Patient Journeys are info-graphical overviews that visualize
patients’ needs in the care of their rare disease. PAT I E N T J O U R N EY

Because Patient Journeys are designed from the patient’s Ra re N eu ro logica l D iseases

perspective, they allow clinicians to effectively address
the needs of rare disease patients.

different needs
at different times

Find patient journeys in different languages on our website for

« Friedreich’s Ataxia
« Hereditary Spastic Paraplegias (]
« Huntington’s Disease

« Cervical Dystonia N () Iy
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« Multiple System Atrophy

Free to download!

Was this patient journey helpful?
Help us improve patient care
and participate in our short survey!
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The Patient Journey pationts | them o understand their aymptoms and he mportance
for Rare Neurological Diseases

of mental health support

Facilitate patients’ social contact with patient organisations

. . . L . and other affected persons and motivate them to develop
After developing disease-specific patient journeys for various rare neurolog-

relationships
ical conditions, it became clear that many experiences and challenges are
shared across conditions. As a result, it was essential to consolidate these
findings into a Patient Journey for Rare Neurological Diseases. Empowering Ensure that health care professionals meet their patients’
Health Care individual information needs and possible treatment
This shared journey is designed to support both clinicians, in their inter- Professionals | options
actions with patients, and patients themselves, helping them better
understand their own path. Motivate health care professionals to refer their patients

to patient organisations and stay connected themselves

It also highlights recurring gaps in care and identifies key areas
for improvement: Support a multidisciplinary treatment approach through-

out all phases of the patient journey

Raising Raise awareness and understanding among general Requests Establish-a personalised treatment approach with support
Awareness clinicians and medical/neurology students to policy from multidisciplinary teams

makers
Empowering Empower patients to act and to communicate pro-actively Promote the rec°g.”'t'°” and reimbursement of trea.t-
patients with health care professionals (expectations and treatment ments, where available, across all European countries,

including support for cross-border healthcare access

perspectives) and their environment

Provide telemedicine options and digital solutions
for training to local healthcare providers
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Patient Journey for Rare Neurological Diseases - Graphical Version

Challenges Clinic Disease

Goals/Needs

Pre-manifest

First Symptoms

Diagnosis

Treatment

Monitoring
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Rare neurological diseases (RND)

often cause great anxiety within
a family.
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Many RND share common multiple
symptoms - usually progressive,
some episodic.

Misdiagnosis, delayed diagnosis,

no diagnosis in some cases.
Incomplete genetic diagnosis.

Very few diseases with modifying
treatments; observation &
symptom management to improve
the quality of life.

Disease progression differs from
patient to patient, so it is difficult
to predict at the first consultation.
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No signs. Genetic diseases can
be diagnosed at the asympto-
matic stage by genetic testing (if
available), and receive support.
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First symptoms may be
unspecific and might
make the diagnosis difficult.
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Communicate risk to the extended
family. Family planning for parents

as applicable. Genetic counselling.
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Consistent and nurtured doctor/

patient relationship in a multi-
disciplinary clinic.

Encourage healthy lifestyle, men-
tal health review, carer support,
access to patient organisations.
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Fear of developing progressive
RND. Value of genetic testing
vs. not testing

Lack of awareness among
non-specialist professionals
to recognise first symptoms.

Finding the path to the right
expert for correct diagnosis,
genetic counselling delayed,
stigma about inherited disease.

=
/

Lack of treatment, knowledge and
access to clinical trials. Financial
burden for those affected.

Knowledge of care guidelines;
Prediction of progression difficult;
Lack of palliative support.

Consider patient preferences
during genetic counselling.
Asymptomatic people >18 years.

Consult ERN-RND guidelines;
Faster access to genetic testing;
Improve access to expertise.

Timely genetic diagnosis and
counselling. Genetic testing
for RND families, pre-natal
assessment in RND families.

Multidisciplinary, integrated & holi-
stic care. Consider family perspec-
tive. Access to timely treatment.
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Improved information sharing
and awareness of RND by all
stakeholders.

Please be aware that not all rare
neurological diseases are genetic.
Text in italic denotes those conditi-
ons where the information does not
apply, e.g most forms of Frontotem-
poral Dementia, non-genetic Dysto-
nia, Chorea, Atypical Parkinsonism.

Please note that specific terms
(e.g. home care services, general
physician, physiotherapy) may
not include the same services
dependnet on the individual EU
country. Patient advocacy groups
can often provide support

and resources for patients and
families.

