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Clinic case

Chronic fibrovascular proliferation on the hard
palate of a patient with Angelman syndrome:
what is the cause? Case video report

Proliferacion fibrovascular en paladar duro en un paciente con sindrome
de Angelman: jcudl es la causa? Video reporte de caso

Rolando José Altamiranda Avendaiio,* Gerardo Meza-Garcia*

ABSTRACT

The oral mucosa is persistently subjected to external and
internal stimuli that can lead to the development of a wide
range of lesions due to chronic, low-grade irritation. An-
gelman Syndrome (AS) has its own distinct oral and facial
features. This video case report presents a 30-year-old
male patient with AS and a particular parafunctional oral
habit, which caused a chronic erythematous lesion that
was discovered during a routine oral cleaning, leading to
a consultation with a specialist. This lesion is not a clinical
feature of Angelman syndrome itself, but rather a finding
related to this specific patient. We believe that periodically
and thoroughly evaluating the oral health of neurological
patients with parafunctional habits is crucial for detecting
pathological changes in the oral cavity.

Keywords: Angelman syndrome, fibrous tissue, hard
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RESUMEN

La mucosa oral esta sometida persistentemente a
estimulos externos e internos que pueden conllevar al
desarrollo de una amplia gama de lesiones debidas a la
irritacion croénica de bajo grado. El sindrome de Angelman
(SA) tiene sus propias caracteristicas orales y faciales.
Este video reporte de caso nos muestra un paciente del
sexo masculino de 30 anos de edad con SA y un habito
oral parafuncional en particular, que causa una lesién
eritematosa crénica encontrada en una limpieza oral de
rutina y que derivé en una consulta con un especialista.
Esta no es una caracteristica clinica del sindrome de
Angelman sino una relacionada a este paciente. Creemos
importante la valoracion oral periddica y concisa de los
pacientes neurolégicos con habitos parafuncionales en
busca de cambios patolégicos en la cavidad oral.

Palabras clave: sindrome de Angelman, tejido fibroso,
paladar duro, habito oral.
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INTRODUCTION

The oral mucosa is often exposed to external
and internal stimuli that can lead to the formation
of various lesions caused by low-grade chronic
irritation.” Erythematous lesions can arise from
various tissue alterations, such as inflammation,
erythrocyte extravasation, atrophy, and reduced
keratinization of the surface epithelium. Reactive
processes include pyogenic granuloma, peripheral
giant cell granuloma, localized spongiotic gingival
hyperplasia, denture stomatitis, erythematous
candidiasis, and inflammatory papillary hyperplasia.?

In 1965, English physician Harry Angelman
described a rare condition affecting three children
who exhibited seven characteristics: a depression in
the occipital region of the skull, primary optic atrophy
with incomplete choroid development, abnormal
air encephalograms indicative of cerebral atrophy,
mental retardation, paroxysmal laughter, ataxia, and
the ability to protrude the tongue.** Originally, the
children were called «puppet children», a term that
was later changed to Angelman Syndrome (AS).*

This severe neurodevelopmental disorder has a
genetic cause, the loss of expression of the ubiquitin
protein ligase E6-AP in the brain, which is typically
due to a deletion of the maternal 15q11-q13 region.>¢
Traits include blue eyes, fair/blond hair, microcephaly,
an elongated face, maxillary hypoplasia, prognathism,
a large mouth, protruding tongue, deep-set eyes, and
strabismus. However, signs vary greatly among cases.®

This case video report discusses the possible
cause of chronic fibrovascular proliferation in the hard
palate of an AS patient with a special parafuntional
oral habit. Fibrovascular lesions are not among the
characteristics of AS and are unusual among these
patients.

CASE REPORT

A 30-year-old man with AS presented for consultation
at an oral and maxillofacial surgery clinic for a
violaceus spot on his hard palate that was discovered
during a routine dental cleaning . Written
consent was obtained from his family members for
the use of pictures, videos, and all media that could
be used to describe the case.

All patient data were obtained through interrogation
of family members. His maternal medical history
was irrelevant. The patient is the youngest of three
siblings. His birth weight was 2.800 kg (6.1 pounds)
and his APGAR score was unknown.
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The mother recounted that something was not right
after the baby was born. The patient experienced
delayed neurological and motor development.
By the time he was 6 months old, he could not
sit up by himself. His pediatrician recommended
physical therapy. A prolonged crying episode led
to a neurological consultation, during which cranial
magnetic resonance imaging revealed hydrocephalus.
At one year and six-months-old, he underwent
surgery to create a ventriculoperitoneal shunt valve.
Physical and neurological development did not show
significant improvement even after rigorous physical
therapy. He began crawling at two-years-old and
walking at three-years-old. Around that time, he
started fluttering both hands. He exhibited aggressive
behavior and physical hyperactivity daily.

He sustained a right femoral fracture at the age
of 21 after jumping on a bed. The treatment involved
the placement of an intramedullary nail, which was
performed without complications. In April 2017,
he underwent surgery on his nasal turbinates and
septum to address persistent nasal obstructions.
In 2019, he was diagnosed with AS by a geneticist.

