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ABSTRACT 

Introduction: Adult-onset foveomacular vitelliform dystrophy 

(AOFVD) is a rare disorder that manifests in the macular area as 

grayish-yellow, symmetrical, bilateral, round or oval-shaped lesions. 

It appears during the third and fifth decades of life. Patients with 

AOFVD frequently have hazy vision or moderate metamorphopsia.  

Purpose: To report early response of neovascularization Adult-Onset 

Foveomacular Vitelliform Dystrophy after anti VEGF therapy. 

Case Report: A 51-year-old woman presented to the cicendo eye 

hospital's  with the chief complaint of blurry vision in both eyes for 

the past month. It was insidious in onset. Funduscopic examination of 

both eyes revealed a yellowish oval-shaped lesion in the macular area 

with a diameter of around 3/4 disc diameter and an appearance similar 

to egg yolk. OCT showed a subfoveal hyperfluorescent vitelliform 

lesion between the retinal pigment epithelium (RPE) and 

photoreceptor layer in both eyes, with separation between the two 

layers. Neovascularization appeared with hyperintense decorrelation 

signal in some segmentation in OCT-A. 

Conclusion: The gradual progression of visual loss is characteristic of 

AOFVD. It's important to establish the accurate diagnosis and keep 

track of the condition. There is suggest that anti-VEGF therapy can 

control and even reverse the CNV in AOFVD. Visual outcome might 

be guarded due to the progression of the vitelliform lesion.  
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I. INTRODUCTION 

Adult-onset foveomacular vitelliform dystrophy is a relatively 

uncommon macular disease, also known as pseudo best, pseudo-

vitelliform, or Gass disease, is one of the pattern dystrophies. First 

described by Gass in 1974, these bilateral macular lesions are usually 

symmetrical, one third to one half disc diameter in size, round or oval, 

slightly  elevated grayish-yellow subfoveal lesions that occur with or 
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without a central pigmented spot  in the fovea of each eye. The 

onset is between 30 and 50 years.  

Visual acuity at onset ranges from 20/25 to 20/50. The AOFVD 

is pleomorphic and clinically heterogeneous disease, varying in the 

size, shape, distribution of the lesions, and pigmentary changes. The 

main complains, at the onset, are relative scotoma and metamorphosia, 

or it can be seen at routine examination. It may be misdiagnosed as 

Best disease or even as age-related macular degeneration. Eventually, 

the lesions may fade, leaving an area of retinal pigment ephitelium 

(RPE) atrophy. Even though vision loss is usually slow, and patients 

commonly maintain reading vision in one eye, correct diagnosis and 

proper management of the disease is important, along with making 

appropriate recommendations to have family members examined for 

the same condition.1,2,3 

 

II. CASE REPORT 

     Mrs E, 51 years old, came to unit vitreoretina on May 20th, 2021 

with chief complained blurred  and metamorphopsia vision on both 

eye for the past month.  It was insidious in onset. She denied red eye, 

trauma, hypertension, diabetes mellitus, history smoking. Vital sign; 

blood pressure 129/72 mmHg, pulse 72/minute, respiration 18/minute. 

Ophthalmology status visus on Right eye (RE) 0.6 log 23, Left eye 

(LE) 0.5 log 30. Intraocular pressure measurement RE 20, LE 18. 

Anterior segment both eye  within normal limit with pupil were equal, 

round, and reactive to light and accommodation with no afferent 

pupillary defect. Funduscopic examination on both eye showed 

yellowish oval shaped lesion in macular area of about 3/4 disc 

diameter resembling egg yolk apparance.  
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Figure 2.1: Fundus Photograph show yellowish oval shaped lesion in 

macular area of about 3/4 disc diameter resembling egg 

yolk apparance. 

 

OCT was performed, which showed both eyes had a subfoveal 

hyperfluorescent vitelliform lesion located between the RPE and 

photoreceptor layer with separation between both layers. 

 

 

Figure  2.2. OCT examination show both area of hyperreflflectivity 

located between the retinal pigment epithelium layer and 

the photoreceptor layer 

  

First OCT-A on May 20th, 2021, there were found 

neovascularization shows with hyperintense decorrelation signal in 
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deep, avascular, ORCC, and RPE-RPEfit segmentation in OCT-A. 

From the anamnesis, physical examination and additional examination 

it was conclude that the patient was diagnosed with adult-onset 

foveomacular vitelliform dystrophy. 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

Figure 2.3. OCT-A examination shows there was an neovascularization 

shows with hyperintense decorrelation signal in deep, 

avascular, ORCC, and RPE-RPEfit segmentation. 

 

The patient managed injection with anti VEGF in both eyes, 

and controlled after injection. On June 1st ,2021 patient undergone 

intravitreal anti VEGF injection on RE with Bevacizumab 1.25mg, 

and then the patient control on June 7th 2016 still with chief complain 
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blurred and metamorphopsia vision on both eye. Vital sign; blood 

pressure 129/72 mmHg, pulse 72/minute, respiration 18/minute. .   

