaedia of rare diseases in 6 languages (including 

English and French) 
– An inventory of orphan drugs  
– A directory of specialised services in each of the countries in 

Orphanet’s network (specialised clinics, medical 
laboratories, ongoing research projects, clinical trials, registries, 
networks, technological platforms and patient organisations)  

– An assistance-to-diagnosis tool allowing users to search by signs 
and symptoms. 

– An encyclopaedia of recommendations and guidelines for 
emergency medical care and anesthesia. 

 





Care for Rare: a national consortium aimed 
at diagnosing patients with unknown rare 
diseases and developing new rare disease 

therapies 





Planned Care for Rare Education 
Activities 

• Develop and deliver a “Genomics Technologies 
for Patient Care” program for clinical trainees 
(physicians and laboratory diagnostic 
specialists). 
– Collaboration with NowGen (Dr. Di Donnai, 

Executive Director, University of Manchester) 
 
 



C4R Genomics Technologies for Patient 
Care Program (under development) 

• Series of telehealth lectures and a one-week 
laboratory-based session. 

• Involves the Royal College of Physicians and 
Surgeons of Canada (RCPSC) Specialty 
Committee Chair and Examination Chair. 

• Involves the Canadian College of Medical 
Genetics (CCMG) committees on training, 
clinical practice, laboratory practice, and 
ethics, education and policy. 
 



RCPSC Specialty Committee in Medical 
Genetics 

• Administers TELEGRAF (Telelearning for 
Genetics Residents and Fellows), a monthly 
curriculum of lectures attended by all MD and 
PhD trainees in genetics across Canada. 

• Administers bi-annual mock examinations in 
medical genetics. 

• Plan is to share expertise with other branches 
of specialty medicine (internal medicine, 
neurology, pediatrics, etc.) 



Other linked people and activities 

• June Carroll (Toronto) Canadian College of 
Family Physicians, approached about ISCC, 
interested in getting involved. 

• Bob Roberts (Ottawa Heart) has been involved 
for some time with ISCC. 
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