Since his diagnosis, he was followed a sugar-free
and fluoride-free diet, and his behavior has improved.
His mother and other family members ensure that
he has daily baths and oral care at least twice daily.
He receives dental care at a clinic every six months,
with mobility restrictions managed by the oral
hygienist and family members. Currently, he primarily
receives medical care from an endocrinologist and a
neurologist. He takes 15 mg of mirtazapine daily, 300
mg of carbamazepine in the morning, and 400 mg
at bedtime, and he receives a monthly intramuscular
injection of 125 mg of testosterone enanthate to
address his low testosterone levels.

A physical examination revealed a marked
inability to maintain attention, frequent laughter,
an affectionate demeanor toward family members,
uncoordinated movements, drooling a lack of
speech, and tongue-trusting behavior, which his
family members refers to as a «chirping habit».
This parafunctional oral habit is chronic; the patient
thrusts his tongue against the upper front teeth and
anterior hard palate, while sucking his hard palate,
which produces a sound similar to «cricket’s chirping»

An intraoral examination revealed wide dental
arches, a class 3 malocclusion, and generally
good oral hygiene. A violaceous spot, measuring
approximately 12 x 12 mm, was noted on the anterior
part of the hard palate; it was slightly elevated,
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Figure 3:

A sagittal view

of the computed
tomography. It did
not reveal bone
erosion, palatal
bone pathology,
or any other
pathologies.

Figure 1: Phenotypic features of the patient. A photograph
at the time of the first consultation revealed traits such
as blue eyes, microcephaly, elongated face, maxillary
hypoplasia, prognathism, a large mouth, protruding tongue,
and deep-set eyes.

E Figure 4: Hematoxylin and eosin staining revealed
Video 1. vascularized connective fibrous tissue with a chronic
inflammatory infiltrate.

Figure 5: Evidence of recent and old hemorrhage, covered
Figure 2: A violaceous spot on the anterior part of the hard partially by parakeratinized stratified squamous epithelium
palate, which measured 12 x 12 mm, slightly elevated, with spongiosis, which indicates a chronic inflammatory
non-ulcerated with undefined limits. process with old hemorrhage and fibrosis.
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nonulcerated, and had undefined borders

. This spot was first observed during a routine
dental hygiene appointment and has remained
unchanged over time. No other similar spots or
pathological alterations of the oral mucosa were
found. The remainder of the physical evaluation was
unremarkable. Several inflammatory conditions and
neoplasms were considered as potential causes of
the violaceous spot.

A computed tomography did not show bone
erosion, palatal bone pathology, or any other
pathologies in the surrounding areas that might
explain the origin of the palatal lesion

Anincisional biopsy was then performed under Iocal
anesthesia, with the patient’s movements restricted
by nurses and family members. A biopsy specimen
was examined microscopically, which revealed well-
vascularized connective fibrous tissue with chronic
inflammatory infiltrate consisting of macrophages,
histiocytes, plasma cells, and lymphocytes, thick
collagen fibers arranged irregularly, and evidence
of recent and old hemorrhage, which was partially
covered by parakeratinized stratified squamous
epithelium with spongiosis. These findings indicated
a chronic inflammatory process involving old
hemorrhage and fibrosis

Biopsy results were discussed with the family
members, and several appointments confirmed that
the lesion persisted without any remarkable change.
Therefore, in the absence of evidence regarding
its origin, the chronic parafunctional oral habit was
believed as the likely cause of the lesion.

DISCUSSION

The hard palate can be affected by various
conditions. Due to the inherent circumstances of the
patient with AS, information about the origin of his
palatal lesion was limited to questioning his family
members. Consequently, a process of elimination
was necessary to consider all potential causes of
the lesion.

In this case, several inflammatory conditions
that may arise in the hard palate were considered,
including erythema multiforme, polyarteritis nodosa,
and Wegener’s disease.”® Several tumors were also
considered as potential causes of the palatal lesion,
such as extranodal lymphoma,'® intraoral minor
salivary gland tumor," and Kaposi’s sarcoma.'?

The hard palate can be also the site of masses
related to locoregional infections with a dental or
periodontal origin.” Additionally, metastasis from
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different distal tumors, such as gastrointestinal
stromal tumors,'* renal cell carcinoma,'® and hepatic
carcinoma,’® can occur in the maxillofacial region.
However, none of the aforementioned conditions
appear to be related to the present case.

Subsequently, a response to local trauma or
local irritation was thought to be the cause of the
lesion. No dental prostheses or intraoral devices
were found during the physical examination, nor
were they mentioned by family members. The family
was aware of the chronic parafunctional oral habit,
which was observed during the physical examination.
He developed the habit at 12-13 years old and
engages in it daily for several minutes, followed by
brief interruptions before resuming while awake.
This chronic lesion is proposed to be due to the
incomplete healing of a self-inflicted lesion caused
by a persistent habit, specifically a chronic irritation
fibroma. Irritation fiboromas are not neoplasms but
rather localized hyperplasias of fibrous tissue caused
by chronic irritation.'” '8

CONCLUSION

Although this case does not present any new
features of AS or a new oral condition, it is a
peculiar case in that a chronic involuntary movement
arising from a well-known syndrome leads to a self-
inflicted palatal injury that persists as long as the
patient continues the habit. Due to the potential for
further changes in the epithelium of the hard palate,
periodic evaluations are essential. Comprehensive
oral care for neurological patients must include
identifying parafunctional oral habits and the possible
development of oral pathologies.
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