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Description
An 8-month-old female infant was referred for 
paediatric and dermatology consultation for eval-
uation of a facial haemangioma with progressive 
growth since the first days of life. The observa-
tion showed a large segmental infantile haeman-
gioma (IH) over the right face (figure 1), a small 
vulvar haemangioma and exotropia of the right 
eye.

Due to the segmental appearance of the facial IH, 
we prompted the investigation of PHACE syndrome, 
an acronym corresponding to a set of alterations: 
Posterior fossa anomalies, Haemangioma, Arterial 
lesions, Cardiac abnormalities/coarctation of the 
aorta alterations and Eye anomalies.1

The MR angiography showed an absence of the 
right internal carotid artery, with circulation assured 
through the circle of Willis (figure 2). Ophthal-
mology assessment revealed microphthalmia and 
retinal vascular abnormalities of the right eye 
(figure 3). The echocardiogram was normal and 
an abdominal ultrasound showed a 2 cm hepatic 
haemangioma.

The definite diagnosis of PHACE syndrome 
requires the presence of a haemangioma of the 
head >5 cm in diameter accompanied by one 
major or two minor criteria.2 In our case, the pres-
ence of the haemangioma plus two major criteria, 
agenesis of the right internal carotid artery and 
retinal vascular abnormalities, confirmed the 
diagnosis.

On follow-up at 5 years old, the child presents a 
normal motor and cognitive development, sponta-
neous regression of the facial and genital haeman-
giomas and absence of the hepatic haemangioma. 
She has decreased visual acuity in the right eye.

This case reinforces the importance of early 
diagnostic suspicion and further investigation in 
the approach of large segmental IH of the face in 
infants.
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Figure 1 Right facial segmental infantile haemangioma 
at the level of the mandible, with extension to the lower 
lip.

Figure 2 MR angiography: absence of flow of the right 
internal carotid artery, vestigial right common carotid 
artery and homolateral external carotid artery.

Figure 3 Retinography of the right eye: retinal vascular 
abnormalities, ‘morning-glory’-like.

Learning points

 ► In an infant with a large segmental facial 
haemangioma, it is mandatory to suspect 
Posterior fossa anomalies, Haemangioma, 
Arterial lesions, Cardiac abnormalities/
coarctation of the aorta alterations and Eye 
anomalies (PHACE) syndrome, even if it doesn’t 
look exuberant.

 ► Brain imaging should always be performed in 
these cases because most infants with PHACE 
syndrome don’t present with neurological signs 
or symptoms.1

 ► The neurodevelopment may be compromised 
but can be entirely normal.
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