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 Dear friends, 

 
Here is the April issue of "Rare Diseases & Orphan Drugs". 

Traditionally, in early spring we turn our attention to the topic of 

education and professional training of medical specialists on rare 

diseases. Medical students and young professionals are no doubt the 

personification of it. At the end of March the Association of Medical 

Students of Plovdiv organised and hosted the Spring National Meeting 

of medical students in Bulgaria. As a continuation of our longstanding collaboration, rare diseases were 

chosen as a main theme of the event. You can find what was presented and what happened on page 3. 

The cover story of this edition focuses on the European initiatives and actions in the field of rare 

diseases. When we started this newsletter, it was one of our main goals – to give voice and visibility of these 

projects. The successful implementation of rare diseases policies in Bulgaria really depends on the further 

translation and application of the EU activities and measures on local level. Last but not least, EU institutions 

have played and continue to have a huge role in placing rare diseases on top public agenda, raising awareness 

of and elaborating integrative approaches to seek solutions. We have invited three of the leading actors on 

the European rare diseases scene to share their experiences and views on these issues. Alastair Kent, Antoni 

Montserrat and Domenica Taruscio are not only major experts, but also represent three of the most 

important rare diseases stakeholders – patients, European institutions and scientists. All this is on page 4-9. 

Of course, we have not forgotten our news columns (page 2), rare diseases library (pages 10-11) and 

upcoming events (page 12). 

  

WE WISH YOU PLEASANT AND BENEFICIAL TIME WITH 

"RARE DISEASES & ORPHAN DRUGS"!  
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AACCTTUUAALLIISSAATTIIOONN  OOFF  TTHHEE  DDIIRREECCTTIIVVEE  OONN  TTRRAANNSSPPAARREENNCCYY  OOFF  MMEEAASSUURREESS  

RREEGGUULLAATTIINNGG  TTHHEE  PPRRIICCEESS  OOFF  MMEEDDIICCIINNAALL  PPRROODDUUCCTTSS  FFOORR  HHUUMMAANN  UUSSEE  AANNDD  TTHHEEIIRR  

IINNCCLLUUSSIIOONN  IINN  TTHHEE  SSCCOOPPEE  OOFF  PPUUBBLLIICC  HHEEAALLTTHH  IINNSSUURRAANNCCEE  SSYYSSTTEEMMSS  
 

 Medicines should enter the market faster. With this intention on 1 March 2012 the European Commission 

has proposed to streamline and reduce the duration of national decisions on pricing and reimbursement of 

medicines. In the future, such decisions should be taken within 120 days for innovative medicines and for 

generic medicinal products within only 30, instead of 180 days today. Commission also proposes strong 

enforcement measures in case the decisions do not comply with the time limits, as these are often exceeded 

by Member States. The new Directive represents an important simplification measure and shall repeal and 

replace the longstanding Directive from 1989 on the transparency of measures regulating the prices of 

medicinal products for human use and their inclusion in the scope of public health insurance systems, which is 

no longer reflecting the increased complexity of the pricing and reimbursement procedures in the Member 

States. This upcoming legislation is essential for orphan drugs, because their high price is a prerequisite for 

long and often unsuccessful process of negotiation on national level, which finally ends in restriction of acces 

to new therapies. 

 

You can further find what exactly will be amended and the analysis of the causes of these changes 

on the website of the European Commission. 

http://ec.europa.eu/enterprise/sectors/healthcare/competitiveness/pricing-

reimbursement/transparency/index_en.htm 

________________________ 

 

IINNTTEERRNNAATTIIOONNAALL  RRAARREE  DDIISSEEAASSEESS  RREESSEEAARRCCHH  

CCOONNSSOORRTTIIUUMM  ((IIRRDDIIRRCC))  
 

The International Rare Diseases Research Consortium 

(IRDiRC) is a joint initiative of the European Commission and the US 

National Institutes of Health, launched in April 2011. IRDiRC aims to 

foster international collaboration in rare diseases research. It teams 

up researchers and organisations investing in rare diseases research 

in order to achieve two main objectives, namely to deliver 200 new 

therapies for rare diseases and means to diagnose most rare 

diseases by the year 2020. IRDiRC will be governed by an Executive 

Committee, three Scientific Committees and a number of working 

groups. On 29 February 2012, Rare Disease Day, 31 class-leading 

experts were appointed as members of the Scientific Committees 

to help guide IRDiRC future research efforts. IRDiRC Committees 

will focus on diagnostics (including sequencing and 

characterisation), therapies (including pre-clinical and clinical 

development) and Interdisciplinary aspects of rare diseases 

research (including ontologies, natural history, biobanking, 

registries etc). Committees member have been nominated by 

diffeent scientific societies, research organisations and umbrella organisations of patient advocacy groups. 

