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Abstract: Appropriate nursing-care strategies depend on the early recognition of Huntington
disease (HD) to prioritize a plan of care. This article offers perspective on the clinical
presentation, prognosis, diagnosis, and management of adult-onset HD.
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BD, 42, WAS ADMITTED to the ICU
from the ED for injuries sustained from
a suicide attempt. Emergency medical
technicians reported that he had jumped
from a highway overpass into traffic.
BD’s mother was notified and informed
the ED staff that BD had been diag-
nosed with Huntington disease (HD) at
age 30. Recently, he had begun experi-
encing psychiatric symptoms of HD
such as anxiety and hallucinations, but

he had made no previous suicide at-
tempts.

BD reported hearing voices that had
encouraged him to jump from the over-
pass. Although he had been able to sepa-
rate the voices from redlity in the past, he
had been unable to recognize the risk
during this episode.

The fall fractured his pelvis and
right femur. After a short stay in the
ICU, BD was transferred to an ortho-
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pedic unit, underwent surgery to re-
pair the fractures, and remained hos-
pitalized until he was stable enough
for discharge. Additionally, he received
treatment for his psychiatric and HD
signs and symptoms during his hospi-
tal stay, including pharmacologic and
movement therapy.

Approximately 1 in every 10,000
people in the US has HD, which
equates to about 30,000 patients.!
It is the most common hereditary
neurodegenerative disorder globally,
with roughly 700,000 cases world-
wide.? The global figure may under-
estimate its prevalence, as a recent
screening of healthy individuals
demonstrated that 1 in 400 may be
at risk.2 HD is most common among
individuals of European descent,
but it may affect those of Asian and
African descent as well.? This article
offers an overview of adult-onset
HD, including risk factors, progno-
sis, diagnostic criteria, management,
and nursing care.

Genetics

HD is an autosomal dominant inher-
ited disease, meaning that only one
copy of a defective huntingtin (HTT)
gene is required to cause disease.* An
inherited abnormal gene, even from
just one parent, puts individuals at
risk for the disease: An adult with
HD has a 50% chance of transmit-
ting it to each of his or her off-
spring.” Consequently, the rate

of neurodegenerative diseases such
as HD is estimated to double every

20 years, creating continued chal-
lenges for healthcare providers.”

HTT influences the production of
the huntingtin protein. In patients
with HD, the huntingtin protein is
elongated and fragmented into toxic,
binding pieces that disrupt cellular
function.*® The gene is characterized
by the cytosine-adenine-guanine
(CAQG) trinucleotide repeat, in which
the CAG sequence is repeated many
times within an individuals DNA.*#
The more occurrences of the CAG
trinucleotide repeat, the earlier the
onset of HD.*

HD may occur when the number
of CAG trinucleotide repeats is great-
er than or equal to 36. Typically,
patients with more than 40 CAG
trinucleotide repeats will experience
HD onset, while individuals with 36
to 39 occurrences of the CAG tri-
nucleotide repeat may or may not
develop HD.8 Those with 27 to 35
CAG trinucleotide repeats will not
experience HD, but they may risk
passing the disease along to their
children.*

Pathophysiology

HD leads to progressive neuronal
loss, specifically in the basal ganglia,
which are interconnected with the
cerebral cortex, thalamus, brain-
stem, and several other areas of the
brain. These cells are responsible for
processing messages communicated
to the brainstem. Basal ganglia play
an important role in the actions
required to achieve goals, complete

Coming to terms with HD

Ataxia Characterized by a reduction in muscle control or coordination in
voluntary movements; often a sign of an underlying disorder.”

Bradykinesia “Slowness of movement” characterized as difficulty actuating and
following through with a movement.>2>3

Chorea Brief, abrupt, involuntary, nonstereotyped movements involving the
face, trunk, and limbs.'2

Dyskinesia Described as fluid or dance-like; characterized as “involuntary, er-
ratic, writhing movements of the face, arms, legs or trunk’>*

Dystonia Prolonged, sustained, abnormal postures.'?
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daily activities, and learn new ac-
tions.” When these cells degrade,
movement and cognition are
compromised.

