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Klippel-Trenaunay Syndrome : A Rare Disease

C A S E  R E P O R T

INTRODUCTION

Klippel-Trenaunay Syndrome (KTS) is a rare 
mesodermal phakomatosis characterized by a triad of 
vascular malformations (e.g., port-wine stains), soft 
tissue and bony hypertrophy, and venous varicosities. 
It has a sporadic occurrence and affects males and 
females equally, with no racial predilection. Most cases 
manifest at birth or during childhood, and the diagnosis 
is primarily clinical.1,2

While systemic complications of KTS, such as venous 
thromboembolism and chronic ulcers, are more widely 
documented, ocular manifestations are less common. 
These may include secondary glaucoma caused by 
increased episcleral venous pressure, retinal vascular 
anomalies, and megalocornea. Timely diagnosis of these 
ophthalmological findings is crucial due to their potential 
for severe vision impairment if untreated.1,3
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This report highlights a rare case of KTS with 
significant ocular manifestations, including bilateral 
ocular hypertension, retinal vascular anomalies, and 
megalocornea, in conjunction with systemic findings.

CASE REPORT

A 10-year-old female presented with complaints of ocular 
pain in both eyes and headaches since birth. She also had 
a history of convulsions, for which she was on regular 
anticonvulsant treatment. Developmental milestones 
were normal.

On physical examination:

—	 Systemic findings included macrocephaly, a reddish 
discoloration over the face (Naevus Flammeus), and 
a hypertrophied right lower limb with a chronic 
non-healing ulcer.
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Ophthalmological examination:

—	 Best Corrected Visual Acuity (BCVA): 6/18 in both 
eyes.

—	 Anterior Segment: Bluish episcleral hue and 
megalocornea (corneal diameters: OD 13.5 mm, OS 
14 mm).

—	 Intraocular Pressure (IOP): OD 22 mmHg, OS 24 
mmHg

—	 Gonioscopy: Open iridocorneal angles bilaterally.

—	 Fundus Examination: OD was normal, while OS 
showed tortuous blood vessels at the posterior pole.

Figure 1: Macrocephaly, Naevus Flammeus, Hyper-
trophied right lower limb with a chronic non-healing 
ulcer, Blue Sclera, Megalocornea

INVESTIGATIONS

MRI Brain with angiogram revealed tram-track 
calcifications in the left frontal and occipitoparietal 
cortex, brain atrophy, ipsilateral choroid plexus 
enlargement with calcification, and calvarial thickening.

A-scan ultrasonography showed axial lengths of 22.31 
mm (OD) and 26.98 mm (OS).

MANAGEMENT

The patient was started on topical timolol 0.5% twice 
daily. At the three-week follow-up, her IOP normalized 
to 16 mmHg in both eyes, with significant relief from 
ocular pain.

For the lower limb ulcer and hypertrophy, local wound 
care, compression dressings, special orthopedic footwear 
(heel inserts), and lifestyle modifications were advised in 
collaboration with a pediatrician and orthopedician.

DISCUSSION

Klippel-Trenaunay Syndrome is a rare disorder with 
a triad of vascular malformations, soft tissue and 
bony hypertrophy, and venous varicosities.1,2 The 
pathophysiology of glaucoma in KTS is multifactorial. 
Episcleral vascular malformations cause elevated 
episcleral venous pressure, leading to increased IOP and 
secondary glaucoma.3,4

In this case, the patient exhibited typical systemic findings 
of KTS, including a facial port-wine stain, macrocephaly, 
and lower limb hypertrophy. Ophthalmologically, she 
had secondary glaucoma, megalocornea, and retinal 
vascular anomalies. Axial length asymmetry was notable, 
with a significantly elongated left eye, which could reflect 
the underlying vascular anomaly or secondary changes 
due to chronic IOP elevation.

Management of glaucoma in KTS typically begins with 
medical therapy. In this patient, topical timolol effectively 
reduced IOP and relieved symptoms. However, surgical 
intervention may be necessary in refractory cases. 
Monitoring for retinal vascular complications is also 
essential, as these can impact visual prognosis.3,4

KTS often requires a multidisciplinary approach to 
address systemic and ocular complications. Early 
recognition and treatment of ophthalmological findings, 
particularly glaucoma, can prevent long-term vision loss 
and improve the patient’s overall quality of life.

CONCLUSION

Klippel-Trenaunay Syndrome is a rare disorder 
with potentially sight-threatening ophthalmological 
manifestations. This case underscores the importance 
of regular ophthalmological evaluation and prompt 
management of complications like glaucoma to preserve 
vision and improve overall outcomes.
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