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SPEECH-LANGUAGE CLINICAL PATTERN
IN A NEUROGENIC DYSPHAGIA CASE THROUGH
OCULO-PHARYNGEAL MUSCULAR DYSTROPHY

Conduta fonoaudiolégica em um caso de disfagia neurogénica
por distrofia muscular oculofaringea

Karini Cunha!, Giliane Gelatti, Maria Cristina Cardoso("

ABSTRACT

The Muscular Dystrophy Oculo-pharyngeal myopathology is a hereditary autosomal dominant, late-
onset, with clinical signs of ptosis and oral pharyngeal dysphagia, this may be associated to the
proximal muscle weakness. This study examines the speech therapy conduct in a case of oculus-
pharyngeal dystrophy. The subject was treated in the speech-language therapy outpatient since
March 2013, with biweekly sessions, being changed to weekly sessions from July of the same year.
The therapy consists of improving mobility of oral facial structures; organization of the pneumonic
articulatory coordination; frequent revaluations of the swallowing disorders, with the register of the
episodes of signals and symptoms of swallowing disorders in the habitual feeding, as well as, by the
verification of the usual diet consistencies with security maneuver (chin-chest); weight check; using
the habitual daily swallowing disorders diary, and orientation for the accomplishment of the daily oral
facials exercises at home. She had stabilization of the clinical picture and the corporal weight during
the year of attendance, with posterior retaken of disease progression. The suggested clinical aiming
is of interdisciplinary boarding, having as contribution from speech and language therapy, the aiding
of a safe feeding, the facilitation of the verbal communication and improvement of the quality of life.

KEYWORDS: Deglutition Disorders; Muscular Dystrophy, Oculopharyngeal; Nervous System
Diseases; Voice; Speech; Language

INTRODUCTION question is hereditary or acquired, as well as if there

is an available treatment, even paliative’.
Myopathies are structural and/or functional Oculopharyngeal muscular dystrophy (OPMD)
muscle diseases, which are resulted from various ~ Was first described by Taylor, in 1915, as being
etiologies, what is evident as muscle weakness, characterized as an hereditary autosomically trans-

being requiredto set the differentiation of motor ~ Mitted dominant myopathy of late manifestations
neuron diseases, peripheral neuropathies and/or  (between the fifth and sixth decade of life), with

neuromuscular junction disorders!. clinical signs of ptosis of the eyelids, oropharyngeal
Dysphagia, the latter being possibly associated
. X with proximal muscle weakness?3. Cases, such as
myopathy, which are likely to be caused by channel the report of a Jewish family from 1962, dissemi-

Ic:efects, stru.ctl:jratl al(;ertatloq or _?f;abonc dlst(:1rd§r. nated its designation as Oculopharyngeal muscular
was required to determine if the myopathy in dystrophy — OPMD*.

The patients evaluations are to, firstly, identify the

OPMD is characterized by Dysphagia in different

(™ Universidade Federal de Ciéncias da Saude de Porto

Alegre — UFCSPA; Porto Alegre, RS, Brasil. levels, accordingly to the severity or progression of
Research conducted in the Federal University of Health the disorder, being necessary to modify the diet's
Sciences of Porto Alegre — UFCSPA; Porto Alegre, RS, Brazil. firmness. The deglutition disorders are, therefore,
Conflito de interesses: inexistente progressive, starting as difficulty ingesting solid
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food, leading softer food firmness and, subse-
quently, suppressing the ingestion of food orally.
Consequently, the carriers of such disorders are
likely to present episodes of bronchoaspiration,
oral regurgitation and/or nasal reflux, asphyxiation
crises, pneumonia, as well as bronchial asthmaZ.
The clinical profile might be accompanied by
hoarseness (dysphonia) 2, dysarthria® and weigh
loss?. Voice, articulatory and deglutition alterations
characterize the profile of dysarthrophonia, which
negatively impacts the subjects quality of life®.

The genetic alteration that is responsible for the
disorder is described as being caused the short
repetitive expansions of GCG trinucleotides encoded
for the polyalanine (poly-A) tract-binding protein 2
(PABP2)". The evaluation counts on manometry
data and on the radiologic contrast study, however
the safe diagnosis is obtained through the genetic
study PABPN1, observing the gene of the 14"
chromosome?.

