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ABSTRACT 

 

 

ARTICLE DETAILS 

 
Phacomatosis pigmentovascularis is a group of alterations involving a vascular malformation 

and a melanocytic lesion, and have diverse clinical cutaneous manifestations, which is the base 

for the current classification. Furthermore, systemic alterations can occur, including 

ophthalmological and neurological alterations, some with long term sequalae potential. The case 

of a 16-day old male patient without previous illness presenting with vascular and pigmented 

lesions is presented here, with subsequent referral to rule out the most important systemic 

alterations. 
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I. INTRODUCTION  

Phacomatosis pigmentovascularis refers to the 

coexistence of a vascular malformation and a melanocytic 

lesion (1). This is a group of rare diseases that may occur 

solely on the skin or be accompanied by systemic disorders 

(2). 

 

II. CASE PRESENTATION 

A 16-day-old male patient was brought for assessment 

because of pigmented and red lesions reported by his mother 

since birth. The physical examination showed disseminated 

dermatosis to the face that covers the left half of it, and the 

anterior and posterior thorax in the left half consisting of a 

vascular aspect patch with segmental distribution and cross-

linked pattern of irregular shape and size. This lesion was 

superimposed with another one located in the posterior 

thorax in the lumbar area characterized by a dark gray patch 

of irregular shape and size with well-defined borders. 

(Figure 1) 

A. Course and outcome 

The diagnosis of phacomatosis pigmentovascularis is 

established and reference is made to the following 

specialties: ophthalmology, where the possibility of 

glaucoma is ruled out; neurology for complete examination, 

where no alterations are reported, in addition to genetics, 

without relevant findings. The major associated systemic 

alterations were ruled out. 

Follow-up appointments and general skin care measures 

were granted. 

https://doi.org/10.47191/ijmscrs/v5-i03-11
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Figure 1. Phacomatosis pigmentovascularis, subtype cesioflammea. A pigmentary lesion is observed in the posterior trunk 

that overlaps with a vascular lesion in the face, plus the posterior and anterior trunk. 

 

III. DISCUSSION 

Phacomatosis pigmentovascularis encompasses two 

different types of skin lesions, and its early detection by 

possible associations or extracutaneous manifestations is 

important; the most relevant aspects of this condition are 

discussed below. 

A. Pathogenesis 

The cause is not well established; however, an association 

has been found between phacomatosis and the mutation in 

GNAQ (Nucleotide Binding Protein Guanine, Polypeptide 

Q) (2). A "twin-spotting" phenomenon, also called 

didymosis, has also been proposed in which somatic 

mutations occur in adjacent genes, causing mosaic spots 

very close to each other. (3) (4) 

B. Classification 

It was first described in 1947 by Ota, its first 

classification included 5 subtypes, adding "a" for isolated 

lesions and "b" for extracutaneous lesions. (4): 

Type I: Capillary malformation associated with epidermal 

nevus. 

Type II: Capillary malformation associated with dermal 

melanosis, with or without anemic nevus. 

Type III: Capillary malformation associated with spilus 

nevus, with or without anemic nevus. 

Type IV: Capillary malformation, dermal melanosis, and 

spilus nevus, with or without anemic nevus. 

Type V: Cutis marmorata telangiectasia congenital 

associated with dermal melanosis. 

A new classification by Happle was later proposed, with 

four subtypes (4): 

1. Phacomatosis cesioflammea (type IIa and IIb) 

2. Phacomatosis spilorosea (type IIIa and IIIb) 

3. Unclassifiable forms of phacomatosis (type IV) 

4. Phacomatosis cesiomarmorata (type V) 

Of the aforementioned, phacomatosis cesioflammea has 

been reported as the most frequent in 85%, within this 

subtype there is a greater tendency to extracutaneous 

manifestations and greater severity, whereas the spilorosea 

variety has been associated with multiple granular cell 

tumors. (5) (1). Phacomatosis cesiomarmorata or type V is 

the second most frequent. (6) 

C. Extracutaneous manifestations 

Several extracutaneous manifestations, associated with 

phacomatosis pigmentovascularis, have been documented, 

occur in 50% of cases (5), and include: ocular melanocytosis 

or episcleral hyperpigmentation (the most common), 

glaucoma (the second most frequent), extremity 

hemihypertrophy, convulsions, ocular melanoma, bilateral 

deafness, and malignant hypertension. (2) (5) (1). Ocular 

manifestations are the most frequent and usually occur 

ipsilateral to a facial capillary lesion. (2) (5). 

Associations: Phacomatosis cesioflammea subtype may 

be associated with syndromes such as Sturge-Weber. (4) 

D. Management 

Management depends on the existence or absence of 

systemic manifestations, when the clinical expression of 

phacomatosis pigmentovascularis is purely cutaneous it 

presents with a benign course and does not require 

treatment, except for aesthetic reasons. However, when 

systemic manifestations exist, they should be addressed in a 

targeted manner (4). 

For pigmentary and/or vascular lesions that impact the 

patient’s quality of life due to their aesthetic perception, 

treatments such as pulsed light or Q-switch laser can be 

offered, the first being most useful for pigmentary lesions 

and the second for vascular lesions. (4) 

 

CONCLUSIONS  

        We present the case of a patient with phacomatosis 

pigmentovascularis, classified as IIa (cesioflammea), in 

whom the most frequent systemic alterations were ruled out 

by ophthalmology and neurology. The present case shows 
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the relevance of early detection to achieve a major 

functional prognosis. 

The ocular and neurological assessment is particularly 

relevant, for its potential to cause irreversible sequelae such 

as permanent blindness, it is therefore appropriate to carry 

out the referral to these specialties early. Neurological and 

ophthalmological explorations are mandatory to rule out 

extracutaneous associations. 
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