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The patient was a 15-year-old girl with an established diagnosis
of Alagille syndrome (AS) since early life. Her medical history
was significant for systemic manifestations of AS including liver
transplantation and pulmonary artery balloon dilation. She had
an unusual triangular facies characterized by a broad overhanging
forehead, deep set, hyperteloric eyes and small pointed chin. Her best-
corrected visual acuity was 1.0 in both eyes. Slit-lamp examination
was positive for posterior embryotoxon in both eyes. Funduscopy
revealed diffuse choroidal hypopigmentation with increased visibility
of the choroidal vessels and symmetric, well-circumscribed macular
discoloration (Figure 1). A circumferential chorioretinal atrophy
was also detected in the peripheral retina (Figure 1). Fundus
autofluorescence (FAF) imaging clearly defined hypofluorescent
areas in the peripapillary regions that extended along the macula and
had a sleep mask appearance (Figure 2). Peripheral circumferential
chorioretinal atrophy was also clearly detected (Figure 2).

Figure 1: Right (A) and left (B) wide-field fundus photographs.

Peripheral Circumferential
Chorioretinal Atrophy in a Patient
with Alagille Syndrome

Figure 2: Right (A) and left (B) wide-field fundus autofluorescence images.

AS is clinically defined by neonatal cholestatic jaundice with
intrahepatic bile duct hypoplasia. Ocular findings included posterior
embryotoxon, iris abnormalities, optic disc anomalies, and fundus
changes [1]. We found very few cases in the literature presenting as
AS and chorioretinal atrophy with a sleep mask appearance when
examined by FAF imaging [2,3]. Recently, peripheral circumferential
chorioretinal atrophy was detected by wide-field FAF imaging [3].
To our knowledge, this is the second documentation of peripheral
chorioretinal atrophy evaluated by wide-field FAF imaging. We
speculate that chorioretinal atrophy with a sleep mask appearance
and peripheral circumferential chorioretinal atrophy may be
characteristic findings for AS. We also emphasize that FAF imaging is
useful in visualizing chorioretinal changes in patients with AS.
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