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Figure. 1a- b: cutaneous changes of the lower limbs in the form of post- and hyperpigmentations, massive eczematization and multiple erosions.
Figure. 1c: clinical data for bilateral ocular hypoplasia.

We present a 40 year old man with anamnestic / documentary 
evidence of Klippel-Trenaunay-Weber syndrome (KTWS) 
and congenital bilateral ocular hypoplasia. The reason for 
hospitalisation is the patient’s complaint about the recurrence of 
very painful lesions at the skin of the two lower limbs dating back 
to 2015. The last deterioration is in the last 14 days, with swelling, 
redness and secretion appearing in the area of the lower legs 

(Fig.1a-b). Within the clinical examination, in parallel with the 
erosive ones, pretibially and laterally localized cutaneous changes 
of the lower limbs: in the form of post- and hyperpigmentations, 
massive eczematization and multiple erosions (Figs. 1a-1b), 
clinical evidence of bilateral ocular hypoplasia (Fig. 1c) was also 
established (in addition to the anamnestic).
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For 10 years, the patient has been diagnosed in the Vascular 
Surgery Clinic with Klippel-Trenaunay- Weber Syndrome, with 
the presence of an arteriovenous fistula, on the occasion of which 
embolisation was first performed in 2006 with the placement of 
metal shunts through a. peronea sinistra. Between 2006 and 2017 
the patient underwent 6 lower extremity embolisations, the last 
one in 2017. At the time of hospitalisation, there was no evidence 
of vascular nevus in the lower / upper extremities, trunk and face, 
varicose veins and soft tissue and / or bone hypertrophy. Pretibial 
hyperpigmentation and perilesional erythema were observed as 
a possible post-therapeutic outcome of past embolization (Fig. 
1a-b).

S. aureus, sensitive to antibiotic therapy with Ceftriaxone 2 
g / day i.v for 7 days, was isolated from the skin rub. Systemic 
antihistamine therapy with Desloratidine 5mg / day p.o. was 
performed alongside due to complaints of severe itching. On 
a daily basis, iodasept ointment dressings and potassium 
permanganate compressions x 2 / day were applied, and silver 
sulfadiazine x 2 / day for 7 days was also administered. Good 
clinical response to skin changes was observed. Prophylactically, 
nadroparin calcium 0.4 ml / s.c.was also applied.

The Klippel-Trenaunay Syndrome (KTS) is considered to be 
a congenital type of disease, which in most cases is manifested 
by triad of port-wine stains, bone or soft tissue hypertrophy, or 
both, and venous and / or lymphatic malformation [1]. As two 
of the three manifestations are necessary for the diagnosis of 
KTS [1]. In cases where arteriovenous malformation is observed 
(as in the patient described by us), the condition is assigned to 
the so-called Klippel-Trenaunay-Weber syndrome (KTWS) [2]. 
Both syndromes are thought to result from somatic mutations 
involving genes responsible for embryonic angiogenesis [1]. 
The first gene identified for Klippel-Trenaunay syndrome (KTS) 
is Aggf1 which is essential for both physiological angiogenesis 
and pathological tumour angiogenesis in vivo [3]. The potential 
for a mechanistic link between AGGF1 and PIK3CA, the two 
genes identified for KTS, located in chromosomes 5, 13 and 3, 
respectively, is currently under consideration [3]. Due to the fact 
that KTWS is considered as a subset of KTS and that currently 
there is no data on gene and chromosome aberrations for KTWS 
in the NCBI / GENE global gene database (Fig. 2), it could be 
assumed that the genes responsible for KTS are probably also 
responsible for KTWS.

Figure. 2: NCBI / GENE global gene database for KTS.
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Figure. 3: NCBI / GENE global gene database for bilateral ocular hypoplasia.

An interesting fact is that bilateral ocular hypoplasia is 
encoded by different genes, some of which are located again in 
chromosomes number 3,5 and 13 (SOX-2, HESX-1, TERT, BRCA-2), 
but in different allelic regions [3]. For this reason, the possibility 
of a eventual “gene interlacing” / common pathogenetic link and 
parallel induction at the genomic level could also be considered? 
However, it is important to note that ophthalmic features, 
including optic nerve hypoplasia, can be observed in KTS, which, 
however, are the result of vascular anomalies, i.e However, it is 
important to note that ophthalmic features, including optic nerve 
hypoplasia, can be observed with KTS, which, however, are the 
result of vascular anomalies, i.e. we are talking about secondary 
involvement within the existing syndrome [1,2]. We present an 
interesting patient who has a primary bilateral ocular aplasia, 
regardless of concomitant KTS.
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