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IPPOSI Information Document on Rare Diseases
Rarity of Rare Disease
To be considered RARE, a condition should not affect more than a limited number of people out of a whole population.  In Europe, for a condition to be deemed rare it must not affect more than 5 in 10,000 citizens or 500 rare disease patients out of 1 million citizens
.  The number of disorders that fit this definition is considerable; in the EU 6-8% of the population (some 27-36 million people) are, or will be affected by a rare condition
.  So while the diseases themselves may be rare, the patients affected by a rare disease/condition are many.   Most cancers, including all cancers affecting children, are rare diseases”.

To date “between 6,000 and 7,000 rare diseases have been identified worldwide ... and it has been estimated that a further 5 are described each week”
.  75% of rare diseases affect children.  30% of rare disease patients die before 5 years of age.
Many rare diseases are genetic in nature; 80% of rare diseases have identified genetic origins.  Almost all rare conditions are incurable and are, for the most part, without effective treatment.  Many rare disorders are life threatening or chronically debilitating and affect a patient’s physical, mental, behavioural and sensorial abilities.  Many rare conditions reduce a patient’s quality of life; affecting potential for “normal” living, education and learning.   Given the complexity and debilitating nature of rare conditions, living with a rare disease can be a very isolating experience for the sufferer and their family.  
Tackling Rare Diseases – Some Key Issues
Diagnosing a rare condition, identifying expertise in the area, accessing expensive treatment

Tackling rare diseases is particularly challenging as individual rare diseases only affect some thousands, hundreds or perhaps even just a couple of dozen patients.  As a result collaboration at international level in this area is imperative.  

Three big hurdles face rare disease patients (1) access to correct diagnosis, (2) lack of information and scientific knowledge, (3) access to treatment (should it exist).  Because so little is known about most rare diseases accurate diagnosis is regularly made late, often when a patient has already been treated for months or even years for another more common disease.  Often only some of the symptoms are recognised and treated.  Once an accurate diagnosis has been made, additional hurdles must be overcome.  Patients and their carers may have considerable difficulty sourcing appropriate information about the condition and identifying qualified specialists (should they exist) can be particularly exasperating.  Delays and inappropriate treatment potentially aggravate existing symptoms and leave sufferers feeling helpless, vulnerable, neglected, misunderstood and uncertain about their future health.

The next big hurdle is to access appropriate treatment.  “The cost of treatments for rare diseases may be prohibitively expensive and relatively inaccessible.  In some cases there are so few patients in a small country (eg Ireland) that pharmaceutical companies do not consider it economically viable to trade in these medicines”
.  
Accurately identifying the numbers of those affected by a rare disease
The lack of specific databases and patient registries for rare diseases is problematic.  “In general people with a rare disease are not registered in databases”
.   Many rare disorders are categorised as “other endocrine or metabolic disorders” and as a consequence, with a few exceptions, it is difficult to register people with a rare disease on national or international basis, in a reliable and harmonised way”
.  This is problematic as it inhibits establishing exactly the numbers of people affected by a certain rare condition.  In addition, patient registries, reliable databases are essential to the success of clinical trials; so important for rare disease patients, since trials offer some therapeutic hope for sufferers; a hope that their condition can be cured or an effective treatment found.  To undertake a clinical trial successfully, it is important to have access to patients fitting certain profiles and in the absence of reliable patient registries/databases for many rare diseases/conditions this is difficult to achieve.
The International Classification of Diseases (ICD 10)
 used in most countries is “not convenient for rare diseases; the absence of a universally recognised coding system is an obstacle for reliable registration of patients in national or international databases”
 which in turn compounds the problem; preventing assessment of the economic and social effects of rare diseases
.  The European Rare Disease Task Force (EC) has established a working group to collaborate with the World Health Organisation (WHO) on the ICD10 and is considering “all other existing classifications to provide the rare diseases community with a uniform system”.
  Recently DG SANCO, the EC Directorate General for Public Health announced its intention to support the RD Task Force scientific activities for the next three years via a joint action between Czech Republic, France, Italy, the Netherlands and the UK.  One of the major objectives will be to improve the traceability of rare diseases in health information systems by assigning ICD10 codes to all rare diseases; proposing changes to improve the classification in view of the future adoption of ICD11 using the technical platform developed by WHO; cross referencing with other classification systems such as MedDRA and SNOMED-CT.  Additional activities will include identifying existing documentable indicators relevant to rare diseases and collecting relevant data on a yearly basis; disseminating political and scientific developments to all stakeholders via ad hoc reports and OrphaNews Europe, including information on national and EU initiatives and incentives, liaising between EU agencies and services and major stakeholders to enhance collaboration and maximise input and outcomes.  
Research and developing medicines to treat Rare Diseases/Conditions.

