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The notion of rare diseases was rarely heard of twenty years ago. As of

the 21st century, there has been a notable increase in awareness about

rare diseases and interest in research and development of orphan

medicines. The European Organisation for Rare Diseases (EURORDIS)

defines a rare disease as “a disease that occurs infrequently or rarely

in the general population” in 2005.1

INTRODUCTION

To assess the public and healthcare professionals‘ (HCPs) knowledge,

perception and experiences with rare diseases and orphan medicines,

such as the accessibility of orphan medicines.

AIMS

• Two questionnaires are developed: One for the general public including rare disease patients and one for healthcare professionals. A focus

group was set up to validate the questionnaires.

• The questionnaire for the public was shared on different social media pages. The experience and awareness of the public with regards to rare

diseases was analysed. The questionnaire for healthcare professionals was distributed to different pharmacies and clinics in all districts of

Malta and made available online. The level of the professionals’ awareness, experience and knowledge about rare diseases and orphan

medicines was analysed.

• Rare disease patients are recruited via the National Alliance for Rare Diseases Support Malta (NARDSM). A volunteer at the NARDSM was

asked to contact a random sample of 50 registered rare disease patients to complete the questionnaire.

METHOD

Data analysis was carried out on the 229 responses obtained from the

public questionnaire. Respondents’ age ranged from 18 to 77.

•85 (37%) respondents knew or were related to someone with a rare

disease.

•142 (62%) respondents were aware of rare disease organisations for

patients.

•223 (97%) respondents agreed that orphan medicines should be

included in the free governmental medication scheme.

•28 (13%) respondents were rare diseases patients. Patients’ ages

ranged from 18 to 66.

•4 (15%) patients had used an orphan drug.

•5 (18%) patients had encountered problems while trying to obtain an

orphan drug.

73 HCPs completed the questionnaire for HCPs including 62 pharmacists,

8 general practitioners and 3 community nurses. Respondents’ years of

practice varied from 1 to 36 years.

•39 respondents had diagnosed, encountered or examined a rare

disease patient at a point in their career.

RESULTS

•15 respondents were aware of the online portal ORPHANET

• 47 respondents wished to see ORPHA codes being used in hospital

admission forms.

23 respondents had dispensed or tried to dispense an

orphan drug.

• 20 respondents had encountered various problems while trying to

obtain an orphan drug for patients (Figure 1).

• 43 respondents had heard about NARDSM.

The fact that 18% of rare disease patients had problems in accessibility show that there is need to improve the accessibility of orphan medicines. 

Although the awareness of rare disease organisations was significant (62%), rare disease organisations could use more effort to achieve higher 

awareness. The lack of awareness of rare diseases perceived by 97% of respondents points that healthcare professional such as pharmacists have a 

role to play to increase awareness.

CONCLUSION
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