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RESULTS RESULTS RESULTS RESULTS 

A WebA WebA WebA Web----based information system as a tool for the clinical based information system as a tool for the clinical based information system as a tool for the clinical based information system as a tool for the clinical 
management and support of rare disease patients: the management and support of rare disease patients: the management and support of rare disease patients: the management and support of rare disease patients: the 

example of amyotrophic lateral sclerosis (ALS)example of amyotrophic lateral sclerosis (ALS)example of amyotrophic lateral sclerosis (ALS)example of amyotrophic lateral sclerosis (ALS)

-a National rare a National rare a National rare a National rare diseasesdiseasesdiseasesdiseases’’’’ network network network network existsexistsexistsexists connectingconnectingconnectingconnecting regionalregionalregionalregional
networksnetworksnetworksnetworks (20 (20 (20 (20 ItalianItalianItalianItalian regionsregionsregionsregions +2 prov. +2 prov. +2 prov. +2 prov. withwithwithwith healthhealthhealthhealth programmingprogrammingprogrammingprogramming
competencecompetencecompetencecompetence) ) ) ) thanksthanksthanksthanks totototo a a a a nationalnationalnationalnational lawlawlawlaw (DM 279/2001)(DM 279/2001)(DM 279/2001)(DM 279/2001)

- Veneto Veneto Veneto Veneto RegionRegionRegionRegion ((((togethertogethertogethertogether withwithwithwith Friuli VG, Bolzano, Trento: the Friuli VG, Bolzano, Trento: the Friuli VG, Bolzano, Trento: the Friuli VG, Bolzano, Trento: the 
““““Wide AreaWide AreaWide AreaWide Area””””) ) ) ) plannedplannedplannedplanned a network a network a network a network connectingconnectingconnectingconnecting centrescentrescentrescentres ofofofof
referencereferencereferencereference, , , , hospitalshospitalshospitalshospitals, , , , healthhealthhealthhealth care care care care locallocallocallocal unitsunitsunitsunits, , , , RegionsRegionsRegionsRegions, , , , throughthroughthroughthrough
a a a a uniqueuniqueuniqueunique computerizedcomputerizedcomputerizedcomputerized platformplatformplatformplatform

---- ALS is a rare neurodegenerative and rapidly progressive diseaseALS is a rare neurodegenerative and rapidly progressive diseaseALS is a rare neurodegenerative and rapidly progressive diseaseALS is a rare neurodegenerative and rapidly progressive disease
---- ALS patients have many health care needs, involving different ALS patients have many health care needs, involving different ALS patients have many health care needs, involving different ALS patients have many health care needs, involving different 

professionals (neurologist, physiatrist, rehabilitation therapisprofessionals (neurologist, physiatrist, rehabilitation therapisprofessionals (neurologist, physiatrist, rehabilitation therapisprofessionals (neurologist, physiatrist, rehabilitation therapist, t, t, t, 
dietician, general practitioner, dietician, general practitioner, dietician, general practitioner, dietician, general practitioner, …………))))

---- a multidisciplinary approach is needed, connecting patientsa multidisciplinary approach is needed, connecting patientsa multidisciplinary approach is needed, connecting patientsa multidisciplinary approach is needed, connecting patients’’’’
health issues with social oneshealth issues with social oneshealth issues with social oneshealth issues with social ones

-patients and family members strongly advocate for global carepatients and family members strongly advocate for global carepatients and family members strongly advocate for global carepatients and family members strongly advocate for global care

