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CASE PRESENTATIONS
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ABSTRACT
Encephalo-trigeminal angiomatosis of Sturge-Weber-Krabbe-Dimitri is a rare hereditary sporadic facomatosis, 
characterized by the presence of angiomatosis of brain lining vessels, face and eye capillaries. We present the 
case of a 25-year old girl with a birth mark, an facial angioma localized in the territory of the right ophthalmic nerve, 
also since she had 4 months, she presents generalized tonic-clonic seizures, for which she is currently under treat-
ment with Levetiracetam 1000 mg/day, Lamotrigine 100 mg/day, Valproic Acid 1500 mg/day and Clonazepam 
2 mg/day. She was hospitalized because of the higher incidence of the seizures, despite the treatment that she 
performs. Physical examination revealed her facial angioma, a facial dysmorphism, gingival hypertrophy with 
sharp teeth, and she has an upper limb asymmetrical development. The neurological exam reveals central facial 
paresis, a rough motor defi cit on her left side, increased tendon refl exes on the left side, left limb ataxia, and a 
minor cognitive disorder. The cerebral CT identifi ed cortical asymmetry with right frontal atrophy, gyriform calcifi ca-
tions and frontal hyperostosis. The brain MRI showed hemihypotrophia of the right cerebral hemisphere, espe-
cially regarding the frontal lobe, gyriform calcifi cations on the right side, hypertrophy of the right frontal sinus. We 
increased the dosage of antiepileptic drugs, to 1500 mg/day of Levetiracetam and 200 mg/day of Lamotrigine. The 
outcome was favorable, the patient was seizures-free. The particularity of the case is that being a rare disease, it 
is easily overlooked, although the patient had classic symptoms and imagistic fi ndings for Sturge-Weber-Krabbe 
disease.
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INTRODUCTION

Encephalo-trigeminal angiomatosis of Sturge-
Weber-Krabbe-Dimitri is a rare hereditary sporadic 
facomatosis, characterized by the presence of an-
giomatosis of brain lining vessels, face and eye 
capillaries with a frequency of 1 in 50 000 pregnan-
cies (1).

This neurocutaneous syndrome manifests with 
vascular malformations resulting from the failure 
of fetal veins to develop normally in the brain, skin, 
and eye. These abnormalities lead to venous hyper-
tension and subsequent hypoperfusion of the un-
derlying cortex causing chronic cerebral ischemia, 
atrophy, and neurological deterioration. Sturge-
Weber syndrome causes physical, psychological, 
and social disorders and it occurs with equal fre-

quency in both sexes, with seizures typically devel-
oping in the fi rst year of life .The classic symptoms 
triad: facial angiomatosis, brain lining angiomato-
sis, glaucoma and convulsions, are present in 20% 
of cases, usually are noted mono- and bi-symptom 
forms of this disease (2).

Sturge Weber Syndrome (SWS) is referred to as 
complete when both CNS and facial angiomas are 
present, and incomplete when only the face or CNS is 
affected. According to Roach classifi cation there are 3 
basic forms of encephalotrigeminal angiomatosis: 

• Type I-Facial and leptomeningeal angiomas; 
patient may have glaucoma

• Type II-Facial angioma alone (no CNS in-
volvement); patient may have glaucoma

• Type III-Isolated leptomeningeal angiomas; 
usually no glaucoma (3)
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The neurologic manifestations of SWS vary, de-
pending on the location of the leptomeningeal an-
giomatosis (which most commonly are located in 
the parietal and occipital regions) and the second-
ary effects of the angiomas. These neurologic mor-
bidities may include besides seizures – which can 
be intractable, focal defi cits-including hemiparesis 
and hemianopsia, both of which may be transient 
(called “stroke-like episodes”), headaches, devel-
opmental disorders-including developmental delay, 
learning disorders, and intellectual disability; Focal 
or generalized motor seizures usually begin in the 
fi rst year of life. Profound seizure activity some-
times may be observed, with resultant further neu-
rologic and developmental deterioration. Seizure 
control is thought to improve the neurologic out-
come, and epilepsy surgery may be benefi cial for 
refractory seizures (4).

Encephalo-trigeminal angiomatosis treatment is 
symptomatic, using anticonvulsive, neuroprotect-
ing preparations and medicines that decrease intra-
cranial and intraocular pressure. It may be also 
taken into consideration laser therapy regarding the 
port wine stain; and in the case of epileptic seizures 
resistance, neurosurgical interventions are applied, 
such as hemispherectomy, focal cortical resection 
or vagus nerve stimulation (5-7).

