GRIN Related Disorders
Patient journey

First symptom

Timeline: From the Ist day of life up to | year
old.

Clinical Presentation / Symptoms

Seizures

* 80% of cases present with seizures in the |st year
of life, with neonatal-onset seizures in about half.

* Seizure onset at a later age has been reported.

* Seizure types at onset are mainly focal motor/
tonic, epileptic spasms, clonic, focal-to-bilateral
tonic-clonic.

* Seizures may occur in clusters.

Developmental delay

* Present in all individuals and usually observed
within the st year of life.

* May be the presenting symptom in patients with
no or later onset seizures.

* Extreme irritability in approximately 50% of
patients in the first months.

* Gastrointestinal issues (irritability associated with
feeds).

* Poor sleep cycles.

Identifying Patient Needs

* Parents need counselling and professional help.

* Parents need information about epilepsy and
epileptic seizures.

* Parents need to have clear instructions and a plan
for managing epileptic seizures.

* Parents need information and a clear plan for
prescription medications, their side effects and long-
term monitoring.

* Medical advice on non-epileptic symptoms,
especially related to severe motor and cognitive
impairment.

» Counselling for other family members, like siblings
of the affected individual.

* |dentify potential treatment options for behavioural
Issues.

Ideal Outcome / support

* Families’ concerns are taken seriously and are given
reassurance.

* Regular consultations with a healthcare professional
are provided.

* Parents receive clear instructions on managing
seizures.

* Information on medication side effects and
monitoring are provided to parents.

* Treatment strategy for non-epileptic symptoms is
provided.

* A multidisciplinary team works with the patient on
physical, communication, and occupational domains,
with the rehabilitation plan provided and adjusted
based on patient's needs.

Identifying Patient Needs

* Parents need to be offered genetic testing and counselling.

* Parents need an explanation of the diagnosis and possible prognosis, with psychological
support.

* Parents should understand that developmental and epilepsy outcomes are different from
child to child.

* Parents need to be trained on how to keep the child safe (falls, prolonged seizures, fever
etc.).

* Parents need access to early rehabilitation within a multidisciplinary team to maximize
development potential and reduce comorbidities.

* Parents should be informed about family groups and associations in their country and
worldwide for support, networking, and information.

* Parents need advice on pre-school/school/aid.

* Parents need to know what social assistance is available from the government.

Ideal Outcome / support

* Genetic diagnosis and consultancy are provided, with an explanation of causes and
recurrence risk.

* Professional support is offered to help parents cope with the diagnosis and the
family is directed to the parent support group and/or association.

* Families receive clear instructions, emergency protocols, explanation of risks, and
how to minimize them.

* Up-to-date information is available to parents at any time, including research
initiatives.

* Emphasis on the importance of education and rehabilitation for the child's
development which are closely monitored.

* Families receive support for finding a school/daily assistance and care.

* Families receive a document summarizing available social benefits available in their

country/region.
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Identifying Patient Needs

* Parents need evidence-based information on additional symptoms and
comorbidities that may arise.

* Needs and expectations change over time and need to be re-evaluated and
discussed.

* Parents need information and a clear plan for prescription medications, their side
effects and long-term monitoring.

* Parents need access to clinical trials for new treatment opportunities, where their
child is eligible.

* Parents need information on other possible treatments for epilepsy such as
Ketogenic Dietary Treatment and Vagal Nerve Stimulation, and for movement
disorders like Deep Brain Stimulation.

* Parents need information on evidence-based therapies (psychomotricity, speech
therapy, postural re-education, behavioural therapy) that need to be tailored to the
individual patient’s needs and age.

* Siblings’ and parents’ wellbeing and needs must be evaluated and discussed, and
support provided.

Ideal Outcome / support

* Patient is regularly monitored and, if possible, offered a treatment for mentioned
Issues.

* Parents receive information about possible clinical studies in which their child can
participate with in-depth information on risk and benefits.

* Families’ needs and expectations are discussed, and treatment strategies are
planned and defined.

* A rehabilitation program (psychomotricity, speech therapy, postural re-education,
behavioural therapy) tailored to individual patient’s needs and age is defined.

* Siblings’ and parents’ needs are adequately addressed.

Identifying Patient Needs

* Patient needs regular follow up and monitoring.
* Parents need counselling and support in the
transition to adulthood.

* Monitoring and treating comorbidities and new
symptoms that may arise, which needs to be
continued in adults as well.

* Parents need additional support when caring for
an adult person.

* Possibilities of daycare or residential care need
to be discussed with the parents.

Ideal Outcome / support

* Transition process from child to adult specialist
is planned and well defined.

* Rehabilitation plan for maintenance and
prevention of comorbidities is defined.

* Patient is provided with occupational therapy/
day-care centres/residential centres.

* Availability of home and/or institutional care at
the highest level.

* Family's needs and concerns are re-evaluated.

* Support and advice on later stages of adulthood
and in case the primary caregivers become unable
to provide is offered.
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