RARL,

DISEASES

AND ORPHAN DRUGS

An International Journal of Public Health

February 2014, Volume 1, Number 1
ISSN 2284-2543

Editors-in-Chief

Domenica Taruscio
Istituto Superiore di Sanita

Rome, Italy

Holger Schiinemann
McMaster University
Hamilton, Canada

Publisher
Istituto Superiore di Sanita




RARE DISEASES AND ORPHAN DRUGS An International Journal of Public Health

February 2014, Volume 1, Number 1

JOURNAL TITLE: RARE DISEASES AND ORPHAN DRUGS 4n International Journal of Public Health

PUBLISHER:
Istituto Superiore di Sanita, Legal representative (Fabrizio Oleari)
Reg. Stampa Tribunale di Roma, n. 35/14 del 10 marzo 2014
ISSN: 2284-2543

COPYRIGHT “ISTITUTO SUPERIORE DI SANITA 2014. SOME RIGHTS RESERVED @ 0[cle)]
The RARE-Bestpracticies project is funded by the European Union Seventh Framework Pro- EV_NC_ND
gramme. Project Ref.: N 305690. Sole responsibility lies with the authors and the European Com-

mission is not responsible for any use that may be made of the information contained therein.

EDITORIAL BOARD
EDITORS-IN-CHIEF:
Domenica Taruscio, Istituto Superiore di Sanita, Rome (Italy)

Holger Schiinemann, McMaster University, Hamilton, ON (Canada)

MANAGING EDITOR:
Rumen Stefanov, Medical University of Plovdiv, Plovdiv (Bulgaria)

SECTION EDITORS:
Benjamin Djulbegovic, University of South Florida, Tampa, FL (USA)
Alfonso lorio, McMaster University, Hamilton, ON (Canada)
Bartha Knoppers, McGill University, Montreal, QC (Canada)
Joerg Meerpohl, University Medical Centre Freiburg, Freiburg (Germany)
Minh Thu Nguyen, McGill University, Montreal, QC (Canada)
Manuel Posada de la Paz, Instituto de Salud Carlos IIT, Madrid (Spain)

ASSOCIATE EDITORS:
Fabrizio Bianchi, National Council of Research, Pisa (ltaly)
Helen Dolk, University of Ulster, Belfast (UK)
Panos Kanavos, London School of Economics, London (UK)
Hanns Lochmuller, Newcastle University, Newcastle (UK)
Lucio Luzzatto, Istituto Nazionale per la Ricerca sul Cancro, Florence (Italy)
Federico Micheli, University of Buenos Aires, Buenos Aires (Argentina)
Cristina Morciano, Istituto Superiore di Sanita, Rome (Italy)
Karen Ritchie, Health Improvement Scotland, Edinburgh (UK)
Thomas Sejersen, Karolinska Institutet, Stockholm (Sweden)
Pedro Serrano-Aguilar, Fundacién Canaria de Investigacion y Salud, Tenerife (Spain)
Paolo Vineis, Imperial College London, London (UK)

ADVISORY BOARD:
Enrico Alleva, Istituto Superiore di Sanita, Rome (ltaly)
Paola De Castro, Istituto Superiore di Sanita, Rome (ltaly)
Federica Napolitani, Istituto Superiore di Sanita, Rome (Italy)
CONTACTS:
RARE Journal Secretariat
National Centre for Rare Diseases
Istituto Superiore di Sanita (ISS)
Viale Regina Elena, 299
00161 Roma, Italy

Responsibility for the contents and opinions expressed on this journal rests solely with the Author(e )
Printed in March 2014 by Istituto Superiore di Sanita, Rome - Italy

E-MAIL: secretariat@rarejournal.org

RARE DISEASES AND ORPHAN DRUGS is a journal published three times a year.

jo The Rare Diseases and Orphan Drugs Journal has received funding from the European Union Seventh
R FE Framework Programme (FP7/2007-2013) under Grant Agreement n® 305690: RARE-Bestpractices
are XK project: www.rarebestpractices.eu. Sole responsibility lies with the authors and the European Commission
gfgg tices Fd il — is not responsible for any use that may be made of the information contained therein.

WWW.RAREBESTPRACTICES.EU



RARE,

DISEASES

AND ORPHAN DRUGS
An International Journal of Public Health

February 2014, Volume 1, Number 1

RARE-Bestpractices: a platform for sharing best practices
for the management of rare diseases »

Domenica Taruscio, Cristina Morciano, Paola Laricchiuta, Pierpaolo Mincarone,
and the RARE-Bestpractices Consortium

Methodology for production of best practice guidelines for
rare diseases »
Thomas Sejersen, Cinzia Del Giovane, Graziella Filippini, Carlo Giacomo Leo,
Joerg ] Meerpohl, Pierpaolo Mincarone, Silvia Minozzi, Saverio Sabina, Holger

Schiinemann, Juliette Senecat, Domenica Taruscio, and the RARE-Bestpractices
Consortium

Improving the retrieval and dissemination of Rare disease
guidelines and research recommendations: a Rare-
bestpractices initiative »

Michele Hilton Boon, Karen Ritchie, Jan Manson for the RARE-Bestpractices

Consortium
) The Rare Diseases and Orphan Drugs Journal has received funding from the European Union Seventh
=4 o Framework Programme (FP7/2007-2013) under Grant Agreement n° 305690: RARE-Bestpractices
gal‘f ol project: www.rarebestpractices.eu. Sole responsibility lies with the authors and the European Commission
Pf;c tices * X il is not responsible for any use that may be made of the information contained therein.