 

 

 

Figure 2.4. OCT examination after injection anti VEGF on RE 

 

OCT was performed on June 7th, 2021 which showed right eyes had 

decreased a subfoveal hyperfluorescent vitelliform lesion located between 

the RPE and photoreceptor layer. Ophthalmology status visus on RE 0.6 log 

23 , LE 0.5 log 30. Anterior segment RLE within normal limit, posterior 

segment examination still showed yellowish oval shaped lesion in macular 

area of about 3/4 disc diameter resembling egg yolk apparance.   
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Figure 2.5. Comparison of  right eye OCT-A layer (deep, avascular, ORCC, and 

RPE-RPEfit) results before and after therapy anti VEGF 

 

OCT-A was performed on June 7th, 2021 which showed right 

eyes after being given anti-vegf, there was a decreased in the structure 

of CNV and the size of the lession that meassured with caliper as seen 

from the deep, avascular, ORCC, and RPE-RPE fit layers compare to 

OCT-A before injection on May 20th,2021. The patient still diagnosed 

with adult-onset foveomacular vitelliform dystrophy. 
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III. DISCUSSION 

AOFVD is a rare macular condition that usually results in slow 

progressive vision loss. It usually occurs in adults between the ages of 

30 and 50 years with an autosomal  dominance inheritance pattern 

with variable expression and incomplete penetrance. When detected in 

younger patients, vitelliform lession usually occur in the setting of 

Best macular dystrophy (Best disease), an autosomal dominant 

disease associated with a mutation in bestrophin 1 (BEST1). Adult-

onset foveomacular vitelliform dystrophy is a subtype of macular 

pattern dystrophies,  being associated with mutations in the peripherin 

2 (PRPH2) gene, either sporadic or inherited in an autosomal 

dominant manner. 1,2,4 

In this case the patient complained of blurry vision slowly in the 

past month, currently now the patient is 51 years old, the complaints 

started in the 1 months prior admission, the patient said it was 

possible that his mother had the same complaint when she was old, 

but because she never went to the doctor she  don't know for sure what 

kind of visual impairment she had. Her father had died long time ago. 

The patient's children currently have no similar complaints. 

Its clinical appearance is described as bilateral macular lesions 

that are usually symmetrical, one third to one half disc diameter in 

size,  round or oval, slightly elevated subfoveal lesions.  In addition, 

these subfoveal lesions are typically grayish-yellow and can have a 

“egg yolk”–like appearance similar to that in Best’s disease. Whereas 

Best disease may be easily distinguished from other vitelliform 

lession by the age of diagnosis or electrophysiological study. Regular 

and centered lesions were associated with adult-onset type. In its early 

stages, patients with AOFVD are usually asymptomatic or present 

with mild blurring or metamorphopsia. As the disease  progresses, 

vision loss becomes more significant as the macular lesions rupture, 

resulting in CNV or complete  RPE atrophy.1,4,5 
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In this case funduscopic examination on both eye showed 

yellowish oval shaped lesion in macular area of about 3/4 disc 

diameter resembling egg yolk apparance. The bilateral, regular and 

central lesions are identical to AOFVD. The patient has symptoms of 

blurred vision and methamorpsia. Because the patient is experiencing 

symptoms at this time and denies that complaints have arisen since his 

youth, the diagnosis towards the best's disease can be ruled out. 

Diagnosis is aided by electrodiagnostic testing that 

characteristically shows a normal to slightly abnormal 

electrooculogram (EOG) that accompanies a normal electroretinogram 

(ERG). In distinguishing Best’s disease from AOFVD, electro 

diagnostic testing plays a very important role, especially the EOG. 

The EOG is used to check the function of the RPE layer and works on 

the principle of measuring the electrical current from the front to the 

back of the eye under different illuminations scotopic versus 

photopic). In Best’s disease, the ERG is normal but the EOG is 

severely abnormal. In contrast, the EOG values in AOFVD have been 

documented to range from normal to slightly abnormal. In Best’s 

disease, it has been shown that even normal carriers of the disease and 

those affected in its early stage without any clinical signs could be 

identifified by a highly abnormal EOG.  In fact, the abnormal EOG is 

found throughout the entire fundus of those affected and not just at the 

macula.3,6 

In this case, the patient has not had time to come back for 

control to the Cicendo eye hospital for an EOG, ERG and 

microperimetry examination due to the current Covid condition. The 

patient is planned for control again when the Covid condition begins 

to subside 

OCT-A allows a depth-resolved visualization of the retinal and 

choroidal microvasculature. Optical coherence tomography 

angiography is based on the concept that in a static eye, the only 
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moving structure in the ocular fundus is the blood flowing in the 

vessels. A contrast is generated by differentiating between moving 

cells in the vasculature and the static surrounding tissue. Optical 

coherence tomography angiography does not require administration of 

an intravenous dye, such as fluorescein or indocyanine-green, thus 

avoiding potential risks that can result in nausea or other rare adverse 

events. There are only a small number of articles describing the use of 

OCT-A in patients with AOFVD in the literature. Choroidal 

neovascularization presence on OCT-A was defined by evidence of a 

hyperintense decorrelation signal immediately above the RPE (CNV 

type II) and/or below the RPE (CNV type I) between Bruch's 

membrane and the RPE layers. The OCT-A C-scan images were 

assessed for CNV appearance and size so can be  evaluated for the 

progresion  1,7,8 

In this case, there were found neovascularization shows with 

hyperintense decorrelation signal in deep, avascular, ORCC, and 

RPE-RPEfit segmentation in OCT-A and after injection anti VEGF 

there was a decreased in the morphology of CNV and the size of the 

lession that meassured with caliper as seen from the deep, avascular, 

ORCC, and RPE-RPE fit layer. 

