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Editorial 
  
OECD issues quality assurance guidelines for genetic testing 
  

The Organisation for Economic Cooperation and Development (OECD) has developed and published a set of 
quality assurance guidelines for international genetic testing. Observing that “research laboratories play a 
valuable role in the development and validation of new tests particularly in the provision of genetic testing for rare 
diseases”, the OECD asserts that the unique features of molecular genetic testing “place an enhanced duty on 
laboratories to assure the quality of their services…while governments, regulators and professional bodies have a 
responsibility to ensure that all genetic testing services are offered within a quality assurance framework that 
retains the confidence of the public.”  
 
The Guidelines thus consist of “Principles and Best Practices for quality assurance in molecular genetic testing for 
clinical purposes” and are available to assist both OECD and non-OECD member countries in the development 
and introduction of appropriate quality assurance procedures. The OECD guidelines contain the following 
objectives:  
 

●     Promoting minimum standards internationally for quality assurance systems and molecular genetic testing 
laboratory practices.  
●     Facilitating mutual recognition of quality assurance frameworks.  
●     Strengthening international co-operation and facilitating, where appropriate, the cross border flow of samples 
for clinical purposes in accordance with recognised principles for their handling, storage, safety, privacy and 
confidentiality.  
●     Increasing public confidence in the governance of molecular genetic testing.  
The Principles are designed for governments and those involved in the regulation of genetic services, while the 
Best Practices are primarily aimed at “professional associations, directors of molecular genetic testing laboratories 
and others involved in the provision of molecular genetic testing”. The OECD states “the ethical and legal 
principles set out in international declarations and agreements and the diversity of systems and jurisdictions within 
and between countries have been recognised during the development of these Guidelines.” The Guidelines 
address particular aspects of genetic services, particularly, “molecular genetic testing offered in a clinical context, 
and the quality assurance practices of laboratories that carry out such tests. They do not address testing carried 
out only for research purposes”. The publication of these guidelines will help contribute to providing equitable and 
uniform genetic testing practices for rare disease patients and their families across the world.  

  

 
  

  

Task Force Update 

  

On 30 May, an RDTF workshop, Assessing treatable rare diseases and the proportion of patients eligible for 
treatment took place in Paris at the Rare Diseases Platform located in Broussais Hospital. The workshop was 
attended by RDTF members and invited experts, patient organisation representatives, industry professionals, and 
Orphanet staff in an attempt to represent all stakeholders. The conclusions of this workshop will serve as a basis 
for the programme of the public workshop organised by EPPOSI taking place in Copenhagen on 18-19 October 
2007 and will contribute to the elaboration of the Communication on rare diseases which is in preparation. 
 
We anticipate a productive Rare Disease Task Force meeting in Luxembourg on 20 June 2007 and look forward to 
seeing as many members as possible. The meeting is scheduled to take place between 10:00-17:30. 
 
We welcome the return of Louise Taylor as Editor for OrphaNews Europe and wish Kathy Beuzard-Edwards luck 
in her future endeavors. 
 
For more information about the Rare Diseases Task Force readers may consult the DG SANCO rare diseases 
website 
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Latin America and the Caribbean could play key role in search for rare disease solutions 
  

Virginia A. LLera, MD, is an Argentinian-born physician trained in psychiatry. Following the diagnosis of a rare 
disease in her daughter, Dr. LLera became aware of the many difficulties facing Latin American rare disease 
patients. She consequently founded the GEISER Foundation in 2001, a regional initiative designed to pool rare 
disease resources. Here, Dr. LLera describes for OrphaNews Europe the situation of rare disease patients in Latin 
America and the Caribbean as well as the initiatives underway to address their needs:  
 
Latin America is a subcontinent characterised by sharp social and economic contrasts. With few exceptions, the 
Latin American and Caribbean countries are small economies whose development has been slowed by poorly 
organized administrations and a lack of policies with long-term objectives. In this context, the fact that both the 
Pan American Health Organization (PAHO) and the World Health Organization (WHO) consider that the greatest 
inequities in health care provision, distribution and expenditure are found in Latin America and the Caribbean 
comes as no surprise.  
 
Living with a rare disease is a dramatic experience in Latin America and the Caribbean, since this region lags 
behind in economic and educational development, and inequalities in sanitary conditions permeate even the most 
basic social determinants of health, such as food, housing, education, or work. The lack of assistance available to 
rare disease patients involves deficiencies in economic and educational structures and impinges upon the natural 
rights of minority groups.  
 
Nevertheless, Latin America and the Caribbean may turn out to be key participants in the search for solutions for 
rare disease sufferers as far as access to diagnosis and treatment are concerned. Latin America and the 
Caribbean can make important contributions towards improved health care management for a number of reasons: 
the region has a large pool of patients, specialists, researchers and other human resources; it can help bring down 
global development costs and produce diagnostic and therapeutic tools affordable to the populations of developing 
countries; and it may expand the health care market considerably, thereby lowering investment risks for the 
industry.  
 
Rare diseases constitute the most inequitable area in health care, even in countries that have the most equitable 
health systems in the world. Thus, quite paradoxically, even though Latin America and the Caribbean show the 
greatest inequalities in health care, this region could become an important contributor towards balancing the issue 
on a global scale.  
 