METHODS METHODS METHODS METHODS 

---- assessing the state of art of the health care pathways of ALS passessing the state of art of the health care pathways of ALS passessing the state of art of the health care pathways of ALS passessing the state of art of the health care pathways of ALS patients in the Wide Area: number of patients and their atients in the Wide Area: number of patients and their atients in the Wide Area: number of patients and their atients in the Wide Area: number of patients and their 
characteristics, benefits, best characteristics, benefits, best characteristics, benefits, best characteristics, benefits, best practice, problemspractice, problemspractice, problemspractice, problems
---- defining a shared clinical protocol about the care pathways of defining a shared clinical protocol about the care pathways of defining a shared clinical protocol about the care pathways of defining a shared clinical protocol about the care pathways of ALS patients, dealing with the clinical contents (drugs, ALS patients, dealing with the clinical contents (drugs, ALS patients, dealing with the clinical contents (drugs, ALS patients, dealing with the clinical contents (drugs, tracheostomytracheostomytracheostomytracheostomy, , , , 
AAC, AAC, AAC, AAC, …………), ), ), ), timing, timing, timing, timing, patientspatientspatientspatients’’’’ values and wills, coordination of servicesvalues and wills, coordination of servicesvalues and wills, coordination of servicesvalues and wills, coordination of services
---- following the principles of equity, best practice, central rolefollowing the principles of equity, best practice, central rolefollowing the principles of equity, best practice, central rolefollowing the principles of equity, best practice, central role of patient and her/his family in the care network, continuity oof patient and her/his family in the care network, continuity oof patient and her/his family in the care network, continuity oof patient and her/his family in the care network, continuity of caref caref caref care
---- progammingprogammingprogammingprogamming the care pathways of ALS patients, within the the care pathways of ALS patients, within the the care pathways of ALS patients, within the the care pathways of ALS patients, within the exinstingexinstingexinstingexinsting rare rare rare rare diseasesdiseasesdiseasesdiseases’’’’networknetworknetworknetwork of the Wide Areaof the Wide Areaof the Wide Areaof the Wide Area

---- Data analysis about ALS patients using Veneto Rare Disease Data analysis about ALS patients using Veneto Rare Disease Data analysis about ALS patients using Veneto Rare Disease Data analysis about ALS patients using Veneto Rare Disease 
Register (4,7 mill Register (4,7 mill Register (4,7 mill Register (4,7 mill inhsinhsinhsinhs) and Hospital ) and Hospital ) and Hospital ) and Hospital DishargeDishargeDishargeDisharge RecordsRecordsRecordsRecords

---- literature systematic review about best practice and care literature systematic review about best practice and care literature systematic review about best practice and care literature systematic review about best practice and care 
pathways about ALS (drugs, pathways about ALS (drugs, pathways about ALS (drugs, pathways about ALS (drugs, funcionalfuncionalfuncionalfuncional scales, timing, scales, timing, scales, timing, scales, timing, 
prognostic factors, communication devices, nutrition, prognostic factors, communication devices, nutrition, prognostic factors, communication devices, nutrition, prognostic factors, communication devices, nutrition, …………))))

---- scheduled meetings of a multidisciplinary technical scheduled meetings of a multidisciplinary technical scheduled meetings of a multidisciplinary technical scheduled meetings of a multidisciplinary technical group group group group of of of of 
the Wide Area  (centres of reference for the Wide Area  (centres of reference for the Wide Area  (centres of reference for the Wide Area  (centres of reference for ALS; health care ALS; health care ALS; health care ALS; health care 
local units, local units, local units, local units, pharmaceutical pharmaceutical pharmaceutical pharmaceutical services, general practitioners, services, general practitioners, services, general practitioners, services, general practitioners, 
physiatrists, physiatrists, physiatrists, physiatrists, pneumologistspneumologistspneumologistspneumologists; ; ; ; Coordinating Centre and Coordinating Centre and Coordinating Centre and Coordinating Centre and 
Register of Register of Register of Register of Rare Rare Rare Rare Diseases of Veneto Region) Diseases of Veneto Region) Diseases of Veneto Region) Diseases of Veneto Region) with with with with the the the the 
advocacy groups of ALS advocacy groups of ALS advocacy groups of ALS advocacy groups of ALS patients ;patients ;patients ;patients ;

---- Consensus about the best practice considering the Consensus about the best practice considering the Consensus about the best practice considering the Consensus about the best practice considering the scientific scientific scientific scientific 
literature, the clinical experience of the involved literature, the clinical experience of the involved literature, the clinical experience of the involved literature, the clinical experience of the involved 
professionals and the pointprofessionals and the pointprofessionals and the pointprofessionals and the point----ofofofof----view of view of view of view of advocacy advocacy advocacy advocacy groups.groups.groups.groups.

WHO?  WHERE?