The estimative of the frequency of the gene is
one in every thousand inhabitants in the French-
Canadian population’, but it varies according to
the region of a determined country and of the
world, being estimated in one in every one hundred
thousand European inhabitants, and one in every
six hundred Israeli Jews®®.

This study is a report of the clinical case, whose
objective is to describe the clinical and speech-
language evolutionary data of a patient who is a
carrier of OPMD.

CASE PRESENTATION

This study was approved by the Ethics
Committee of Human Beings Research of the
Federal University of Health Sciences of Porto
Alegre (CEP — UFCSPA), under the opinion issued
#042/12 and the Free and Elicited Consent Term
(TCLE) was signed by the participating subject.

The subject who carries OPMD in this report
is a 65 year-old female, with severe Eyelid Ptosis,
admitted in the Speech Therapy Ambulatory, along
with the Neurology department, of a hospital in
Porto Alegre, Brazil, whose record states an initial
complaint with weight loss.

The speech-language assessment from 2013
shows: facial-oral muscle tension loss by dener-
vation, limitation of the opening of the mouth,
atrophy of the palatine pillars, limited palate mobility,
alteration of the vocal quality (nasal, hoarse and
moist), multiple deglutition, nasal reflux, articu-
latory imprecision and alteration of the pulmonary
phonation and articulatory coordination.

The speech-language diagnosis is of flaccid
dysarthrophony, obtained through the Dysarthria
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protocol'®, with diminished sensibility in the oral
pharyngeal region the reduced mobility of the soft
palate, what caused nasal resonance to her speech
and neurogenic oral pharyngeal dysphasia with
flaccid predominant characteristics of a moderate
degree for liquid and solid food through the AFDN
protocol™.

The patient was subjected to sessions at every
two weeks in the Speech Therapy Ambulatory, from
March 2013, being that, from July 2013 she was to
have weekly sessions.

The speech therapy for this particular case
consisted in: Facial-oral Myofunctional Therapy
through exercises of the mobile structures; tactile
and thermal stimulation; Pulmonary Phonation and
Articulatory Coordination Organizing; swallowing
practice with protection maneuver and frequent
reassessments of the Dysphagia condition, with the
registering of the modifications of softness in diet
to pasty foods, ingested with the head protection
maneuver — chin tuck — and, by daily assessing
the deglutition disorder'? , having weekly checks
of the patient’s weight; and orienting and training
the patient to perform the Facial-oral Myofunctional
Therapy exercises at home.

RESULTS

In the speech therapy process of the patient,
observed signs are of clinical stabilization, recovery
and worsening, the latter due to the evolution of the
disease.

In September 2013, the patient observed a
greater easiness to speak and better understanding
from the interlocutor and improved intraoral sensi-
bility, with fewer episodes of coughing and choking
by using the safety maneuver, considerably
improving the capacity to have liquids. The result of
the video fluoroscopy was: inadequate oral phase
swallowing in the bolus preparation, premature loss
and changes in esophageal clearance for solid food
requiring to alternate with liquids (taken in 2013).
There was body weight stabilization. By having
weekly sessions the patient had observed clinical
improvement in the aspects of sensibility, facial-oral
mobility and motor function.

During the first semester of 2014 (between
January and August 2014) the clinical evolution
was of low expiratory capacity for the gender, age
and body weight, assessed through spirometry;
reported choking, coughing, aspiration, respiratory
alterations and tiredness or sleepiness after daily
nourishment, assessed through the Dysphagia
diary; the improvement of the pulmonary phonation
and articulatory coordination, but with glottis
cooptation, what was verified by the s/z ratio. There



was no alteration in the body weigh between August
2013 and August 2014.

The patients records stated that vocal charac-
teristics were maintained, with hoarse and breathy
voice; there was an improvement in the aspects of
sensibility, facial-oral mobility and motor function,
which reflected in the pulmonary phonation and
articulatory coordination and speech intelligibility;
and worsening on the signs and symptoms of
Dysphagia.

DISCUSSION

With the advancements in genetic medicine,
nowadays, it is available a better access to the
diagnosis instrumentation, what are now important
tools for medical diagnosis and, thus, a broader
access to data obtained through scientific evidence.

The OPMD research was benefitted from such
advancements, since it permits the diagnosis of
the molecular genetic mutation of the disease,
which has a late development, whose symptoms
are present in the family history from two or more
generations, affecting both genders®.

