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•	No individual clinician can be familiar with the > 7000 

known rare diseases; however, recognizing when a 

patient may have a rare disease and appropriate referral 

is critical in shortening the pathway to diagnosis

•	Unfortunately, there continues to be a significant delay in diagnosis across rare 

diseases, which may lead to inappropriate or harmful testing or medication, and 

disease progression
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•	A 14-question online survey to assess clinician 

knowledge, experience, and educational needs in 

rare disease was emailed to Medscape  

member physicians. 

•	Questions related to confidence and experience 

were rated on a Likert-type scale. 

•	The survey launched on March 31, 2021 and closed 

on August 2, 2021.

CONCLUSIONS

This educational research study 

identifies gaps in diagnosing rare 

diseases and supports the need to 

develop education for physicians 

on recognizing rare diseases 

earlier, shortening the diagnostic 

odyssey and enabling earlier 

referral and treatment.
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When asked about what they consider most effective in rare disease 
education, case-based, text-based, and short-format education, given 
by world renowned clinicians were most popular. And a comprehensive 
online learning platform with current, organized education and 
resources was considered most valuable.

WHAT KIND OF RARE DISEASE EDUCATION PHYSICIANS WANT

EU5 + US Physicians (n = 927)

Overall, 57% said they never or rarely (1-2x/year) see rare disease patients. Despite most rare diseases originating childhood, as many as 70% of 
pediatricians across regions (n = 55) said they never or rarely see rare disease patients.

EXPERIENCE IN RARE DISEASE

EU5: How often are physicians seeing patients with rare diseases? 19+10+10+10+10+10+10+10+10+10+10+10+10+10Pediatricians (n = 30)

PCPs  (n = 31)

OB-GYNs  (n = 30)

Cardiologists  (n = 31)

Dermatologists  (n = 33)

Nephrologists  (n = 30)

Infectious Disease  (n = 31)

Gastros/Hepatologists  (n = 57)

Hem-Oncs  (n = 30)

Neurologists  (n = 32)

Psychiatrists  (n = 32)

Ophthalmologists  (n = 32)

ER Physicians  (n = 30)

Critical/Intensive Care  (n = 29)

■ Never     ■ 1-2x/year     ■ Regularly (weekly or  monthly)

Approximately 71% of physicians considered rare diseases on the order 
of 10- to 100-fold rarer compared with standard definitions in the EU  
(1 in 2,000) or US (< 200,000).

PREVALENCE OF RARE DISEASE

EU5 + US  Physicians (n = 927)

Question: How do you define rare disease?

A prevalence of 1 in 200

19+10 47+20 2+1A prevalence of 1 in 100,000 47%
A prevalence of 1 in 1,000,000 20%

Other (please descibe) 2%

A prevalence of 1 in 2,000 19%
A condition affecting  

<200,000 people 10%

1%

Although 89% have been involved in a rare disease diagnosis, only 20% 
were mostly or very confident in making such a diagnosis.

RARE DISEASE DIAGNOSIS

EU5 + US Physicians (n = 927)

Question: Have you been involved in the diagnosis of rare diseases?44+23 11+22No 11%
Yes, 11-20 cases 22%

Yes, <10 cases

Yes, <20 cases 23%

44%13+28+39+16+4Question: How confident are you right now in your ability to make a rare 
disease diagnosis?

Mostly confident

39%

Very confident

16%

4%

Not at all confident

Slightly confident

Moderately confident

28%

13%

Question: How often 
do you experience the 
following as barriers 
to diagnosing rare 
diseases in  
your practice?

Barriers between US and EU physicians were similar, with 35% to 
45% indicating sufficient knowledge regarding signs and symptoms 
that should trigger suspicion, sufficient time to investigate properly, 
availability of diagnostic guidelines, access to diagnostic tests, and 
knowing where to refer the patient were all barriers in their practice.

BARRIERS IN RARE DISEASE

EU5 + US Physicians (n = 927)

US: How often are physicians seeing patients with rare diseases?

7%

3%

3%

3%

3%

19%

10%

7%

7%

60%

58%

47%

71%

65%

54%

69%

39%

65%

56%

70%

54%

41%

27%

33%

39%

53%

26%

33%

42%

13%

61%

24%

37%

23%

47%

59%

73%

Pediatricians  (n = 25)

PCPs  (n = 24)

OB-GYNs  (n = 30)

Cardiiologists  (n = 27)

Dermatologists  (n = 29)

Nephrologists  (n = 30)

Infectious Disease  (n = 29)

Gastros/Hepatologists  (n = 59)

Hem-Oncs  (n = 30)

Neurologists  (n = 30)

Psychiatrists  (n = 30)

Ophthalmologists  (n = 30)

ER Physicians  (n = 31)

Critical/Intensive Care (n = 25)

24%

30%

43%

31%

33%

55%

27%

39%

44%

58%

33%

20%

57%

87%

68%

67%

57%

69%

67%

41%

63%

58%

56%

35%

60%

77%

43%

13%

8%

4%

3%

3%

3%

10%

6%

7%

■ Never     ■ 1-2x/year     ■ Regularly (weekly or  monthly)

Question: What type of education do you find most effective (in terms of time required 
and gaining knowledge) to inform yourself about a rare disease? (Select top 3)

4+18+34+36+8
4%

18%

34%

36%

8%

Access to 
diagnostic  

tests

■ Never

■ Rarely     

■ Sometimes     

■ Often

■ Always

2+13+45+36+4
2%

13%

46%

36%

4%

Sufficient 
knowledge 

regerding the  
signs and 

symptoms that 
should trigger 

suspicion 3+17+35+35+10
3%

18%

35%

35%

10%

Sufficient  
time to 

investigate 
properly

68+24+8 26+64+10 6+12+82
Question: From whom would you like to learn about rare diseases? Please rank the 
following from 1 (most) to 3 (least)

■ A world-reknowned clinician/expert     ■ A local clinician/expert     ■ A patient advocate
1      2     3 1      2     3 1      2     3

68%

24% 26% 6% 12%

64%

82%

8% 10%

64+59+57+43+38+26+13Case-based educational activities focusing on a single disease

Short-format (Less or equal to 15 mins) lectures

Text-based articles or publications

60-90 minute seminars/symposia

Case-based educational activities focusing on multiple diseases

Face-to-face workshops or seminars

Patient-directed education

64%

57%

38%

59%

43%

26%

13%

Question: Which of the following resources for rare disease diagnosis would you be 
most likely to use? (Select top 3) 83+71+64+51+31An online one-stop hub with educational materials and res...

A website providing links to online resources for rare disea...

A website providing patient information about different ra...

Face-to-face workshops or seminars diagnosing rare...

A mobile app with educational materials about diagnosing ...

83%

64%

31%

71%

51%

3+17+38+35+7
3%

17%

38%

35%

7%

Availability 
of diagnostic 

guidelines

6+23+33+31+7
6%

23%

34%

31%

7%

Knowing  
where to refer 

the patient


