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Congenital vascular anomalies: a case report

Abstract

Klippel-Trenaunay-weber syndrome is a rare congenital vascular anomaly usually
presenting with port wine stains, excessive growth of bones and soft tissue, and varicose
veins. This occurs most commonly in the legs, but it also may affect the arms, face, head,
or internal organs. We report a term male neonate presented with port wine stain, big
abdominal hemangioma, varicose veins and excessive growth of soft tissue of lower limbs

consistent with Klippel-Trenaunay-Weber syndrome.
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Introduction

Klippel-Trenaunay-Weber syndrome is a rare congenital vascular
anomaly characterized by a triad of port-wine stain, varicose veins,
and bony and soft tissue hypertrophy involving an extremity.! Mostly,
it is idiopathic in origin; however, sometimes it may occur as an
autosomal dominant trait."? Klippel-Trenaunay-Weber Syndrome is a
cutaneous vascular malformation affecting the development of blood
vessels, soft tissues and bones.? This is a non-heritable disorder which
is present at birth and usually involves lower limb but may involve
more than one limb and a portion of the trunk and face.* Most people
with Klippel-Trenaunay syndrome are born with a port wine stain.’
The port-wine stain usually covers part of one limb.° The affected areca
may become lighter or darker with age. Klippel-Trenaunay syndrome
is also associated with overgrowth of bones and soft tissue beginning
in infancy.’ Klippel-Trenaunay syndrome is estimated to affect at least
1in 100,000 people worldwide.” It affects male and female equally, and
not limited to any racial group.® Klippel-Trenaunay- Weber syndrome
is a rare congenital defect; that is why we are reporting this case.
Recently International Society for the Study of Vascular Anomalies
classified Vascular Anomalies and labelled Klippel-Trenaunay-Weber
Syndrome as CM + VM +/- LM + limb overgrowth.

Case report

The index case, baby of ‘X’ aged day 01, a term male neonate
of non-consanguineous parents, hailing from Rafiabad Baramullah,
was admitted on April 25, 2015 in Post Graduate Department of
Pediatrics GMC Srinagar with swelling of both the lower limbs,
multiple macular, sharply circumscribed, pink colored, varied in size,
vascular malformations, tortuous venous swelling in the medial aspect
of right leg and a soft irregular movable swelling in the right thoraco-
abdominal region. The mother was 35 years of age; para 05, gravida
05. She was on regular antenatal checkup and the baby was born at
term by normal vaginal delivery. On examination, the neonate had
4300 gm weight on admission, length 51 cm, OFC 35 cm; multiple
port-wine stains were found predominantly on the lower limbs and
the trunk, associated with non-pitting hypertrophied lower limbs and
tortuous bluish colored varicose venous channels in medial aspect of
right leg and near right axilla (Figure 1). There was a soft ill-defined
movable swelling about 7x5 size cm, not fixed with under lying
structures or overlying smooth normal skin in thoracoabdominal area
(Figure 2). There was no cardiac murmur and no bruit in other areas

(e.g. gut, vascular channels), ophthalmologic examination was normal.
On investigation, complete blood count including the thrombocyte
count was normal, x ray babygram was also normal, ultrasonography
of abdomen showed large cystic lesions in right upper quadrant of
abdomen and around kidneys (R>]) and in retroperitoneum and that
of head was normal and C-reactive protein was normal. Coagulogram
was normal and echocardiography done did not show any cardiac
malformation. The neonate was clinically diagnosed as a case of
Klippel-Trenaunay-Weber syndrome. Verbal consent from parents
was taken to report the case as a scientific paper.

Figure | Non-pitting hypertrophied right lower limb.

Discussion

Port-wine stains may be present at birth. These vascular
malformations consist of mature dilated dermal capillaries.2 These
lesions are macular, sharply circumscribed, pink to purple in color
and tremendously variable in size.2 Port-wine stains can occur as
a component of Klippel-Trenaunay-Weber Syndrome associated
with soft tissue enlargement (i.e. hypertrophy of an extremity or a
part of it).! In this syndrome, the vascular malformation generally
localized to the hypertrophied area;’ in this case, the both lower

Jii,

J Pediatr Neonatal Care. 2015;3(2):14—12.

