
Krakow, May 13th-15th 2010 5th European Conference on Rare Diseases 1

Francesc Palau, MD, PhD

Institute of Biomedicine of Valencia, CSIC

CIBER on Rare Diseases (CIBERER)

Determinants for Research on Rare Diseases 



Krakow, May 13th-15th 2010 5th European Conference on Rare Diseases 2

Why Research on Rare Diseases?

Social reasons 

Medical reasons

Scientific reasons
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"Nature is nowhereaccustomedmore
openly to display her secretmysteries
than in cases where she shows
tracesof her workings apart from the
beaten path; nor is there any better
way to advancethe proper practiceof
medicinethan to giveour mindsto the
discoveryof the usual law of Nature
by careful investigation of cases of
rare forms of diseases. For it hasbeen
found in almost all things, that what
they contain of useful or applicable
nature is hardly perceivedunlesswe
are deprivedof them, or they become
derangedin someway."

William Harvey, 1657. Quoted by 
Garrod A.: The lesson of rare 
maladies. Lancet 1928;1:1055-1066)

La Clairvoyance, René Magritte, 1936
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άClinical ςwŜǎŜŀǊŎƘέ CǊŀƳŜ
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Basic Biomedical Research

It is the research related 

to the knowledge of 

biological processes, the 

structure and function of 

the human body and the 

pathophysiological 

mechanisms of disease.
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Clinical Investigation: Patient Oriented Research

A clinical oriented research program is that 
related to the knowledge of diseases, their 

etiology and natural history
and to the efficacy and effectiveness of the 
preventive measures, diagnostic procedures 

and therapeutics, 
being the subject of the study the human being
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