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E D I T O R I A L

Key priorities in rare neurological diseases: A statement from 
the Coordinating Panel on Rare Neurological Diseases of the 
European Academy of Neurology

 On 28 February, we observed Worldwide Rare Diseases Day, a full 
daydedicatedtoraisingawarenessandgeneratingconcretechanges
forthe300millionpeopleworldwidelivingwithararedisease,their
families, and carers.

Araredisease(RD)isdefinedasonethataffectsfewerthanfive
per10,000personsintheEuropeanUnionorfewerthan200,000
persons in the United States. Rare neurological diseases (RNDs)
constituteasignificantproportionofRDs.Almost80%ofRDsare
causedbygeneticanomalies,andmorethanhalfofthecasesaffect
thecentraland/orperipheralnervoussystem,either isolatedor in
combinationwithother systems,whereas70%start in childhood.
Importantly,anincreasingnumberofraredisordershavetreatment
implicationsandthereforeshouldnotbemissed.

The EuropeanAcademy ofNeurology (EAN) promotes knowl-
edgeandawarenessofRNDs.Onaverage,ittakes7 yearstoestab-
lishthecorrectdiagnosis,whichisagreatcauseofuncertaintyfor
thepatientsandtheparents.Evenmore importantly,nodiagnosis
oramisdiagnosismaybeassociatedwith inappropriatetreatment.
ArecentsurveyperformedbytheEANNeurogeneticsPanel[1] re-
vealednegativescenarios.Althoughmostofthesurveyresponders
wereawareofRNDs,whenitcametoamenabilitytocarryingouta
completegeneticdiagnosis,almostonethirdoftherespondersde-
claredtheywerenothappywiththecurrentwayoforderinggenetic
analysesintheircountries.Furthermore,wholeexomeandgenome
sequencingarenoteasilyaccessiblethroughoutEurope,withcon-
siderablevariabilitiesamongcountries.Almost10%oftherespond-
ersdidnot knowwhetherpresymptomatic andprenatal diagnosis
wasavailableintheircountries,and47.3%werenotawareofwhich
newborn screening programswere available. Finally, 96.3% of re-
spondersdeclaredthatthereisaneedforeducationandtrainingin
neurogenetics.

Therefore,itisnowtimetoaccelerateonthefield;wesuggest
thefollowingkeyprioritiestobeachievedinthenext3 years:

KeyPriority1:EnsureEuropeanpatientsgettherightdiagnosis
fasterwherevertheylive,includingprenataldiagnosisandnew-
bornscreeningforthetreatableRNDs.Fastandcorrectdiagno-
sisisbestprovidedatRNDexpertisecenters,asistherequired
interdisciplinaryandinterprofessionalcareprovision.
KeyPriority2:Keepincreasingawarenessandknowledgeofrare
conditionsamonghealthcareprofessionals.Thisshouldalsobe

achieved by systematically including RNDs in the curriculum
during medical school, integrating them into the neurological
andchildneurologytrainingrequirements,thedevelopmentofa
postgraduatecurriculumonrareneurologicaldisorders,andcon-
tinuousmedical education programs. Furthermore, knowledge
and standards of care developed in the European Reference
NetworksshouldbeusedthroughoutEurope.
KeyPriority3:Speedup thediagnosisof casesnotdiagnosed
within theirowncountries,whichcouldbedonebytakingad-
vantage of European Reference Network activities (https://
health.ec.europa.eu/european-reference-networks/work-erns_
en),includingtheClinicalPatientManagementsSystem.
KeyPriority4:Promotecomprehensiveandsystematiccollection
ofclinicalandresearchdataonRNDs,includinguseofOrphanet
rarediseasenomenclature(ORPHAcodes)forcodingpurposes
inthehospitalinformationsystemstorenderRDsvisible.
KeyPriority5:Establishamore structureddialoguebetween
allstakeholders,includingpatientorganizations,andespecially
between theEuropeanCommission,nationalhealthagencies,
European Reference Networks, and the EAN. Specific fund-
ingtoachievetheseobjectivesshouldbeconsidered,withan
ad hoc committee delineating time tables, deliverables, and
milestones.

Diagnosis, care, and treatment of patients and families with
RNDs are major health care challenges that have not yet been
solved. Multistakeholder cooperation, significant resources, and
strategicleadershiparerequiredtobringabouttheneededchanges
inhealthcareandresearch.TheEAN,intightcollaborationwithall
stakeholdersincludingtheEuropeanReferenceNetworksforRare
andComplexDiseases,isfullycommittedtothiscause.
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