The low number of potential patients per disease may limit the economic attractiveness of undertaking research and development of medicines to treat rare diseases.  To promote such research and development, the European Union has adopted the European Regulation on Orphan Medicinal Products in 2000 (Regulation EC NO 141/2000)
.  This Regulation defines an orphan drug
 as a medicine (a) for life threatening or chronically debilitating condition, (b) that affects not more than 5/10,000 persons or for which a low return on investment is expected without additional incentive and (c) for which no satisfactory alternative treatment method exists or for which this new medicine brings significant benefits to patients compared to the existing treatment.  “This Regulation has brought some efficient incentives for R&D in particular the provision of a 10 year market exclusivity which has led to a significant increase of research and development in the field of rare diseases.  By February 2008, 541 molecules received orphan designation.  45 of which have gone through the entire development process and have effectively led to a new treatment for which a marketing authorisation was granted.  … For the coming five years a steady inflow of about 10-12 new orphan medicines per year is expected.  By the end of 2012 it is anticipated that around 100 orphan medicines will be authorised in the EU”
.   In spite of these developments, newly developed orphan medicines are not equitably available for all EU citizens in a timely fashion.  
Rare Diseases and Orphan Medicines in Ireland

In the EU, 6-8% of the population (some 27-36 million people) are or will be affected by a rare condition.  This translates into 3.5% of the population of Ireland, circa 140,000 people are affected by a rare disease
 and an additional 114,390 to 199,187 will be affected in their lifetime
.  Of the 140,000, “it is estimated that perhaps some 64,000 may be treatable”
.  As an island, Ireland is also a genetic isolate with a high prevalence of recessive genetic disorders:  inherited metabolic disorders are 2-3 times as prevalent in Ireland as they are in the UK”
.  So the need is great.
In November 2007, the Irish Platform for Patients’ Organisations, Science and Industry (IPPOSI) together with the Irish Medicines Board (IMB) jointly held a meeting in Dublin entitled “Medicines for Rare Diseases – An Opportunity for Patients, Science and Industry”.  At this meeting, Yann LeCam, CEO of the European Organisation for Rare Diseases (EURORDIS) told participants that the most recent Europe-wide survey on the availability of orphan medicines undertaken by EURORDIS
 had “indicated that fewer than 15 of the 22 drugs authorised at European level before 1 January 2006 were available in Ireland in 2007.  Not even all the drugs authorised before 2004 were available to patients in Ireland. Yet the aim of the Orphan Regulation is to make orphan medicines available to patients and their doctors within 180 days of EU-wide marketing authorisation.  This clearly is not happening in Ireland”
. 

Some key recommendations arising from the IPPOSI/IMB conference included; the need for a national plan for orphan medicines in Ireland, encompassing development, pricing, access and care; the creation of, and funding for one or more Centres of Excellence for rare diseases within this plan; the need for a fresh look at incentives for companies, particularly small and medium sized enterprises developing orphan medicinal products; in considering reimbursement and access for drugs for rare diseases, Ireland must apply societal values above those of economics; support for rare disease patient organisations, international cooperation to gather evidence of efficiency, a united European approach towards reimbursement, or at least towards ex-factory pricing, Ireland must translate its support for the orphan regulation system in Europe into support for research, development, access and care for Ireland itself.