PatientsPatientsPatientsPatients withwithwithwith ALS: ALS: ALS: ALS: 438 (55% male, 45% 438 (55% male, 45% 438 (55% male, 45% 438 (55% male, 45% 
femalefemalefemalefemale))))
PrevalencePrevalencePrevalencePrevalence: : : : 8.9/100,000 8.9/100,000 8.9/100,000 8.9/100,000 inhsinhsinhsinhs
PatientsPatientsPatientsPatients’’’’ ageageageage: : : : 70 70 70 70 yearsyearsyearsyears (mode)(mode)(mode)(mode)
MedianMedianMedianMedian HospitalizationHospitalizationHospitalizationHospitalization per per per per patientpatientpatientpatient:  2.1 :  2.1 :  2.1 :  2.1 
((((minminminmin----maxmaxmaxmax: 1: 1: 1: 1----14)14)14)14)
MeanMeanMeanMean HospitalizationHospitalizationHospitalizationHospitalization lengthlengthlengthlength: 16.9 : 16.9 : 16.9 : 16.9 daysdaysdaysdays
(10.5% (10.5% (10.5% (10.5% ofofofof hosphosphosphosp. . . . havehavehavehave a a a a lengthlengthlengthlength ofofofof more more more more thanthanthanthan
30 30 30 30 daysdaysdaysdays))))

CentresCentresCentresCentres ofofofof referencereferencereferencereference forforforfor ALS in ALS in ALS in ALS in 
the Wide Areathe Wide Areathe Wide Areathe Wide Area

WHAT more?
DrugsDrugsDrugsDrugs, , , , devicesdevicesdevicesdevices, , , , benefitsbenefitsbenefitsbenefits, , , , managmentmanagmentmanagmentmanagment tailoredtailoredtailoredtailored totototo the the the the specificspecificspecificspecific

needsneedsneedsneeds ofofofof ALS ALS ALS ALS patientspatientspatientspatients, extra , extra , extra , extra fromfromfromfrom whatwhatwhatwhat isisisis coveredcoveredcoveredcovered bybybyby the the the the 
National National National National HealthHealthHealthHealth SystemSystemSystemSystem

37 37 37 37 essentialessentialessentialessential drugsdrugsdrugsdrugs and and and and dietarydietarydietarydietary supplementssupplementssupplementssupplements in in in in exemptionexemptionexemptionexemption
((((includedincludedincludedincluded offoffoffoff----labellabellabellabel, , , , notnotnotnot sold in Italy, sold in Italy, sold in Italy, sold in Italy, galenicgalenicgalenicgalenic productsproductsproductsproducts): ): ): ): totototo healhealhealheal
symptomssymptomssymptomssymptoms ((((crampscrampscrampscramps, , , , spasticityspasticityspasticityspasticity, , , , emotionalemotionalemotionalemotional labilitylabilitylabilitylability, , , , anxietyanxietyanxietyanxiety, , , , 
sialorrhoeasialorrhoeasialorrhoeasialorrhoea, , , , bronchialbronchialbronchialbronchial secretionssecretionssecretionssecretions, , , , chockingchockingchockingchocking, , , , depressiondepressiondepressiondepression))))

RehabilitationRehabilitationRehabilitationRehabilitation and and and and prothesisprothesisprothesisprothesis----devicesdevicesdevicesdevices usefulusefulusefuluseful totototo the the the the patientpatientpatientpatient
accordingaccordingaccordingaccording totototo herherherher////hishishishis needsneedsneedsneeds; ; ; ; eyeeyeeyeeye----gazegazegazegaze communicationcommunicationcommunicationcommunication system system system system 
whenwhenwhenwhen neededneededneededneeded

EconomicEconomicEconomicEconomic and social and social and social and social benefitsbenefitsbenefitsbenefits providedprovidedprovidedprovided bybybyby lawlawlawlaw ((((bybybyby ActivitiesActivitiesActivitiesActivities and and and and 
PartecipationPartecipationPartecipationPartecipation CommissionsCommissionsCommissionsCommissions))))

Home Home Home Home visitsvisitsvisitsvisits or home or home or home or home hospitalizationhospitalizationhospitalizationhospitalization carriedcarriedcarriedcarried on on on on bybybyby locallocallocallocal healthhealthhealthhealth
care and social care and social care and social care and social professionalsprofessionalsprofessionalsprofessionals, , , , butbutbutbut plannedplannedplannedplanned bybybyby the the the the centrescentrescentrescentres ofofofof
referencereferencereferencereference

ScientificScientificScientificScientific literatureliteratureliteratureliterature evidenceevidenceevidenceevidence aboutaboutaboutabout ALS ALS ALS ALS patientspatientspatientspatients’’’’ care, care, care, care, 
standardizedstandardizedstandardizedstandardized functionalfunctionalfunctionalfunctional scalesscalesscalesscales, timing are , timing are , timing are , timing are benchmarksbenchmarksbenchmarksbenchmarks