— WWW.RAREBESTPRACTICES.EU



RARE DISEASES AND ORPHAN DRUGS An International Journal of Public Health
February 2014, Volume 1, Number 1

Dear Colleagues,

Dear Readers,

cated to the integration of public health considerations and methods to guide the care in the vast field of rare diseases. In

view of the rising number of professional journals in the health care field, one may ask “Why a new journal?”. And “Why a
new journal on rare diseases?”. We respond to this question by describing the intended goals of this Journal and what it can offer to
the international community of rare diseases stakeholders.

Explaining rare diseases is not a simple task. The European Commission defines a rare disease as one that affects no more than
5 in 10 000 people, whereas different definitions are adopted in other Countries ( e.g.in USA) (1,2). It sounds emotionless, something
the common citizen perceives as a distant threat that would, perhaps, occur to somebody else. This might hold true for an individual
rare disease. However, modern public health demands that even uncommon conditions deserve attention in order to fulfill the basic
right to healthcare for all and each person. Moreover, the plentitude of rare diseases that are independent of each other suggest that
individuals are substantial risk of suffering from a rare condition at a point in their life. Although the more than 5,000 rare conditions
often show widely diverse symptoms and heterogeneous phenotypes, they also share several aspects. Although patients may experi-
ence quite different health problems, they have common expectations as regards the performances of public health systems. Support
to research, which is needed for timely diagnosis, prevention and effective and safe treatments; correct, clear, comprehensive and
available information to healthcare operators, families and patients; affordable and available health services, from diagnosis to reha-
bilitation; strategies to support the quality of life of patients, to empower them at school, workplace and society. Yet, medical science
and health systems have limited effective answers, and the public attention is usually focused on other important issues. There is no
reason or justification for launching a “competition” of rare diseases against frequent diseases: rather, we advocate that attention for
rare diseases must be raised because, from a patient perspective, the result of overlooking the demands posed by rare diseases would
be the denial of basic rights, the stigma for the affected people and the too often unbearable burden for families left alone with their
sorrows by the community.

Rare diseases are a unique case in modern society demonstrating the enormous added value of global cooperation and collabo-
ration. The last decade proved that advances in the care of patients with rare disease can be made by developing global frameworks:
“global” means plurality of national experiences, of society voices and of scientific disciplines. Multidisciplinary science is an essential
component of the framework. 1o fill the many knowledge gaps and address science-based health policies, the contribution of research
on basic and medical genetics and epigenetics is utterly needed but not at all sufficient: all branches of medicine as well as pharma-
cology can provide fundamental contribution in understanding pathogenesis, developing clinical management protocols and drugs.

Sponsored by a European Union grant (RARE-Bestpractices Project, Ref.: n° 305690), as an open access journal with no
publishing fees, the RARE journal will take a comprehensive, open and multi-facted approach to rare diseases as an unsolved public
health issue . In addition to providing a platform for publishing results of research that deals with diagnosis, prevention and therapy
of rare disease, a goal of the RARE Journal, is to foster methodological research on how to synthesize and present information for the
care of people with rare diseases, such as in health technology assessment, systematic reviews and guidelines. Thus, RARE Journal
intends to combine scientific quality, through a highly qualified peer-reviewing system, dissemination and openness to establish it as a
qualified forum for scientists devoted to public health, health policy and clinical research relevant to rare diseases. The RARE journal
will publish clinical and epidemiological original research, case reports, systematic reviews and meta-analyses, as well as reports of
clinical practice guidelines, HTA, and meeting reports. Free and open discussion is an essential part of the RARE Journal’s mission.:
thus, commentaries and letters to Editors are most welcome. Special Journal’s issues dedicated to a specific topic are also anticipated,
such as a particular rare disease or a group of rare diseases considered from different viewpoints.

Besides maintaining a high-level scientific quality, the RARE Journal has a few ultimate, ambitious goals: serving the whole
international rare diseases community, fostering new activities and ideas, as well as attracting interest from a broader scientific audi-
ence which could contribute to a global, “one health” approach to rare diseases.

m e are pleased to introduce the first issue of “Rare Diseases and Orphan Drugs’, a new international scientific journal dedi-

It will be a long journey, but long journeys start with small steps.

Domenica Taruscio, Holger Schiinemann
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