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Answers

1. Port-wine stains (PWS) involving the infant’s
face, the upper left side of the chest, left
shoulder, left arm, and most of the surface of
her right leg and knee. Mongolian spots (MS)
on the back intermingled with widespread cutis
marmorata telangiectatica congenita (CMTC).
PWS are congenital vascular malformations
characterized by ectatic vessels in the upper
dermis. Initially, they appear as pink macules,
but then they tend to progressively darken,
becoming reddish to purplish in nature [1].
MS are congenital single or multiple macular
lesions typically affecting the sacrococcygeal
or lumbar area. The color varies from blue to
greenish and the size varies from few to more
than 20 centimeters. Pigmentation gradually
fades after the first year of life and it is rarely
seen after the age of 6 years. MS usually
resolve by early childhood and no treatment is
generally needed [2]. CMTC is a rare congenital
cutaneous vascular disorder. It usually presents
atbirth with persistent cutis marmorata, vascular
telangiectasia, and occasionally ulcers. There is
typically an improvement of the skin vascular
pattern during the first year of life [3].

2. Phacomatosis cesioflammeo-marmorata.

3. Electroencephalogram (EEG), magnetic reso-
nance imaging (MRI) of the brain and spinal
cord, genetic analysis, and clinical follow-up.

Discussion

Phacomatosis pigmentovascularis (PPV) is a rare
congenital disorder characterized by the coexistence
of vascular and pigmentary nevus (MS, nevus of
Ota, verrucous nevus, and nevus spilus) associated
or not with extracutaneous manifestations [4].

PPV was first described by Ota in 1947, and
over 250 cases of PPV have since been reported
[4]. In 1985, Hasegawa and Yasuhara proposed a
classification of PPV into four major types according
to the combination of PWS and melanocytic lesion [5].

In 2005, Happle proposed a simpler classification
and divided PPV into four types [6]:

1. phacomatosis cesioflammea (blue spots and
nevus flammeus);

2. phacomatosis spilorosea (nevus spilus and light
pink telangiectatic nevus);

3. phacomatosis cesiomarmorata (blue spots and
cutis marmorata telangiectatica);

4. unclassifiable forms of phacomatosis.
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The word cesioflammea is a Latin-derived
compound noun: caesius, meaning blue-grayish, and
flammea, which means fire or flame [7]. Therefore,
phacomatosis cesioflammea is characterized by the
coexistence of blue spots (dermal melanosis) and
capillary malformations.

We report a female newborn with a combination
of three skin lesions: MS, PWS, and CMTC. This
association is an unclassifiable form of phacomatosis
and only 7 similar cases have been published in
the literature [4]. According to some authors, this
association should be considered as a distinct entity
of PPV with the specific name “phacomatosis
cesioflammeo-marmorata” [8].

PPV pathogenesis is still unclear, but it is
believed to be an abnormality in the development
of melanocytic nevus cells and vasomotor neural
cells derived from the neural crest [7]. The genetic
phenomenon called twin spots or didymosis, a
specific somatic mosaicism, has been suggested as
a possible mechanism [4].

PPV is a sporadic disorder and it typically occurs
for the first time in people with no family history of
PPV [9]. PPV can be caused by a somatic mutation
in the GNAII or GNAQ gene that is present only
in the affected tissues of the body but not in other
tissues or blood [10].

PPV may be associated with other systemic
abnormalities in approximately 50% of all
cases [11].

Other systemic or cutaneous abnormalities are
anemic nevus, alopecia, lipohypoplasia, lower limb
asymmetry, buphthalmos, dysplasia in veins and
lymphatics, and syndromes such as Sturge-Weber
and Klippel-Trenaunay [7].

The diagnosis of PPV is a gestalt diagnosis,
based on the recognition of specific combined skin
elements. The other tests (abdominal ultrasound,
echocardiography, cranial ultrasound, MRI, EEG,
and genetic analysis) are useful to exclude asso-
ciated malformations, such as internal vascular
anomalies, or syndromes.

In our patient, buphthalmos was present, but to
date no other association has been demonstrated.
MRI of the spine and brain has not yet been
performed due to problems related to the patient’s
low age and the need for a specialized center.
PPV without systematic complications is a benign
condition and requires no treatment.

Laser treatment may improve a patient’s quality
of life, especially from an aesthetic point of view,
by treating nevus flammeus and pigmentary nevus
[7, 12].
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