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Abstract: The Sturge-Weber syndrome (SWS) is a rare congenital disorder that occurs sporadically and features lesions of both skin
and nervous system. We report a case of 5 year-old girl with Sturge-Weber syndrome and discuss its clinicopathological features,
differential diagnosis and also emphasize the importance of its diagnosis in the clinical paediatrics. The classic pathognomonic
manifestations include angioma of the leptomeninges extending to cerebral cortex with ipsilateral angiomatous lesions, unilateral facial
nevus affecting a division of trigeminal nerve, hemiparesis, intracranial calcification, mental retardation and refractory epilepsy. The
most apparent indication of SWS is a facial birthmark or “Port Wine Stain” present at birth and typically involving at least one upper

eyelid and the forehead. Management of a patient with Sturge-Weber Syndrome may be challenging due to risk of hemorrhage.
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1. Introduction

Sturge-Weber syndrome (SWS), or Encephalo-trigeminal
angiomatosis, is a rare, congenital neurocutaneous syndrome
characterized by unilateral facial cutaneous vascular
malformation (nevus flammeus or port-wine stain) in
association with ipsilateral leptomeningeal angiomatosis.
First described by Schirmer and later more specifically by
Sturge in 1879, it is also known as Sturge Weber disease,
leptomeningofacial angiomatosis, Sturge-Weber-Dimitri
syndrome, etc *. Inspite of being uncommon, this is the most
frequent disease among the neurocutaneous syndromes —
specially with vascular predominance, with a prevalence of
1/50, 000 live births and no racial bias' Although its etiology
is unknown, it is believed that it is caused by the abnormal
persistence of an embryonal vascular system which is
localized around the cephalic region of the neural tube.2This
syndrome occurs almost entirely sporadically and with equal
frequency in both sexes. Intraorally, angiomatosis can
involve lips causing  macrochelia, resulting in
hemihypertrophy of the buccal mucosa, palate and the floor
of the mouth. Gingival involvement can vary from light
vascular hyperplasia to monstrous overgrowth making
closure almost impossible.3

2. Case Report

A 5 year old girl child born of non-consanguineous marriage
presented to paediatrics OPDwith complain of multiple
episode of right focal seizures since 3 months of age. She
started having reflex seizures on a daily basis when she was
4 years old. She was on long term antiepileptic treatment
with multiple antiepileptic drugs (phenobarbitone, phenytoin
sodium, sodium valproate, clonazepam and topiramate) for
intractable seizures. Hematological and biochemical profile
was within normal range. The patient was communicative
but apprehensive. She was born full term following

uneventful birth events.

contributory.

e On general examination the patient had a unilateral
portwine stain centered around right side of cheek; right
ear; right side angle of mouth and lip extending up to to
the neck midline. During the anamnesis, her father
revealed that the lesion was present since her childhood
with progressive growth and caused slight discomfort
when exposed to the sunlight.

e Intraoral examination of the patient showed a mixed
dentition, with all teeth erupting at normal dental age and
no other obvious hard tissue abnormalities. Oral hygiene
of the patient was poor with extensive amount of plaque.
Gingiva in the upper anterior region appeared inflamed,
reddened with a tendency towards bleeding on probing.
However, there was absence of blanching on application
of pressure. The buccal mucosa, tongue, floor of the
mouth, palate and rest of the gingival appeared normal.

e Ophthalmologic examination performed showed no
abnormality.

o Neuropsychological assessment revealed an overall
borderline to mildly challenged cognitive functioning.
MRI BRAIN scan demonstrated left cerebral
hemitatrophy, multiple pialangiomatosis, hypertrophied
choroids plexuses, left parieto-occipital gliosis with
marked leptomeningeal enhancement along left parieto-
occipital gyri.

Her family history was non

Treatment

The patient was put through a thorough plaque control
regimen to minimize gingival enlargement. The treatment
adopted consisted of oral prophylaxis carried out every
week, use of chlorhexidine mouth rinse, taking plaque index,
oral hygiene orientation and motivating the patient at each
visit. Considering the possibility of phenobarbitone induced
gingival hyperplasia sodium valproate was substituted for
treating epilepsy. About one and a half month later, the
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patient reported decreased bleeding with a slight decrease in
the degree of gingival enlargement.

Currently, the patient is under the same plaque control
regimen and is regularly followed up. Simultaneously, the
patient was referred to the epilepsy surgery centre for work
up due to intractable seizure disorder.

Q&
Figure 1: Clinical picture showing portwinestain involving the right half of the face and the neck.

