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Diagnosis survey results
December – article submitted to the European Journal of Human Genetics

Time to diagnosis and determinants of diagnosis delays of people living with a rare disease: results of a 
Rare Barometer retrospective patient survey

Dubief Jessie, Faye Fatoumata, Anido de Peña Roberta, Bellagambi Simona, Escati Peñaloza Luciana, Hunter 
Amy, Jensen Lene, Oosterwijk Cor, Schoeters Eva, de Vicente Daniel, Crocione Claudia, Faivre Laurence, 
Michael Wilbur, Yann Le Cam

NAs and EFs with 300+ respondents invited as co-authors
NAs and EFs with 100+ respondents cited in the ‘acknowledgments’ section.

April – Expected publication date

May – Wide communication on survey results, along with ECRD 

NAs and EFs involved in communication from April to build a momentum for ECRD



NBS survey Results - postponed to April

March 2024

Discussing publications (report and 
factsheet) with CNA, CEF and NBS 
working group.

December-February 2024

Writing results: comparison with 
surveys/studies on the general 
population and on rare diseases, to 
consolidate our advocacy.

Send us any useful reference from 
your country (even if not in English)!

October 2023

Preliminary results discussed with CNA 

and CEF > ask for the recording and ppt!

ERTC: presentation of preliminary results

rare.barometer@eurordis.org

November 2023

Rare Barometer contribution 
for the Screen4Care project: 
proposed list of criteria and 
diseases for actionability.

April 2024

Publication of results

rare.barometer@eurordis.org

mailto:rare.barometer@eurordis.org
mailto:rare.barometer@eurordis.org


dashboard

Preliminary results
Already available

Descriptive statistics 
(number and percentage 
of respondents to each 
question of the survey).

Consolidated results
Available in April

Descriptive statistics + 
relevant crossings (to 
compare with results 
from the Rare Barometer 
report).



Factsheet Format: 4-pager, similar to ‘The future of rare disease’ (below)



Social participation & 
independent living
Mental health

Upcoming surveys



Social participation and independent living
OBJECTIVES:

• Understanding the unmet needs of PLWRD regarding disability assessment, access to disability rights 

and independent living.

• Understanding the impact of rare diseases on PLWRD who are not disabled. 

• Shaping our advocacy and initiatives on social policy.

TIMELINE:

[February: Topic Expert Committee]

[March: Writing the questionnaire]
April: English questionnaire sent to National Alliances for them to test it

May: review the translations in your native language (email us: rare.barometer@eurordis.org)

May-June 2024: Questionnaire distribution (fieldwork) 

2nd Semester 2024: communication of survey results



Mental health and well-being

MENTAL HEALTH AND WELL BEING

• Understanding the specific and the unmet needs of PLWRD regarding mental health and wellbeing.

• Shaping the EURORDIS Mental Health and Well Being Initiative.

2nd semester 2024: questionnaire distribution (fieldwork)
1st semester 2025: communication of survey results
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Thank you! 

to the Rare Barometer participants, 
partners and corporate donors in 2023!

rare.barometer@eurordis.org


	Diapositive 1
	Diapositive 2
	Diapositive 3 Diagnosis survey results
	Diapositive 4 NBS survey Results - postponed to April
	Diapositive 5 dashboard
	Diapositive 6 Factsheet
	Diapositive 7
	Diapositive 8 Social participation and independent living
	Diapositive 9 Mental health and well-being
	Diapositive 10