Some key organisations actively engaging in the Rare Disease area in Ireland

The Irish Platform for Patients’ Organisations, Science and Industry (IPPOSI – http://www.ipposi.ie), the Medical Research Charities Group (MRCG – http://www.mrcg.ie) and the Genetic and Rare Disorders Organisation (GRDO – http://www.grdo.ie) have been actively engaged in the area of rare diseases over the last couple of years to raise awareness of rare diseases and of the need for national and European action in this area.

The Irish Platform for Patients’ Organisations, Science and Industry (IPPOSI) has a special interest in the rare disease area given that one of its strategic objectives is to address together with key stakeholders (patients’ organisations, scientists and industry (and where possible with State Agencies) policy, legislation and regulation around the development of new medicines, products, devices and diagnostics for unmet medical needs.  As a non lobbying organisation, a unique partnership of patient groups/medical charities, science and industry, IPPOSI works to smooth the path in Ireland for new medicines and therapies to move from basic science in laboratories to the patients who need them.  This is achieved through expertise, dialogue, consensus building, networking and influencing.  Since its establishment in 2001 the organisation has been involved in a number of conferences relating directly and indirectly to the rare disease area and to therapy development for unmet medical need including Orphan Medicinal Products Regulation of the EU;  the Commercialisation of Health Research, the EU Clinical Trials Directive, Clinical Research Infrastructure in Ireland, Access to Medicines and New Medical Technologies in the Era of Health Technology Assessments in Ireland, Patient Registries in Ireland – Where we go from here?. The latter 3 conferences were held in 2008.  In addition to these conferences, in 2008 alone IPPOSI:

· gathered members and stakeholders together to discuss themes outlined in the “EC Consultation on Rare Diseases – Europe’s Challenges” and to develop a consensus statement 
· submitted to the “EC Consultation on Rare Diseases – Europe’s Challenges” addressing among others, issues relating to the definition of rare disease, classification and coding, European Reference Networks, orphan drug accessibility, social and education services for rare disease patients, governance models for registries, databases, rare disease action plans.  Receiving unprecedented response (600 responses), this consultation was one of the largest EC public consultations highlighting the importance of, and need for, action across Europe in the rare disease area. The IPPOSI response to the “European Consultation on Rare Diseases Europe’s Challenges” can be found by visiting: http://www.ipposi.ie/index.php?option=com_content&task=view&id=22&Itemid=28.  
· partnered with GRDO to celebrate the First European Rare Disease Day (29/02/08) using the occasion to draw attention to important issues surrounding rare diseases in Ireland and the wider EU

· participated in the EURORDIS/European Parliament “Public Hearing on Rare Diseases”, Brussels, 4th March 2008

· participated in the European Platform for Patients’  Organisations, Science and Industry (EPPOSI) meeting in Brussels on Rare Diseases in Paris, October 2008
· Participated in the “National Strategies and Plans for Rare Diseases in Europe - State of the Art and Sharing experiences;  Towards EU Recommendations"  conference organised by the French Presidency of the European Union together with EURORDIS and EUROPLAN, Paris, November 2008
.
· established a “Think Tank on Rare Diseases” to progress issues arising from the 2007 IPPOSI/IMB Rare Disease Report, together with key stakeholders including members of GRDO and the MRCG.  One of main activities for the Think Tank will be to work towards the development of a comprehensive national plan for rare diseases in Ireland.  As a non lobbying organisation, IPPOSI’s role will be to facilitate discussion and consensus building, ensuring that key policy and practical endeavours at national and international level in this area are shared.  The MRCG and GRDO in their capacities will work towards progressing operationalisation by actively engaging with decision makers. 

