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Abstract

Sturge Weber syndrome (SWS) is a mesodermal 
phakomatosis characterized by meningo-facial 
angiomas with cerebral calcification. Klippel 
Trenaunay syndrome (KTS) is another very rare 
type of phakomatosis with cutaneous angiomas, 
varicose veins and enlargement of soft tissue 
or bones. Overlap between SWS & KTS is very 
rarely encountered. We report a three and half 
year old girl with overlapping features of both SWS 
and KTS.
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Introduction

The phakomatoses are disorders characterized 
by hamartomas of the skin, eye, CNS and 

viscera1. Sturge Weber syndrome (SWS) is a 
mesodermal phakomatosis characterized by a port-
wine haemangioma on the upper part of the face over 
the distribution of trigeminal nerve, choroidal vascular 
lesions associated with glaucoma, early onset seizure, 
meningeal calcifi cation and neurologic deterioration2. 
Klippel Trenaunay syndrome (KTS) is characterized by 
a triad of port-wine stain, varicose veins, and bony and 
soft tissue hypertrophy involving an extremity3. Both the 
syndromes occur sporadically, but very rarely patients 
with overlapping features of SWS and KTS have been 
reported4-6. Here we describe a case with features 
suggestive of overlap between them with some other 
rare associations.

The Case

A three and half year old female child, born out 
of non-consanguineous marriage, presented with fi rst 
episode of left sided focal convulsion with secondary 
generalization. Perinatal and developmental history 
was normal. Convulsion was controlled with multiple 
anticonvulsants and other supportive measures.

Physical examination revealed extensive port-wine 
staining over right side of her face, with extension to 
opposite side at the level of chin (Figure 1A). The port 

wine stain also descended on to the neck, chest, part 
of the trunk on both sides and the right leg (Figure 1B). 
Further, the right half of the hard and soft palate was 
found to be reddish in colour due to the presence of 
port wine stain. There was obvious discrepancy (>5%) 
in length and circumference between the two sides of 
both the upper & lower limbs (Figure 1C). No varicosities 
were noted. On ophthalmological examination, there 
was right-sided megalocornea and features suggestive 
of glaucoma on the same side.

The routine blood parameters were normal. The 
computerized tomography (CT) scan of brain (Figure 
2A) showed serpentine calcifi cations in the right cerebral 
hemisphere with atrophy of the brain parenchyma. 
Electroencephalography (EEG) was suggestive of 
cerebral dysrhythmia. Ultrasound of abdomen (Figure 
2B) was done, which pointed out increased volume 
of the right kidney (48.63cc) compared to the left one 
(37.52cc); no other abnormality was detected.

According to the results of physical examinations 
and imaging study, the patient was diagnosed to have 
SWS overlapping with KTS. She was discharged home 
on oral carbamazepine and is being followed up on an 
outpatient basis.
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Fig 1: (A) Extensive port-wine staining over right side of her face, with 
extension to opposite side at the level of chin

 (B) Port wine stain on the left part of trunk
 (C) Hemihypertrophy of right lower limb

Fig 2: (A) Serpentine calcifi cations in the right cerebral hemisphere with 
atrophy of the brain parenchyma.

 (B) Increased volume of the right kidney compared to the left one.

Discussion

Sturge Weber Syndrome occurs sporadically with 
a frequency of approximately 1 in 50,0007. Port-wine 
stains typically in the ophthalmic and maxillary divisions 
of the trigeminal nerve, ocular involvement and cortical 
vein dysplasia with consequent alterations in the brain 
are considered the three major signs of Sturge-Weber 
syndrome2. Port wine stain generally does not cross the 
midline, but in our case it had.

Klippel Trenaunay syndrome is a triad of cutaneous 
angiomatosis, varicose veins and enlargement of soft 
tissue as described fi rst by Klippel & Trenaunay in 
19004. Associated A-V malformation causing high output 

heart failure was fi rst described by Parker & Weber, 
when present is known as Klippel Trenaunay Weber 
syndrome. Not all the three abnormalities need to be 
present for the diagnosis of the syndrome. The lower 
limb is involved in about 95% of patients while upper 
limb involvement is seen in only 5%. Venous varicosities 
develop in about 80% of the patients2 by 12 years of 
age8. In our case, both upper & lower limbs were affected 
and varicosities were yet to develop. Different viscera 
like bladder or intestine may be involved by hemagioma 
leading to hematuria or hematochezia respectively. But, 
associated hemihypertrophy of kidney without any renal 
haemangioma like in our patient has not been reported 
in literature till date.
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In the present case, port wine stain over face 
and other parts of the body, calcifi cation in the brain, 
seizures and right sided hemihypertrophy indicates 
presence of SWS co- existing with KTS. Cases with 
features of this overlap are seen rarely5,6,9. The exact 
pathogeneses of these syndromes are still not clear 9. 
But these different syndromes and their overlap can be 
linked by postulating an insult to neural crest occurring 
at the time, when these structures are in close proximity 
during development10.

It was Schnyder et al, who fi rst bridged the gaps 
between these three syndromes, namely Klippel 
Trenaunay, Parkes Weber and Sturge Weber11. 
Baskerville et al12 pointed out that the persistence of the 
embryonic vascular network which usually regresses in 
the developing limb bud, can increase skin blood fl ow and 
temperature leading to increase in the size and number 
of veins. This may result in increased bone growth and 
ectasia of superfi cial veins. Moreover, Furukawa et al 
and Gottron considered the two disorders as differing 
only in the location of involvement13,14. There is no 
specifi c curative treatment for this combined disorder. 
The management is directed towards the underlying 
local and systemic anomalies.

Conclusion

Our patient has features suggestive of both SWS 
and KTS. Though rare, a few cases have been reported 
with overlapping features of these two syndromes. But 
uniqueness of our case is that, though right side is 
affected in both SWS & KTS, port wine stain has also 
been extended to left side in face and trunk. There was 
also unilateral hypertrophic kidney associated with the 
overlap syndrome which to the best of our knowledge 
has not been reported till date.
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