It is a degenerative disease of the skeleton
muscles, of hereditary nature, which is differentiated
from other muscular dystrophy pictures by the distri-
bution of the muscular deficit, the age when the first
symptoms appear, the speed of its evolution, the
gravity of the symptoms and the family background,
whose clinical relevant sign in the precocious
incapacity of swallowing®'3,

Its variable incident in considered to be high,
depending on the region of the world, being
identified in more than 30 countries®. It is slow
progressing and the symptoms are manifested by
bilateral ptosis of the eyelids and oral pharyngeal
dysphagia, due to weakness of the eyelid lifting
muscle and the pharyngeal muscles™. The data
collected from observing the patient make evident
Dysarthrophonia, with alterations in the articulation,
voice and swallowing.

The ptosis of the eyelids is classified according
to the capacity of the lifting muscle, what could be
a mild ptosis, when the edge of the upper lid is
between 2 mm and 4 mm under the corneal limbus,
moderate ptosis, when it is 4 mm to 6 mm under the
corneal limbus, and severe ptosis when it is 6 mm
or more under the corneal limbus'. According to this
classification15, the patient of this study presented
the edge of the upper eyelid under 6 mm from the
corneal limbus, what set the gravest degree of
ptosis of the eyelids.

Ptosis of the eyelids is observed, in average,
at the age of 48, and Dysphagia at the age of
50 in cases of OMPD'. The early symptoms of
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Dysphagia are® increased eating time and refusing
dry food. Swallowing problems often evolve
gradually suppressing the ingestion of liquids as
well. The evolution of the symptoms might lead to
bronchoaspiration episodes, oral regurgitation and
nasal reflux, asphyxiation crises, pneumonia and
undernourishment. Hoarseness is also observed,
as well as moist voice due to the laryngeal invasion
of liquids in 67% of the patients and weakness of the
facial muscles in 43% of them?®®. In the most severe
cases, which represent 5% to 10% of the carriers,
ptosis of the eyelids and oral pharyngeal dysphagia
are observed before the age of 45°.

In the clinical assessment of Dysphagia' that
was initially done, the patient presented: articulatory
imprecision; pulmonary phonation and articulatory
incoordination; incoordination of the oral motor
sensorial system, which is observed by the difficult
mobility of the phonation and articulatory organs
and facial-oral sensibility; difficulty in posteriorizing
the bolus for liquids, by noticing signs of Laryngeal
invasion of liquids, and solid food with premature
loss; altered cervical auscultation; and the presence
of coughing before, during and/or after swallowing.

The degree of the swallowing difficulty is set
by noticing the presence of signs and symptoms
of disorders while performing it. By using the
protocol11, itis possible to classify the Dysphagia in:
mild, when there is articulatory adequacy, pulmonary
phonation and articulatory coordination, incoordi-
nation of the motor oral sensory system, difficulty
in posteriorizing the bolus and presence of food or
saliva stasis in small quantity; moderate, when there
is difficulty to repeat certain words or articulatory
imprecision, pulmonary phonation and articulatory
incoordination, incoordination of the motor oral
sensory system, difficulty in posteriorizing the bolus,
stasis of food or saliva in small quantities, altered
cervical auscultation and the presence of coughing
during and/or after swallowing; and severe, with the
occurrence of mental confusion, non-cooperation of
the patient with the performing of the test, affected
comprehension, difficulty in repeating words or
articulatory imprecision, pulmonary phonation and
articulatory incoordination, incoodination of the oral
motor sensory system, difficulty in posterizing the
bolus, stasis of food or saliva in large quantities,
altered cervical auscultation, presence of coughing
before, during and/or after swallowing, or by the
absence of coughing reflex. The degree of the
subject in question is moderate. From clinical data,
the degree of functionality could be set for food
intake by using the Functional Oral Intake Scale
(FOIS)'®, that comprises a scale of food intake in
7 levels (picture 1). The functionality level was
assessed as IV.
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Levels Oral Intake Functionality
Level | Nothing by mouth;
Level Il Tube dependent with minimal attempts of food or liquid, for palatal stimulus;
Level llI Tube dependent with consistent intake of food or liquid, proving eating pleasure;
Level IV Total oral diet of a single consistency;
Level V Total oral d!et with multiple consistencies but requiring special preparation or
compensations;
Total oral diet with multiple consistencies without special preparation, but with specific
Level VI o
food limitations;
Level VII Total oral diet with no restriction.