 

You may read more about IRDiRC’s pre-history, mission and tasks 

on the site of the European Commission. 

http://ec.europa.eu/research/health/medical-research/rare-diseases/governance_en.html 
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MMEEDDIICCAALL  SSTTUUDDEENNTTSS  IINN  BBUULLGGAARRIIAA  SSTTAANNDD  BBEEHHIINNDD  

TTHHEE  RRAARREE  DDIISSEEAASSEESS  CCAAUUSSEE  
 

The Spring National Meeting of the Association of Medical 

Students in Bulgaria (AMSB) was held from 30 March to 1 April in Plovdiv. 

It was attended by over 90 medical students from the five medical 

universities in the country and the Medical Faculty of Sofia University. The 

initiative is organised twice a year and AMS – Plovdiv hosted the first such 

event for 2012. The meeting’s main theme was rare diseases. The choice 

was not a surprise, having in mind the excellent cooperation between 

AMS – Plovdiv and ICRDOD, which have already organised together many 

events such as Rare Disease Day and the Annual seminar on rare diseases 

for medical students. This may be a repetition, but the present day 

medical students are the key to a successful solution of rare disease 

problems in the future. A lot of things greatly depend on their 

competence, awareness and involvement, so we have to work now for 

their quality and adequate professional training and education on these 

matters. This is the right place to express our special thanks to AMSB, AMS – Plovdiv and the students from 

the Medical University of Plovdiv, who have repeatedly proved their commitment and solidarity to the cause 

of rare diseases and have been part of many important pubic activities in this field. Dear friends, thank you! 

At the event medical students had the opportunity to get acquainted with what actually lies behind the 

term "rare diseases", to enrich their knowledge in this area, to meet face to face with patients and to learn 

closely about their problems. Prof. Rumen Stefanov of ICRDOD opened the meeting, introducing students how 

rare diseases topics are perceived and developped in Bulgaria and abroad. However, the main part of this 

presentation was left to the patients themselves. Rare diseases are not just statistics, behind all these 

numbers there are real people and their families, who experience severe problems. Unfortunately, all these 

troubles go unnoticed by the society and are left to the individual efforts of patients and their doctors. Special 

guests to the Spring National Meeting of AMSB were little Dean, who suffering from arthogryposis, and his 

mother Tsevetelina Yurukova, Nadezhda Yovcheva of Pituitary Association and Yordanka Petkova of the 

Association of patients with hereditary angioedema. The testemonials of these persons, their feelings, 

thoughts and problems definitely influenced the participating students, who after the event should have 

become even more motivated to be better professionals, to continue enriching their medical knowledge and 

never to forget the humanity of the profession they have chosen to practice in future. 

Of course, such meetings can not and should not replace proper education on rare diseases in the 

medical schools. But they 

have another very important 

point – to show the purely 

human aspect of these 

problems. It is not only for 

the young medical students 

and professionals, but it is 

important for all the society 

not to forget that noone is 

protected against the rare 

diseases. Therefore any 

investment in better 

healthcare, better education 

and better social services 

provides exceptional added 

value in the future. 
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How the European cooperation and integration have changed 

the attitude towards the rare diseases topics 
 

We have repeatedly 

written about the "big 

change", occurred with 

respect to rare diseases, the 

role of each patient and 

medical professional, patient 

associations and scientific 

societies. It is clear that civil 

society is essential for 

sustainable development in 

every social sphere. In rare 

diseases field it is even more, 

as nearly a decade ago this 

problem was practically 

unknown for the general 

public. However, to produce 

these huge changes, civil 

society and various 

stakeholders need something 

more to make them 

consolidate firmly behind a 

common cause. 

This catalytic element for rare diseases is not a secret. It’s the European Union – United Europe and its 

citizens. Without forgetting or underestimating the efforts and initiatives of various countries like USA, Japan and 

Australia, which have even been historically forerunners in a number of specific sub-actions on rare diseases 

problems, the European Union and its institutions first defined and united together all the separate issues into a 

common concept, into a single development idea. The guiding principle of the European perspective is that there 

should not be private actions on the basis of individual tragedies and accidents – just the opposite – it is to build a 

systematic framework to cover all potential stakeholders and if necessary to trigger built-in, automatic procedures 

providing adequate approach and positive conclusion. It is necessary to understand that the problems of patients, 

physicians, industry and health authorities are not their own and independent from one another. No, they just 

represent different sides of the same coin. 