The Medical Research Charities Group was formed in 1998 to inform and support charities in Ireland in the development of their medical research.  As an alliance promoting medical research, the MRCG works to raise the profile of medical research, increase funding, and ultimately alleviate suffering and mortality caused by illness.  Since 2006 the MRCG charities have been co-funding research projects with the Health Research Board (HRB).  This is made possible by an allocation to the HRB from the Department of Health and Children.  While the scheme does not focus solely on rare diseases a number of research projects in the area have been funded.   Examples of some of the rare disease conditions that have benefited from the joint research scheme include Alpha 1 antitrypsin deficiency, muscular dystrophy, cystic fibrosis, Epidermolysis Bullosa (EB), cystinosis, retinitis pigmentosa and macular degeneration among others.  Since the Scheme commenced in 2006, 44 projects (covering rare and non rare conditions/diseases) have been supported.  In this joint funding scheme the Department of Health and Children provides an ongoing allocation of 1 million euros to the HRB which is matched by the research charities.  Total investment for the three years 2006, 2007, 2008 was 6 million euros of which 3 million was provided by the Department of Health.  
In addition to the joint funding scheme activities, the MRCG also has a working group on rare diseases and has prepared a policy paper on rare diseases entitled “It’s not rare to have a rare disease”.  Furthermore, the MRCG has created a Steering Group involving the MRCG, Health Services Executive (HSE), HRB and the Health, Information and Quality Authority (HIQA) to oversee research into the area of patient registries in Ireland.  The aim – to identify existing patient registries in Ireland, to describe these in detail (functions, methodologies, standards, funding mechanisms) and also to identify best practice and guidelines for quality standards in this area.  This research will also shed some light on the existence and quality of rare disease patient registries in the country.
Genetic and Rare Disorders Organisation (GRDO) was incorporated in 1988 with a view to lobbying for the establishment a National Centre for Medical Genetics.  In 1992 this Centre was established by Government.  The Organisation is run by volunteers and has since 1988 acted as an advocate for the voluntary sector concerned with genetics.  This has been achieved by creating awareness and providing information on genetic disorders to policy makers and health officials in order to achieve a high quality of services for those directly affected by genetic conditions and their families.  GRDO also acts as a watchdog in relation to legislation concerning disability to ensure that the rights of people with genetic conditions are protected.  The organisation
 was involved in the consultation process for the Disability Act, 2005 resulting in the inclusion in the Act of provisions regarding genetic tests.
Conference – “Focus on Rare Diseases in Ireland - What is the National Plan?”, 25 February 2009
 
IPPOSI, GRDO and the MRCG will jointly hold a meeting on Wednesday, 25th February 2009 to mark World Rare Diseases Day.  The meeting will take place in the European Public Information Centre (EPIC), European Union House, 18 Dawson Street, Dublin 2.  Speakers confirmed to date include: Mr Paolo Morgese, Market Access Manager, Merck Serono, Mr Larry Warren, Alpha 1, Ms Christel Nourissier, General Secretary, EURORDIS, Mr Eric Low, Myeloma UK, Mr Brendan Martin, Genzyme, Ms Doris Noe, Patient Advocate, Dr Patrick Harrison, UCC, Dr Aisling Ryan, Neurology, Cork University Hospital.

Addressing Rare Diseases at EU Level – Some Initiatives and Activities In Europe in the area of Rare Disease 2007/2008
4th European Conference on Rare Diseases 2007 Lisbon

The European Conference on Rare Diseases 2007 Lisbon was the 4th in a series of health and research policy conferences organised every two years.  The ERCD 2007 was organised by European Organisation for Rare Diseases (EURORDIS) and its 9 partners.  The meeting “Conference on Rare Diseases - Patients at the heart of rare disease policy development” was the launching pad for the unprecedented EC Public Consultation (European Consultation on Rare Diseases – Rare Diseases Europe’s Challenges) regarding European Action in the field of Rare Diseases.  The Conference Report can be found by visiting:  (http://www.rare-diseases.eu/2007/IMG/File/ECRD%202007%20report.pdf)
European Commission Consultation on Rare Diseases – Rare Diseases Europe’s Challenges.  In early 2008, the EC issued a Consultation “EC Consultation on Rare Diseases – Rare Diseases – Europe’s Challenges” in order to gather information and expertise on issues facing rare disease communities across the European Union.  The document contained 14 key questions about rare diseases.  Interested parties were invited to comment on, and respond to these questions and to explore relevant issues.  All responses received by the European Commission on this Consultation can be found by visiting:  http://ec.europa.eu/health/ph_threats/non_com/consultation_en.htm
EC Communication and Proposal for a Council Recommendation on Rare Diseases

