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INITIAL PRESENTATION

Chief Complaint: Abnormal screening exam in a pediatric patient

History of Present lliness: A 7 year-old healthy girl presented to the pediatric ophthalmology clinic for further evaluation after
having an abnormal screening exam with a local eyecare provider. The patient did not have any visual complaints in either eye. The
patient’'s mother denied noticing any eye crossing, eye drifting. The patietn denied eye pain, photophobia or nyctalopia. There was
no known history of ocular trauma.

Past Ocular History

* None
Past Medical History

e Unremakrable
Medications

e Fluticasone
Allergies

* None
Family History:

e Non-contributory
Social History:

e Non-contributory
Review of Systems:

* Negative except for what is detailed in the history of present iliness

OCULAR EXAMINATION

 Visual Acuity without correction (Snellen)
o Right eye (OD): 20/20
o Left eye (0S): 20/20

* Intraocular Pressure (IOP) (iCare)
o OD: 18 mmHg
o 0S: 18 mmHg

e Pupils
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o OD: 6 mm in dark, 4mm in light, no relative afferent pupillary defect (RAPD)
o 0S: 6 mmindark, 4 mm in light

» Confrontation visual fields (count fingers)
o Full in both eyes (OU)

e External
o Normal OU

 Slit lamp exam
o Lids/lashes: Normal OU
o Conjunctiva/sclera: Clear and quiet OU
o Cornea: Clear OU
o Anterior chamber: Deep and quiet OU
o Iris: Normal architecture OU
o Lens: Clear OU
o Anterior vitreous: Normal without cell OU

 Dilated fundus examination (DFE)

oD

Disc Normal

Cup-to-disc (C/D) 0.3
ratio
Macula In the inferotemporal aspect of the macula is a torpedo-shaped, well-demarcated,
hypopigmented lesion without adjacent subretinal fluid
Vessels Normal
Periphery Normal
* Imaging

0s

Normal

0.3

Normal

Normal

Normal

Figure 1: Optos pseudo-color fundus photography of the right eye (left panel) demonstrates a torpedo-shaped, well-demarcated

artifact inferiorly in both color photos.
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hypopigmented lesion in the inferotemporal aspect of the macula (white arrow). The left eye (panel B) was normal. There is mild lash
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Figure 2: Spectralis optical coherence tomography (OCT) macula of the right eye demonstrates a well-demarcated region of outer retinal
and retinal pigment epithelium (RPE) attenuation with few schisis-like cysts overlying the area of cavitation. There is no focal choroidal
excavation.
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Differential Diagnosis

e Torpedo maculopathy

» Congenital hypertrophy of the retinal pigment epithelium (CHRPE)
 Retinal pigment epithelium (RPE) or retinal hamartoma

e Chorioretinal scar

e Vitelliform macular dystrophy

» Choroidal neovascular membrane (CNVM)

DIAGNOSIS: Torpedo Maculopathy

CLINICAL COURSE

The examination and diagnostic imaging findings, in addition to an asymptomatic presentation, in this case are consistent with a
clinical diagnosis of torpedo maculopathy. In the absence of any ocular sequalae (i.e., CNVM), expectant management was
recommended with plan for serial examination in the future.

DISCUSSION
Etiology/Epidemiology

First described as a solitary hypopigmented nevus by Roseman and Gass in 1992, torpedo maculopathy (TM) is a rare, benign
congenital abnormality of the retinal pigment epithelium (RPE), leading to changes in the architecture of the outer retinal layers.[1]
Given the disease is often asymptomatic, the epidemiology is likely underestimated, however, a case series of eight pediatric
patients in Northern Ireland estimated a prevelance of approximately 2 patients per 100,000 population under the age of sixteen.[2]

Pathophysiology
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The pathophysiology is not fully understood, though various mechanisms have been proposed. One proposed pathophysiology is
that the clinical lesion develops as a result of incomplete differentiation of the nerve fiber layer along the horizontal raphe during
development,[3] from primary disturbances of the choroidal development and vasculature.[4] The most widely accepted
mechanism is that torpedo maculopathy results from a persistent defect in the development of the RPE in the fetal temporal bulge,
which is a dense collection of RPE cells that occurs in the temporal macula between the 4th and 6th month of embryologic
development. This corresponds with the location of torpedo maculopathy. When the bulge retracts, it is thought that a residual
depression can remain, leading to the characteristic lesion seen on exam.[5]

While the lesion is typically not progressive and classically does not affect vision, there have been few case reports of (CNV)
associated with the condition.[2, 6-8] Additionally, there have been reports of neurosensory retinal detachment and central serous
chorioretinopathy occurring in torpedo maculopathy.[9-11]

Signs/Symptoms

TM is typically an asymptomatic condition, rarely affecting visual acuity. However, there have been reports of central scotomas
occurring with TM, which may also be a byproduct of sequaelae such as CNVM.[9, 11, 12]

Testing/Laboratory work-up
Imaging

The classic finding on fundus photos in TM is a solitary, unilateral, oval- or “torpedo”-shaped, hypopigmented lesion, located along
the horizontal raphe, temporal to the fovea with a tip pointing to the central macula.[13] These findings are typically sufficient for
diagnosis. On OCT, torpedo maculopathy is characterized by preservation of the inner retinal layers, thinning of the outer retina
above the lesion, hyperreflectivity of the RPE, and hyperreflectivity of the deep choroid, likely secondary to RPE attentuation.[11, 14]
Photoreceptor loss has also been reported in one case.[11] Based on OCT findings, TM lesions can be classified as either type 1 or
type 2. Type 1 lesions have a pattern of outer retinal attenuation without outer retinal cavitation, whereas type 2 lesions have both
attenuation of outer retinal structures and outer retinal cavitation.[15] OCT angiography (OCTA) findings in TM consistently
demonstrate a normal superficial retinal vascular plexus and diffuse attenuation of the choriocapillaris.[16-20] Varying involvement
of deep retinal layers have been reported, from loss of deep vessels corresponding to the lesion [16] to few, isolated changes in the
deep vascular network.[18] These dissimilar findings have been noted in patients at different ages, with the diffuse vascular loss
occurring in an older patient, possibly suggesting that changes to the retinal vascular plexus develop over time.

Treatment/Management

Given that TM is typically an incidental, asymptomatic finding, and that it is usually stable and non-progressive, there is no specific
treatment targeting the condition. Since there have been reports of CNVM, management usually consists of regular follow-up with
monitoring of the lesion.[2]

EPIDEMIOLOGY OR ETIOLOGY CLINICAL SIGNS
e Etiology is unknown, presumed to be a congenital e Hypopigmented, torpedo-shaped lesion temporal
defect of the RPE to the fovea with tail pointing towards the central
* Incidence is estimated to be 2/100,000 though is macula

likely underreported

SYMPTOMS TREATMENT/MANAGEMENT

» Patients are usually asymptomatic e Monitoring for CNVM development
e QOccasionally have central scotomas
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