
Rare and Ultra-Rare Diseases

Rare diseases can be difficult to diagnose and devastating to live with. Although rare 
diseases affect a small number of people, the impact on patients, their families, and 
society is profound, as many are severe, chronic and progressive. Patients often live 
without hope, as they may face premature death without effective treatment options. 
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Approximately 300 million 
people worldwide live with a 
rare disease.1

In Europe, a rare disease affects 
1 in 2,000 people (or about 500 
patients per million of 
population).4

In the United States, a rare 
disease affects fewer than 
200,000 people (or about 620 
patients per million of 
population).2,3

In Europe, a disease is generally 
considered to be ultra-rare if it 
affects one patient per 50,000 
people (or fewer than 20 
patients per million of 
population).5

There are approximately 7,000 
rare diseases, but only about 5% 
of them have treatment options 
available.6,7

“When I shared my story, I realized it’s important to 
know you are not alone and that there is hope. It 
gave me a sense of comfort and encouragement. 
Now, I know that others can benefit from my 
experience, and I want to be an inspiration to them. ”

VICTOR
LIVING WITH PNH

VICTOR
LIVING WITH PNH

References:

1. Estimating cumulative point prevalence of rare diseases: analysis of the Orphanet database. European Journal of Human Genetics. September 2019. Accessed at: 
https://www.nature.com/articles/s41431-019-0508-0. Accessed online May 28, 2020.  

2. US Food and Drug Administration’s Definition of Disease Prevalence for Therapies Qualifying Under Orphan Drug Act. Accessed at: https://www.ecfr.gov/cgi-
bin/retrieveECFR?gp=&SID=91b7be5e87481538e33a4c0a76ba7183&n=21y5.0.1.1.6.3%20&r=SUBPART&ty=HTML. Accessed online May 28, 2020.    

3. United States Census Bureau. Quick Facts. Accessed at: https://www.census.gov/quickfacts/fact/table/US/PST045219. Accessed online May 27, 2020. 

4. Orphanet. About Rare Diseases. Accessed at: https://www.orpha.net/consor/cgi-bin/Education_AboutRareDiseases.php?lng=EN. Accessed online June 5, 2020.  

5. REGULATION (EU) No 536/2014 OF THE EUROPEAN PARLIAMENT AND OF THE COUNCIL of 16 April 2014 on clinical trials on medicinal products for human use, and repealing 
Directive 2001/20/ EC. Accessed at: http://eur-lex.europa.eu/legal-content/EN/TXT/ PDF/?uri=CELEX:32014R0536&qid=1421232837997&from=EN. Accessed online May 28, 2020.

6. Global Genes, Rare Disease: Facts and Statistics. Accessed at: https://globalgenes.org/rare-facts/?gclid=EAIaIQobChMIwcyl3eSu6QIVCUqGCh1x6go2EAAYASACEgLQ9_D_BwE. 
Accessed online May 28, 2020. 

7. Orphan Drugs in the United States - Providing Context for Use and Cost. Quintiles IMS Institute. October 2017. Accessed at: https://rarediseases.org/wp-
content/uploads/2017/10/Orphan-Drugs-in-the-United-States-Report-Web.pdf. Accessed online May 26, 2020.

https://www.nature.com/articles/s41431-019-0508-0
https://www.ecfr.gov/cgi-bin/retrieveECFR?gp=&SID=91b7be5e87481538e33a4c0a76ba7183&n=21y5.0.1.1.6.3%20&r=SUBPART&ty=HTML
https://www.census.gov/quickfacts/fact/table/US/PST045219
https://www.orpha.net/consor/cgi-bin/Education_AboutRareDiseases.php?lng=EN
https://eur-lex.europa.eu/legal-content/EN/TXT/%20PDF/?uri=CELEX:32014R0536&qid=1421232837997&from=EN
https://globalgenes.org/rare-facts/?gclid=EAIaIQobChMIwcyl3eSu6QIVCUqGCh1x6go2EAAYASACEgLQ9_D_BwE
https://rarediseases.org/wp-content/uploads/2017/10/Orphan-Drugs-in-the-United-States-Report-Web.pdf


Visit Alexion.com for more information about the rare and ultra-rare diseases we focus on. 

Rare and Ultra-Rare Diseases

Challenges of Diagnosis, Drug Development and Treatment

Diagnosis

• Often, very few physicians are familiar with diagnosing and treating 
these illnesses, leading to missed, delayed or inaccurate diagnoses. 

• Few researchers or companies explore the disease, due to the very 
small number of patients affected.

• Enhanced diagnostic tools and dissemination of knowledge are 
needed to improve treatments.

Drug Development & Treatment

• It can be difficult for investigators to identify appropriate patients 
who qualify for enrollment in ongoing rare disease clinical trials.

• The cost and risk associated with manufacturing orphan drugs 
increases, since most are complex biologics requiring living cells 
(production is simpler and less expensive with chemical drugs).

Jill
LIVING WITH aHUS

“My hope for Tanner in the future is that he enters into
adulthood. I think that he's very smart, and I think 
that he is definitely going to go to college. I kind of 
hope that he will be a doctor, and maybe help kids 
like doctors have helped him. ”

DANA
LIVING WITH aHUS

RENÉ
TANNER’S MOM

Helpful Resources

When a patient is diagnosed with a rare or ultra-rare disease, having a support system can be just as 
important as having the right physician and treatment plan. Several groups provide resources and support:  

• Global Genes is a non-profit patient advocacy organization working to eliminate challenges of rare disease. 

• National Organization for Rare Disorders (NORD) is a U.S.-based non-profit advocacy organization 
dedicated to helping people with rare diseases and assisting the organizations that serve them. 

• European Organisation for Rare Diseases (EURORDIS) is a non-governmental patient-driven alliance of 
patient organizations representing 700+ rare disease patient organizations in 63 countries. 

• RareConnect is an initiative of EURORDIS in which rare disease patients, families and patient organizations 
can develop online communities and conversations across continents and languages.  

• Orphanet is a database of information on rare diseases and orphan drugs for the public. 

TANNER
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