Submit Manuscript | http://medcraveonline.com

@ @@ ©2015 Mir et al. This is an open access article distributed under the terms of the Creative Commons Attribution License, which
By NG permits unrestrited use, distribution, and build upon your work non-commercially.


https://crossmark.crossref.org/dialog/?doi=10.15406/jpnc.2015.03.00111&domain=pdf

Congenital vascular anomalies: a case report

limbs are hypertrophied and stained with port-wine stains which was
extending onto the trunk which is consistent with the other study.*¢
The deep venous system may be absent or hypoplastic. Venous blebs
and/or vesicular lymphatic lesions may be present on their surface.
Thick walled venous varicosities may be found along with vascular
malformations; in this patient, varicose veins were in the medial
aspect of right lower leg and near right axilla which is also consistent
with the previous report.®
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Figure 2 Soft ill-defined movable swelling in thoraco-abdominal area.

Sometimes there may be associated arterio-venous malformations;’
in this case, no such lesion was found. There may be some rare
complications, e.g. thrombophlebities, dislocation of joints, gangrene
of the affected extremities, heart failure, hematuria secondary to
angiomatous involvement of urinary tract, rectal bleeding from
lesions of gastrointestinal tract, pulmonary lesions and malformation
of lymphatic vessels.!” No such complication was found in this case.
Arteriogram, venogram and CT or MRI scans may delineate the
extent of the anomaly but surgical correction or palliation is often
difficult."! Color echo, Doppler ultrasonography guided percutaneous
sclerotherapy is of benefit when a venous component is the dominant
vessel in the malformation.” The most effective treatment for port-
wine stains is the pulsed dye laser (PDL). After such treatment, the
texture and pigmentation of the skin are usually normal without
scarring. Supportive care includes compression bandages for
varicosities; surgical treatment may help. Leg-length discrepancy
should be treated with orthotic devices to prevent the development
of spinal deformities. Corrective bone surgery may eventually
be needed to treat significant leg-length discrepancy.® Maffuci
syndrome is a close differential diagnosis of Klippel-Trenaunay-
Weber syndrome;’ it consists of numerous vascular and occasionally
lymphatic malformations with nodular enchondromas in metaphyseal
or diaphyseal part of long bones.” Vascular lesions are typically soft,
compressible, asymptomatic blue-to-purple subcutaneous masses that
grow in proportion to a child’s growth and stabilize by adult life;*
no such lesions were found in this particular case. Besides, mucous
membranes or viscerae may also be involved and onset occurs during
childhood;7 here, the onset is at birth with the presentation of Port-
wine stains, venous varicosities and soft tissue hypertrophy of lower
limbs, which is consistent with Klippel-Trenaunay-Weber syndrome.
Milroy syndrome may also come into the differential diagnosis if
surface vascular lesion i.e. port-wine stain is minimal, however, port-
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wine stains were widely distributed in this case which was contrary
to Milroy syndrome.' This case was clinically diagnosed as a case
of Klippel-Trenaunay-Weber syndrome and was given supportive
treatment.

Conclusion

Klippel-Trenaunay-Weber syndrome is a very rare developmental
vascular anomaly consisting of port-wine stain, excessive growth of
bones and soft tissue and varicose veins; diagnosis is mainly clinical,
however, sometimes investigations e.g. arteriogram, venogram and
CT or MRI may help to determine the extent of anomaly. Treatment
usually requires counseling, supportive treatment, laser therapy,
compression bandages for varicosee veins; Doppler ultrasonography
guided percutaneous scleotherapy and corrective surgery in selective
cases. Corrective bone surgery may eventually be needed to treat
significant leg-length discrepancy.
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