On the 11th of November 2008, the European Commission adopted a Communication and a Proposal for a Council Recommendation on Rare Diseases setting out an overall Community strategy to support Member States in diagnosing, treating and caring for the 27-36 million EU citizens with rare diseases.  The Communication focuses on three main areas (1) Improving recognition and visibility of rare diseases, (2) supporting policies on Rare Diseases in Member States for a coherent overall strategy, (3) Developing cooperation, coordination and regulation for Rare Diseases at EU level.  The Communication “Communication from the Commission to the European Parliament, the Council, the European Economic and Social Committee & Committee of the Regions on Rare Diseases - Europe's Challenges” (COM (2008) 679 (11.11.08) text can be found by visiting http://ec.europa.eu/health/ph_threats/non_com/docs/rare_com_en.pdf , Proposal for a Council Recommendation (COM (2008) 726 (11.11.08) can be found by visiting: http://ec.europa.eu/health/ph_threats/non_com/docs/rare_rec_en.pdf 
The Communication and the Proposal were officially transmitted to the Parliament, the Council, the European Economic and Social Committee and the Committee of Regions. The first discussions took place on 27 November 2008 at a Council working party. The meeting of the Employment, Social Policy, Health and Consumer Affairs Council under the French EU Presidency (15 and 16 December 2008) gave the rare disease texts priority status on the agenda.  All EU Ministers of Health were expected at this meeting.

At the request of the Council, the Committee of Regions, the European Economic and Social Committee and the Parliament have agreed to consult the Recommendation.  Dates have now been set for each entity to return opinion on the document.  The Committee of Regions is scheduled to present its opinion at the Plenary Session scheduled for 11-12 February 2009, the European Economic and Social Committee is scheduled to present its opinion at a Plenary Session scheduled for 25-26 February 2009 and the Parliament is scheduled to present its opinion at a Plenary Session scheduled for 23-26 March 2009.

The meeting of the Council of Ministers for adoption of the documents is scheduled for 9 June 2009, under the Czech Presidency, providing that the Parliament has already expressed its opinion (which is not mandatory but is desirable). If the documents are not adopted in June 2009 they will have to be submitted to the Council under the Swedish Presidency, most likely in November 2009.  
The European Union’s Seventh Framework Programme for Research and Technological Development (FP7, 2007-2013) will boost research into rare diseases. Its first phase focuses on innovative and multidisciplinary projects investigating (on an EU-wide scale) the natural course and pathophysiology of non-infectious, non-malignant rare diseases in the areas of: endocrine, immune and metabolic diseases; genito-urinary tract diseases; diseases affecting the digestive and respiratory system. The acquired knowledge will provide the basis for future development of diagnostic, therapeutic and potentially preventive approaches. The FP7 will also include research into rare Mendelian phenotypes (human phenotypes) of common diseases. 

Innovative Medicines Initiative (IMI) aims to reinvigorate the biopharmaceutical sector in Europe.  For the first time competitor pharmaceutical companies will collaborate to find solutions in order to overcome the research bottlenecks in the drug development process.  This will be achieved by harnessing the know-how and expertise across Europe’s biopharmaceutical sector, pooling competencies from the public and private domain.  
Conference “National Strategies and Plans for Rare Diseases in Europe – State of the Art and Sharing Experiences, 18 November 2008

On 18 November 2008, a conference "National Strategies and Plans for Rare Diseases in Europe - State of the Art and Sharing experiences;  Towards EU Recommendations"  was organised by the French Presidency of the European Union together with EURORDIS and EUROPLAN.  "The primary aim of the conference was to promote rare diseases as a public health priority in EU Member States and the concept of public national strategies and plans. The secondary aim was to help define strategies useful to EU Member States designing a national plan for rare diseases. That is, a plan supporting diagnoses, treatment and care for rare disease patients throughout Europe".

