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Focal choroidal excavation in Stargardt’s dystrophy
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DESCRIPTION
A 35- year- old woman presented with symptom 
of gradually progressive diminution of vision in 
both eyes since childhood. Patient gave no history 
of defective night vision. Family history was unre-
markable. On examination best corrected visual 
acuity was 1/60 in both eyes (OU). Anterior 
segment was within normal limits in either eye. On 
funduscopy, scattered yellowish flecks were seen at 
posterior pole around the vascular arcades, fundus 
autoflourescence revealed hypoautofluorescence at 
posterior pole indicating retinal pigment epithelium 
(RPE) and photoreceptor loss and swept source 
optical coherence tomography (OCT) revealed 
bilateral macular atrophy (right eye: figure 1; left 
eye: figure 2). Additionally, a dark red lesion above 
fovea was noted in left eye (OS) (figure 2A: white 
arrow). OCT through this lesion revealed a focal 
choroidal excavation (FCE) (figure 2C: white 
arrow). A diagnosis of Stargardt’s disease (SD) OU 
with FCE OS was made. Patient was counselled 
regarding poor visual prognosis and conservatively 
followed.

SD is one the most commonly inherited macular 
dystrophies causing vision loss in the young. 
Genetic basis involves mutation in ABCA4 gene on 
chromosome 1 or rarely a PROM1 mutation on 
chromosome 4.1 Vision loss is attributed to accu-
mulation of lipofuschin in the RPE with subsequent 
damage of photoreceptors. FCE is described as a 
localised area of choroidal excavation without any 

evidence of posterior staphyloma or scleral ectasia.2 
FCE is broadly divided in two types—conforming 
type in which the photoreceptor tips are in direct 
contact with the RPE; and the non- conforming type 
in which the two are separated by a hyporeflective 
cleft.2 3 Initially it was thought to be a congenital 
malformation; however, newer insights suggest 
an acquired aetiology. It is hypothesised that FCE 
could coexist with macular dystrophies because of 
focal degeneration of RPE and choroid.4 FCE alone 
do not warrant treatment, still, its association with 
choroidal neovascularisation mandates meticulous 
follow- up. FCE in our case was of conforming type 
(figure 2C). Battaglia Parodi et al in their study on 
macular dystrophies, found only a single eye to have 
FCE with SD.4 Likewise, Braimah et al in a large 
series of patients with SD, found no eye with coex-
isting FCE.5 FCE coexisting with macular dystro-
phies have been reported mainly in Best disease. 

Figure 1 (A) Right eye fundus photograph with 
posterior pole mottling. (B) Hypoautofluorescence at 
posterior pole. (C) Swept source optical coherence 
tomography horizontal scan with macular atrophy.

Figure 2 Similar findings in left eye. (A) Red patch 
with increased choroidal show—white arrow. (C) Focal 
choroidal excavation—white arrow.

Learning points

 ► Focal choroidal excavation (FCE) is defined as 
an area of concavity in choroid and should be 
differentiated from posterior staphyloma or 
scleral ectasia.

 ► FCE can coexist with Stargardt’s disease apart 
from other macular dystrophies.

 ► FCE alone does not warrant treatment, but its 
association with choroidal neovascularisation 
mandates meticulous follow- up.
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FCE in SD is limited to a single case until now. To the best of our 
knowledge, our case is only the second in literature reporting 
such an association. We propose that degenerative process in 
macular dystrophies might be contributory to the FCE.5–7

Contributors All authors have contributed significantly to the manuscript. AB: 
manuscript preparation. SVA: manuscript editing and review, preparation. VK: 
manuscript review. SN: retreival of data.

Funding The authors have not declared a specific grant for this research from any 
funding agency in the public, commercial or not- for- profit sectors.

Competing interests None declared.

Patient consent for publication Obtained.

Provenance and peer review Not commissioned; externally peer reviewed.

ORCID iD
Amber Bhayana http:// orcid. org/ 0000- 0002- 0770- 601X

REFERENCES
 1 Tanna P, Strauss RW, Fujinami K, et al. Stargardt disease: clinical features, molecular 

genetics, animal models and therapeutic options. Br J Ophthalmol 2017;101:25–30.
 2 Margolis R, Mukkamala SK, Jampol LM, et al. The expanded spectrum of focal choroidal 

excavation. Arch Ophthalmol 2011;129:1320–5.
 3 Cheung CMG, Lee WK, Koizumi H, et al. Pachychoroid disease. Eye 2019;33:14–33.
 4 Battaglia Parodi M, Casalino G, Iacono P, et al. The expanding clinical spectrum of 

choroidal excavation in macular dystrophies. Retina 2018;38:2030–4.
 5 Braimah IZ, Rapole S, Dumpala S, et al. Focal choroidal Excavation in retinal 

dystrophies. Semin Ophthalmol 2018;33:161–6.
 6 Arnold JJ, Sarks JP, Killingsworth MC, et al. Adult vitelliform macular degeneration: a 

clinicopathological study. Eye 2003;17:717–26.
 7 Spaide RF, Noble K, Morgan A, et al. Vitelliform macular dystrophy. Ophthalmology 

2006;113:1392–400.

Copyright 2020 BMJ Publishing Group. All rights reserved. For permission to reuse any of this content visit
https://www.bmj.com/company/products-services/rights-and-licensing/permissions/
BMJ Case Report Fellows may re-use this article for personal use and teaching without any further permission.

Become a Fellow of BMJ Case Reports today and you can:
 ► Submit as many cases as you like
 ► Enjoy fast sympathetic peer review and rapid publication of accepted articles
 ► Access all the published articles
 ► Re-use any of the published material for personal use and teaching without further permission

Customer Service
If you have any further queries about your subscription, please contact our customer services team on +44 (0) 207111 1105 or via email at support@bmj.com.

Visit casereports.bmj.com for more articles like this and to become a Fellow

 on A
pril 23, 2024 by guest. P

rotected by copyright.
http://casereports.bm

j.com
/

B
M

J C
ase R

ep: first published as 10.1136/bcr-2020-237584 on 24 A
ugust 2020. D

ow
nloaded from

 

http://orcid.org/0000-0002-0770-601X
http://dx.doi.org/10.1136/bjophthalmol-2016-308823
http://dx.doi.org/10.1001/archophthalmol.2011.148
http://dx.doi.org/10.1038/s41433-018-0158-4
http://dx.doi.org/10.1097/IAE.0000000000001805
http://dx.doi.org/10.1080/08820538.2016.1182634
http://dx.doi.org/10.1038/sj.eye.6700460
http://dx.doi.org/10.1016/j.ophtha.2006.03.023
http://casereports.bmj.com/

	Focal choroidal excavation in Stargardt’s dystrophy
	Description
	References


