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ABSTRACT

Retinitispigmentosa (RP) is a hereditary dystrophy of the retina in which progressive destruction of the
neurosensory retina occurs. Although unilateral RP was first described more than a century ago, it is
not yet a well-defined entity. This is attributed to the difficulty of ruling out secondary causes,primarily
infectious ones. In the presentcase, the patient presented a clinical picture similar to unilateral RPbut
with laboratory tests and clinical history that corroborated the hypothesis of pseudo-retinitis pigmentosa
secondary to syphilis. Although there is no specific treatment for thiscase, its discussion becomes
important because of the current exponential growth of syphilis.

RESUMO

A retinose pigmentar é uma distrofia hereditaria da retina em que ocorre a destruicdo progressiva da
retina neurossensorial. Os casos unilaterais, retinose pigmentar unilateral, apesar de ter sido descrito
pela primeira vez ha mais de um século ainda ndo é uma entidade bem definida. Isso ocorre pela
dificuldade de descartar causas secundarias principalmente as infecciosas. No caso em questédo, o
paciente apresentou quadro semelhante a retinose pigmentar unilateral porém com exames laboratoriais
e histéria clinica que corroboraram com a hipoétese de Pseudoretinose Pigmentar secundaria a Sifilis.
Apesar de nao se ter um tratamento especifico para o caso a discussao se torna importante devido ao
crescimento exponencial da Sifilis atualmente.

INTRODUCTION

As rod degeneration progresses, the clinical

Retinitis pigmentosa (RP) is an umbrella term used
to characterize certain diseases in which progressive
destruction of retinal photoreceptors occurs, particu-
larly rods, responsible for light-dark adaptation.This
is the earliest symptom of the disease and is called
nyctalopia. RPis the most common hereditary dystro-
phy (1:5000) and is usually diagnosedwhile patients
are still at a young age. Most cases are bilateral>® and
associated with a mutation in the RPE65 gene.
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image worsens, with consequent loss of peripheral
vision and visual field constriction, progressively
evolving to macular impairment, which may cause
visual impairment, macular edema, posterior sub-
capsular cataracts, glaucoma, and even blindness?.
Anatomically,its classic signs are a triad of retinal
pigmentation shaped such as bone spicules, “waxy”
pallor, and arteriolar attenuation®3.
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Diagnosis is based on the clinical history and the
changes reported in fundus biomicroscopy. Comple-
mentary examinations, such as visual field measu-
rement, show peripheral scotomas evolving to a tu-
bular pattern. Electroretinography shows a reduction
in photoreceptor function,particularly in rods. Fluo-
rescein angiography is important for monitoring the
condition, revealing the degree of destruction of the
pigment epithelium.

Although unilateral retinitis pigmentosa (URP)
was described more than a century ago, it is not yet
a well-defined entity®. Certain cases have been re-
ported, but it is difficult to exclude secondary di-
seases that present the same unilateral picture*. In
1952, Frangois and Verriest established criteria for
the correct diagnosis, according to which anassocia-
tion with infectious diseases or trauma should be
excluded, and the presence of retinitis in the affec-
ted eye and the absence of signs in the contralateral
eye must be attested®.

The aim of the presentstudy is to report a case
of infectious unilateral pseudo-retinitis pigmentosa
(PRP)without an adequate diagnosis.

CASE REPORT

A male patient, 72-year-old, smoker, rural worker,
attended a consultation at the Outpost for Advanced
Ophthalmology of the University of Ribeirdo Preto
(CAO-UNAERP), Brazil,complaining of progressive
loss of near vision in both eyes (OU) for ~2 years,
more pronounced in the left eye (OS). He reported an
electric welding accident injuring the OS>20 years
before, with no visual deficit at the time. He denied
known comorbidities or family history of eye diseases
and blindness.

A complete ophthalmological examination was
performed with corrected visual acuity of 20/30 in
the right eye (OD) and 20/25 in the OS, a nuclear
cataract 2+/4+, and tonometry of 13mmHg in OU.
At fundoscopy, the OD showed no changes (Figure 1);
however, in the OSan optic disc with sharp margins
could be observed,as well as a markedly pale papilla,
vascular attenuation, and the presence of pigmentary
lesions with the appearance of bony spicules diffu-
sedthroughout the posterior pole and periphery, but
sparing the macular region (Figure 2).These results
suggested a probable diagnosis of URP.