Figure 2: Clinical picture demonstrating swollen and
inflammed and gingiva

3. Discussion

The Sturge-Weber Syndrome was initially described by
Schirmer, in 1860, and was later specified by Sturge (1878),
who associated the dermatological and ophthalmic changes
to the disease’s neurological manifestations. In 1992, Weber
complemented it through the documentation of these
patients cerebral radiologic alterations.1

The inheritance of Sturge-Weber syndrome is sporadic and it
occurs with a frequency of 1: 50, 000. Both the sexes are
equally affected and no racial difference has been reported.
It is believed that it is caused by the abnormal persistence of

an embryonal vascular system, which is localized around the
cephalic region of the neural tube.2

The SWS presents with neurological, cutaneous, ocular and
oral manifestations that may (or not) be associated with one
another; however the most evident clinical manifestation is
the presence of the nevus flammeus or port wine stain on the
face, which normally follows the course of branches V1 and
V2 of the trigeminal nerve.1

According to INAN (1999), the port wine nevus is localized
on the face especially over the right side and is detected in
87 to 90% of the cases. The lesion extension over the middle
line is observed in 50% of the patients and bilateral
involvement can be detected in about 33% of the cases.3

The ipsilateral leptomeningeal angiomatosis also represents
one of the main signs of the syndrome, may present with a
progressive nature and commonly leads to cerebral
calcifications, epileptic convulsive crises, contralateral
hypertrophy, hemiparesis (30%) and mental retardation
(50%). Neurological examination of the patient in our case
revealed right hemiparesis, intractable seizures and
neuropsychological assessment revealed an overall
borderline to mildly challenged cognitive functioning. The
ocular complications manifests as glaucoma and vascular
malformations of the conjunctiva, episclera, choroid, and
retina.l
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Oral manifestations are present in approximately 38% of the
cases, and they may involve hemangiomatous lesion in the
lip, oral mucosa, gum, tongue and palatine region. The oral
manifestations are generally unilateral and finish abruptly in
the middle line. We observe ipsilateral gingival hyperplasia,
characterized by an increase in the vascular component and
gingival hemorrhage at minimal traumatisms. Gingival
enlargement is reported to be often superimposed by dilantin
induced gingival hyperplasia. However phenobarbitone can
also cause gingival hyperplasia. In the present case it should
be noted that one of the drug used for treating the patient
was phenobarbitone and the finding of absence of blanching
on pressure points towards this as a possibility. Further the
poor oral hygiene maintenance due to mildly challenged
cognitive functioning, may intensify inflammation and
gingival hyperplasia.4

The general management of the patient includes control of
epilepsy and ocular lesions. Port wine stains on the face can
be a cosmetic problem and should be treated by a plastic
surgeon. A high dose of hydrocortisone given orally in
infancy results in regression of well-localised small lesions.
Other methods of treatment include dermabrasion, tattooing,
lash lamp pulse tunable dye laser therapy, which can result
in partial or complete clearing of the port wine Stains. ©®

The dental rehabilitation of such patients is a complex
process, requiring conservative management and may
demand the use of behavior management techniques due to
mental retardation. 7 Achieving haemostasis, can be a
significant problem for some cases requiring surgery,
enforcing a need for accurate planning and the utilization of
techniques to diminish the bleeding. In spite of strict oral
hygiene measures, angiomatous gingival enlargement poses
a threat to gingival health and may at some point require
gingivectomy.

Differential diagnosis of this syndrome include Klippel
Trenauny-Weber syndrome. Hereditary
hemorrhagictelengiactasias (Rendu Osler Weber disease),
Maffucci’s syndrome, Von Hippel Lindau disease. Portwine
stains should be differentiated from nevus flammeus
neonatorum which occurs as an isolated lesion, pyogenic
granuloma and venous varicosities. ¢
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Figure 3:Scn showing left cerebral hemiatrohith giosis of t left paietooccial area.

MRI brain with contrast shows abnormal leptomeningeal
angiomatosis where as CT scan shows gyriform
calcifications. Additional studies such as SPECT and PET
studies reveal reduced metabolism of the brain adjacent to
leptomeningeal lesion. MRI brain findings in our patient was
similar to what has been mentioned in the literature. The
seizures are usually refractory to treatment and they usually
require a surgical treatment hemispherectomy

4. Conclusion

Management of a patient with SWS may be challenging due
to risk of hemorrhage. The parents of all the diagnosed
patients must receive counseling concerning the potential
risk of affected offspring. The health professionals have to
be suitably able to recognize its characteristic signs and
symptoms, and so improve the quality of life of these. The
dentists should focus on comprehensive therapy, starting
with behavior management and stress on preventive
measures as with any patient with developmental disabilities
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