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Swallowing endoscopy findings in
Huntington’s disease: a case report

ABSTRACT

Huntington’s disease (HD) is a degenerative genetic disorder with autosomal-dominant transmission. The triad
of symptoms of this disease consists of psychiatric disorders, jerky movements, and dementia. Oropharyngeal
dysphagia, which is more evident with disease progression, is also present. Few studies have addressed the
swallowing characteristics using objective analysis in this population. The purpose of this research was to
describe the swallowing endoscopic findings of the pharyngeal phase in HD. This is a cross-sectional study
addressing a clinical case which included two individuals of the same family, male, 32 and 63 years old,
designated as individual A and individual B, with progression of the disease for five and 13 years, respectively.
Consistent liquid, nectar, and puree were offered during the evaluation. There was presence of posterior oral
spillage in liquid and nectar, small amount of pharyngeal residues, and no laryngeal penetration or aspiration
in the individuals with HD in this study.

Study carried out at Dysphagia Research Center of the Universidade Estadual Paulista — UNESP - Marilia
(SP), Brazil.
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Huntington’s disease and swallowing

INTRODUCTION

Huntington’s disease (HD) is a degenerative genetic disorder
with autosomal-dominant transmission'. The triad of symptoms
of this disease consists of psychiatric disorders, jerky movements,
and dementia. Oropharyngeal dysphagia is more evident with
disease progression and compromises the swallowing function.

In the descriptions of this disease in the literature, there are
studies on swallowing which investigate the characteristics of
the oral and pharyngeal phases using videofluoroscopy (VED)
and fiberoptic endoscopic evaluation of swallowing (FEES), as
well as the risks of aspiration associated with bronchopulmonary
infections, airway obstruction, dehydration, and malnutrition*”.

Although the clinical assessments of swallowing provide
relevant information on the condition of oral feeding in patients
with oropharyngeal dysphagia, the variability found in their
accuracy shows the importance of conducting supplemental exams
to objectively assess swallowing in the diagnosis of dysphagia.
Also, there are few studies addressing this diagnosis in this
population. They verified the swallowing of individuals using
videofluoroscopy, and identified postural changes, inadequate
movement of the tongue, multiple swallowing, pharyngeal residue
after swallowing, and residues in the valleculae and pyriform
sinuses®’. The presence of penetration and/or laryngotracheal
aspiration was observed only in the advanced stages of the
disease*.

In this paper we used Fiberoptic Endoscopic Evaluation of
Swallowing (FEES)?, which is an excellent method to analyze
the pharyngeal phase of swallowing, identifying posterior
oral spillage, pharyngeal residue, penetration, and aspiration.
The main purpose of this study was to describe the swallowing
endoscopic findings of the pharyngeal phase in HD.

CASE REPORT

This descriptive study addresses the clinical case of two
individuals of the same family, male, 32 and 63 years old,
designated as individual A and individual B, respectively.
The individuals were referred to the Dysphagia Center due to
complaints of speech and swallowing. Both of them signed the
Informed Consent Form. The individuals were diagnosed with
HD confirmed by genetic testing, with progression of the disease
for five and 13 years, respectively. They presented weight loss
and gagging. Functional activities such as dressing, brushing
teeth, and bathing were compromised. During the evaluation,
both individuals presented hyperkinetic dysarthria, postural
instability, and involuntary movements of the head and upper
and lower limbs. These signals were worse in the A individual,
who is younger than the B individual. In the clinical assessment
of swallowing, the individuals presented difficulties in labial
sealing, oral incoordination, compensatory maneuvers of the
head, and disorder in oral transit time, but no clinical signs
suggestive of penetration and/or laryngotracheal aspiration.
The individuals were referred to FEES, which was performed
by an Ear, Nose and Throat Physician (ENT) and accompanied
by a speech-language pathologist. The patients were positioned
with support to minimize involuntary movement. During the
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endoscopy examination, no structural disorder was found in
the nasopharynx, oropharynx, and hipopharynx. Disorders in
the vocal folds were also not found. We used consistent liquid,
nectar, and puree in volumes of 3-10 mL. The results show that
both individuals presented laryngeal and pharyngeal sensitivity,
posterior oral spillage for liquid and nectar (Figures 1 and 2),
absence of salivary stasis, pharyngeal residues in small quantity,
presence of pharyngeal clearance, and absence of laryngeal
penetration and/or laryngotracheal aspiration.

Figure 1. Posterior oral spillage in the A individual

Figure 2. Posterior oral spillage in the B individual
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DISCUSSION

According to few authors, dysphagia is a common
complication of Huntington’s disease, which is often responsible
for episodes of respiratory impairment®. Clinical assessment
provides information on the presence, nature, and severity
of dysphagia*!?, but supplementary exams through objective
assessment of swallowing are needed for its diagnosis®.

In this study, we used the FEES method because it provides
easy visualization of the pharyngeal phase of swallowing!"'? in
agreement with videofluoroscopy findings. It is known that the
oral phase in HD can become poor and compromise the oral
transit time. However, the presence of posterior oral spillage
can also provide us with some information on the coordination
of the oral phase, and this parameter can be identified in the
FEES and in the videofluoroscopy". In both tests, the presence
of involuntary movement present in HD further complicates the
oral control and the presence of posterior oral spillage.

Other studies using swallowing videofluoroscopy in liquid
and puree consistencies verified involuntary movements of
the tongue, presence of posterior oral spillage, and pharyngeal
residue, corroborating the findings of this study®'*.

These results on posterior oral spillage and pharyngeal
residue found in both individuals were also identified by another
authors” as the most prevalent signs in HD. The FEES is an
excellent method for the research of these symptoms because
it can clearly identify the presence of pharyngeal residue,
penetration, and aspiration.

Penetration and/or tracheal aspiration were not observed in
either of the individuals, showing once again agreement with
other studies that used videofluoroscopy'. Also, the literature
reports the presence of these signs only in advanced stages
of the disease. In addition to the progression of the disease,
other aspects that should be considered and that can increase
the risk of tracheal aspiration are also related to the amount of
pharyngeal residue®.

There are no studies in the literature describing oropharyngeal
dysphagia by the progression of the disease in this population
due to the particular manifestations of each individual.
New studies with larger samples and different periods of the
disease should be conducted to provide additional information
on the characteristics and management of swallowing in this
population. This demonstrates that there is little knowledge on
dysphagia, its most frequent findings during the course of the
disease, and its prevalence in HD’.

FINAL COMMENTS

The use of FEES in assessing the pharyngeal phase of
swallowing in HD identified findings consistent with those of
VED for this population. This does not preclude the use of VFD
as an important tool to assessment oral phase of swallowing in
this population. However, because it provides the possibility
to confirm or exclude the presence of pharyngeal residue,
laryngeal penetration, and aspiration in this population, the
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FEES is a more accessible evaluation method in present context
of the country. This study identified the presence of posterior
oral spillage and small amount of pharyngeal residues, and no
presence of penetration or aspiration in individuals with HD.
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