CASE PRESENTATION

We present the case of a 25 year old girl with a 
birth mark, an facial angioma localized in the terri-
tory of the ophthalmic branch of the right trigemi-
nal nerve, also since she had 4 months, she presents 
generalized tonic-clonic seizures, for which she is 
currently under treatment with Levetiracetam 
1000 mg/day, Lamotrigine 100 mg/day, Valproic 
Acid 1500 mg/day and Clonazepam 2 mg/day. She 
was hospitalized into our clinic to evaluate her 
treatment because of the higher incidence of the 
seizures, despite the treatment that she performs. 

Physical examination revealed her facial angio-
ma in the territory of the ophthalmic branch on the 
right trigeminal nerve, also called “nevus fl amme-
us” or “the port-wine stain”, a facial dysmorphism, 
gingival hypertrophy with sharp teeth, and she has 
an upper limb asymmetrical development, hypotro-
phia of her left upper limb (Fig. 1, Fig. 2, and Fig. 3). 

The neurological exam reveals central facial pa-
resis, a rough motor defi cit on her left side, in-
creased tendon refl exes on the left side, with plan-
tar cutaneus refl ex in fl exion, limb ataxia, and a 
minor cognitive disorder.

The fi rst step was to increase the dosage of anti-
epileptic drugs, to 1500 mg/day of Levetiracetam 
and 200 mg/day of Lamotrigine, and then we per-
formed other investigations.

We performed an EEG that didn`t reveal any 
discharges (Fig. 4), and the next step was to per-
form an cerebral CT which identifi ed cortical asym-
metry with right frontal atrophy, gyriform calcifi ca-
tions and frontal hyperostosis (Fig. 5). 

FIGURE 1. Nevus fl ammeus situated on the patient’s 
forehead upper right eyelid and nose

FIGURE 2. Upper limb asymmetrical development, 
hypotrophia of her left upper limb 
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The brain MRI (Fig. 6) showed hemihypotro-
phia of the right cerebral hemisphere, especially 
regarding the frontal lobe, gyriform calcifi cations 
on the right side, clearly visible on T2 sequence, 
hypertrophy of the right frontal sinus.

FIGURE 3. Facial dysmorphism, gingival hypertrophy 
with sharp teeth

FIGURE 4. EEG showing no paroxystic electric activity

Ophthalm ologic examination didn`t reveal sig-
nifi cant changes, and the visual potentials were 
normal.

Considering the fi nal results of our tests and the 
clinical exam, our patient was diagnosed with 
Sturge-Weber disease and further receives antiepi-
leptic treatment.

DISCUSSION

The patient was a 25-year old female who was 
previously diagnosed with infant encephalopathy 
with tonic-clonic seizures and received anticonvul-
sivant therapy. She was admitted into our hospital 
for an increase in the seizures frequency and during 
her time in the hospital the symptoms were put to-
gether and the diagnosis of Sturge-Weber disease 
emerged.
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This condition is a rare, genetic-related disease, 
due to a mutation in the genes responsible for the 
regulation of the structure and function of blood 
vessels, innervation of blood-vessels, and expres-
sion of extracellular matrix and vasoactive mole-
cules (8). Only two mutations were noted, one in 
chromosome 4q, the other was trisomy 10 (9).

Sturge-Weber syndrome is caused by residual 
embryonal vessels and their secondary effects on 
surrounding brain-tissue. Normally during fetal de-
velopment, in the sixth week, a vascular plexus de-
velops around the cephalic portion of the neural 
tube, under the ectoderm destined to become the 
facial skin, which regresses in the ninth week. Fail-
ure of this normal regression results in residual vas-
cular tissue, which forms the angiomata of the lep-
tomeninges, face, and ipsilateral eye (10).

Effects of the surrounding brain tissue include 
hypoxia, ischemia, venous occlusion, trombosis, 
infarction (11-12). 

From a review of pathologic specimens, Nor-
man and Schoene thought that blood fl ow abnor-
malities in the leptomeningeal angiomas caused 

increased capillary permeability, stasis, and anoxia 
(13). Garcia et al and Gomez and Bebin reported 
that venous occlusion may actually cause the initial 
neurologic event, either a seizure, transient hemi-
paresis, or both, thereby beginning the process 
(14,15). 

A “vascular steal phenomenon” may develop 
around the angioma, resulting in cortical ischemia. 
Recurrent seizures, status epilepticus, intractable 
seizures, and recurrent vascular events may aggra-
vate this steal further, with an increase in cortical 
ischemia, resulting in progressive calcifi cation, 
gliosis, and atrophy – the patient presented apart 
from naevus fl ammeus right frontal atrophy, which 
in turn increase the chance of seizures and neuro-
logic deterioration. (16,17).

CONCLUSIONS

The particularity of the case is that being a rare 
disease, it is easily overlooked, although the patient 
had classic symptoms and imagistic fi ndings for 
Sturge-Weber-Krabbe disease.

FIGURE 5 and FIGURE 6. Cerebral CT (A) and MRI (B) images showing right frontal lobe atrophy, gyriform 
calcifi cations and frontal hyperostosis
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