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Violaceous Patches on the Arm

Cuong Le, DO; Joseph Michael Dyer, DO; Richard Miller, DO

A 55-year-old man presented with red-violet
patches on the right arm<and chest that had been
present since birth. The patches were asymptom-
atic and stable in size and<shape. He denied any
personal or family history of glaucoma or epilepsy.
Physical examination demonstrated nonblanch-
able, violaceous 1o red patches on the right

arm, back, and chest. No thrills or bruits were
appreciable, and the right and left arms were of
equal circumference and length. Further exami-
nation revealed hyperpigmented patches on the
bilateral conjunctivae.

WHAT'S THE DIAGNOSIS?
a. Klippel-Trenaunay syndrome

b. phacomatosis cesioflammea

c. phacomatosis cesiomarmorata

d. Sturge-Weber syndrome

e. tuberous sclerosis

PLEASE TURN TO PAGE E26 FOR THE DIAGNOSIS
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PHOTO CHALLENGE DISCUSSION

THE DIAGNOSIS:

Phacomatosis Cesioflammea

hacomatosis pigmentovascularis (PPV) encom-

passes a group of diseases that have a vascular

nevus coupled with a pigmented nevus.! It is
divided into 5 types: Type I is defined by the presence of
a vascular malformation and epidermal nevus; type II by
a vascular malformation and dermal melanosis with or
without nevus anemicus; type III by a vascular malforma-
tion and nevus spilus with or without nevus anemicus;
type IV by a vascular malformation, dermal melanosis,
and nevus spilus with or without nevus anemicus; and
type V as cutis marmorata telangiectatica congenita and
dermal melanosis.!

Happle? proposed a descriptive classification system in
2005 that eliminated type I PPV because neither linear epi-
dermal nevus nor Becker nevus are derived from pigmen-
tary cells. An appended “a” denotes a subtype with isolated
cutaneous findings, while “b” is associated with extra-
cutaneous manifestations. Phacomatosis cesioflammea
(type Ila/b) refers to blue-hued dermal melanocytosis and
nevus flammeus. Phacomatosis spilorosea (type Illa/b)
refers to nevus spilus and rose-colored nevus flammeus.
Phacomatosis cesiomarmorata (type Va/b) refers to der-
mal melanocytosis and cutis marmorata telangiectasia
congenita. The last group (type IVa/b) is unclassifiable
phacomatosis pigmentovascularis.??

Phacomatosis pigmentovascularis can beiselated tothe
skin or have associated extracutaneous findings, includ-
ing ocular melanocytosis, seizures, or cognitive delay due
to intracerebral vascular malformations. Patients also can
develop limb and soft-tissue overgrowth.® Phacomatosis
pigmentovascularis has beentfound to be associated

with mutations in the GNAII and GNAQ genes.
The theory behind PPV is twin spotting, resulting from
a somatic mutation that leads to mosaic proliferation of
2 different cell lines.” Phacomatosis pigmentovascularis
can occur in isolation or can demonstrate the phenotype
of Sturge-Weber syndrome or Klippel-Trenaunay
syndrome. In Sturge-Weber syndrome, capillary malfor-
mations involve the face and underlying leptomeninges
and cerebral cortex. Glaucoma and epilepsy also may
be present. In Klippel-Trenaunay syndrome, capillary
malformations involve the extremities (usually the legs)
in association with varicose veins, soft-tissue hyper-
trophy, and skeletal overgrowth.®® Tuberous sclerosis is
an autosomal-dominant’ neurocutaneous disease in
which patients develop hamartomas throughout the
body, including.the brain, skin, eyes, kidneys, heart, and
lungs. Cutaneous manifestations include facial angio-
fibromas, ‘ungual fibromas, hypomelanotic macules
(ash leaf spots, confetti-like lesions), shagreen patches
or connective tissue hamartomas, and fibrous plaques
on the forehead. Tuberous sclerosis does not include vas-
cular malformations.*

Our patient was diagnosed with PPV type IIb, or pha-
comatosis cesioflammea. He had a large port-wine stain
involving the right upper arm, back (Figure, A), and chest
(Figure, B) with involvement of the bilateral conjunctivae
(Figure, C). Our case is unique because our patient did not
have dermal melanocytosis, only ocular melanocytosis.

Once underlying neurologic and vascular anomalies
have been ruled out, port-wine stains can be treated cos-
metically. Pulsed dye laser is the gold standard therapy

Phacomatosis cesioflammea. A and B, Violaceous to red patches on the back and chest. C, Hyperpigmentation of the conjunctiva.
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for capillary malformations, especially when instituted
early. Follow-up with ophthalmology is advised to moni-
tor ocular involvement. Shields et al'' suggested dilated
fundoscopy for patients with port-wine stains because
choroidal pigmentation often is the only ocular change
seen. Ocular melanocytosis can progress to pigmented
glaucoma or choroidal melanoma.
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