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Sir,
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 and KTS is
very rarely encountered. We report a case of 4-year-old
girl with overlapping features of both SWS and KTS.
We report the case of a 4-year-old female patient
with history of epilepsy and development delay, who
presented a complex congenital neurocutaneous
syndrome with symmetrical port-wine stain of the
face, neck, trunk and arms (Fig. 1). There was also
a hemangioma of the right thigh, knee and leg with
thigh hypertrophy (Fig. 2). Computerizing tomography
showed cerebral atrophy with bilateral leptomeningeal
calcifications (Fig. 3).
In our case, the patient presented congenital vascular
malformations with port wine hemangioma and
leptomeningeal calcifications, leading to a diagnosis
of SWS. Known also as Sturge-Weber-Krabbe
syndrome or Sturge-Weber-Dimitri, it is neurooculo-cutaneous syndrome classically associated with
port wine stain in the ophthalmic division of the
trigeminal nerve, ipsilateral occipital leptomeningeal
angiomata, and inconstant glaucoma and vascular
eye abnormalities. It was first described by Sturge
in 1879 in a 6-years-old child with epilepsy, facial
hemangioma and glaucoma. Weber reported in
1992 cerebral calcifications in patients presenting

the same symptomatology [1]. The bilateral and
extensive presentation of the hemangioma and
neurological involvement as in our case is unusual.
It is correlated to poor prognosis. Even though the
ocular involvement is a part of the definition of SWS,
it is not found in 65% of cases [2].
On the other hand, the patient presented a limb
hypertrophy with hemangioma, which yielded a
diagnosis of another vascular syndrome: KTS. Diagnosis
criteria are: extensive cutaneous vascular malformation
of a limb, congenital or acquired varicosities of the
same limb and tissue or bone hypertrophy of the same
limb [3]. Its incidence is about 1:100.000.
During the last 30 years, there have been more than
40 sporadic case reports of association of these two
syndromes suggesting an overlap syndrome with genetic

Figure 1: Extensive symmetrical port-wine stain of the face, neck,
trunk and arms.
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Recently, Happle postulated a concept for the genetic
basis of sporadic congenital abnormalities with capillary
malformations, the “lethal gene” theory [6]. The
phenomenon that one organism is composed of genetically
different cell populations derived from a genetically
homogeneous zygote is called mosaicism. These sporadic
congenital abnormalities are not hereditary and the
cutaneous lesions are distributed in a mosaic pattern
usually following the lines of Blaschko [6,7].

Figure 2: Hemangioma of the right thigh, knee and leg with thigh
hypertrophy.

Our observation shows again the phenotypic complexity
of phakomatoses. These syndromes can result with
severe neurological and vascular complications.

REFERENCES
1.
2.
3.
4.
5.
6.
Figure 3: Computerizing tomography showing cerebral atrophy with
bilateral leptomeningeal calcifications.

abnormalities. Pietruschka suggested that the SWS and
KTS are different expressions of the same disease [4].
Sharma agreed with this hypothesis and suggested
that the syndromes should be named neurocutaneous
angioma [5].
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