That's why it is required a strategic approach to address and resolve systemic defficiencies and problems, 

giving new impetus to the development of rare diseases activities’ organisation and management. 8 June 2009 is a 

memorable date for all the people affected in some way by rare diseases. On that date, the EU Council adopted a 

recommendation for action in rare diseases field. It is a legislative document, calling on Member States to adopt 

and implement national plans for rare diseases – a strategic tool to ensure a sustainable way to solve this set of 

problems. This is a great incentive too for all the rare diseases stakeholders to work harder, because ultimately no 

matter how sophisticated programme documents are, without adequate human intervention they are no more 

than good wishes on paper. 

Our blitz interview involves three of the most recognizable "faces" of rare diseases in Europe. Alastair Kent, 

Antoni Montserrat and Domenica Taruscio stand behind many initiatives and projects at European level, which 

have actually formed the horizon of vision and comprehension of anybody who is somehow working for the cause 

of rare diseases. Alastair, Antoni and Domenica detail the role and the tasks of the European institutions, their 

visions to tackle rare diseases and thank to their enormous personal and professional experience give specific 

examples of the importance of European cooperation in this area. 

 

The team of “Rare Diseases & Orphan Drugs” would like once again to thank Alastair Kent, Antoni 

Montserrat and Domenica Taruscio for their support and contribution for this material! 

 



 FOCUS ON...               < 5 >  
 

May you briefly introduce yourself to our readers? 

Alastair Kent (AK): I am the Director of Genetic Alliance UK. This is an Alliance of over 

150 patient Support organizations for families and individuals affected by all types of genetic 

disorder. Our members include some very large groups supporting patients with cancer of heart 

disease, where genetic factors are only part of the story, and a lot of very small groups helping 

those with rare conditions arising from changes in a single gene. 

Antoni Montserrat (AM): I'm Antoni Montserrat Moliner, born in Barcelona. From 2006 

I'm in charge of the coordination of the European Commission action in the field of rare 

diseases. My Unit is part of the Directorate of Public Health of the SANCO (General Directorate 

of Health and Consumers) of the European Commission. We are located in Luxembourg. My 

background is on Economy and Statistics applied to health information systems. 

Domenica Taruscio (DT): I am Domenica Taruscio, Director of the Italian National Centre for Rare Diseases at 

the Italian National Institute of Health. The Centre is dedicated to tackle rare diseases from primary prevention to 

surveillance, to research on mechanisms of specific rare diseases as well as on social issues, education of health 

operators, empowerment of patients, information to patients and the general public.  

  

First of all, is there a particular reason for you to be involved in rare diseases activities? 

When did you first “face” the rare diseases topics? 

AK: I have been in this role for about 20 years. I joined Genetic Alliance UK because I 

was interested in the way in which new scientific possibilities influenced our opportunities to 

improve the circumstances of people living with serious, chronic and life limiting conditions. My 

younger daughter has a treatable auto-immune disease so we have family experience of the 

importance of bio-medical research and the translation of the outcomes of this into effective 

products. Rare diseases have been a constant thread in this work. When I started, medical 

genetics was all about rare conditions. Today, advances in research are showing us that common 

conditions – at least on the surface – are really clusters of rare disorders underneath with 

sometimes very different genetic elements that require different interventions and therapies. 

Perhaps there will not be common diseases for much longer as they break up into clusters of genetically distinct 

subsets! 

AM: I have a personal motivation. I face for the first time topics to mortality and morbidity related to rare 

diseases in 2001 when I was responsible in Eurostat on some areas of health statistics. When I take new responsibilities 

in DG SANCO in 2003, rare diseases were a secondary topic but very quick it becomes a major topic in the activities of 

the European Commission in the field of public health. 
DM: In 1998 I have been invited, as scientist working at the Italian National Institute of Health by the Italian 

Minister of Health to participate to a meeting organized between patients and families with rare diseases, scientists and 

health authorities. 

 

You have been a longtime actor in rare diseases field. What has changed now on 

European level in comparison to when you started working on these problems? 

AK: I think the most significant change is the growing recognition that rare is not 

the same as uncommon, and that there is a need to address the issues generated by the 

impact of rare diseases strategically and on a public health basis rather than as a series of 

individual tragedies that, whilst distressing to the patient affected are too few to get the 

attention of planners and policy makers. 

AM: The first European initiative in the field of rare diseases was the Decision No 

1295/1999/EC of the European Parliament and of the Council adopting a programme of Community action on rare 

diseases within the framework for action in the field of public health (1999 to 2003). This was not a real programme of 

action but a funding instrument giving to the different stakeholders the first opportunity to create EU collaborations and 

networks (the database Orphanet constitutes the best example). In 2000 the Commission adopted the Regulation (EC) 

No 141/2000 of the European Parliament and of the Council on orphan medicinal products which introduced for the 

first time a European definition on rare diseases, any disease having a prevalence of less than 5 per 10 000 of 

population, but obviously focusing on incentives to pharma companies to research and develop drugs not having 

economic return. At the same time the Framework Programme on research, FP5, launched also initiatives on rare 

diseases research very significant in terms of impact. During these years before 1999 still end 2003 the different actions 

of the EU lacked of a public health orientation and appropriate coordination. 