HOW?
The The The The webwebwebweb----basedbasedbasedbased system system system system isisisis the the the the corecorecorecore----tooltooltooltool usedusedusedused totototo
link link link link allallallall professionalsprofessionalsprofessionalsprofessionals involvedinvolvedinvolvedinvolved in the care in the care in the care in the care ofofofof ALS ALS ALS ALS 

patientspatientspatientspatients

---- PatientPatientPatientPatient isisisis at the at the at the at the centrecentrecentrecentre ofofofof the systemthe systemthe systemthe system
---- EveryEveryEveryEvery professionalprofessionalprofessionalprofessional, , , , workingworkingworkingworking in the hospital, in in the hospital, in in the hospital, in in the hospital, in 
the the the the healthhealthhealthhealth care care care care locallocallocallocal unitunitunitunit, in the , in the , in the , in the HanicapHanicapHanicapHanicap
CommissionsCommissionsCommissionsCommissions, , , , connectesconnectesconnectesconnectes totototo the system, and, the system, and, the system, and, the system, and, 
troughtroughtroughtrough a a a a dedicateddedicateddedicateddedicated pagepagepagepage can can can can havehavehavehave information information information information 
aboutaboutaboutabout the the the the patientpatientpatientpatient collectedcollectedcollectedcollected bybybyby otherotherotherother professionalsprofessionalsprofessionalsprofessionals
and and and and insertinsertinsertinsert information information information information collectedcollectedcollectedcollected bybybyby herherherher////himselfhimselfhimselfhimself
usefulusefulusefuluseful totototo otherotherotherother professionalsprofessionalsprofessionalsprofessionals....
---- The The The The internationalinternationalinternationalinternational standardizedstandardizedstandardizedstandardized scale scale scale scale ALSFRSALSFRSALSFRSALSFRS––––
RRRR, , , , compiledcompiledcompiledcompiled bybybyby the the the the neurologistneurologistneurologistneurologist duringduringduringduring everyeveryeveryevery visitvisitvisitvisit
((((everyeveryeveryevery 1111----3 3 3 3 monthsmonthsmonthsmonths), ), ), ), givesgivesgivesgives the pece the pece the pece the pece totototo the the the the clinicalclinicalclinicalclinical
pathwaypathwaypathwaypathway ofofofof the the the the patientspatientspatientspatients....
---- ALSFRSALSFRSALSFRSALSFRS––––RRRR scoresscoresscoresscores givegivegivegive alertalertalertalert aboutaboutaboutabout whatwhatwhatwhat the the the the 
patientpatientpatientpatient needsneedsneedsneeds accordingaccordingaccordingaccording totototo the the the the protocolprotocolprotocolprotocol, , , , makingmakingmakingmaking
the the the the involvedinvolvedinvolvedinvolved professionalsprofessionalsprofessionalsprofessionals totototo heveheveheveheve the the the the needeneedeneedeneede newnewnewnew
information, information, information, information, usefulusefulusefuluseful totototo givegivegivegive benefit or benefit or benefit or benefit or servicesservicesservicesservices totototo
the the the the patientpatientpatientpatient

Technologies are Technologies are Technologies are Technologies are usefulusefulusefuluseful totototo serve serve serve serve patientspatientspatientspatients’’’’
needsneedsneedsneeds, , , , improvingimprovingimprovingimproving collaborationcollaborationcollaborationcollaboration and and and and 
communicationcommunicationcommunicationcommunication amongamongamongamong differentdifferentdifferentdifferent professionalsprofessionalsprofessionalsprofessionals
ofofofof differentdifferentdifferentdifferent insitutionsinsitutionsinsitutionsinsitutions involvedinvolvedinvolvedinvolved in the care in the care in the care in the care 
processprocessprocessprocess

SharedSharedSharedShared protocolprotocolprotocolprotocol basedbasedbasedbased on the on the on the on the availableavailableavailableavailable
evidenceevidenceevidenceevidence asasasas basedbasedbasedbased ofofofof a common a common a common a common webwebwebweb----basedbasedbasedbased
system system system system answeransweransweranswer totototo the the the the relevantrelevantrelevantrelevant needneedneedneed ofofofof equityequityequityequity
and and and and translationtranslationtranslationtranslation reserchreserchreserchreserch
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