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Chapter 1. Introduction 

 

1. Introduction to rare diseases 

 

As an introduction to the 

project, we are going to provide some 

key information regarding rare 

diseases in the European context, as 

well as in the States involved in the 

present initiative.  

 

The challenge of defining rare 

diseases: 

 

In the EU, Rare Diseases are 

those whose prevalence is below 5 per 

10,000 inhabitants. It is estimated that 

there may be more than 7,000 rare 

diseases. The 80% has a genetic 

origin and two thirds manifest 

themselves before two years old.  

 

 

 

 

 

 

 

 

 

The main characteristics:  

¶ high morbidity and mortality rate. 

¶ high degree of functional diversity and 

dependence. 

¶ their chronicity and diagnostic 

complexity. 

¶ potentially fatal. 

¶ affected persons specific social and 

health care needs. 

 

The field of rare diseases in 

Europe is diverse.  



 

 

In 2008, the European 

Commission adopted the 

Communication "Rare Diseases: A 

Challenge for Europe". It focused on 

three main areas: improving the 

recognition and visibility of RDs; 

supporting RD policies in Member 

States; and developing European 

cooperation, coordination and 

regulation in relation to RDs.  

European Plan for Rare 

Diseases National Plan Development 

(EUROPLAN), which goal is to 

promote the implementation of 

National Plans or Strategies to tackle 

RDs. 

European Reference Networks 

(ERNs), which are virtual networks 

involving healthcare providers across 

Europe. 

Besides, EURORDIS is a non-

governmental alliance led by patient 

organisations and individuals active in 

the field of RD, dedicated to improving 

the quality of life of people with RD in 

the European context. Orphanet is a 

digital platform specialised in 

information about RD. 

 

 

 

SPAIN:  

The first initiative for a 

systematic, exhaustive and rigorous 

approach to the situation of people 

with RD was the work entitled 

óEnfermedades raras: Situación y 

demandas sociosanitariasô, published 

by the IMSERSO in 2001. 

 

 

ITALY:  

Boasts several Centers of 

Excellence, but the fragmentation due 

to Title V of Part II of the Constitution 

which provides, among other things, 

that the organizational model of rare 

disease networks be regional in 

character, results in enormous 

differences. 

 

CROATIA:  

RD began to be mentioned in 

the public space in 2002 through the 

activities of the Association of people 

with Mucopolysarcharidosis (MPS), 

and from whose work emerged the 

present-day Rare disease Croatia 

(RDC), operating since 2012. 

 

 

 



 

 

CYPRUS:  

Cyprus Alliance for Rare 

Disorders (CARD) is active since 

2011. CARD provides a unified voice 

to 16 patient organisations, as well as 

350+ individual patients. 

 

Regarding people living with 

rare diseases: 

 

SPAIN:  

Reported cases for the years 

2010-2012 totalled 882,106, or 1.6% 

of the general population, according to 

the Instituto de Salud Carlos III. 

 

ITALY:  

It is estimated that there are 

more than one million people affected 

by rare diseases, while only about 

325,000 are surveyed by the National 

Rare Diseases Registry. 

 

CROATIA:  

There is no complete register of 

people affected by rare diseases, so it 

is difficult to estimate the number of 

people living with rare diseases, but 

some sources state that between 150 

and 250 thousand inhabitants.  

 

CYPRUS:  

It is only an estimation that 

there are 60.000-80.000 rare disease 

patients. These figures correspond to 

European statistics, indicating that 6-

8% of the population per country-

member has at least one rare 

diagnosis. 

 

Young people living with rare 

diseases show anxiety about the 

future. They are also concern about 

whether they will find a partner, have 

children or find a job. 

 

Research on rare diseases: 

 



 

 

SPAIN: There are two major 

coordinating bodies for biomedical 

research: Centro de Investigación 

Biomédica en Red de Enfermedades 

Raras (CIBERER) and the Instituto de 

Investigación de Enfermedades Raras 

del Instituto de Salud Carlos III.  

 

ITALY: 

 In the Health Chapter of the 

National Program for Research 2021-

2027 (PNR 2021-2027) of the MiUR 

(Italian Ministry of University and 

Research), there are some specific 

articulations for rare diseases. 

 

 

 

CROATIA: 

 Research in the field of rare 

diseases is poorly developed and few. 

An additional problem is their 

dispersion and fragmentation. One of 

the priorities of the National Program 

for Rare Diseases 2015-2020 (Ministry 

of Health, 2015). 

 

CYPRUS:  

The main research teams/ 

centres are: (1) Cyprus Institute of 

Neurology and Genetics (CING) / (2) 

University of Cyprus / (3) Karaiskakio 

Institute and the Center for the Study 

of Haematological Malignancies. 

 

Public initiatives, inclusion and 

social participation: 

SPAIN: on 3 June 2009, the 

Interterritorial Council of the Spanish 

NHS approved the Rare Diseases 

Strategy, updated in 2014. In 2015, it 

was approved, created and regulated 

the State Register of Rare Diseases. 

 

 

 

 

 



 

 

ITALY: 

 Interventions for people living 

with a rare disease are funded by the 

National Fund for Social Policies and 

the National Fund for Non-self-

sufficiency.  

 

CROATIA:  

The improvement of young 

people with rare diseases is covered 

by the National Plan for equalizing 

opportunities for people with 

disabilities for the period from 2021 to 

2027 (Ministry of Labour, Pension 

System, Family and Social Policy, 

2021). 

CYPRUS:  

The National Plan for Rare 

Diseases dates back to 2012 and 

there has been no formal activity to 

update it since. 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 



 

 

1.1. The project.  

The initiative óQuality Youth 

Mentoring for Inclusionô aims to create 

a network of national rare disease 

organisations to design and implement 

an empowerment strategy for young 

people living with barriers, to become 

mentors and big brothers to other 

young people and children 

experiencing the same barriers from 

all over Europe, in order to guide them 

in a virtual way to develop their self-

confidence, learn about their situation 

and consequences, and discover 

mechanisms to achieve inclusion. The 

partnership has outlined several 

objectives of the project.  

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 



 

 

 






















































































































































































