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ABSTRACT
Klippel Trenaunay Weber syndrome (KTWS) is a rare disease characterized by hemihypertrophy, variceal
enlargement of the veins, and arteriovenous (AV) malformations. Renal involvement in KTWS is not known except
in rare case reports. Herein, we present a case of KTWS with unilateral polycystic kidney. A 52-year-old male was
admitted due to pain left lumbar region for the last three months. The physical findings were increased diameter and
increased length of the left leg compared with the right one, diffuse variceal enlargements on left leg, portwine stain
on left side on neck, thorax, abdomen, left upper limb and left lower limb and a few hemangiomatous lesions on the
left leg. Radiographic findings were cystic lesions in the left kidney, varicose veins in left leg, and hypertrophy of the
soft tissues of the proximal left leg. Color Doppler of left lower limb showed incompetence of the saphenofemoral
junction. He was diagnosed to have KTWS with these findings. Renal function tests of the patient were in the normal
range. Patient’s only complain was left lumbar region pain, mild in intensity. Patient was managed symptomatically.
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INTRODUCTION
Klippel Trenaunay Weber syndrome (KTWS) is a rare
idiopathic disease characterized by hemihypertrophy of
the bones and soft tissues, variceal enlargement of the
veins in the involved extremity, and arteriovenous (AV)
malformations. The disease was first described by
Klippel and Trenaunay as Klippel Trenaunay syndrome
(KTS) which included hemihypertrophy and varices in
1900 after which Weber called the disease Klippel
Trenaunay Weber syndrome with the addition of AV
malformations in 1907.1,2 The pathogenetic mechanism of
the increased angiogenesis is thought to be mutations in
the angiogenic factor (VG5Q) gene via transcription and
increased activity.3 VG5Q gene has been identified in
blood vessels, is secreted during angiogenesis, and
increases endothelial cell proliferation. The involvement
is unilateral typically, of the lower extremity in 95%,
upper extremity in 5%, and both lower and upper

extremities in 15% of the cases.4 Capillary lesions are
associated with soft tissue swelling and bone
hypertrophy. Patients with this syndrome have a wide
spectrum of presentation from asymptomatic disease to
life-threatening bleeding and embolism.
The symptoms appear before the age of ten in about 75%
of cases in this congenital disease.5 Although the
treatment strategy is conservative unless complicated,
patients need close orthopedic follow-up since the length
of lower extremities differs frequently.6 The differential
diagnosis of KTWS includes KTS, Maffucci syndrome,
Proteus syndrome, and other capillary malformations not
associated with any syndrome. 7
Renal involvement in KTWS is not known except in rare
case reports. Herein, we present a case of KTWS
diagnosed at the age of 52 together with polycystic
kidney
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A 52-year-old male was admitted to the outpatient clinic
of the department of internal medicine with the complaint
of pain in left lumbar region for the last three months.
The patient had variceal enlargements of the veins and a
port wine stain on left side, extending upto midline, from
the time of birth and his left leg was thicker than the right
one, but he did not have a certain diagnosis. The family
history was negative. The pathological findings on
physical examination at the time of presentation were
large hemangiomatous lesions in form of patches on the
left leg, left arm, left side of neck, thorax and abdomen
shown in Figure 1 and 2. These skin lesions were limited
strictly to left side with typical demarcation upto midline
and sparing of the right side. Figure 3 showing increased
diameter and increased length of the left leg compared
with the right one, with diffuse variceal enlargements,
increased diameter and length of the left arm as compared
to right arm, left hand and digits larger than the right
hand, similarly left foot and digits larger than the right
foot. The laboratory findings were in the normal limits
including the renal function tests. The abdominal
ultrasonography revealed multiple cystic lesions in the
left kidney which were further proved by CT scan too.

Figure 1: Portwine stain on left side of the body
(chest, left arm).