HD may also cause a loss of brain
tissue volume with marked gray and
white matter atrophy. Atrophy in the
frontal lobes accounts for many of
the characteristic neurodegenerative
signs and symptoms.

Prognosis

HD is a progressive, insidious, and
incurable disorder that leads to sig-
nificant disability and shortens life
expectancy.'! On average, mortality
occurs between 10 and 20 years after
the onset of HD, but some patients
may live up to 40 years.!> Women
typically survive longer than

men. 112 Factors related to mortality
may include aspiration pneumonia
or infections due to immobility.*2

Clinical manifestations

HD is a neurodegenerative neuropsy-
chiatric disorder that is characterized
by chorea, dementia, and psychiatric
symptoms (see Coming to terms with
HD).!%1314 Sjgns and symptoms
typically begin between ages 30 and
50 and progress over the next 10 to
25 years, but the disease may emerge
earlier or later.!®!*> Characteristics of
adult-onset HD, such as physical
and mental decline, are highly indi-
vidualized.

e Psychiatric symptoms. Patients typi-
cally exhibit psychiatric impairment
before motor and cognitive decline,
with depression and anxiety being
the most common manifestations.*
Other common psychiatric symp-
toms include irritability and apathy,
but obsessive-compulsive behavior
and psychosis may also present in
patients with HD.*? Additionally, this
patient population is at increased
risk for suicide, with a 7% suicide
rate and approximately a 20% rate of
suicidal ideation.'?

e Motor signs and symptoms. Early
motor deficits may include subtle
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changes in handwriting and speech
or a tendency to drop items. Pa-
tients may also experience changes
in posture and gait, often progress-
ing to bradykinesia, difficulty
with eye-hand coordination, and
restlessness. !

HD was previously known as
Huntington chorea because cho-
rea is a key feature and defining
symptom at the time of diagnosis.'?
Chorea presents as brief, abrupt,
involuntary, nonstereotyped move-
ments involving the face, trunk, and
limbs.!? It may present as abnormal,
involuntary movements in speech,
gait, postural stability, and manual
dexterity.'® These include milkmaid
grip, which is characterized by the
involuntary squeezing and relaxing
of a patient’s grip; start hesitation
when walking, which is character-
ized by stepping in place before
moving; and ataxia, which is char-
acterized by a reduction in muscle
control or coordination in voluntary
movements. %1719

Due to lack of coordination, cho-
rea causes difficulty in activities of
daily living. In later stages, chorea
also affects the diaphragm, pharynx,
and larynx, producing dysarthria,
dysphagia, and involuntary vocaliza-
tions.!? Dystonia (prolonged, sus-
tained, abnormal postures) may be
seen in the hands with such activities
as walking.*2
e Eye movements. Muscle dysfunction
can lead to abnormal eye movements
and disturbances in balance, placing
patients at risk for falls.!
e Cognitive impairment and dementia.
The patient may also experience cog-
nitive impairment, with reduced rec-
ognition memory and self-awareness.
Patients may not be able to commu-
nicate hunger, thirst, and the need to
toilet. If not anticipated by a care-
giver, a patient’s basic needs may not
be met, leading to malnutrition, de-
hydration, and other complications.

Cognitive impairments may man-
ifest in various behaviors, including

www.Nursing2019.com

difficulty organizing, prioritizing,
or focusing thoughts. Memory loss
complicates the ability to retain
information, so learning can be a
challenge for these patients.® For
those in the earlier stages of HD,
these deficits can impair the ability
to keep a job and maintain finan-
cial independence. Slow mental
processing regarding the use of
language and recall further compli-
cates communication; for example,
the loss of executive function,
defined as difficulty with initiating
and carrying out plans, and loss of
verbal fluency.!°

Irrational thought processes are
also common, including poor im-
pulse control and a lack of awareness
of the impact of personal behaviors
on others. 10

Clinical progression

HD affects patients in a gradual de-
cline, but they may fall into stages
depending on their levels of motor
and cognitive function. The transi-
tion of early-, middle-, and late-stage
HD is characterized by progressive
deterioration. Each stage features
increasing signs and symptoms that
patients may experience over the
course of the disease.?