Alastair Kent 
Credit © Genetic Alliance UK 

Antoni Montserrat 
Credit © Personal archive 

Domenica Taruscio 
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Things started to change in 2004 after adoption of the First European Public Health Programme (2003-2007) and 

the Sixth Framework Programme (2003-2007). Rare diseases become a strategical objective in the EU public health and 

research policies and consultative structures, at EU level, were created for the first time. The EU Task Force on Rare 

Diseases was created in 2004 and has given a significant input to the EU in terms of impulse and help to refine European 

cooperation in the field of rare diseases. In 2008 the European Commission decided to adopt the Commission 

Communication to the European Parliament, the Council, the European Economic and Social Committee and the 

Committee of the Regions on Rare Diseases: Europe's challenges and to propose to the Council the adoption, finally 

done in 2009, of the Council Recommendation on an action in the field of rare diseases. After adoption of both 

documents the EU had, finally, a coherent framework of activities shared by the European Commission and the Member 

States. The adoption of the Commission Decision of 30th November 2009, establishing a European Union Committee of 

Experts on Rare Diseases, permitted to create a large structure where al  the stakeholders (Member States, Patient's 

organisations, Industry, Research community, Public Health projects, etc.) are represented. Also the fact that the most 

part of recent legal initiatives in the EU in the field of public health takes into account explicitly the interest of the rare 

diseases patients becomes an excellent new (e.g. Directive 2011/24/EU of the European Parliament and of the Council 

of 9 March 2011 on the application of patients’ rights in cross-border healthcare, etc.). 

DM: It has changed a lot in terms of EU public health actions as well as in research. Since 2008 rare diseases 

are a priority area for action in Public Health Programmes. Considering rare diseases as a whole, and not singularly, 

helped highlighting and recognizing a series of healthcare problems and planning focused public health actions involving 

groups of population with common needs, safeguarding at the same time their peculiarities and differences. 

Communication of the European Commission “Rare Diseases: Europe’s challenge" and “Council Recommendation on a 

European action in the field of rare diseases” allowed common policy guidelines to be shared everywhere in Europe. The 

adoption of the Commission Communication (2008), and of the Council Recommendation (2009), and the Directive on 

Cross-border healthcare have created an operational framework to act in the field of rare disease with European 

coordination in several areas (national plans o strategies, classification and codification, European Reference Networks, 

orphan drugs, European Committee of Experts, etc.). Many Countries adopted actions to tackle rare diseases in order to 

improve prevention, early diagnosis and appropriate treatments.  In the field of research the EU Commission has 

launched many initiatives starting with the different Framework programs (FP) where many projects on rare diseases 

have been funded to last international initiative the International Rare Diseases Research Consortium (IRDiRC). 

Maximising scarce resources and coordinating research efforts are key elements for success in the rare diseases field. 

Worldwide sharing of information, data and samples to boost research is currently hampered by the absence of an 

exhaustive rare disease classification, standard terms of reference and common ontologies, as well as harmonized 

regulatory requirements. In conclusion, it is no doubt that EU integration and cohesion policies have greatly contributed 

to make rare diseases issues more visible and more comprehensible throughout Europe. 

 

What are you most satisfied of the recent advances in this area? 

AK: Advances have occurred in several areas. Firstly, advances in our understanding of the basic biology of a 

growing number of rare diseases are creating insights that will allow us to make progress towards interventions and 

treatments that will improve the control of symptoms and perhaps one day allow us to produce cures or to prevent 

these conditions from developing. The second area of improvement has been in the adoption of legislation that helps to 

create a framework for sustaining research and development and generating specialist knowledge in the care and 

support needed by patients and families. For example, the Orphan Medicinal Products Regulations have provided a 

huge stimulus to the development of treatments for rare diseases, and the recently adopted Cross Border Health Care 

Directive should (it’s early days yet) support the development of centres of expertise with the critical mass to really 

improve services and support for families. This directive ought to facilitate the movement of patients to centres where 

they can receive high quality treatment not available closer to home. Whether it does remains to be seen, and patient 

groups will need to be vigilant to secure the rights of their members to access this high quality support if national health 

care systems are reluctant to pay for it. 

AM: The situation has certainly changed very positively from 2004 and specially 2008. I think everybody 

should be proud about the enormous advances in the visibility and knowledge of rare diseases in the EU policy. I'm 

specially satisfied with the consolidation of the database Orphanet as the rare diseases world reference in the field, the 

increasing role that the EU policy has given to patient's organisations, and specially EURORDIS, as key players in the EU 

policy, the recommendation to Member States to adopt a national plan on rare diseases before the end of 2013 and 

with the legal definition in the EU Cross-border healthcare Directive of the need to create European Reference 

Networks. 

