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Introduction

Sturge-Weber syndrome (OMIM ENTRY-185300) is a 
mesodermal phacomatosis which is characterized by port-wine 
vascular nevus on the of the face, leptomeningeal angiomatosis 
and choroidal lesions associated with glaucoma as these are 
mostly of vascular aetiologies. These patients also have 
seizures, neurologic deterioration and developmental delay 
[1]. Klippel-Trenaunay syndrome (OMIM ENTRY- 149000) 
also, a mesodermal phacomatosis is characterized by a triad 
of features. It includes vascular malformations like venous 
varicosities and hyperplasia of soft tissues of the affected 
limb [2]. Both the syndromes occur sporadically. Although 
extremely rare, Patients with overlapping features of Sturge–
Weber syndrome and Klippel–Trenaunay syndrome have been 
reported [3,4]. We report here an unusual case of an eight-

year-old girl with overlapping features of both Sturge-Weber 
syndrome and Klippel Trenaunay syndrome.

Case report

An eight-year-old girl from Howrah, Kolkata, India with 
Klippel Trenaunay syndrome presented to the Ophthalmology 
department of Vydehi Institute of Medical Sciences and 
Research Centre with complaints of low vision, pain and 
redness in the left eye for nine months (Figure 1). The girl 
was born to non-consanguineous parents and had no other 
siblings. Her best corrected visual acuity was 6/6 in the right 
eye and Perception of light in the left eye. Anterior segment 
examination revealed the right eye to be within normal limits 
and left eye with lid swelling with complete hyphema and 
conjunctival congestion. B Scan showed funnel shaped retinal 
detachment with thickened choroid with normal optic nerve 
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head (Figure 2). Fundus fi ndings were consistent with the B 
scan fi ndings in the left eye while the right eye was normal 
(Figures 3,4). According to the history obtained from her 
parents, she was born following an uncomplicated vaginal 
delivery. The parents reported a purple coloured congenital 
cutaneous vascular malformation on her face which she had 
since birth. Family history was negative for Klippel Trenaunay 
syndrome, Sturge Weber syndrome and other phacomatoses. 
During the physical examination, port wine stains were noted 
over the left side of her face, fi nger tips and left toes. She had 
an asymmetric face and the left side of the face was swollen. 
Although she had skin hypertrophy, length of both legs was 
symmetrical. Teeth and hair were appearing normal. Cervical 
lymph node enlargement was present on palpation of lymph 
nodes. The remaining general and neurological examinations 
were within normal limits. Psychomotor development was 
apparently normal and ECG, Chest x-ray, leg and hand x-rays, 
abdominal and pelvic ultrasound examinations were normal. 
CT Scan shows Left globe enlarged. Majority of posterior 

segment of left eye is fi lled with non-enhancing hyperdense 
fl uid with V shaped anterior margin-features suggestive of 
complete retinal detachment with hyperdense sub retinal fl uid. 
Left idiopathic orbital infl ammation (pseudotumor) (Figures 
5,6). Patient underwent vitrectomy with SRF drainage with 
focal laser treatment to haemangioma with injection Avastin 
and was given EBRT (2500 CGY) in 14 fractions Left orbit by 
VMAT technique. The post-operative vision after three months 
in the left eye had improved to 6/36.The child was visually and 
symptomatically better.

Discussion

Sturge Weber syndrome is a relatively rare neurocutaneous 
disease5. The classical Klippel Trenaunay syndrome was fi rst 
described by Klippel and Trenaunay in 1900 [6,7]. Most cases 
are associated with somatic mutations associated with genes 
involved in embryonic vasculogenesis and angiogenesis [8-10]. 
It was Schnyder, et al. [11], who fi rst bridged the gaps between 
both these syndromes. It was suggested that both these 
were only variants and the common feature amongst them 
were haemangiomas and local gigantism. Epileptic fi ts and 
choroidal haemangioma or glaucoma are suggestive of Sturge 
Weber Syndrome. Local gigantism with osteohypertrophy 
and haemangioma of the limbs present as Klippel-Trenaunay 
syndrome. It suggests that the basic pathology of these two 
syndromes are the same but with different presentations. The 
remaining characteristics of these syndromes are thought 
to be secondary to the involvement of the neuro-ectodermal 
vasculature.

Figure 1: A large port wine stain can be seen on the left side of the face. The stain 
has caused facial asymmetry and has also involved the globe causing a decrease 
in visual acuity.

Figure 2: B Scan showed funnel shaped retinal detachment with thickened choroid 
(choroidal haemangioma) with normal optic nerve head. 

Figure 3: Right eye fundus is normal.

Figure 4: Left eye showing a retinal detachment with neovascular glaucoma and 
choroidal haemangioma.
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Figure 5: Shows the sagittal cuts on CT Scan where the left globe is enlarged. 
Majority of the posterior segment of the left eye is fi lled with non-enhancing 
hyperdense fl uid with V shaped anterior margin suggestive of complete retinal 
detachment with hyperdense sub retinal fl uid.

Figure 6: Shows the axial cuts of the CT Scan where the left globe is enlarged and 
fi lled with non-enhancing hyperdense fl uid.

Conclusion

Our patient presented with nevus fl ammeus on the left side 
of the face, fi nger tips and left toes, choroidal haemangioma 
with retinal detachment with mild vitreous haemorrhage with 
neovascular glaucoma in the left eye which were consistent 
with Sturge Weber syndrome. She also had soft tissue 
hypertrophy of the left leg along with dilated superfi cial veins 
of the affected limb, which were compatible with Klippel 
Trenaunay syndrome. The uniqueness of this case is that the 
child has overlapping features of both syndromes which is a 
rare entity. Sporadic cases with such overlapping features have 
been reported [3,4,12,13].

Consent

Informed consent was obtained from the patient and the 
guardian for publication of this case report and accompanying 
images

Ethical approval

The study was performed with the informed consent and 
following all the guidelines for experimental investigations 
required by the institutional review board or ethics committee 
of which all authors are affi liated.
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