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Challenge

First symptoms Diagnosis

Disease management

Planning ahead
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Age 30 - 50 (((

Childhood

Possible symptoms: urinary
issues, pain, depression, fatigug
spasms, cognitive problems

>90 different disease types

Early symptoms are often
Misdiagnosis is common I

unspecific
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Day-to-day variation in the
effects of symptoms

mmémm
(] o el (o]

Slow progression of symptoms.
New symptoms can develop
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Understand how to accept life
with HSP
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Early symptoms in people with

JHSP can include balance issues
and tripping

Clinical diagnosis after
excluding other conditions

Genetic diagnosis might
be inconclusive

Regular follow-up.
Personalized plan changes over
time with progression
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Plan to consider:
future generations; changes at
work; modifications at home
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Knowledge of HSP is low in
many healthcare professionals

- Increase certainty of diagnosis
- Referral of people with HSP to different expert centres
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No cure for HSP, only
symptomatic treatment available.
Research & clinical trials needed

Not all people with HSP want to
plan. Need for personalized
support

- Awareness and prediction of all HSP-aspects
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- Clinicians should be able diagnose HSP and know experts to refer people with HSP to
- Support for people with HSP after diagnosis
- Providing people with HSP with information and treatment options

Get people with HSP to maintain|
a routine with physical activity.

Best quality of life possible

Providing information about
support networks; current

research work; patient registries

Reference
Network
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Main issues:

A Diagnostic journey takes years
A A large fraction of RD patients
are misdiagnosed (>50% of all
patients)

Major impact of misdiagnosis
For about 50% of genetically
tested patients the molecular
disease cause can not be
confirmed
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(Ref. EURORDIS: Global Rare barometer survey
On the journey to diagnosis for people living with a rare
disease.)
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AEuropean AMedical need
Reference of RD
Networks patients

ADiagnostic
technology ‘ \ ACosts for
development \. healthcare

APrecision systems
therapies for
RD patients
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. RDDIAGNOSIS HEALTHCAREY STENMMERSPECTIVE

Healthcaresystemswith Interventions

RBpRiE S SliSypes AEuropean Reference Networks
‘ AData sharing

} } ANovel Diagnostic Technology

Careasis Interventions ANew Born Screening
AUndiagnosed Disease Programs

l AEtc.

Changedhealthcare systems

o Nets
for rave or low pravalence
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. RDDIAGNOSIS HEALTHCAREY STENMMERSPECTIVE
Interventions

AEuropean Reference Networks

***Exclusion of acquired causes in case oI*rleC%ar:\r/:of:am;gturil::;ogu(sss::)acute onset, specific medical history, etc. O Stan d ard S Of Care i n CI u d i n g
care pathways , referral

multiple sclerosis, alcohol, tumor, stroke, vitamine deficiency, paraneoplastic syndromes.

e pathways and guidelines

Diagnostic flowcharts -Ataxias

Autosomal Recessive Sporadic
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FRDA,SCA1,2,3,6,7,17,DRPLA SCAL,2,3,6,7,17,DRPLA

| recatve 1 0 Crossborder diagnostic care

1 negative
— Negativeand |
1) full metabolic screen: MSA-C unlikely . .
alphafetoprotein, vitamin . .
el [— (s — pathways including
phytanic acid, VLCF, CK, available I . d . . I d . .
multidisciplinary case discussions

urine organic acids, if
plasma amino acids, NGS NOT l

lysosomal enzymes, - available
cholestanol,
2) Check MRI/ OCT
markers for ARSACS l
b Test for rare
abnormal l normal Alseg:(S " repeats/rearrang
—>| spe7 . (chT:,Tzs,ae l
oo B I Btr: 0 Quality assurancefor next
gene WES, WGS negative . .
analysis generatlon SequenCIng

0 Collaborative research based on
data sharing
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. RDDIAGNOSIS HEALTHCAREYSTENRERSPECTIVE
Interventions

AEuropean Reference Networks

Ref EndoERN o Standards of care including care
pathways, referral pathways and
guidelines

0 Cross-border diagnostic care
pathways including

Clinical Patient Management System multidisciplinary case
discussions (CPMS)

0 Quality assurancefor next
generation sequencing

0 Collaborative research based on
data sharing
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