DT: All the initiatives described above have been very important although with different weight. 
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Rare diseases are a unique sphere where European 

cooperation and consensus are crucial to move things forward. 

What’s the way to find an effective balance between the interests of 

so many different groups of interactors? 

AK: I think that the key to success is to try and adopt a 

collaborative approach with other key stakeholders. Patient groups 

have a unique role in promoting the interests of their members, and 

we must not allow this purpose to be compromised. However working 

with others who have overlapping interests, be they doctors, 

researchers, industry, policy makers or whoever, to help them 

understand that, by meeting patient expectations they will be able to 

do a better job themselves will enable us to lever their resources and 

insights towards the pursuit of a common goal. Of course we must 

reserve the right to be confrontational when others are doing things that run counter to patients’ interests, but 

confrontation should be a last resort, not the first tool out of the box. 

AM: The specificities of rare diseases – limited number of patients and scarcity of relevant knowledge and 

expertise – single them out as a unique domain of very high European added-value. There is probably no other area in 

health where collaboration between 27 different national approaches can be as efficient and effective. Coordination at 

EU level is probably the best way of pooling the very limited resources available. However no EU policy on rare diseases 

is possible without an active cooperation with national authorities and stakeholders. This was the sense of the creation 

of the European Union Committee of Experts on Rare Diseases (EUCERD). This Committee will assist the Commission in 

formulating and implementing the Community’s activities in the field of rare diseases, and shall foster exchanges of 

relevant experience, policies and practices between the Member States and the various parties involved as well as to 

assist the Commission in the monitoring, evaluating and disseminating the results of measures taken at Community and 

national level in the field of rare diseases. It should also contribute to the implementation of Community actions in the 

field, in particular by analysing the results and suggesting improvements to the measures taken and deliver opinions, 

recommendations or submit reports to the Commission either at the latter’s request or on its own initiative. 

DT: We should always keep in mind that the benefit of patients and their families are the central core of 

initiatives and efforts made by Institutions, patient organizations, scientists, industries, etc. at EU and national level. 

Transparency, especially regarding funding, among different players should be ensured. 

 

People do not always understand the difference between the EU level approach to rare diseases issues and 

the specific actions, taken by the individual countries. How EU policy decisions should be transferred into national 

authorities’ actions, so we could have better results? 

AK: In my experience a twin track approach is often the best way forward, and an early start helps to 

prepare the ground. When EU approaches are under development those who will be responsible for implementing 

them at national level need to be engaged with at as early a stage in the process to discuss what the implications might 

be and how the benefits might be realized. Practical and realistic options based on the opportunities on the ground in 

the Member State need to be worked out, remembering that what works in one country may not in another. Enlist the 

support of key allies – clinicians and others will want to take advantage of opportunities to help their patients, but they 

can only do this if they know about them, and try and secure a seat at the tables where decisions are being made. At the 

same time, it is important to work on awareness amongst politicians and the wider community by advocacy on behalf of 

patients in Parliament and in the policy forums where legislation is laid down that will transpose EU initiatives into 

national law, and through intelligent use of the media to generate public support that can be translated into political 

pressure thereby making a positive outcome more likely. 

AM: As mentioned before, Member States should adopt a national plan or strategy in the field of rare 

diseases before the end of 2013. The content of these national plans/strategies should have a double dimension. From 

one side a National Plan or Strategy can be defined (EUROPLAN Definition) as a set of integrated and comprehensive 

health and social policy actions for rare diseases (with a previous analysis of needs and resources), to be developed and 

implemented at national level, and characterised by identified objectives to be achieved within a specified timeframe. 

On the other the content of these national plans/strategies should include and implement the EU recommendations and 

should define the international and European operation as a regular and normal way to proceed in order to obtain 

sustainability, efficiency and appropriate use of resources. 

DT: Increasing the debate with national governmental institutions. In this respect EUCERD has an important 

role, especially through the active participation of national members. 
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What’s the added value at-large of the EU funded projects and initiatives, such as EUROPLAN, EPIRARE, RD 

Portal, etc.?  

AK: These projects help to create a critical mass of shared experience and expertise that maximize the 

chances of making progress together and reduce the chances of people re-inventing the wheel and wasting scarce 

resources in the process. 

