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Figure 4: Optical coherence tomography findings in both eyes. 
(a) Optical coherence tomography (OCT) of the right eye showed inner 
retinal  layer hyperreflectivity with underlying shadowing of  the outer 
retinal layers with hyperreflectivity of the RPE at the fovea suggestive 
of resolving central retinal artery occlusion along with cilioretinal artery 
and central retinal vein occlusion. (b) Left eye OCT showed minimal 
hyperreflectivity of the inner retinal layers at the fovea with normal outer 
retinal  layer  reflectivity  suggestive of  perfused  central  retinal  artery 
occlusion as well. There was no presence of macular edema in both eyes
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A	22-year-old	male	was	evaluated	for	both	eye	poor	vision.	
Right	eye	BCVA	was	2/60	and	left	eye	was	6/60	with	+	3.25DS	
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distance	correction.	Fundus	examination	of	both	eyes	showed	
bilateral	subretinal	yellow	deposits	extending	up	to	arcades	
[Fig.	1a	and	b]	with	macular	hole	in	right	eye	and	subretinal	
fibrosis	in	left	eye	[Fig.	1c	and	d].	Electroretinogram	(ERG)	was	
near	normal	in	both	eyes	[Fig.	2]	and	electrooculogram	(EOG)	
showed	 light-peak	absence	 [Fig.	3].	Parents	of	proband	had	
normal	 fundi	 and	EOG.	Diagnosis	 of	 autosomal	 recessive	
bestrophinopathy	complicated	by	macular	hole	in	one	eye	was	
made.	Further	confirmation	was	limited	by	the	lack	of	genetic	
testing	in	the	present	case.

Autosomal	 recessive	 bestrophinopathy	 is	 a	 recently	
described	disorder	caused	by	either	compound	heterozygous	
or	homozygous	null	mutations	in	the	BEST1	gene	compared	
to	missense	mutation	in	more	common	dominant	variant.	Eyes	
with	autosomal	recessive	best’s	variant	are	usually	hyperopic	
with	 co-existing	narrow	angles.[1] They tend to have poor 
vision	owing	 to	 the	development	of	 subretinal	fibrosis	 and	
risk	of	angle-closure	glaucoma.[2]	Formation	of	a	macular	hole	
is	rare	and	caused	further	deterioration	of	vision	in	the	present	
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Figure 1: Composite figure showing bilateral subretinal deposits (a and b); full‑thickness macular hole in right eye (c) and intraretinal and subretinal 
fluid collection in left eye (d)
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Figure 2: Full flash electroretinogram showing of  right and  left eye 
waveforms under light and dark adaptations

Figure 3: Electrooculogram of right and left eye with Arden ratio

case.	ERG	can	be	normal	or	subnormal	due	to	widespread	and	
progressive	photoreceptor	dysfunction	in	autosomal	recessive	
variant	and	EOG	is	markedly	affected	in	this	variant.[3]

This	entity	should	be	differentiated	from	central	serous	
chorioretinopathy	which	reveals	focal	leaks	on	fluorescein	
angiography,	 Juvenile	 X-linked	 retinoschisis	where	 ERG	
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shows	negative	waveforms	and	normal	EOG	and	multifocal	
best	 vitelliform	macular	 dystrophy	 in	 which	 genetic	
analysis	 and	 screening	 of	 parents	 establishes	 a	 correct	
diagnosis.	Early	 recognition	and	monitoring	are	 essential	
to	prognosticate	and	foresee	complications	associated	with	
this	variant.
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A	35-year-old	male	patient	presented	to	us	with	complaints	
of	pain	in	the	right	eye	for	the	past	3	months.	He	had	suffered	
blunt	trauma	to	the	right	eye	17	years	back,	following	which	
there	was	complete	loss	of	vision;	however	there	was	no	history	
of	undergoing	any	surgery.	The	vision	in	the	right	eye	was	no	
perception	of	light	while	it	was	20/20;	N6	in	the	left.	The	right	
eye	was	phthisical	with	leucomatous	corneal	opacity.

B	scan	ultrasonography	was	advised	 for	 the	 right	eye.	 It	
showed	disorganized	globe	structure	with	reduced	axial	length,	
and	a	well-defined	area	of	 intraocular	calcification	[Fig.	1a].	
Suspecting	 an	 underlying	 intraocular	mass,	 the	 patient	
underwent	 enucleation	with	ball	 implant	 in	 the	 right	 eye.	
Gross	histopathological	examination	revealed	a	grayish	white	
mass	of	approximately	1.4	cm	×	1	cm	in	size	which	was	bony	

hard	in	consistency	[Fig.	1b].	Microscopic	examination	showed	
extensive	osseous	metaplasia	and	bone	formation	by	the	retinal	
pigment	epithelial	(RPE)	cells	[Fig.	1c].	No	tumor	cells	were	
identified	and	a	diagnosis	of	intraocular	osseous	metaplasia	in	
a	long	standing	blind	eye	was	made.

Ossification	of	or	within	the	ocular	coat	is	a	rare	variety	
of	metaplasia.	 The	 retinal	 pigment	 epithelium	 (RPE)	 cells	
are	 considered	 to	 be	 pluripotent	 and	 have	 the	 capacity	
to	 differentiate	 in	 to	mesenchymal	 phenotype,	 including	
fibroblasts	and	osteoblasts.[1]	Chronic	inflammation,	trauma,	
or	 long-standing	 retinal	 detachment	 can	 cause	 RPE	 to	
differentiate	into	mesenchymal	cells	resulting	in	intraocular	
bone	formation.[2,3]	It	usually	requires	10	years	or	longer	for	
ossification	 to	 appear.	 The	pro-osteogenesis	 factors,	 bone	
morphogenic	protein-7,	and	growth	differentiation	factor-5	
play	a	significant	role	in	RPE	osseous	transformation.[4]
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