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Description
A 9-year-old boy presented with the  concern of 
purplish-red discolouration of trunk and limbs 
noted since birth. These lesions were non-pruritic, 
painless and initially were pink in colour and grad-
ually became purple to red. There was no history 
of seizures, vision impairment, focal neurological 
deficit and cognitive impairment. Family history 
was unremarkable. On examination, he had normal 
anthropometry, normal development, blue sclera, 
port-wine stain over the left side of the chest, left 
axilla, left upper limb, abdomen and bilateral lower 
limbs, hypertrophied left upper limb and dilated 
and tortuous veins over the  left hand and lower 
limbs (figure  1). There was no history of recur-
rent ulceration and bleeding from the lesions. His 
neurological and other systemic examinations were 
unremarkable. Ultrasound abdomen and Doppler 
ultrasound study of a  left upper limb did not 
reveal any abnormality. Based on clinical history 
and examination, a diagnosis of Klippel-Trenaunay 
syndrome  (KTS) was concluded. Genetic confir-
mation of a PIK3CA mutation was not performed 
due to parental refusal. The  child was started on 
intermittent compression therapy and parents were 
counselled about the nature of the disease.

KTS also called as capillary lymphatic venous 
malformation is a rare sporadic disorder, first 
described by Klippel and Trenaunay in 1900,1 char-
acterised by a triad of port-wine stain (capillary 
haemangioma), soft tissue or bony overgrowth of 
an extremity and complex vascular malformation. 
The  estimated incidence of KTS is 0.02–0.05 per 
1000 live births.2 Oduber and colleagues2 defined 
KTS by two major features, that  is, congenital 
vascular malformation (capillary malformations, 
venous malformations, arteriovenous malforma-
tions and lymphatic malformations) and disturbed 
growth of bone and soft tissue (hypertrophy or 
hypotrophy). For the diagnosis, one should have at 
least one feature from both the groups. The under-
lying aetiology is largely unknown and different 
authors have postulated various theories including 
disturbed fetal vasculogenesis, mesodermal defects 
and somatic mosaicism.3 Hypertrophy of affected 
extremity is common due to underlying soft tissue 
or adipose tissue hyperplasia and lymphoedema. 
Rarely, it may be associated with bony hypertrophy 
that can lead to a  limb-length discrepancy. Our 
child had left upper limb hypertrophy and limb-
length discrepancy (which was slowly progressive) 
due to soft tissue hyperplasia, lymphoedema and 
probable bony hypertrophy. The most common 
cutaneous feature of KTS is capillary malformation 

or port-wine stain and usually seen over the hyper-
trophied limb. Although any part of the body can 
be involved, in 95% cases, lower limbs are affected.

Vascular anomalies are usually complex that 
combine venous, capillary and lymphatic compo-
nents and involve cutaneous or deep structures 

Figure 1  Photographs of the child with Klippel-
Trenaunay syndrome showing large port-wine stain 
involving left side of chest, left shoulder, left entire 
upper limb, abdomen and bilateral lower limbs (A, B and 
E). There are few engorged and tortuous vessels over 
affected area (C and E, arrow). Note is made of bilateral 
blue sclera (D).

Learning points

►► Klippel-Trenaunay syndrome is characterised by 
a triad of capillary haemangioma, overgrowth 
of an extremity and complex vascular 
malformation.

►► Hypertrophy of affected extremity is due 
to underlying soft tissue or adipose tissue 
hyperplasia and lymphoedema.

►► Parkes Weber syndrome, Beckwith-Wiedemann 
syndrome, Maffucci syndrome, CHILD syndrome, 
proteus syndrome, lymphatic filariasis 
and Russell-Silver syndrome are the close 
differentials.

►► Management is usually conservative and 
includes compression or intermittent 
pneumatic stocking, manual decongestive 
therapy, orthopaedic devices, laser ablation, 
embolisation and sclerotherapy.

►► Sirolimus, low-dose steroids and propranolol 
have been used in the treatment of KTS with 
variable success.
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(colon, rectum, genitourinary tract, pulmonary veins, cerebral 
vessels and eyes). Intraocular venous malformations and conges-
tion might have contributed to the blue sclera in the index child. 
KTS should be differentiated from Parkes  Weber syndrome, 
Beckwith-Wiedemann syndrome, Maffucci syndrome, CHILD 
syndrome, Proteus syndrome, neurofibromatosis type 1, lymphatic 
filariasis and Russell-Silver syndrome.3 Very rarely KTS can overlap 
with Sturge-Weber syndrome. Management is usually conservative 
and includes compression or intermittent pneumatic stocking, 
manual decongestive therapy, orthopaedic devices (height-cor-
rected footwears), laser ablation, embolisation and sclerotherapy 
on case to case basis. Rare cases may require surgery for varicose 
veins. Sirolimus, low-dose steroids and propranolol have been used 
in the treatment of KTS with variable success. In the index case, 
Doppler study did not reveal any malformation so we did not plan 
for embolisation and sclerotherapy. However, the child was started 
on intermittent compression therapy and we reserved propranolol 
therapy for progressive symptoms.
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