AM: To improve information, identification and knowledge on rare diseases in order to obtain better 

diagnosis and treatment cannot be done, in any field, by a single Member State. The projects you pointed out are a clear 

example of international cooperation in fields in whit a high European added value has been obtained in describing and 

promoting high quality information on available services and actions as well in creating an international cooperation to 

improve classification and codification of rare diseases (Orphanet), in promoting synergies and common quality criteria 

for rare diseases registration (EPIRARE) or to provide technical assistance and recommendations to establish national 

plans/strategies for rare diseases (EUROPLAN). In all the cases there are achievements impossible to obtain o a single 

and isolated national action. 

DT: The added value of EU funded projects and initiatives is enormous. Let me just give you few examples of 

my own experience.   

EUROPLAN is to promote and implement National Plans or Strategies to tackle rare diseases, to share relevant 

experiences within Countries, linking national efforts with a common strategy at European level. This “double-level” 

approach ensures that progress is globally coherent and follows common orientations throughout Europe. EUROPLAN I 

has elaborated agreed tools for the development and implementation of National Plans following the Council 

Recommendation. Its contuniation, EUROPLAN II, is to establish an international and interactive network of 

stakeholders (mainly policy makers) to speed up the elaboration and the implementation of Rare Diseases National 

Plans, trough scientific and technical assistance, and the active participation of patients. EUROPLAN has really increased 

the capacity building of participants, has supported Countries with different geographical and economical concerns and 

different states of readiness for plan delivery by sharing experiences, disseminating successful practices. Finally, it has 

also identified feasible EUROPLAN indicators to monitor progress of different rare diseases activities. 

EPIRARE is a project, motivated by the increasing interest of researchers in the establishment of disease 

registries. The need for shared quality data collections for different health and healthcare purposes and the awareness 

of difficulties posed by their maintenance is witnessed by a number of recent documents. The recent adoption of the 

Council Recommendation on RDs, which recommends the development of registers and databases for epidemiological 

purposes, is expected to result in a burst of initiatives for RD registration. While a wide population base is especially 

needed for epidemiological and clinical research in RDs, the Regulation on personal data protection creates important 

challenges to EU data collection and exchange, requiring a legitimate purpose for health data collection. It is therefore 

urgent to set up a common regulatory, ethical and technical framework to avoid that spontaneous initiatives in EU 

Countries find sound but autonomous solutions and legal bases, resulting in a waste of time, resources and health. 

EPIRARE aims to carry out a feasibility study addressing regulatory, ethical and technical issues associated with the 

registration of RD patients and with the creation of a EU platform for the collection of data on RD patients and their 

communication among qualified users. Possibilities for long-term sustainability of registration in the platform will also 

be studied by seeking synergies among different interests like research, health technology assessment, management of 

healthcare and policy purposes. To this aim, the project will define options for the preparation of a legal basis, fields in 

which effective synergies can be achieved, governance framework and possible options to support the platform. 

 

It is no doubt that EU integration and cohesion policies have greatly contributed to make rare diseases issues 

more visible and more comprehensible throughout Europe. Nevertheless, a lot of problems still exist. In your opinion, 

what is now the biggest challenge in rare diseases field in EU? 

AK: I think the economic climate represents a major challenge to sustaining the progress we have made to 

date, and to continuing to improve services and support for rare disease patients. Downward financial pressures on 

health care systems are already resulting in cutbacks in many countries. There is a real threat that the artificial 

conflation of “rare” with “insignificant” will threaten services for rare disease patients disproportionately as funders try 

and cope with budgetary pressures, and rare disease specific services are often seen as expensive in terms of the cost 

per patient treated. We must resist this trend vigorously. 

AM: Sustainability of existing and future actions in the field of rare diseases constitutes the main challenge 

for the coming years. The existing financial instruments in the ongoing EU programmes (Health Programme, FP7, etc.) 

not guarantee this sustainability. The future EU programmes to be adopted for the period 2014-2019 (Health fro Growth 

Programme, Horizon 2020) should includes this sustainability dimension. Public opinion should not forget that the 

budgetary authorities in the European Union are the European Parliament and the Council. 
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DT: All countries should have rare diseases on their political agenda and therefore they should start or 

continue policies followed by concrete actions. However, we know that this is not the case for many countries. There is 

no doubt that the role of the EU Commission is crucial through its initiatives and actions which will be reflected at 

national level. EUCERD has an enormous importance in this respect; the involvement of all Countries (of course 

following the democratic rules) in the EUCERD Bureau will give responsibility and opportunities to all. 

 
 In Eastern Europe we often say that solving rare diseases problems is rather a question of changing the 

stakeholders’ mind and attitude than designing particular policies. What’s your experience tells about it? 

