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Definition of a rare disease 

A condition affecting less than 1 person in 2000 (5 per 10 000)
i.e. in line with the regulation of the European Medicine Agency 
(www.emea.europa.eu) -> orphan medicinal products with special status

EU Commission on Public Helath defines a rare diseas as 
„life threatenining or chronically debilitating disease,  which are 
of such low prevalence that a special combined effort is needed
to address them (CE141/2000)“

It is estimated that up to 8000 distinct rare diseases exist today:  
their  extreme heterogeneity, lack of proper coding  (only 250 are
listed in ICD 10) require a Community wide initiative (together with US) 

Since over  80% of rare diseases have a defined genetic origin
clinical / medical genetics play a crucial role in their early diagnosis 
and management



http://ec.europa.eu/health/ph_threats/
non_com/rare_diseases_en.htm

Information portals 

http://www.orpha.net

http://www.eurogentest.org



Despite being a crucial specialty for rare diseases our 
specialty was NOT included in Directive 2005/36/EC

Acknowledging specialisation at a EU-wide level for
CROSSBORDER provision of MEDICAL CARE 



http://ec.europa.eu/health/ph_threats/non_com/docs/rare_com_en.pdf
http://ec.europa.eu/health/ph_overview/Documents/strategy_wp_en.pdf
www.rtdf.org

Main European documents for RDs



Rare diseases are one of the priorities of the 
CZ EU Council Presidency

Helena Holpuchová, Kristina Masala, Iva Truellová, Klaudie Faltysová,
Lenka Kostelecká, Stanislava Pánová, Lucia Slobodová



http://ec.europa.eu/health/
ph_threats/non_com/

rare_10_en.htm



www.eu2008.fr
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Breakfast meeting with the French Minister of Health; XI/2008



French request to the EC 

DG Internal Market and Services

Inclusion of Specialty under Annex V. 



Multidisciplinary Joint Committee 
- Clinical Genetics (MJC) 

www.uems.net

Ulf Kristoffersson





Primary specialty in 20/27 EU member states (9xclinical 10x medical, 1x human, 1x genetics)
Recognition process underway / applied in BE, EE, GR, CY and ES,;no recognition in LU 



Amendment planned for 2012

Deadline May 29, 2009



http://www.oecd.org/dataoecd/43/6/38839788.pdf
Guidelines for Quality Assurance in Molecular  Genetic Testing 

http://conventions.coe.int/Treaty/EN/Treaties/Html/203.htm

Addtional protocol  to the 
Convention

on Human Rigts and Biomedicine

Laboratory specialty 
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