Case Report

Detection of asymptomatic retinitis pigmentosa
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ABSTRACT

Retinitis pigmentosa (RP) is a heterogeneous group of progressive hereditary disorders that affect photoreceptors and retinal pigment
epithelial function. It is one of the most common hereditary fundus dystrophies. We report the case of a 30-year-old female with RP, who
presented to our outpatient department with a complaint of defective vision of both eyes for the past 2 years. Further detailed history
revealed the presence of nyctalopia since childhood with a positive family history of nyctalopia in younger brother in a family of two
sons and one daughter. It was followed by a complete ophthalmological workup in which the anterior segment examination was found
to be normal and fundus examination revealed waxy pallor, arteriolar attenuation, and bony spicules in both eyes. Visual fields showed
tubular fields in both eyes. Hence, a diagnosis of typical RP of both eyes was made which initially looked like a case of simple refractive

error only. The patient was advised of family screening and 6 monthly follow-ups.
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etinitis pigmentosa (RP) is a heterogeneous group
Rof progressive hereditary disorders that affect

photoreceptors and retinal pigment epithelial function,
which are associated with progressive cell loss and eventually
atrophy of several retinal layers. It is one of the most common
hereditary fundus dystrophies. The worldwide prevalence of RP
is about one in 4000 while the prevalence of RP has been found
to be 1:600-750 in South and Central India [1]. The disease
can be inherited as an autosomal-dominant (about 30—40% of
cases), autosomal-recessive (50-60%), or X-linked (5—15%)
trait [2-4].

Usually, RP is confined to the eye, however, some 20-30%
of patients are associated with non-ocular diseases like Usher’s
syndrome, which is associated with hearing impairment and
is the most frequent form of syndromic RP [5]. The patients
of RP typically lose night vision in adolescence, side vision in
young adulthood, and central vision in later life because of the
progressive loss of rod and cone photoreceptor cells. Thus, there
is a need for early detection of the disease to improve the quality
of life of patients and prevent complications of visual handicap or
blindness among patients with a family history of RP. Similarly,
genetic counseling is advised for future pregnancies to decrease
the chances of developing RP.
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CASE REPORT

A 30-year-old female presented to our outpatient department with
a chief complaint of defective vision of both eyes for the past
2 years. The defective vision was painless with a gradual onset
and progressive in nature. There was the presence of nyctalopia
since childhood with no history of usage of spectacles. There was
no history of diabetes, hypertension, or history of consanguinity.
There was a positive family history of nyctalopia in the younger
brother in a family of two sons and one daughter. The patient
has one son, with no complaint of nyctalopia and no evidence
of RP. Similarly, the patient’s grandparents had no complaint
of nyctalopia. This pattern on the pedigree chart gave us an
autosomal recessive pattern (Fig. 1).

General examination was normal and vitals were within normal
limits. Eyes were orthophoric with no face turn or head tilt. The
best-corrected visual acuity was 6/9p with -1.75Dcyl x 10° in the
right eye and 6/6 with -1.25Dcyl % 160° in the left eye. Anterior
segment examination was normal. Slit-lamp biomicroscopy with
90 D showed waxy pallor, obliterated cup, arteriolar attenuation,
and bony spicules in the periphery in both eyes (Fig. 2). Intraocular
pressure was normal in both eyes. Visual fields on perimetry were
done and the findings were suggestive of tubular vision in both eyes
due to damage to rod photoreceptors in the mid-periphery (Fig. 3).
Based on the clinical findings, a diagnosis of typical RP was made
though initially was thought to have only refractive error only.
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The patient refractive error was corrected and a strict 6 monthly
follow-up was advised. Screening of the patient’s sibling and son
was done. Only her younger brother was diagnosed with RP.

DISCUSSION

RP patients typically lose night vision in adolescence, side vision
in young adulthood, and central vision in later life because
of progressive loss of rod and cone photoreceptor cells. In our

Figure 1: Pedigree chart shows autosomal recessive pattern

Figure 2: Fundus showed waxy pallor, obliterated cup, arteriolar
attenuation, and bony spicules in periphery in both eyes

electrically illuminated night-time environment, people can
be unaware of a severe loss of rod function because night-time
activities are typically done with sufficient light to allow vision
with cones. By the time, an individual recognizes the symptom of
night blindness, a reduction in cone sensitivity can have happened
on top of a loss of rod function. Therefore, a clinician must be
cautious when relying on symptoms to identify patients with early
RP.

The average age for the diagnosis of RP was reported as
35.1 years by Tsujikawa et al. [6]. Dhanashree et al. reported a
similar case of a 32-year-old woman with a chief complaint of
difficulty in night vision in her right eye. On examination, the
fundus findings were similar to our case and thus, a diagnosis of
typical RP was made in the right eye [7].

The classical triad of retinal pigmentary changes comprises
the bony spicule, arteriolar attenuation, and waxy disc pallor help
in the diagnosis of typical RP [8]. Among the histopathological
changes, the earliest histological sign is the shortening of rod
outer segments. After photoreceptor cell death, the retinal pigment
epithelium becomes detached from the Bruch’s membrane and
migrates into the neurosensory retina. Accumulation of the retinal
pigment epithelial cells in a cuff around retinal vessels leads to
bone-spicule pigmentation. In the inner retinal pathology, the
waxy disk pallor is due to a thick pre-retinal membrane centered
on the disc. Finally, vascular changes of the arteriolar attenuation
occur due to increased intravascular oxygen tension [6,9].

At the genetic level, mutations occur due to rhodopsin,
peripherin, or abnormal pre-mRNA splicing. Rhodopsin is the
protein responsible for initiating the cascade of phototransduction
and peripherin protein is involved in the structural integrity of the
photoreceptor [10-12].

It is critical to rule out the inflammatory, traumatic, toxic,
and cancer-associated retinopathy that can present with retinal
pigmentary changes. A number of conditions such as syphilis,
rubella, or toxic retinopathies, particularly those caused by
due to the intake of drugs such as antimalarial — chloroquine,
hydroxychloroquine, antipsychotic ~— thioridazine, and
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Figure 3: Visual fields on Lister perimetry were suggestive of tubular vision in both eyes
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chlorpromazine, can have a clinical picture that mimics RP which
makes it difficult to distinguish from the advanced RP [13].
Furthermore, the time course for vision loss occurs over weeks
or months for cancer-associated retinopathy as compared to
years with RP [14]. Our patient reported no history consistent
with malaria and psychosis or the use of known retinotoxic
medications.

CONCLUSION

Early detection of RP disease is very important which can improve
the quality of life of such patients. Furthermore, awareness
regarding genetic screening should be raised to decrease the
chance of developing RP in future pregnancies.
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