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What is the URDCat?

The URDCat is a research Project framed inside the Pla Estratègic de 

Recerca I Innovació en Salut (PERIS) 2016-2020, impulsed and funded by 

Generalitat de Catalunya through the Catalan Health Department.

What’s the main objective?

The implementation of Genomic-based 

Personalized Medicine in non-Diagnosed 

Neurological Rare Diseases (nDNRD). 

URDCat is a multicenter and 

multidisciplinary project, in which 

Hospitals, Research Centers, public, 

private and concerted institutions are 

collaborating.

www.urdcat.cat

What do we want to achieve?

1.- To exploit the diagnostic capacity of

genomics in the Rare Diseases (RD) area. 

2.- To implement a data analysis and

interpretation platform (RDCat) in clinical

practice that allows having a record of

patients affected by RD. 

3.- To standardize the processes of

analysis and integration of clinical and

genomic data 

4.- To identify the genetic variants

responsible for the disease in patients with

non-diagnosed RD (nDRD), 

5.- To move forward in the incorporation of

genomic data as a basis for a personalized

Medicine of the RD. 

6.- To train clinician and researchers in

Genomic Medicine. 

http://www.urdcat.cat/
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Rare Diseases
Rare Diseases (RD) is a huge and heterogeneous group of diseases formed by more 

than 7.000 clinical entities that have a strong impact on the affected lives. Each one 

presents a low prevalence, although in total they affect to a 5-7% of the global 

population. 
According to the European Council, its prevalence is 

lower than 5/10.000 people. 

It’s estimated that at least 80% of them, have a genetic 

origin. That’s the reason why most of them are expressed 

during the pediatric age.  

Due to its low prevalence, fewer resources are allotted to 

its research, and that’s why they’re also known as 

“orphan” diseases. 

Genomic based Personalized Medicine

Genomic Medicine consists in using genomic data to 

its application in the diagnosis and treatment of 

diseases. This genomic information affects patients 

clinical attention, from a decision-making 

perspective in order to have a diagnosis or a 

treatment. 

New advanced genomic techniques such as DNA 

massive sequencing (NGS), allow us to deeply 

explore our genetic material and, at the same time, 

to enlarge the knowledge about causes and 

mechanisms of genetic pathologies.  
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