AK: I think perceptions are important. When rare diseases are seen as a whole then they become visible, 

and the need to act collectively and strategically becomes apparent to the health care system. Of course, individual rare 

diseases may require some specific interventions, but there is a commonality that can be created by clustering and the 

systematic use of scarce expertise through the development of centres of expertise. These can be real or virtual, and 

there must be imaginative use of novel ways of working such as e-medicine to bring this about. The first step though is 

to define the issue in a way that those with access to power, influence and resources can understand, and then see a 

way to address. Until this happens there is a risk that the needs of rare disease patients will be lost in the fog of 

competing demands on the time and attention of policymakers and the professional community. 

AM: This is something valid in Eastern Countries or in Western Countries. It is estimated that between 6 000 

and 8 000 distinct rare diseases exist today (currently 5 860 are described in the Orphanet database), affecting between 

6% and 8% of the population in total. In other words, between 27 and 36 million people in the European Union are 

affected by a rare disease. If rare diseases should become a public health priority this should be the result of a change of 

mind in public health authorities that the European Commission promotes and support. A public health problem 

affecting 6-8% of the European population should be a priority in all the countries. 

DT: I have the same experience in my Country, however I have also to underlay that specific policies such as 

National Plan or Strategy dedicated to rare diseases are needed to embed initiatives and actions in the health systems. 

  

What’s your message to “Rare Diseases & Orphan Drugs” readers? 

AK: In the last twenty years we have made significant progress. Research has generated insights into a 

growing number of rare diseases that could not have been imagined only a few years ago, and a growing number of 

conditions that were formerly life limiting are now treatable. However the vast majority of rare diseases remain poorly 

understood, and there is a long way to go before the needs of all rare disease patients can be properly met. We need to 

work together as patients to support each other in the pursuit of this shared goal, recognizing that solidarity will be a 

driver for progress. Together we can make a difference where separately we lack the voice to make ourselves heard in 

the corridors of power. Make doctors, scientists and politicians our allies on this journey. They want to do a good job 

too. Help them to see that, by listening to the patient voice and responding to it, their task will be made easier and we 

will all benefit as a result. 

AM: Rare diseases 

constitutes an unique example 

of European added value and a 

privileged field for 

international cooperation but 

this is only feasible if the need 

of the European and 

international cooperation is 

understood by all the 

stakeholders everywhere. 

DT: Unity is 

strength. Therefore, let’s 

continue and reinforce the 

collaboration among all 

different stakeholders, inside 

the same country and among 

all countries. 
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PPAARRKKIINNSSOONN  DDIISSEEAASSEE  ––  FFAAMMIILLIIAARR  AANNDD  UUNNKKNNOOWWNN  
 

Definition 

Parkinson’s disease (PD) is a progressive, neurological disorder which affects part of the brain that 

coordinates movement. It progresses at different rates, depending on the individual, but eventually becomes 

severely disabling in all cases
1
. 

 

Aetiology 

The cause of PD remains unknown. PD is the result of multiple factors – genetic, environmental, aging 

process, oxidative stress, programmed cell death (apoptosis), exitotoxicity (Dopamine, Glutamate), protein 

misfolding, mitochondrial dysfunction
2
. 

 

Clinical pictures and forms 

The main symptoms of PD are tremor, rigidity, akinesia (lack of movement or loss of spontaneous 

movement), bradykinesia (slowness of movement) and problems with walking and posture
3
. 

Broadly, there are 3 levels of severity of PD
4
: 

1. Mild / early disease: a mild tremor or stiffness is present. PD does not disrupt daily activities and the 

person is still able to work.  

2. Moderate disease: the disease is bilateral, movement is limited and slow with a mild to moderate 

tremor. The person remains independent but has a mild imbalance on standing. 

3. Advanced disease: the person is disabled as a result of the disease, despite treatment, and is largely 

inactive. Presence of recognizable “off” and “on” state (motor fluctuations) and speech problems and 

posture changes may have a significant impact on quality of life for PD patients, and families. 

 

Diagnosis  

Patients with one or more of the following: resting tremor, bradikinesia (slow of movements), rigidity, 

postural instability (poor balance). 

 

Treatment  

• Treatment of early (not complicated) PD
5
 

1. MAO-B inhibitors – may control the symptoms for 1 year. 

2. Amantadine – add to therapy after MAO-B effect is over. 

3. Dopamine agonists – add DA to therapy if symptoms worsen. 

4. Anticholinergics  

5. Levodopa – is the most potent treatment. In the early stages of PD, clinical responses to 

levodopa, the mainstay of drug treatment for PD, are stable. Postpone the treatment with 

Levodopa as late as possible in order to delay the start of motor complications 

For most patients, symptoms remain manageable for more than 10 years. However conventional 

medications can have some limited effectiveness in the treatment of advanced PD with severe motor 

fluctuations. Patients experience reduced functioning, “wearing off”, before the next medication dose is 

taken. Adverse motor effects can be categorised as motor fluctuations (wearing off, ON-OFF phenomena, 

dose failures and freezing) and dyskinesias (peak-dose dyskinesias, diphasic dyskinesias and dystonia). 