Figure 1 — Functional Oral Intake Scale — FOIS™

The level of severity of the vocal alterations
could be established through a perceptual analysis.
Considering that analysis and using the parameters
of the GRBASI scale'’, in which G refers to the grade
of Dysphonia, R — Roughness, B — Breathiness, A —
Asthenia, S — Strain and | — Instability, that scores
each feature in a grade from 0 to 3, in which O refers
to the absence of alterations, 1 to a mild alteration,
2 to a moderate alteration and 3 for an intense
alteration, it is noticed that the subject in question
fits the grade 2, the moderate degree.

The weight loss is referenced throughout the
diseases’ progressive process *'®. Frequently it is
reported a weight loss larger than 10% of the body
weight, associated with the signs of dysphagia and
pneumonia by aspiration'. The clinical records of
the patient of this study and her initial complaint are
corroborated by literature on the issue.

Another point that calls attention is the dimin-
ished sensibility in the oral pharyngeal region and
reduced mobility of the soft palate, causing nasal
resonance to her dysarthric speech. Dysarthria
was already mentioned in a study® as one of the
diagnosis characteristics of the disease. In literature,
it is not found, data of the classification of Dysarthria
or Dysarthrophonia in those of OPMD, although
there is the citing of the presence of Dysphonia?,
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Dysarthria®, Dysphagia?35%'314 pharyngeal muscle
compromising?%'* and voice nasality?.

Dysarthria is the speech impediment resulting
from paresis, paralysis, incoordination or spasticity
of the muscles. The lesion of the inferior motor
neuron determined the flaccid type of the case,
which is characterized by the flaccidness, weakness,
atrophy and fasciculation observed® 819,

During the speech therapeutic process the
patient was managed in order to avoid weight loss,
her weight was checked during the sessions, and
an estimate 10% of her body weight was lost, and
subsequently maintained, until August 2014.

The weekly records of the signs and symptoms
of Dysphagia, through the diary of swallowing
disorders', was critical in this patient’s therapeutic
process as it was possible to view and correspond
the clinical signs and symptoms of Dysphagia in
her daily meals and, thus, to identify them in her
daily diet, what improved the effectiveness of the
treatment and conduced to an adequacy of the
speech therapy techniques.

The diary of swallowing disorders was idealized
from the reports of patients from the Speech Therapy
Ambulatory, and was adjusted until its final version
(Picture 2).
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Federal University of Health Sciences of Porto Alegre
Speech, Language and Hearing Department

UFCSPA
Daily Assessing of Deglutition Disorder
Patient: Age:
Month: Year:
Weekday
B|L|s|D(B|L|S|(D|B|L|S|(D|BJ|L |S B|L|S|D(B|L|(S|D|B|L|S|D|B|L |S (D
Saliva
Water
Juice
Yoghurt
Cream
Soup
Fruit
Leafy
Vegetables
Vegetables
Grains
Breads
Oatmeal
Meats
0- Normal
1- Choke
2- Cough Meal Index
3- Drownin B Breakfast
9 L Lunch
4- Respiratory — accelerated change S Snack
5- Fatigue or Drowsiness after feeding D Dinner

Attention: You have to write down the difficulties in the feeding that you identified, with which food had happened and which meal.
Do not forget to fill this daily and to take it back in the return consultations, your notations are basic for your treatment.

Autors: Lemos, 10; Kurtz, L; Bello, JZ; Cardoso, MCAF, UFCSPA: 2013.

Figure 2 — Daily Assessing of Deglutition Disorders'?

It is a diary of easy comprehension and visual-
ization, with relevant data to elicit the diagnosis, to
better understand the effectiveness of the treatment
and the speech therapy techniques, to identify and
orientate the distancing from the triggering elements
when possible. It was implemented as part of the
routine evaluation of patients in the Ambulatory,
when complaints or signs and symptoms of
swallowing disorders appeared™.