Overall, patients with early-stage
HD can still function and maintain
their independence despite the mani-
festation of mild symptoms. Middle-
stage patients typically see a further
decline in motor functions and cog-
nition and may require caregiver as-
sistance in daily life. Late-stage HD is
characterized by increased morbidity
and mortality. Patients require con-
stant care as they experience further
motor and cognitive decline. They
may also have difficulty with speech
and swallowing 2

Diagnosis

HD is typically preceded by a
prodromal phase characterized by
subtle cognitive and motor signs,
which may be challenging to diag-

Additional research??55

Research continues to be a focus in
understanding HD and finding alter-
native methods of testing. At this
time, breath testing is not available,
but a promising noninvasive method
that tests for specific compounds in a
patient’s exhaled breath is underway.
Potential biomarkers in metabolites,
such as amino acids, lipids, and
neurotransmitters, are also being
researched. These are significantly
altered in patients with HD, and test-
ing would allow for early diagnosis
and treatment.

nose.!! Because HD is a hereditary
disorder, family history is especially
important and may reveal prema-
ture mortality or mental illness re-
lated to HD in earlier generations.
Predictive (presymptomatic) genetic
testing is available for patients over
age 18 with a confirmed case of
HD in the family and administered
with a corresponding neurologic
exam. 2021

Currently, a definitive diagnosis
for HD is achieved with gene map-
ping using a blood sample. Upon
exam, an expansion of the CAG tri-
nucleotide repeat in the HTT gene
may indicate HD. %%

Additional lab tests and imaging
studies may be used to rule out other
disorders.!® These include thyroid
profiles to identify hypo- or hyper-
thyroidism, which can negatively
affect mood and metabolism. MRI or
computed tomography of the brain
may be used to rule out other pa-
thology associated with cognitive
changes, such as stroke or brain
tumors. Other promising diagnostic
approaches are under investigation
(see Additional research).

The Unified Huntington’s Disease
Rating Scale is a comprehensive and
reliable instrument to assess motor
function, cognitive function, behav-
ioral abnormalities, and functional
capacity.??
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Psychosocial impact

After receiving a definitive diagnosis,
many patients with HD experience
feelings of fear and inevitability,
which can impact health manage-
ment and decision-making.?* Apa-
thy, irritability, and depression may
be persistent and difficult to treat
despite interventions.?* Frequent
emotional outbursts and mood
alterations can lead to family dys-
function and broken relationships.
Strategies to cope with an HD diag-
nosis are highly individualized

and depend on several factors, in-
cluding the patient’s level of social
support, resources, and coping
mechanisms.?

Although the HD diagnosis itself
may impact a patient’s psychological
well-being, depression is also linked
to brain injury and declining brain
function as part of the disease pro-
cess. Patients may exhibit withdraw-
al, insomnia, lethargy, and suicidal
ideation as part of brain dysfunc-
tion. 12527

Weight gain or weight loss com-
monly accompanies these psychiatric
and mood disorders: Patients may
also abuse alcohol or drugs.*®

Management

No cure or disease-modifying
treatment is currently available
for patients with HD. Therapy is

focused on symptom management
and supportive care to optimize
quality of life.”® Treatment cannot
prevent physical, mental, and be-
havioral decline, but it may improve
patient perceptions of well-being
and empowerment as the disease
progresses. Therapies available to
manage the clinical manifestations
of HD include pharmacologic ther-
apy and nonpharmacologic inter-
ventions, including movement and
psychotherapy.

Pharmacotherapy. Patients with
HD require a multidisciplinary
approach to medication manage-
ment due to the disease’s impact on
movement, cognition, and mood.
In addition, certain medications in-
crease the risk of depression or sui-
cidal ideation. Because patients are
already at risk for self-injury dur-
ing disease progression, caregivers
must closely monitor their response
to drug therapy. Pharmacologic
therapy may include drugs to treat
chorea, other movement disorders
(including dystonia, bradykinesia
and rigidity, tics, and myoclonus),
psychosis and agitation, and depres-
sion (see Pharmacologic therapy for
chorea in HD).