Given these fundoscopicresults, the patient was
questioned again about his clinical history and re-
ported risky sexual behavior as a young adult and

even after marriage.His wife reported that the patient
had been treated with intramuscular penicillin a few
years earlier.

Fluorescein angiography (FA), optical coherence
tomography (OCT) (Figure3), and a visual field test
(Figure 4) were requested. The visual field test was
normal in the OD,but a tubular field with a central
vision island was evidenced in the OS.FA showed
diffuse hypofluorescentareas of blockade mottled by
window-effect hyperfluorescence in the four qua-
drants and in the macular region (Figure 3). OCT did
not show any macular edema in the OS (Figure 4).

VDRL was non-reagent (1:1); other serology tests
(FTA-ABS, toxoplasmosis, and cytomegalovirus)
were all IgM-negative and IgG-positive.

DISCUSSION

Infectious diseases, such as syphilis, toxoplasmo-
sis, rubella, and cytomegalovirus infection, can cause
an inflammatory reaction leading to a mobilization of
the retinal pigment epithelium (RPE)"¢ and the for-
mation of bone spicule-shaped pigmented areas that
are characteristic of RP. Other possible causes, such
as eye trauma associated with retinal detachment’
ortoxic retinitis secondary to the use of medications
(such as antipsychotics) are significant and must be
considered in the differential diagnosis®.

Figure 1. Retinography of the right eye showing absence of
pathological changes in the periphery of the retina.
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In the presentstudy, despite the recent (two years)
complaint of worsening visual acuity and the marked
presence of fundoscopic changes only in the OS,the
patient’s history of risky sexual behavior and his good
visual acuity suggested the hypothesis of PRP secon-
dary to an infectious disease (syphilis). According to
the literature, secondary conditions such as syphilitic
PRP generally present more favorable visual progno-
sis than cases of hereditary RP, despite the risk of
optic neuritis, which can lead to total loss of visionif
not treated in time.

Until recently, there was no specific treatment
for these disorders of the retinal epithelium. Certain

Figure 2. Retinography of the left eye showing pigmentary
lumps looking like bone spiculesin the periphery of the
retina, suggesting unilateral retinitis pigmentosa.

Unilateral syphiliticpseudo-retinitis pigmentosa - importance of clinical investigation: case report

studies reported onthe use of oral vitamin A for RP
but its effect was not proven beyond side effects’. The
use of valproic acid was proposed in an attempt to
slow the progression of the visual field, but no benefit
was reported when compared to placebo®. Recently,
voretigene neparvovec-rzyl (Luxturna®) was approved
in the United States for treating RP. The candidates
for this new treatment would be those patients who
have aproven biallelic mutation in the RPE65 gene
and who still have sufficient viable retinal cells in the
OCT!. Applied via subretinal injection, this medica-
tion uses a modified virus to introduce a normal copy
of the gene into the retinal cells, causing the defective
cells to produce the protein that converts light into a
sensory signal conducted by the optic nerve!®!!

Figure 3. Fluorescein angiography of the left eye, showing
diffuse hypofluorescentareas of blockade (hyperplasia of the
retinal pigment epithelium) and areas of window-effect hyper-
fluorescence (rarefaction of the retinal pigment epithelium).
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Figure 4. Visual field test of the left eye, showing generalized
constriction of isopters (tubular field) with preservation of a central
field.

For secondary PRP, the cause must be treated,
which for syphilis would mean the use of benzathi-
ne or crystalline penicillin at the recommended do-
ses and routes of administration. However, for the
patient in question, no specific treatment was ins-
tituted, following the guidance of an infectiologist
because the patient had already been previously trea-
ted with intramuscular penicillin. So, a biannual
follow-up was selected.

There are numerous possible causesof cell injury
that canlead to mobilization of the pigment epithe-
lium, photoreceptor injury, and pigment deposition
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similar to the case described. The existence of isola-
ted URPasa clinical entity is controversial, prima-
rily because of the difficulty of ruling outsecondary
causes, including syphilis, whose incidence in both
young and elderly people has been increasing grea-
tly in Brazil. However, a thoroughly collected clinical
history can guide the reasoning and diagnosis.
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