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ABSTRACT

We present a case of Stargardtdisease in a thirty
year old male who had been experiencing visual
loss in both of his eyes since 8 years. Upon
examination, a circular lesion at the macula was
discovered. Its appearance was hammered bronze
and suggested Stargardt disease. One of the most
prevalent forms of inherited vision impairment in
children and adults is Stargardt disease. The
capacity to detect Stargardt illness in its initial
stages has significantly improved due to the
disease's considerable phenotypic and genetic
heterogeneity.
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l. INTRODUCTION

A juvenile hereditary macula dystrophy
known as Stargardt disease is characterised by the
deposition of small, distinct yellowish, round, or
pisciform flecks around the posterior pole.[1] The
level of the retinal pigment epithelium (RPE) is
often where these deposits are found. The most
typical kind of inherited macular dystrophy is it.
Although there is little information on disease
occurrence, a rough estimate places the prevalence
rate between 1 in 8000 and 10000.[1-7] The
ABCA4 gene has been identified to be related with
this condition, which often has an autosomal
recessive mode of inheritance.[8-11] Both in terms
of clinical appearance and genetic underpinnings,
there is no gender or racial bias, and there is
heterogeneity.[12-17]

Patients typically complain of bilaterally
diminished visual acuity during their first or second
decade. A better prognosis is related to late
onset.[18] Additionally possible are a positive

central scotoma and impaired colour vision.
Gradually, visual acuity drops to 6/60. A fundus
examination indicates the presence of some
yellowish flecks and an early stage of snail's slime
at the macula. As the condition worsens, a bull's-
eye maculopathy with atrophy of the retinal
pigment epithelium or a beaten bronze look may
develop. The posterior pole is where changes are
most noticeable, although occasionally they can
also damage the peripheral retina, causing disc
pallor, vascular attenuation, and pigmentary
disturbances.

Fundus fluorescein angiography is the
preferred investigation because it shows "silent
choroidien”. This observation of a quiet choroid
that appears dark in FFA is most likely the result of
an accumulation of lipofuschin in the RPE. Against
a hypofluorescent choroid, the retinal arteries are
more visible. In the later stages, ERG and EOG
deteriorate and visual fields likewise shrink.

1. CASE REPORT

A 30-year-old young male presented with
complaints of diminution of vision in both eyes
since 8 years. Additionally, he also reported a
steady and gradual loss of his capacity to identify
minute features in objects and distinguish between
faces and colours. None of his siblings or first-
degree relatives had a history like this. He did not
have a chronic condition, and he did not require
ongoing medical care. He did not engage in any
addiction of any kind.

His overall and systemic examination
results were normal. His visual acuity was found to
be 3/60 in his right eye and 2/60 in his left eye
during an ocular checkup. His colour vision was
impaired in both of his eyes.

RIGHT EYE LEFT EYE
Visual acuity 3/60 2/60
IOP (by NCT) 16 mmhg 14 mmhg
EOM full in all directions full in all directions
Palpebral conjunctiva quite quite
Cornea transparent transparent
Iris normal Normal
Pupil RRR RRR
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Lens clear

clear

On distant direct ophthalmoscopy, the
media and red fundal glow were both normal. Both
eyes' optic discs were pallid on direct
ophthalmoscopy, and neither eye's foveal reflex
was present. The right eye has more pallor than the
left. The ocular discs in both eyes were of typical
size and form, with clearly defined edges. In both
eyes, vessels with a normal arteriovenous ratio of
2:3 emerged from the disc's centre in a

dichotomously branching pattern. At the macula, an
ill-defined circular lesion with a beaten golden
appearance was visible. It was more noticeable in
red free fundus images. There were numerous little
pale specks. All four quadrants of both eyes
revealed several tiny yellowish specks.The patient's
weak fixation made it impossible to do a visual
field test. There were no electrophysiological
experiments conducted.

As part of his visual rehabilitation, the patient was
provided low vision devices and given a thorough
explanation of his condition's prognosis.

1. DISCUSSION

Stargardt disease is a hereditary disorder
brought on by mutations in the big ABCA4 gene.
The transmembrane transporter protein, which is
expressed by rod outer segments, is not produced
by the ABCA4 (ABCR) gene as a result of these
mutations. Since this protein is essential for vision,
a lack of it eventually causes lipofuscin to
accumulate in the retina.[21,22] Autosomal
recessive cone rod dystrophy can also be brought
on by mutations in ABCA4.[23]

The susceptibility to age-related macular
degeneration is also increased by some ABCR-
variant alleles, however further research is
necessary in this area.[24]

The three-step pathogenesis hypothesised
by Glazer and Dryja for Stargardt's illness is as
follows: (1) a faulty Rim protein produced by the
ABCAA4 gene leads to a buildup of protonated N-
retinyledine-PE in the outer segments of rods (2)
Retinal pigment epithelium cells accumulate A2E,
a result of N-retinyledine-PE and cause toxicity (3)

photoreceptors eventually atrophy due to loss of
retinal pigment epithelial support function[25]

Parents of persons with Stargardtdisease
often have one defective ABCA4 gene each. A
faulty gene from either parent will impact the
offspring. This type of inheritance is autosomal
recessive. However, there is extremely little chance
that a person with Stargardt illness will have a kid
who is afflicted.

Another disorder is known as Stargardt-
like disease. It results from ELOVL4 gene
mutations. In this instance, the disorder can be
brought on by even one faulty gene. Autosomal
dominant inheritance is the term used for this. A
family may have been affected by a condition
similar to Stargardt for several generations. Genetic
counselling and testing can differentiate
betweenthese conditions.

There are presently no approved
treatments to stop or delay the Stargardt disease-
related visual loss. Since there is currently no other
available form of treatment, low vision aids are
prescribed.[26] Even if eyesight remains consistent,
it is still crucial to get frequent eye examinations to
detect significant but curable issues like macular
edema.
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Numerous studies have been conducted to
develop potential therapies for Stargardt illness.
Clinical trials for two different forms of treatment
have already been completed.

Treatments known as "gene therapy" try to
replace defective genes in retinal cells with healthy
ones. This may prevent additional visual loss by
slowing or stopping the accumulation of lipofuscin.

Another set of studies is investigating the
transplantation of fresh RPE cells made from stem
cells to assist the retina in removing the
accumulation of lipofuscin. This could stop or
delay additional eyesight loss. The first trials for
this medicine have started.

V. CONCLUSION

One of the most prevalent forms of
inherited vision impairment in children and adults
is Stargardt disease which is highly heterogeneous
both phenotypically & genetically, and significant
progress has been made in the diagnosis of the
disease at its earlier stages, identifying clinical
characteristics that allow for more accurate
prognosis information, carrying out accurate rapid
molecular genetic testing, and comprehending the
underlying disease mechanisms. Until now, there is
no specific therapy for Stargardt disease.
Supportive therapy such as correction with low
vision aids or the provision of sun protective
glasses can help in the daily lives of patients
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