Movement therapy. Prescribed
exercises can help patients manage
the physical signs and symptoms
of HD. For example, gait may be

Pharmacologic therapy for chorea in HD?®

Drug Classification

Adverse reactions

Tetrabenazine Central monoamine-

Deutetrabenazine

(VMAT2) inhibitors

depleting agents; vesicular
monoamine transporter 2

Sedation, akathisia, parkinsonism,
depression, suicidal thoughts and
behaviors

Aripiprazole Atypical neuroleptics Weight gain, hypotension, sedation,
Risperidone anticholinergic symptoms, hyper-
Olanzapine prolactinemia, extrapyramidal
symptoms, cardiomyopathies,
cataracts, sexual dysfunction
Haloperidol Typical neuroleptics Extrapyramidal symptoms, tardive

Fluphenazine
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dyskinesia, hyperprolactinemia,
neuroleptic malignant syndrome,
QT prolongation, sudden death

enhanced with structured rehabili-
tation.?? As for healthy individuals,
endurance training has been identi-
fied as having a positive impact on
mitochondrial function in skeletal
muscle.*® Cellular and molecular
activities contribute to the pa-
thology of HD. Mitochondria are
preeminent in the development of
neurodegenerative disorders such
as HD. Mutated HTT may have an
impact on mitochondrial function.?!

A 2018 study examined the value
of dance therapy in improving gait,
mobility, and balance in patients
with neurologic disorders including
HD. The study concluded that
emerging evidence supports the
use of dance as a feasible inter-
vention for adults with neurologic
disorders.*?

Although no studies have con-
cluded that therapy will prevent or
delay motor complications in pa-
tients with movement disorders,
movement therapy may be a valuable
addition to the overall plan of care.*’
Prescribed movement therapy that
focuses on quality of life and the
physical, psychosocial, and spiritual
problems caused by HD can help
patients feel actively involved in their
daily care. It may also help to delay
long-term-care facility placement
and maintain independent living
arrangements.>*

Psychotherapy. Neurodegenerative
diseases affect the brain regions that
regulate emotion. As HD progresses
and motor signs become apparent,
emotion recognition deficits become
more pronounced.?>3® This is char-
acterized by difficulty understanding
the emotions being conveyed in fa-
cial expressions or tone of voice.>’
Research to support the efficacy of
psychotherapy delivered by trained
therapists, such as cognitive and be-
havioral psychotherapies, is limited,
but many caregivers recognize the
importance of caring for their pa-
tients’ emotional needs, regardless of
HD stage.*®
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Nursing considerations

during hospitalization

Patients with HD may be hospital-
ized for complications related to

HD or for an unrelated acute care
concern. As a plan of care is estab-
lished, assessing patient needs is the
nurse’s primary role. Anticipating
these needs through a team approach
is an important strategy throughout a
patient’s stay.

Nutrition. Weight loss is common,
particularly in late-stage HD. This
may be due to metabolic dysfunc-
tion, eating and swallowing
difficulties, loss of fine motor co-
ordination, anorexia, or cognitive
impairments. While the causes of
weight loss are not entirely clear, the
loss of metabolically active tissue
may be a factor.*

Aspiration risk is an important
consideration for patients taking
oral nutrition and fluids, especially
in later stages of the disease. Manag-
ing consistencies of food and liquids
can be effective for safe swallowing
in patients with HD.* Working
closely with the family and the
healthcare team, the nurse can help
identify calorie-dense and safely
swallowed meals and supplements
for patients with HD in acute care
settings. Nurses should consult
speech-language pathologists to as-
sess swallowing capabilities, and a
consult with a dietitian may also be
a resource.

