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Abstract

This study aimed to bring to light a case of non-syndromic Retinitis Pigmentosa in a middle-aged female. A 39-year-old female
complained of blurred vision that started 3 years ago. It initially affected her distant vision, mainly in low-light conditions,
followed by the involvement of near vision as well. On fundus examination, bony spicule-like pigmentation was found
peripherally, waxy pallor of the optic disc was present, severe arteriolar attenuation was found, and macular edema was
present. The patient was prescribed vitamin A 15,000 IU and asked to come for a follow-up for alow visual aid assessment. This
case report highlights the devastating effects of Retinitis Pigmentosa and the need for early diagnosis to slow the progression
of vision loss. The peculiarity of this report lies in the fact that the patient showed symptoms very late, when usually RP
is diagnosed in adolescence which also progressed rapidly within 3 years to involve distant and far vision. The absence of
any family history is also notable as it may indicate an autosomal recessive inheritance with low-penetrance or a sporadic

mutation.
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adRP: Autosomal Dominant RP; xIRP: X-linked RP.

Introduction
Retinitis Pigmentosa (RP) is a group of genetic eye

disorders characterized by the progressive degeneration
of photoreceptor cells in the retina, leading to vision loss
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[1].- The term “Retinitis Pigmentosa” is a misnomer, as the
name might suggest an inflammatory etiology that is not the
primary cause of the disease [2]. Non-syndromic RP has a
worldwide prevalence of 1: 4000 [3], with prevalence as high
as 1:930 in urban, and 1:372 in rural populations of South
India [4], hence it is a cause of major concern, especially in
India. Non-syndromic RP may be inherited as autosomal
dominant RP(adRP) which contributes to 15%-25% of all RP,
autosomal recessive RP (arRP) which contributes to 5%-20%
of all RP, X-linked RP (xIRP) contributing to 5%-15% of all RP

] Ophthalmol


https://medwinpublishers.com/OAJO
https://portal.issn.org/resource/ISSN/2578-465X#
https://medwinpublishers.com/
https://creativecommons.org/licenses/by/4.0/
https://doi.org/10.23880/oajo-16000336

and digenic forms which are very rare [5]. Men are slightly
more affected than women due to the X-linked form being
expressed more in men [1]. RP is usually bilateral however
there have been some reports of unilateral RP [6]. The typical
presentation of RP involves complaints of visual disturbances
beginning at around 20 years [1]. The visual disturbance may
include night blindness, followed by concentric visual field
loss, due to rod dysfunction. Central vision loss occurs later
in life due to cone dysfunction [3]. Physical examination on
fundoscopy often reveals the triad of optic disc pallor, bony
spicule pigmentation, and attenuation of retinal arterioles

[7].

Retinitis Pigmentosa may be diagnosed by genetic
testing, electroretinography, visual field testing, and optical
coherence tomography. There is no single treatment for RP
because over 100 genes cause it [8]. The genes involved in
causing RP include ABCA4, BEST1, PDE6A, PDE6B, and many
more [9].
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Clinical Presentation

History: A 39-year-old female presented to the
ophthalmology outpatient department with chief complaints
of blurred vision that started 3 years ago. Her distant vision
was initially affected, and objects appeared hazy in low-light
conditions. This then progressed to involve her near vision
as well. There was no similar complaint in the family. She has
no known comorbidities. No other systemic complaints were
present.

Examination: Her visual acuity was found to be 6/60 in
both eyes. Her IOP was 17.1 mmHg in the right eye and 14.4
mmHg in the left eye. On fundus examination, bony spicule-
like pigmentation was found peripherally, waxy pallor of the
optic disc was present, severe arteriolar attenuation was
found, and macular edema was present (Figures 1A & 1B).
On slit-lamp examination, a posterior subcapsular cataract
was found.

A

Figure 1A & 1B: 1A: Fundus picture of Right eye showing waxy pale disc, arteriolar attenuation and peripheral bony spicule
like pigmentation. 1B: Peripheral fundus picture of left eye showing the characteristic pigmentation.

B

Based on history and characteristic fundus findings, a
presumptive diagnosis of Retinitis Pigmentosa was made.
Routine blood investigations, including a complete blood
count, were taken to rule out acanthocytes.

Differential Diagnosis:
¢ Cone rod dystrophy
e Traumatic Retinopathy
¢ Drug-induced Retinopathy
e Retinitis Pigmentosa associated syndromes
¢ Inflammatory/Infective Retinopathy

Traumatic and drug-induced retinopathy were ruled out
due to the absence of a history of trauma or intake of retino-
toxic drugs respectively. Syndromic RP was ruled out by
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the absence of systemic features, and Ushers syndrome the
most common syndrome associated with RP was ruled out
by the absence of sensorineural hearing loss. Inflammatory
retinopathy was ruled out by the absence of signs of
inflammation such as photosensitivity and pain.

Management: The patient was prescribed vitamin A 15000
IU and asked to come for a follow-up for a low vision aid
assessment [10]. She was referred to the ENT department
to rule out hearing loss associated with Usher syndrome.
The patient was also told to have her immediate family
and children screened for Retinitis Pigmentosa, as it may
be transmitted in an autosomal dominant or autosomal
recessive pattern.
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Discussion: This case highlights the progressive nature of
Retinitis Pigmentosa (RP) and its significant impact on vision.
RP as a hereditary condition leads to the degeneration of
photoreceptors by apoptosis, mainly affecting the rods
followed by the eventual involvement of cones, which in
turn explains the initial symptom loss of vision dim-light
conditions as shown by the patient’s history. There is also
presence of pigmentary clumps in the retina due to migration
from retinal pigment epithelium, earning the disease its
name. The patient’s clinical presentation, characterized by
blurred vision, bony-spicule pigmentation, optic disc pallor,
and macular edema, is consistent with the classic findings of
RP. No systemic abnormalities were present, suggesting this
is a non-syndromic variant of Retinitis Pigmentosa. There
was also an absence of any family history, suggesting that it
may indicate an autosomal recessive inheritance with low
penetrance or a sporadic mutation. This patient had a late-
onset of symptoms with a rapid progression which made this
case peculiar and different from the classical progression of
RP. This eventually led her to present at an advanced stage
with severe visual impairment affecting her daily life.

There being no definitive treatment for RP made
management difficult however a study showed that vitamin
A therapy of 15,000 IU/day slowed down vision loss over 5
years for patients with RP [10].

Another study however found that there were no clear
benefits of treatment with vitamin A for people with RP [11].
Hence, more research is needed to determine if vitamin A is a
viable option for the management of RP. Taking these findings
into consideration, the patient was prescribed vitamin A
15,000 IU/day and was asked to follow-up. She was also
referred to the ENT department to rule out Usher syndrome,
the most common syndromic variant of RP representing
18% of all RP cases [12] and was recommended to get her
family screened for RP which add a preventive care aspect
that is not always emphasized in RP cases. Early diagnosis
through clinical examination and appropriate diagnostic
testing is crucial as it allows for timely management, this
however was not possible in this case due to the advanced
stage of disease at presentation. Retinitis Pigmentosa being
a complex, multi-gene disorder has no single treatment
available. The most advanced options are the Argus retinal
prosthesis and stem cell therapy, which are highly expensive
and often inaccessible to the average person.
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