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I would like to write down some remarks from the perspective of a small EU state Slovenia 
with 2 millions of inhabitants. I am the pediatrician and the only physician in Slovenia who is 
taking care for the young and adult patients with rare metabolic diseases.   
 
Question 1. 
I agree with the definition but I notice an important difference in practice. The incidence of 
rare diseases is very diverse. The prevalence 4 per 10 000 enables a group of patients who are 
able to make the requests to the health policy of the states and they create the support’s 
groups, but the prevalence 1 per 1 million or less represents a much different situation for the 
patients and for their recognition. These small groups need additional attention and maybe 
also a sub-definition. 
 
Question 2. 
We surely need a specific coding and classification system. Slovenian health service has a 
medical insurance system which has the main diagnosis as a clue to the payment for the 
medical treatment. The hospitals are not able to get the real costs for the patients with rare 
diseases because of not sufficient coding system. The precise classifications would help to 
register and follow the patients on European and local level. 
 
Question 3. 
We support a European inventory. It should be accessible to all MS (with the defined levels of 
accessibility for the different institutions and the public). All MS should be obliged to share 
the data and the knowledge to reassure the EC financial support. 
 
Question 4. 
From practical point of view Slovenia has only 50% of “health money” per inhabitant 
comparing with some other MS. We sent almost all samples for the diagnosis of RD to 



different laboratories around the EU. The physician has to apply officially for the costs by 
medical letter to our insurance company for every sample which goes abroad and it takes a lot 
of time and paper work. It is almost impossible to send abroad a patient! We support every 
system which would help in transfer of samples, patients and educational facilities. 
 
Question 5 
Electronic tools are the only realistic connection to all MS at the moment. It would be a great 
opportunity to unify also the less privileged states like Bulgaria and Romania where patients 
with RD are not always treated and diagnosed appropriately.  
 
Question 6 
We support the reference laboratories but MS should have an equal opportunity to send the 
samples to these laboratories. Slovenian pediatrician has to do an enormous administrative 
work to send one sample abroad. The pediatrician from Romania can send the sample abroad 
if they do it for free or the parents pay. Can we change something in this way? 
 
Question 7 
Slovenian physicians support an EU assessment about screening strategies. Slovenia screens 
only for PKU and hypothyrosis. The EU criteria would be a good issue for the national 
standards in screening. Slovenian physicians do not have a powerful document to address the 
national institutions for expanded screening at the moment. 
 
Question 8 
The availability of the orphan drugs should be arranged on an EU scale. The minimal 
standards for the quality and availability should be valid for all MS. 
Slovenian PKU Society has just received the E-mail from Bulgaria (E-mail: 
d.danailoff@mbox.bol.bg) , where the medical insurance will change the PKU mixtures 
(Milupa) for the unknown preparations from Russia because they are 40% cheaper. Bulgarian 
PKU parents ask for our medical professional support to get the secure food for their children. 
 
Question 9 
There should be an orphan regulation on medical devices and diagnostics. 
 
Question 10 
The special professional teams (physician, dietitian, nurse-educator, social worker, 
psychologist) for the follow up of patients with RD should be based in every center at national 
level. The support of parents groups, youngsters groups, “mothers” groups (to help the 
pregnant women with RD over the pregnancy) and educational camps should be encouraged. 
 
Question 11. 
All medical centers in MS should have their own registries, databases and biobanks but the 
regulations, infrastructures and financial support should be advised from EU central resource. 
This scheme has to allow the communications between the different sources and centers. 
 
Question 12 
Small states and centers do not have sufficient resources for the research. They should be 
implemented in the programs, studies and financial schemes of the bigger projects in EU. The 
parent’s societies (from the field of RD) are applying for the state’s money and charity in 
Slovenia, but they are always overdriven with the bigger groups of patients. The unified RD 
patients would have much more successful access to these sources on the EU level. 



 
Question 13 
Every MS has different medical and financial situation. The responsible medical centers on 
national level should prepare the action plans. Afterwards the data from the plans should be 
integrated in a basic EU document. The recommendations from the EU action plan should be 
the golden standard for all MS. 
 
Question 14 
European Agency on RD should be a main coordinator in all steps of the suggested policy. 
We support also a feasibility study. 
 
 
 
We are a small medical center comparing to other European facilities but we promise to take 
an active part in all activities of MS in the field of rare diseases. The patients and their 
physicians have waited this kind of programme for many years. 
 
Slovenian team on RD is wishing you a lot of success in the future. 
Kind regards  
 
 
Mojca Zerjav Tansek, MD 
 
 
Ljubljana, 07.02.2008 
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