Sleep hygiene. The acute care
environment is not conducive to re-
cuperative sleep, and disturbances
affect many hospitalized patients.
Sleep-wake disruption is one of the
earliest reported symptoms of many
neurodegenerative disorders.*! In-
somnia and circadian dysregulation
are both associated with early-stage
HD and occur throughout disease
progression.*! Even when patients
are in familiar environments, sleep
disturbances such as delayed sleep
onset, frequent bedtime awakenings,
and fatigue during the day are com-
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As HD progresses and
motor signs become
apparent, emotion
recognition deficits
become more
pronounced.

mon.>>* These may become more
pronounced when a patient with HD
is admitted to the hospital.
Traditional strategies for enhanced
sleep in hospitalized patients are
effective for patients with HD.%
Proactive planning to reduce sleep
interruptions, maintain routines, and
limit noise and light help patients
achieve more rest. Adjusting patient
feeding and medication administra-
tion times may also be beneficial to
maintain circadian rhythms and al-
low recuperative sleep.** Improved
sleep quality can positively impact
cognitive impairment in patients
with HD, as well as easing anxiety,
depression, and irritability.*?
Elimination. Difficulty with elimi-
nation, which is often compromised
by neurodegenerative disorders,
may significantly reduce quality of
life in patients with HD.* Bladder

overactivity, urinary incontinence,
and incomplete bladder emptying
are common problems.* In addition,
decreased anal sphincter tone and
voluntary activation, lower sacral
sensory thresholds, and decreased
awareness of sensations are also com-
mon.*® These changes, which reflect
the degeneration of the central ner-
vous system, typically worsen over
time and may lead to fecal inconti-
nence or constipation.

Supporting bladder and bowel
function are nursing priorities for
patients with HD. Depending on dis-
ease progression, patients may need
help maintaining hygiene and recog-
nizing occurrences of incontinence.
Nursing interventions include
prompt attention to elimination
needs and maintaining skin integrity.

Safety. For patients with HD at-
tempting to navigate environmental
obstacles, ambulation may be com-
plicated by poor balance and ataxia.*
A decline in cognitive function and
mobility lead to problems with gait,
balance, and mobility.*®

Nurses should initiate fall precau-
tions per hospital policy. Interven-
tions designed to improve mobility
should address issues of balance and
coordination, as well as cognitive
impairment, specifically interventions
that focus on training associated
with movement and judgment.*®
Optimal functioning according to
level of disease, safe use of assistive
devices, and participation in self-
care should be goals in nursing
care.'? Additionally, the nursing staff
should focus on frequent rounding,
alarms, low bed positioning, room
placement near high-traffic areas,
and bedside mats and padding to
minimize patient injuries.

Family. Neurologic disorders are
associated with chronic disability
and increased need for patient care.”
Family caregivers are deeply in-
volved; provide substantial informal
care, support, and advocacy at the
bedside; and should be consulted

7
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about treatment decisions, as desired
by the patient.”® Nurses should rec-
ognize family members in these im-
portant roles and seek their input.”!

Collaboration between family and
healthcare professionals can be a
challenge, but it should be included
in individualized patient care.” Con-
necting multidisciplinary teams,
developing treatment guidelines,
and involving families in quality
improvements can offer health-
care delivery that meets individual
needs.”® Engaging both patients and
their families in high-quality, com-
passionate care improves the lives
of patients with HD.

Additionally, patients and families
may require support from home care
services, case management, counsel-
ing, or even legal interventions to
manage the patient’s needs as the
disease progresses. Nurses should
assess patients and their family dy-
namics for possible coping issues,
neglect, or abuse.

Meeting challenges

BD’s hospitalization was managed with
the coordination of healthcare team ser-
vices and family input. Once his ortho-
pedic injuries began to mend, he was
transitioned to a long-term-care setting
near the family’s home so BD’s mother
could continue to participate in his care.
The acute care team’ strategies to man-
age his HD symptoms through nutrition
services, occupational and physical
therapy, and medication therapy for his
psychiatric symptoms helped to update
his plan of care as his disease progres-
sion accelerated. Additionally, the fam-
ily received ongoing case management
and help from specialists, including
physical therapists, to facilitate BD’s
return home.

Effective care for those affected by
HD is achieved when realistic goals
for improved quality of life and opti-
mized functional status are set.”
Acute care settings create challenges
for patients with HD. The multidis-
ciplinary team and the patient’s

42 | Nursing2019 | \Volume 49, Number 7

family are valuable assets in manag-
ing HD.

Nursing strategies rely on early
recognition of HD to prioritize the
plan of care effectively. Nurses
must be knowledgeable about HD
and its progression to provide in-
dividualized and compassionate
care.
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