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INTRODUCTION

Phakomatosis  pigmentovascularis (PPV) is a
rare association of congenital pigmentary and
vascular abnormalities with or without systemic
involvement.™ The pigmentary components comprise
dermal melanocytosis including ocular melanosis,
aberrant Mongolian spots, nevus of Ota, nevus
spilus, and verrucous pigmented nevus.'"! Capillary
malformation is the main vascular component of
this condition. Various attempts have been made
to classify these rare syndromes under the umbrella
term, ‘phakomatosis pigmentovascularis’. We report
here a case of PPV having overlapping features of
Sturge-Weber syndrome and Klippel-Trenaunay
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Phakomatosis pigmentovascularis (PPV) is a rare combination of pigmentary and vascular
components with or without systemic involvement. We report here a rare association of
Sturge-Weber syndrome, Klippel-Trenaunay syndrome, and PPV type llb in a 15-year-old
boy who had right upper limb monoparesis along with a history of recurrent convulsions.
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syndrome for its extreme rarity and a few unusual and
interesting manifestations.

CASE REPORT

A 15-year-old boy, born to nonconsanguineous parents,
presented with widespread red patches over his face,
upper parts of the trunk, and left upper limb. The
lesions were present since birth. He was noticed to have
gradual enlargement of the right half of his face and the
left upper limb for the 5 years prior to consultation.
He had a history of recurrent convulsions since his
childhood and for the last 3 months he developed
progressive weakness of the right upper limb. There was
no significant family history. Cutaneous examination
revealed a well-defined large erythematous non-
blanchable patch over his face, extending over to the
neck, chest, upper back, and left upper limb.

There was hypertrophy of the right side of the face with
enlarged lower lip and jaw. The left forearm and hand
were also disproportionately enlarged in comparison
to the opposite side [Figure 1].
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Inaddition, thepatienthad gumhypertrophy. Oralmucosa
was otherwise normal. Blue-colored scleral pigmentation
was noted in both eyes, more on the left side [Figure 2].
Ocular examination was otherwise normal including
normal intraocular tension. No lesional bruit or murmur
was heard. Neurological assessment showed decreased
power (grade III Medical Research Council scale),™
exaggerated jerks, and increased muscle tone of the
right upper limb. Higher functions were normal. There
was no sign of cranial nerve involvement or any sensory
changes. Bladder and bowel and other autonomic
functions were normal. Left hand showed soft tissue and
bony hypertrophy on X-ray [Figure 3]. Ultrasonography
(USG) showed hypertrophy of the forearm muscles of
the left side in comparison to that of the right. Color
Doppler study of upper limbs revealed mild venous
varicosities of the left side. X-ray of the skull showed
intracranial calcification in the form of a ‘tram-track’
and a computed tomography (CT) scan revealed gross

Figure 1: (a) Port-wine stain involving face, neck, chest, and left
upper limb. (b) Hypertrophy of left forearm and hand

Figure 3: X-ray both hands showing of the soft tissue and bony
hypertrophy

Sturge-Weber syndrome

atrophy with gyral calcification of left temporoparietal
lobe of brain along with cortical thickening [Figure 4].
Interictal electroencephalography (EEG) was normal.
Chest X-Ray and USG of the whole abdomen were
normal.

Based on the clinical and radiological features, a
diagnosis of PPV type IIb (phakomatosis cesioflammea)
associated with  Sturge-Weber syndrome and
Klippel-Trenaunay syndrome was made.

DISCUSSION

Phakomatosis pigmentovascularis is a rare cutaneous
malformation  characterized predominantly by
vascular and melanocytic components.*! PPV has been
classified into four subtypes.? Each of them either have
only cutaneous features (type a) or both cutaneous and
extracutaneous features (type b). Port-wine stain (PWS)
is present in all the types. Melanocytic components
may comprise of dermal melanocytosis including
ocular melanosis, aberrant Mongolian spots, nevus of
Ota, nevus spilus, and verrucous pigmented nevus. The
extracutaneous involvement predominantly causes
ocular, skeletal, and neurological alterations.**! Most
of the reported cases of PPV were of type II variety.

Figure 4: (a) X-ray lateral view of skull showing ‘tram-track’
calcification. (b) Computed tomography (CT) scan of brain
showing atrophy and extensive gyral pattern of calcification of
left cerebral hemisphere
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Vidaurri de-la Cruz et al., reported 24 cases of PPV with
an average follow-up period of 5 years out of which
18 were of type IIb and six were of type Ila PPV.['"! In
1987, Ruiz-Maldonado et al., described four cases of
PPV and all of them belonged to the type II variety.!'"!
Types I, 11, and IV are rare and only a few cases have
been described in the literature.

As the traditional classification was complicated,
Happle proposed a more simplified classification
of PPV which included three types: phakomatosis
cesioflammea (blue spots and nevus flammeus);
phakomatosis spilorosea (nevus spilus coexisting with
a pale-pink telangiectatic nevus); and phakomatosis
cesiomarmorata (blue spots and cutis marmorata
telangiectatica congenita)."® According to this
classification, phakomatosis cesioflammea represents
the traditional types Ila and IIb; phakomatosis
spilorosea is identical to types Illa and Illb; and
phakomatosis cesiomarmorata describes type V. There
is no existence of traditional type I and the traditional
type IV is now included in the group of ‘unclassifiable’
forms.!"” The pathogenesis of PPV remains elusive. In
the year 1993, Happle proposed a genetic phenomenon
called “twin spotting” to explain the etiopathogenesis.
In their opinion, PPV may be a result of genetic
mosaicism and allelic mutation.!*

In the present case, clinical findings of PWS along
with ocular melanosis and neurological involvement
were consistent with the traditional PPV type IIB
or its counterpart of phakomatosis cesioflammea.
Radiological assessment showed brain atrophy and
calcification, muscular and soft tissue and bony
hypertrophy of the left upper limb along with venous
varicosities, which were consistent with the diagnosis of
overlap between Sturge-Weber and Klippel-Trenaunay
syndromes. These interesting combinations of clinical
and radiological findings have been extremely rarely
reported in the literature.*+®

Phakomatosis pigmentovascularis has also been
reported to be associated with temporal alopecia,
malignant colon polyposis, scoliosis and leg length
discrepancy, hypoplastic larynx and subglottic stenosis,
multiple granular cell tumor, selective IgA deficiency,
iris hamartomas, and generalized vitiligo.l'-* However,
our patient did not have any such abnormalities.

In this report, we emphasize the importance of
complete clinical and radiological evaluation of cases
that present with PPV. This helps in identifying any

Sturge-Weber syndrome

underlying condition early in the course of the disease,
which may determine the outcome of this condition.
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