AOFD fundus examination revealed a round, elevated yellowish 

lesion, centered by a pigmented spot, in the macula of the left eye. 

Examination with OCT revealed an area of hyper reflectivity located 

between the retinal pigment epithelium layer and the photoreceptor 

layer, compatible in size with the yellowish elevated lesion. The hyper 

reflective line corresponding to the photoreceptor layer was elevated 

by the material and separated from the retinal pigment epithelium 

layer. 1,8,9 

In this case Optical coherence tomography examination 

revealed an  area of hyper reflectivity located between the retinal 

pigment epithelium layer and the photoreceptor layer, compatible in 
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size with the yellowish elevated lesions (Figure 2.1). The 

hyperreflective line corresponding to the photoreceptor layer was 

elevated by the material and separated from the retinal pigment 

epithelium layer (Figures 2.1 and 2.2). The foveal retina was elevated 

by the material, leading to  the disappearance of the foveal depression. 

At present, no validated therapy is available for preventing the 

development of a vitelliform lesion or facilitating its safe absorption. 

Ergun and colleagues reported that photodynamic therapy for treating 

vitelliform lesions caused a significant decrease in visual acuity in 

four out of eight eyes (in seven patients), suggesting a severe adverse 

effect associated with this treatment. On the other hand, Gallego-

Pinazo reported that anti-VEGF therapy yielded a short-term 

improvement in visual acuity in six patients with AOFVD without 

CNV. Montero reported a favorable anatomic response to anti-VEGF 

treatment in a patient with similar pathology. In contrast, Kandula and 

colleagues found no such favorable response upon treating another 

case, and currently the use of anti-VEGF therapy in AOFVD (where 

CNV is not present) appears unjustifiable. The development of CNV 

in association with AOFVD can induce vision loss in addition to the 

AOFVD-related visual consequences. The prevalence of CNV in 

AOFVD is not well documented. Once developed, the CNV can be 

treated using anti-VEGF compounds, following a treatment regimen  

similar to the protocol used for treating neovascular AMD. Mimoun 

and colleagues reported that ranibizumab treatment stabilized visual 

acuity and reduced macular thickness in 24 eyes with AOFVD and 

CNV.The patients received three monthly intravitreal injections of 

ranibizumab followed by additional treatments as needed for 12 

months. During the follow-up period, 21 of the 24 treated eyes 

(87.5%) had a decline in visual acuity of fewer than three lines, and 

mean visual acuity was stable. Tiosano et al. Retrospectively assessed 

11 eyes with AOFVD and CNV following treatment with injections of 
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bevacizumab; treatment outcome was compared with 60 neovascular 

AMD eyes from patients with similar demographics as the  AOFVD 

and CNV patients. The initial and final visual acuity levels, as well as 

the mean number of injections required, were similar between the 

AOFVD and CNV and AMD groups. However, in the final  

examination of the AOFVD and CNV group, visual acuity had 

improved in three eyes, stabilized in one eye, and was reduced in 

seven eyes Taken together, these data suggest that when AOFVD is 

complicated by CNV, anti-VEGF therapy can control and even reverse 

the CNV, and that the visual outcome might be guarded due to the 

presence and progression of the vitelliform lesion.1,5,10,11 

In this case the patient received an anti-VEGF injection therapy 

plan in both eyes, the patient had only one injection in the right eye 

and there was no decrease in visual acuity in the right eye, on fundus 

images, OCT and OCT-A there was a minimal change in  lession after 

the first injection, but we need further evaluation to evaluate whether 

CNV persists, visual acuity is maintained and the progress of the 

lesion  after the injection therapy regimen is completed. 

IV. CONCLUSION 

The gradual progression of visual loss is characteristic of 

AOFVD. As a result, getting a correct diagnosis and keeping track of 

the disease is crucial. Some components of multimodal imaging 

assessment may lead to an accurate diagnosis of AOFVD and the 

exclusion of alternative diagnoses by the ophthalmologist. 

Furthermore, because AOFVD has an autosomal dominance 

inheritance pattern with varied penetrance, the patient's family 

members should have a complete eye examination to rule out any 

early signs of this uncommon eye condition. There is suggest that 

when AOFVD is complicated by CNV, anti-VEGF therapy can 

control and even reverse the CNV, and that the visual outcome might 

be guarded due to the presence and progression of the lesion. 
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