Disclaimer

ERN-RND specifically disclaims
any warranties of merchantabi-
lity or fitness for a particular use
or purpose. ERN-RND assumes
no responsibility for any injury or
damage to persons or property
arising out of or related to any
use of this information or for any
errors or omissions.

Updated in October 2025.

%
o2\ European
04 0 Reference

(}
LA
090’ Network

for rare or low prevalence
complex diseases

i Network
Neurological Diseases
(ERN-RND)

Co-funded by
the European Union



Patient Journey for Rare Neurological Diseases - Detailed Version

Please be aware that not all RND are genetic. Text in italic denotes those conditions where the information does not apply, e.g. most forms of Frontotemporal Dementia, non-genetic Dystonia, Chorea, Atypical Parkinsonism

PHASES Pre-manifest First Symptoms Diagnosis Treatment Monitoring
Disease Rare neurological diseases (RND) often Many RND share common multiple | e Misdiagnosis, delayed diagnosis, Few, if any disease-modifying treatments Disease progression differs from patient
cause great anxiety within a family. symptoms which are usually slowly no diagnosis in some cases are available. to patient so it is difficult to predict
progressive but occasionally are e Incomplete genetic diagnosis Observation and symptom management at the first consultation.
episodic (episodic ataxia). to improve the quality of life
Clinic No signs. Some asymptomatic genetic . First symptoms may be When diagnosis of a genetic disease is Consistent and nurtured doctor/patient . Regular assessment of RND
diseases can be diagnosed by genetic unspecific and might make made, it is important to relationship in a multi-disciplinary clinic in keeping with European or
testing when available. the diagnosis difficult o communicate risk to Timely access to treatment if available, global guidelines
. Some RND are degenerative the extended family and/or clinical trial access for RND . Mental health review of patient
Other RND, e.g. most forms of in nature which leads to e advise in regards to family planning e Carer support
Frontotemporal Dementia and Multiple progression in the individuals' for parents as applicable e Advise a healthly lifestyle, including
System Atrophy are non-genetic. symptoms over time exercise as appropriate
. Lack of knowledge Genetic counselling is preferable, but not . HCPs’should recommend RND
always immediately available. individuals to get support from
an expert patient organisation
Challenges . Fear of developing progressive Lack of awareness among non- . Waiting for a diagnosis Lack of treatment . Medical professional caring for
RND specialist professionals to recognise | e People not investigated Lack of knowledge within local services the RND patient not aware of care
e Value of genetic testing vs. first symptoms and causes delay in a systematic way about RND and subsequent lack of access guidelines for the specific RND
not testing in diagnosis e Genetic counselling not readily to clinical trials e RND progression is difficult
available when a diagnosis is made Financial burden for the RND family to predict
. Stigma associated with inherited Self-directed care is difficult as one . Increased financial and emotional
disease navigates between the different systems burden as the disease progresses
. For diseases with a young onset of care . Inadequate support and care for
several societal, familiar and life those who have a terminal illness
course challenges may arise
Goals/Needs | ® Consider patient preferences in . People with neurological . Genetic diagnosis in a timely manner Multidisciplinary, integrated care & holistic | e Collaborative communication
consultation with a geneticist and disease should be where possible care for rare disease with central between the patient and the
psychiatrist (if possible) on investigated in line with . Genetic testing for RND families accessible RND resource for local HCPs clinicians about the effect of the
predictive genetic testing diagnostic guidelines which where applicable Consider family perspective and support medical treatment
®  Best practice currently suggests are available on the ERN-RND | o Pre-natal assessment in RND their needs where possible e  Support to care for the person with
that individuals be over 18 years website families who have an identifiable Access to timely treatment to minimize RND optimally with improved access
before they are tested if they have | o Faster access to genetic autosomal dominant disease (when costs and disease burden for society to equipment and resources
no symptoms of the genetic testing for the RND family available and allowed in your Scientists to get input from those with RND | e Patient experts via patient
disease, which the family have . Access to appropriate country) regarding clinical trial outcomes; i.e. organisations can help educate
except in rare circumstances — specialised investigations is ability to communicate more important those with a RND
where there is a life-saving as needed than ability to walk
treatment Learn how to cope with the disease
(both the patient and her/his family)

Please note that specific terms (e.g. home care services, general physician, physiotherapy) may not include the same services dependent

on the individual EU country. Patient advocacy groups can often provide support and resources for patients and families.

Disclaimer

ERN-RND specifically disclaims any warranties of merchantability or fitness for a particular use or purpose. ERN-RND assumes no responsibility

for any injury or damage to persons or property arising out of or related to any use of this information or for any errors or omissions.

Updated in October 2025.
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