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SURVEY OF THE DELAY IN DIAGNOSIS 
FOR 8 RARE DISEASES IN EUROPE 

(‘EURORDISCARE 2’) 

MAIN FINDINGS

• 25% of patients had to wait between 5 and 30 years from
early symptoms to confirmatory diagnosis of their disease.

• 40% of patients first received an erroneous diagnosis, others
received none. This led to medical interventions (including
surgery and psychiatric treatments) that were based on a 
wrong diagnosis.

• 25% of patients had to travel to a different region to obtain
the confirmatory diagnosis, and 2% had to travel to a
different country.

• In 33% of cases, the diagnosis was announced in
unsatisfactory terms or conditions. In 12.5% of cases, it was 
announced in unacceptable ones.

• The genetic nature of the disease was not communicated to
the patient or family in 25% of cases. This is paradoxical,
given the genetic origin of rare diseases.

• There was genetic counselling in only 50% of cases.
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SURVEY OF THE DELAY IN DIAGNOSIS FOR 8 RARE DISEASES IN EUROPE (‘EURORDISCARE 2’) 

EurordisCare is a series of studies aiming to
compare access to care for rare disease

patients in Europe. 

Comparisons are based on data from a
selection of significantly relevant rare diseases
across current and future EU Member States. 
The approach adopted by EurordisCare is
unique, because the surveys are based on a
scientific methodology to collect data from
people identified through the EU patient
group network. EurordisCare provides solid,
quantitative data with each of its surveys, to
help develop public health policies further.

The methodology

In collaboration with 8 European  rare disease
networks and the INSERM Unit of Biostatistics
and Biomathematics (French National Institute
for Health and Medical Research).

The questionnaire developed for the survey was
translated in 12 languages and mailed to 70 rare
disease patient groups in 17 countries.

Each patient group then distributed the
questionnaires to individual patients or their
families. 18,000 questionnaires were sent out, of
which 6,000 were returned completed to
Eurordis.
The analysis was performed by INSERM and
Eurordis; results were shared with participating
patient groups and European networks (analysis
per disease and per country).

Cross-disease and cross-country comparisons
were presented at conferences.

Objective of the EurordisCare 2 survey

Late diagnoses delay the beginning of
adapted treatments and can have severe,
irreversible, debilitating and life
threatening consequences. Delay in
diagnosis can vary greatly depending on the
disease and on the country, as well as on
individual factors. The survey was launched
to provide evidence on the delay to
diagnosis and identify its main causes. 

Crohn’s disease 
Cystic fibrosis 

Duchenne muscular dystrophy 
Ehlers-Danlos syndrome 

Marfan syndrome 
Prader Willi syndrome 

Tuberous sclerosis 
Fragile X syndrome 

Relatively common symptoms can hide
underlying rare diseases, leading to
misdiagnosis.

Rare diseases included in the survey

15-4-07 Fac sheet EurordisCare2  17/04/07  14:01  Page 3



<<
  /ASCII85EncodePages false
  /AllowTransparency false
  /AutoPositionEPSFiles true
  /AutoRotatePages /None
  /Binding /Left
  /CalGrayProfile (Dot Gain 15%)
  /CalRGBProfile (ColorMatch RGB)
  /CalCMYKProfile (U.S. Sheetfed Uncoated v2)
  /sRGBProfile (sRGB IEC61966-2.1)
  /CannotEmbedFontPolicy /Error
  /CompatibilityLevel 1.3
  /CompressObjects /Tags
  /CompressPages true
  /ConvertImagesToIndexed true
  /PassThroughJPEGImages true
  /CreateJDFFile false
  /CreateJobTicket false
  /DefaultRenderingIntent /Default
  /DetectBlends true
  /ColorConversionStrategy /LeaveColorUnchanged
  /DoThumbnails false
  /EmbedAllFonts true
  /EmbedJobOptions true
  /DSCReportingLevel 0
  /SyntheticBoldness 1.00
  /EmitDSCWarnings false
  /EndPage -1
  /ImageMemory 1048576
  /LockDistillerParams false
  /MaxSubsetPct 100
  /Optimize true
  /OPM 1
  /ParseDSCComments true
  /ParseDSCCommentsForDocInfo true
  /PreserveCopyPage true
  /PreserveEPSInfo true
  /PreserveHalftoneInfo false
  /PreserveOPIComments false
  /PreserveOverprintSettings true
  /StartPage 1
  /SubsetFonts false
  /TransferFunctionInfo /Apply
  /UCRandBGInfo /Preserve
  /UsePrologue false
  /ColorSettingsFile (None)
  /AlwaysEmbed [ true
  ]
  /NeverEmbed [ true
  ]
  /AntiAliasColorImages false
  /DownsampleColorImages true
  /ColorImageDownsampleType /Bicubic
  /ColorImageResolution 300
  /ColorImageDepth -1
  /ColorImageDownsampleThreshold 1.06667
  /EncodeColorImages true
  /ColorImageFilter /DCTEncode
  /AutoFilterColorImages true
  /ColorImageAutoFilterStrategy /JPEG
  /ColorACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /ColorImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000ColorACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000ColorImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasGrayImages false
  /DownsampleGrayImages true
  /GrayImageDownsampleType /Bicubic
  /GrayImageResolution 300
  /GrayImageDepth -1
  /GrayImageDownsampleThreshold 1.06667
  /EncodeGrayImages true
  /GrayImageFilter /DCTEncode
  /AutoFilterGrayImages true
  /GrayImageAutoFilterStrategy /JPEG
  /GrayACSImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /GrayImageDict <<
    /QFactor 0.15
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000GrayACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /JPEG2000GrayImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 30
  >>
  /AntiAliasMonoImages false
  /DownsampleMonoImages true
  /MonoImageDownsampleType /Bicubic
  /MonoImageResolution 1200
  /MonoImageDepth -1
  /MonoImageDownsampleThreshold 1.16667
  /EncodeMonoImages true
  /MonoImageFilter /CCITTFaxEncode
  /MonoImageDict <<
    /K -1
  >>
  /AllowPSXObjects false
  /PDFX1aCheck false
  /PDFX3Check false
  /PDFXCompliantPDFOnly false
  /PDFXNoTrimBoxError true
  /PDFXTrimBoxToMediaBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXSetBleedBoxToMediaBox true
  /PDFXBleedBoxToTrimBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXOutputIntentProfile ()
  /PDFXOutputCondition ()
  /PDFXRegistryName (http://www.color.org)
  /PDFXTrapped /Unknown

  /Description <<
    /ENU (Use these settings to create PDF documents with higher image resolution for high quality pre-press printing. The PDF documents can be opened with Acrobat and Reader 5.0 and later. These settings require font embedding.)
    /JPN <FEFF3053306e8a2d5b9a306f30019ad889e350cf5ea6753b50cf3092542b308030d730ea30d730ec30b9537052377528306e00200050004400460020658766f830924f5c62103059308b3068304d306b4f7f75283057307e305930023053306e8a2d5b9a30674f5c62103057305f00200050004400460020658766f8306f0020004100630072006f0062006100740020304a30883073002000520065006100640065007200200035002e003000204ee5964d30678868793a3067304d307e305930023053306e8a2d5b9a306b306f30d530a930f330c8306e57cb30818fbc307f304c5fc59808306730593002>
    /DEU <>
    /PTB <>
    /DAN <>
    /NLD <>
    /ESP <>
    /SUO <>
    /ITA <>
    /NOR <>
    /SVE <>
    /FRA <>
  >>
>> setdistillerparams
<<
  /HWResolution [2400 2400]
  /PageSize [595.276 822.047]
>> setpagedevice