A copy of the report from this meeting entitled "National Strategies & Action for Rare Diseases in Europe" can be found by visiting:  http://www.ue2008.fr/webdav/site/PFUE/shared/import/1118_Conference_maladies_rares/Rare_diseases_Summary_EN.pdf
EUROPLAN- European Project for Rare Diseases National Plans Development
EUROPLAN is a three year project funded by the European Commission.  The project commenced in April 2008. Its main goal is to develop recommendations on how to define a strategic plan for rare diseases. The recommendations will provide information on the different steps to develop a strategic plan and it will include priority areas and actions of intervention in the field of rare diseases. It will be a tool to implement a key recommendation of the European Commission Communication on Rare Diseases – helping Member States to develop their own national plans on rare diseases and linking national efforts within a common strategy at national level.  The specific objectives of the project are to describe EU Member States’ initiatives on rare diseases, identify priority areas and actions of intervention to include in national plans for rare diseases, develop indicators for monitoring the implementation and evaluating the impact of national plans for rare diseases, analyse case studies to identify successful experiences, develop recommendations for the development of strategic plan for rare diseases.  To start with, the 'state of play' on rare diseases in each country will be looked at, Member States will then identify priority areas and actions to include in national plans. They will also analyse case studies to identify already successful experiences. The EUROPLAN project is divided into 8 Work Packages: WP1-3 deal with management of the project and dissemination of the results, WP4-8 are core WPs.  WP4 will describe EU Member State initiatives on rare diseases, WP5 will select indicators to evaluate the achievements of rare disease initiatives,  WP6 will evaluate selected activities and identify best practices, WP7 will prepare recommendations for rare diseases national plan development, WP8 will discuss the transferability of the recommendations with local stakeholders in the different countries. National conferences will begin in 2010 and will have a political dimension. 

Together for Health – A Strategic Approach for the EU 2008-2013 and Second Programme of Community Action in the Field of Health (2008-2013)

European Commission White Paper (COM) 2007 630 final “Together for Health:  A Strategic Approach for the EU 2008-2013” of 23 October 2007 http://ec.europa.eu/health-eu/doc/whitepaper_en.pdf developing the EU Health Strategy and the Decision NO:  1350/2007/EC of the European Parliament and of the Council of 23 October 2007 establishing a Second Programme of Community Action in the Field of Health (2008-2013) http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:L:2007:301:0003:0013:EN:PDF are important.  Initiatives in order to prevent and treat specific diseases, including genetic disorders and to promote action on the prevention of rare disease are explicitly mentioned in these documents. 

Some useful resources

European Platform for Patients’ Organisations, Science and Industry – http://www.epposi.org
European Organisation for Rare Diseases (EURORDIS) – http://www.eurordis.org
Genetic and Rare Disorders Organisation (GRDO) – http://www.grdo.ie
GENESKIN, a European Reference Network for people affected by rare genetic skin diseases - http://geneskin.idi.it/
Irish Platform for Patients’ Organisations, Science and Industry (IPPOSI) – http://www.ipposi.ie
Medical Research Charities Group (MRCG) – http://www.mrcg.ie
Orphanet – database of 5,000 rare diseases available in 5 EU languages - Orphanet includes a Professional Encyclopaedia, which is expert-authored and peer-reviewed, a Patient Encyclopaedia and a Directory of Expert Services. This Directory includes information on relevant clinics, clinical laboratories, research activities and patient organizations http://www.orpha.net/consor/cgi-bin/index.php
Rapsody Online offers a comprehensive listing of European Services for rare disease patients (helplines, Therapeutic Recreation Programmes, Respite Services across Europe).  (http://www.rapsodyonline.eu/) 
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� Eurordis, 2005, “Rare Diseases: understanding this Public Health Priority”, p 3
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� ICD10 provides codes to classify diseases and a wide variety of signs, symptoms, abnormal findings, complaints, social circumstances and external causes of injury or disease.  Health conditions are assigned codes.  The ICD is used worldwide for morbidity and mortality statistics, reimbursement systems and automated decision support in medicine.  The system is designed to promote international comparability in the collection, processing, classification and presentation of these statistics.   