Figure 3: Hypertrophied left lower limb with
varicose veins.
DISCUSSION
Klippel Trenaunay Weber syndrome is a rare vascular
abnormality characterized by hemihypertrophy, variceal
veins, and AV malformations. It is usually sporadic as in
our case, although few familial cases have been reported. 8
It is a congenital disease diagnosed usually in childhood,
but it should be kept in mind that there may be cases
undiagnosed until adulthood as in our case.
The disease involves usually the lower extremity like our
case although the trunk or face may be affected
unilaterally. Hemangiomas may be limited to the skin or
may be seen in bones, muscles, and solid organs. The
patient we present had hemangiomas in the liver, spleen,
and rectum besides the lower extremity. Variceal veins
appear in the first years of life and increase in dimensions
until adolescence.7 They may cause pain, lymphedema,
thrombophlebitis, and skin ulcerations. Hemihypertrophy
presents either as increased length of the bones or as
increased diameter due to soft tissue involvement.
Hemihypertrophy is present at birth and progresses until
adolescence at which time it ceases to progress. The
presented case had hypertrophy of both bone and soft
tissue. There may be eye abnormalities in KTWS
including vascular pathologies of optic nerve, iris,
choroid, retina, and orbit. The pathological findings
detected at the examination of the presented case were
thought to be related with KTWS.
Renal involvement in KTWS is so far presented as case
reports only. A case with KTWS and renal failure was
reported of which the renal biopsy showed abnormal
accumulation in the mesangial tissue.9 One case with
KTWB and proteinuria was reported and one case with
KTWB and unilateral polycystic kidney of the same side
was reported.10,11

Figure 2: Hemihypertrophy of left side of the body
(left upper limb, left lower limb) varicose vein in left
lower limb and portwine.

Funding: No funding sources
Conflict of interest: None declared
Ethical approval: Not required

International Journal of Research in Medical Sciences | May 2016 | Vol 4 | Issue 5

Page 1761

Charan S et al. Int J Res Med Sci. 2016 May;4(5):1760-1762

7.

REFERENCES
1.

2.

3.

4.

5.

6.

Klippel M, Trenaunay P. Du naevus variqueux
osteohypertrophique.
Arch
Gen
Med.
1900;185:641-72.
Weber FP. Angioma-formation in connection with
hypertrophy of limbs and hemi-hypertrophy. Br J
Dermatol .1907;19:231-5.
Tian XL, Kadaba R, You SA, Liu M, Timur AA,
Yang L, Chen Q, Szafranski P, Rao S, Wu L, et al.
Identification of an angiogenic factor that when
mutated causes susceptibility to Klippel-Trenaunay
syndrome. Nature. 2004;427:640-5.
Dohil MA, Baugh WP, Eichenfield LF. Vascular
and pigmented birthmarks. Pediatr Clin North Am.
2000;47:783-812.
Favorito LA. Vesical hemangioma in patient with
Klippel-Trenaunay-Weber syndrome. Int Braz J
Urol. 2003;29(2):149-50.
Enjolras O, Mulliken JB. The current management
of vascular birthmarks. Pediatr Dermatol.
1993;10:311-33.

Garzon MC, Huang JT, Enjolras O, Frieden IJ.
Vascular malformations, Part II, Associated
syndromes. J Am Acad Dermatol. 2007;56:541-64.
8. Aelvoet GE, Jorens PG, Roelen LM. Genetic
aspects of the Klippel-Trenaunay syndrome. Br J
Dermatol. 1992;126:603-7.
9. Brod RD, Shields JA, Shields CL, Oberkircher OR,
Sabol LJ. Unusual retinal and renal vascular lesions
in the Klippel-Trenaunay-Weber syndrome. Retina.
1992;12(4):355-8.
10. Iaroshevskaia OI, Kharina EA, Brydun AV.
Hormone-sensitive nephrotic syndrome in a child
with Klippel-Trenaunay syndrome. Pediatriia.
1988;(8):85-8.
11. Kurebayashi S, Hashimoto K, Maki F, Shiotsuka Y,
Kokado Y, Koga M. Gross hematuria rapidly
deteriorated renal function in a patient with
polycystic kidney disease and Klippel-TrenaunayWeber syndrome. Intern Med. 2002;41(12):1163-6.
Cite this article as: Charan S, Chander R, Singh HJ,
Singh I, Sehgal R. Klippel Trenaunay Weber
syndrome with unilateral polycystic kidney disease:
a rare presentation. Int J Res Med Sci 2016;4:17602.

International Journal of Research in Medical Sciences | May 2016 | Vol 4 | Issue 5

Page 1762