 

 
At present there is no firm rare disease legislation in place, nor is there an organization comparable in magnitude 
or experience to the European framework. People living with rare diseases find themselves discriminated against 
by today's health care systems, a situation which encourages them to network with other patients who may suffer 
from completely different medical conditions but share similar social and sanitary problems. For this reason, 
several non-governmental organizations (NGOs) created by affected individuals and their families, specialized 
physicians or other vested interests, have set up support and advocacy groups, some of which form part of 
international associations. These groups, however, have little real chance to change the situation in Latin America 
and the Caribbean, because global health care patterns follow priorities that do not adequately reflect the 
particular concerns of this region. Hence, there is a need for an organization that can encompass all of these 
initiatives on a regional level and interact with counterpart organizations in the United States and in Europe on an 
equal footing.  
 
A first step toward union and organization was born in the Andean city of Mendoza, Argentina, where a group of 
health care professionals, patients and families affected by rare diseases created the GEISER Foundation (Group 
of Linkage, Research and Support for Rare Diseases), an umbrella organization designed to liaise with all of the 
rare disease associations in Latin America, identifying their shared needs and interests and fostering political, 
social and educational action to promote the common good. GEISER regards the problems pertaining to rare 
diseases and orphan drugs as matters of global interest and therefore seeks to bring together regional 
associations and organise them at the same level as their counterparts in the developed world, following the lead 
of the European Organization for Rare Diseases (EURORDIS) and the American National Organization for Rare 
Disorders (NORD). GEISER is building the power to draw resources and direct them towards achieving its goals, 
and considers its most valuable asset the unwavering determination of tens of associations scattered across Latin 
America that have already endorsed the Foundation's ideas. During the past five years, the GEISER Foundation 
has organised regional meetings with very positive response, and currently is working to arrange the first Latin 
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American conference on rare diseases, scheduled to take place in Buenos Aires, on 27-29 March, 2008. It is 
expected that on such an occasion, a sub-continental organization capable of interacting with EURORDIS and 
NORD will be created to collaborate with these allies to change the history of inequalities in rare diseases in Latin 
America, the Caribbean and the rest of the world.  
 
Indeed, the issue of rare diseases and orphan drugs should be addressed rationally from a global perspective, in 
order to accelerate changes and maximise available resources. Since there are very few rare disease patients in 
each region, they cannot depend upon local policies or conditions; rather, they should be able to rely on 
international strategies designed to develop unified diagnostic and treatment methods, a single, profitable channel 
of health products distribution and an organised network to facilitate access to health care resources. The 
coordinated participation of all Latin American countries is essential to cooperate with multicenter studies and 
research centers working on diagnostic and treatment techniques, and to promote initiatives for regional 
development and harmonised sanitary, legal and educational policies. At the same time, such participation will 
considerably expand the market for health care products, thus helping improve investment returns and reduce 
costs.  
One of the aims will be to make access to diagnosis and treatment more readily available within the region. In 
order to achieve this goal, it will be necessary to reach international consensus on regulations and funding. Should 
some of these changes be implemented in the region, they will also have an impact on the rest of the world. 
Measures taken to address regulatory and intellectual property issues in the field of rare diseases could also be 
adapted to rectify inequities in neglected diseases, which are one of the most pressing problems in Latin America 
and the Caribbean. 
This could be the first opportunity for Latin America and the Caribbean to begin serious work on harmonised, 
comprehensive policies; surely the experience and benefits derived from such work will have a positive influence 
on other social and sanitary structures in the region. 
Contact Virginia LLera  

  

 
  

  

EU Policy News 
  
EESC calls for enhanced access to equal opportunity for the disabled 
  

The European Economic and Social Committee (EESC) recently published an Opinion in the Official Journal of 
the European Union concerning equal opportunities for people with disabilities. In this paper, the EESC invites the 
European Commission to submit a proposal for comprehensive legislation addressing the needs and challenges of 
disability. The many areas targeted for legislation include housing, with a call for an examination of alternatives to 
existing institutions that often segregate and marginalise people with disabilities; the employment sector, 
extending protection from work discrimination and more opportunity; and a global improvement of access, 
including such diverse areas as public buildings, transport, information technologies, support for families, and 
especially education for children. The opinion calls for an extension of existing European-level legislation and 
reinforces the principle of inclusion of disabled people in decision-making, with a renewed call for governments to 
better support the networks of disability organizations. While acknowledging the diversity existing between 
different disabilities, the authors stress the need for a common European definition of disability, in order to make 
EU-level policies more effective. Thus, the Commission, Member States, and Eurostat are all entreated to devote 
more resources to an "elaboration of statistics"• analysing employment, economic issues, consumption, and 
access to services.  
  
EuroGentest solicits feedback for its genetic counseling recommendations 
  

EuroGentest, the European Network of Excellence for genetic testing, is busy developing a set of 
Recommendations destined for those whose role involves counseling genetic testing patients. EuroGentest is 
thus requesting feedback on its second draft of these guidelines. All concerned parties are strongly encouraged to 
take the time to read the Recommendations and offer comments.  

  

 
  

  

National & International Policy Developments 
  
Switzerland adopts orphan medicine legislation similar to EU regulations 
  

Switzerland has adopted legislation for its orphan medicinal products comparable to regulations already in effect in 
the European Union. Parallel to the European Medicines Agency (EMEA), the designation “orphan” in Switzerland 
is applicable to illnesses afflicting five or less persons per 10,000. Scientific advice is offered before a demand for 
authorisation is made, and manufacturers may be exempt from certain administrative taxes. Under the Swiss 
federal law of 15 December 2000 concerning therapeutic products for human or veterinary purposes, medicinal 
products destined for rare diseases benefit from simplified authorisation procedures. Under the new legislation, in 
effect since the end of 2006, Swiss national medicinal agency Swissmedic Institute distinguishes between the 
processes of granting orphan status for a medicinal product and granting marketing authorisation for a product 
with an orphan designation.  
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