� Arrigo Schieppati, Jan-Inge Henter, Erica Daina, Anita Aperia, 2008, Lancet 2008; 371; 2039-41 “Why rare diseases are an important medical and social issue?”


� For some disorders national or international registries are available, which have been set up and maintained by researchers, patients’ associations, public institutions or drug companies.  In Ireland one well respected, accurate and reliable rare disease patient registry which has the support of patients and the public alike is the Cystic Fibrosis Patient Registry.


� Arrigo Schieppati, Jan-Inge Henter, Erica Daina, Anita Aperia, 2008, Lancet 2008; 371; 2039-41 “Why rare diseases are an important medical and social issue?”


� European Regulation on Orphan Medicinal Products in 2000 (Regulation EC NO 141/2000) - � HYPERLINK "http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:L:2000:018:0001:0005:EN:PDF" ��http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:L:2000:018:0001:0005:EN:PDF�


� The term “Orphan Drug” is given to a medicine that has been developed specifically to treat a rare medical condition.   


� “Improving access to orphan medicines for all affected EU citizens, Final Conclusions and Recommendations of the Pharmaceutical Forum” � HYPERLINK "http://ec.europa.eu/pharmaforum/docs/pricing_orphans_en.pdf" ��http://ec.europa.eu/pharmaforum/docs/pricing_orphans_en.pdf�


� IPPOSI/IMB meeting “Medicines for Rare Diseases – an Opportunity for Patients, Science and Industry”, Dublin, 9 November 2007 – citing Orphanet figures 





� Population of Ireland (CSO 2006 = 4, 239,848).  6% of population = 254,390, 8% of pop = 339, 187.  6-8% (minus 140,000)  ie an additional 114,390 to 199,187 will be affected in their lifetime.  6-8% refers to the number of people who already have or will develop a rare disease.  This is a life long incidence.  The 3.5% refers to the number of patients currently affected (the true prevalence).  Segolene Ayme, Orphanet, 2009


� Michael Griffith, 2007, citing Orphanet statistics, IPPOSI/IMB meeting Medicines for Rare Diseases; an opportunity for patients, science and industry, Dublin 9th November 2007


� Professor Eileen Treacy, National Centre for Inherited Metabolic Disorders speaking at IPPOSI/IMB meeting “Medicines for Rare Diseases – an Opportunity for Patients, Science and Industry”, Dublin, 9 November 2007


� Eurordis, 2007 - Results of the 4th Eurordis Survey on Orphan Drug Availability in Europe (2007) http://www.eurordis.org/IMG/pdf/2007ODsurvey-eurordis.pdf


� Yann Le Cam, EURORDIS, speaking at the IPPOSI/IMB Meeting “Medicines for Rare Diseases – An Opportunity for Patients, Science and Industry”, Dublin 9th November 2007.


� A full list of recommendations can be found in the report from the IPPOSI/IMB meeting “Medicines for Rare Diseases – An opportunity for patients, science and industry” 2007, available on the IPPOSI website (http://www.ipposi.ie)


� The outcome report from this meeting can be found by visiting: http://www.ue2008.fr/webdav/site/PFUE/shared/import/1118_Conference_maladies_rares/Rare_diseases_Summary_EN.pdf


� At the time, GRDO was known as GIDO (Genetic and Inherited Disorders Organisation)


� The Programme is intended to complement, support and add value to the policies of Member States and to contribute to increased solidarity and prosperity by promoting human health and safety by improving public health.  The Second programme (2008-2013) came into force on (01/01/08) and follows the First programme (2003-08) which financed >300 projects and other actions.
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