• Treatment of Advance PD
5
 

The disease management goals for patients with advanced PD are: 

1. To optimise treatment in order to reduce disability. The approaches are reduction of Levodopa 

single dose and increase frequency of administrations. Levodopa standard form is recommended 

to be replaced with long released form. 

2. The most complex challenge for clinicians is the management of motor complications. The 

treatment algorithm depends on developed symptoms are: 

1. Add non-ergot DA 

2. COMT inhibitor 
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3. Dispersible LD instead of regular LD in case of morning akinesia, freezing and swallowing 

disorders 

4. Add Amantadine to cope with dyskinesia (incl. i.v. infusion in case of akinesia) 

5. Keep neuroprotection by MAO-B inhibitors 

6. Diet regime in case of LD worsen respond 

7. Anticholinergics are not recommendable 

8. Keep treatment of depression  

9. Keep mobility with moderate loading 

10. Consider CDS   

In Bulgaria Continuous Dopaminergic Stimulation
6,7

 is presented by levodopa/carbidopa intestinal gel. 

It is a treatment of advanced levodopa-responsive Parkinson’s disease with severe motor fluctuations and 

hyper-/dyskinesia when available combinations of Parkinson medicinal products have not given satisfactory 

results. Levodopa/carbidopa duodenal infusion: 

• Improves motor function, reduce  dyskinesias and improve quality of life in patients with advance 

PD; 

• Ensures constant plasma levels in contrast of conventional therapy 

• “On” periods are increased in percentage, which corresponds on significantly reduced “off” 

periods. 

 

Follow-up and additional cares 

Speech or mobility problems can improve with physical therapy and rehabilitation
8,9

. Regular physical 

exercise with or without physiotherapy can be beneficial to maintain and improve mobility, flexibility, 

strength, gait speed, and quality of life
9
. However, when an exercise program is performed under the 

supervision of a physiotherapist, there are more improvements in motor symptoms, mental and emotional 

functions, daily living activities, and quality of life compared to a self-supervised exercise program at home
10

. 
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UUPPCCOOMMIINNGG  RRAARREE  DDIISSEEAASSEESS  CCOONNFFEERREENNCCEESS,,  

WWOORRKKSSHHOOPPSS  AANNDD  IINNIITTIIAATTIIVVEESS  

  
• 21-22 April 2012 – 3

rd
 Annual rare diseases seminar for medical students, Plovdiv 

• 28 April 2012 – International osteogenesis imperfecta seminar for young endocrinologists, St. 

Constatine and St. Helena 

• 23-25 May 2012 – 6
th

 European conference on rare diseases and orphan products, Brussels 

(www.rare-diseases.eu)  

• 7-8 June 2012 – 2
nd

 Annual orphan drug congress, Barcelona 

(www.pharma.flemingeurope.com/orphan-drug-congress/category/home) 

• 21-23 June 2012 – 1
st 

Eurasian conference for rare diseases and orphan products, Moscow 

(www.rareconf2012.org) 

• 9-11 July 2012 – Summer school of clinical practice guidelines on rare diseases, Rome 

(http://www.iss.it/cnmr/news/cont.php?id=1949&lang=1&tipo=3) 

• 14-15 September 2012 – 3
rd

 Bulgarian national conference for rare diseases and orphan drugs, 

Plovdiv (detailed announcement in next issue) 

________________________ 

 

PPIITTUUIITTAARRYY  AASSSSOOCCIIAATTIIOONN  
 

Pituitary Association is the youngest rare disease patient association 

in Bulgaria. The organisation unites people with pituitary rare diseases, e.g. 

acromegaly, Cushing syndrome, etc. Despite being recently registered 

association, the people behind it have already first success in raising 

awareness about these rare diseases and improving their healthcare. 

Pituitary Association is currently organising an information campaign 

together with the specialised shoe store "Krachun". This is no accident, as 

one of the acromegaly symptoms is the fast growth of feet. Following a 

request of Pituitary Association, kits for testing growth hormone and IGF1 

were donated to "St. Marina" University Hospital in Varna. So far the closest 

possible place to perform such tests for patients from northeastern Bulgaria 

was in Sofia and Plovdiv, and now it will be possible to do in Varna. One of the objectives of the new 

organisation is the creation of a reference center for rare diseases of pituitary gland at "St. Marina" University 

Hospital, which to work closely with the existing national center of expertise in "Academic Penchev" 

University Endocrinology Hospital in Sofia. 

On www.pituitary-bg.com you can find more information about Pituitary Association, how to join it and how to 

help yourself or your relative with rare pituitary disease. 
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