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What arerare disease®
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people
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Diseases affecting
6’21960+ small to ultra-small
disease$ populations of
patients (typically
O fewer than 1 in
2,000 individualsj
50%ffect

Affect O childrert
between 6%

and 8% of: the
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aEuropean threshold as defined in EU Orpbang Regulation41/2000. Thresholds in other regions/countries may vary.

b Estimate based on statistics available across different populations.

Chttp://www.who. d| /BP6_19Rare.pdf

dhttp://www.orph: AboutRareDiseases.php?Ing=EN

eCouncil Recoml d of rare diseases. Paragraph 5. Downloddgd frariex.europa.eu/LexUriServ/LexUriServ.do?uri=CELEX:32009H0703(02):EN:NOT
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http://www.who.int/medicines/areas/priority_medicines/BP6_19Rare.pdf
http://www.orpha.net/consor/cgi-bin/Education_AboutRareDiseases.php?lng=EN
http://eurlex.europa.eu/LexUriServ/LexUriServ.do?uri=CELEX:32009H0703(02):EN:NOT
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Thechallengesof rare diseases
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Although each disease itself is rare, thehallengesfacing people living with rare
diseases ar&eommon acrossdiseasesand acrossborders:

*  Patients and experts are few and geographically scattered

*  Little information about the diseases, knowledge and good practices are limited

*  Little and fragmented scientific research as funding and resources are scarce

*  Slow, or often inaccurate diagnosis

* Isolation: for patients, families, their health and social care professionals, their researchers
*  Only5% of rare diseases have adequateatments

* 80% of raradiseasesare genetic High|y Complex
*  Limit life expectancy

*  Cause severe and complex impairments and disability

* No, or little, autonomy for the patients and their families Highly Disabling
*  Profound social and economic consequences

Rare

Seriousunmet health and social needs affecE T A E O E dh@their @rlliess- well-being, autonomy and fundamental
human4rights
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