Enhancing the intraoral sensibility with tactile and
thermic (cold) stimuli, associated with Facial-oral
Myofunctional Therapy through exercises of structure
mobility (aiming for the lips, tongue, cheeks and soft
palate), the organizing of the pulmonary phonation
and articulatory coordination (through adequacy in
the respiratory type and mode) and by amplifying of
the phonation maximum times, as well as, practicing
swallowing with the safety maneuver — with the
chin tuck maneuver and practicing exercises to be
performed at home — resulted in the diminishment of
the episodes of coughing and choking, as well as a
considerable improvement to drink liquids, following
the suggestion and training of the use of pasty food,
with a pudding-like consistency, in all meals.

In literature, along with OPMD, the establishing
of oral pharyngeal dysphagia, first for solid foods

and subsequently to liquid, followed by fibrosis of
the pharyngeal muscles the challenge the motion
of the bolus, which along with the diminishment of
the relaxing of the cricopharyngeal muscle, result
in the delayed bolus transfer through the pharynx-
esophageal transition (PET). Thus, the suggested
treatment is the repetitive dilatation of the PET
and continuous revaluation of the patient through
swallowing imaging exams (video fluoroscopy and
rhinofibroscopy of the swallowing)®.

The myotomy of the pharynx-esophageal
transition and the dilatation of the transverse
fascicule of the cricopharyngeal muscle are two
described interventions that might ease or improve
swallowing in OPMD, although such procedures are
temporary, since muscle degeneration continues?.

Although there was no previous evidence of
speech therapy that could orientate this study,
the clinical results obtained during the years of
2013 and 2014 allow to infer the stabilization of
the progression of the disease and to improve the
quality of life, delaying its evolution.

The patient of this study remains to have clinical
attention and, in this moment, a certain modification
of the stabilization attained, which suggests an
evolution of the disease.
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No clinical reports of OPMD in the area of Speech
Therapy were found, even when characterized
by the presence of Oral Pharyngeal Neurogenic
Dysphagia and/or Dysarthrophonia.

CONCLUSION

Oculopharyngeal muscular  dystrophy s
considered to be a high incidence disease, with
variable occurrence in the world population, varying
by region, and itis also a progressive and hereditary
disease.

The account of this case shows a speech
therapy clinical condition of Oral Pharyngeal

Neurogenic Dysphagia of a moderate degree, with
voice alteration characterized by hoarseness and
breathiness of moderate gravity, and flaccid type
dysarthria, what characterizes the case as flaccid
dysarthrophonia. The speech therapy intervention
promoted the stabilization of the clinical condition
and the body weight during the year of treatment,
with later progression of the disease.

The clinical guidance suggested for the cases of
OPMD is of an interdisciplinary approach, in which
the contribution of speech therapy is to provide
a safer nourishment condition, easing the oral
communication and improving the quality of life.

RESUMO

A Distrofia Muscular Oculofaringea é uma miopatia hereditaria de transmissao autossémica domi-
nante, de inicio tardio, com sinais clinicos de ptose palpebral e disfagia orofaringea, essa podendo
estar associada a fraqueza muscular proximal. O presente estudo analisa a conduta fonoaudiolégica
em um caso de distrofia oculofaringea. O sujeito atendido no ambulatério de Fonoaudiologia, desde
margo de 2013, com sessdes quinzenais, frequéncia essa modificada para sessdes semanais a par-
tir de julho do mesmo ano. A terapia constituiu-se com os objetivos de: aprimorar a mobilidade das
estruturas orofaciais; organizar a coordenacao pneumofonoarticulatéria; reavaliar frequentemente a
disfagia, por meio do registro dos episddios de sinais e sintomas de disfagia na alimentag&o habitual,
assim como, da verificagdo das consisténcias da dieta usual com manobra de seguranga (queixo no
peito); verificar o peso; utilizar o diario de disturbios da degluticdo, e orientar a realizagdo dos exerci-
cios orofaciais em casa. Houve estabilizagdo do quadro clinico e do peso corporal durante o ano de
atendimento, com posterior retomada de progressao da doenga. O direcionamento clinico sugerido é
de uma abordagem interdisciplinar, cuja contribuicdo da fonoaudiologia € do favorecimento para uma
alimentacgédo segura, a facilitagdo da comunicagéao oral e melhoria da qualidade de vida.

DESCRITORES: Transtornos da Degluticao; Distrofia Muscular Oculofaringea; Doengas do Sistema

Nervoso; Voz; Fala; Linguagem
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