GENDEAF Project

As researcher on genetics and as secretary of IFHOHYP, I am involved in a European project, called GENDEAF. Me and other partners have submitted this proposal that I am going to describe briefly.

The proposal is submitted to the European Commission in the frame of the Fifth Framework Programme, Thematic Programme "Quality of Life and Management of Living Resources", Research and Technological Development Activities of a Generic Nature 7.2.2. Research into molecular and clinical markers of chronic, degenerative and rare disorders for diagnosis, prognosis and progression and for use in early diagnosis tests and screening methods for the identification of high-risk population.

Partners from nine different European countries are involved, selected on the basis of their demonstrated expertise related to the subject: Italy, Belgium, Denmark, Finland, France, Spain, Sweden, the Netherlands, United Kingdom. Partners from Israel, Norway and Switzerland also give their specific contribution to the project.

The proposal title is European Network on Clinical and Molecular Diagnosis and Social Impact of Genetics Deafness (GENDEAF).

The objectives of this project are:

1) to produce scientific advances in the study of Connexin 26 which is probably the most frequent disorder for non syndromic hearing impairment;

2) to network the studies on Usher syndrome;

3) to make a step forward providing a better understanding of phenotype/genotype association in order to obtain more sensitive diagnostic tools, therefore reducing costs and help health planning;

4) to produce scientific advances in the understanding of the genetic and pathogenetic mechanism of genetic hearing impairment which may give clues to the role of environmental factors such as ototoxicity;

5) to explore psyco-social impact and specific aspects of genetic hearing impairment and deaf-blindness due to severity of disability;

6) to disseminate to patients, their families through patients' organisations information which may concern them. Here IFHOHYP is involved (Patients’ Organisation Network).

Now I am explaining more the point sixth: the main objective is to involve directly patients’ organisations to which pass on information (through the bulletin) and to give voice to their point of view on issues which concern them. This is to our knowledge the first attempt to involve patients’ organisation in role of main character. Scientific publications are not easily understandable for non-specialists and journalistic reviews are often too general and out-dated. This will be a unique opportunity to bring closer patients and researchers. This will benefit both: patients, through their organisations, who will be connected to a network of the major experts which may give answers and updated information regarding the disorder that affects them; and researchers who will probably find more trust and collaboration from patients. Furthermore, this will be an opportunity for organisations themselves to collaborate and liase on common objectives at a European level.

This will be a pilot study towards a more strict collaboration between parties. The main outcome and purpose of this group will be establishing a network and publishing the bulletin on the Internet, as well as on paper, translated into main European languages and Braille.

Hereditary hearing disorders involve a large portion of the European population. More than 10% of the population suffers from hearing disorders, 60% of which due to genetic causes. Various estimates suggest 30-100 different genes responsible for non-syndromal autosomal dominant genetic Hearing Impairment (HI), a similar number for non-syndromal autosomal recessive HI and many mutations and subtypes for most syndromal conditions. Nevertheless, since each disorder has a rare prevalence, a diagnostic screening would cost too much and would be too time consuming. Therefore in order to optimise the research, to collect appropriate information and the possibility to benefit a larger portion of the European population it is essential to create a network at a European level. This project involves also patients' organisations to disseminate information and involve them on issues that may concern them.

This project will contribute to the health of the European citizens in terms of the quality of addressing most relevant issues such as genetic hearing, impairment, deaf-blindness, mechanisms of mitochondrial deafness related as well to ageing and ototoxiciy, psychologicval and social aspects, as well as searching for clues for a more accurate diagnosis which will lead to reduce health costs and more informative counselling. Moreover it will contribute to a cost reduction in health care, particular heavy in the case of loss of hearing which imposes a severe economic burden together with a social one. In fact social isolation due to hearing disability has been described as being the least tolerable with respect to other senses deficiencies. The economic and social difficulties of the deaf-blind are even greater.

Please, do not hesitate to contact me for any further information about this subject.

Let's hope that this interesting and exciting proposal will be approved.

Vanessa Migliosi

www.gendeaf.org
