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Abstract

Background: Retinitis pigmentosa is the most common chronic and inherited condition of retinal 

dystrophy. The progressive involvement of retinal photoreceptors and other layers characterize 

this condition. This situation results in optic disc pallor and retinal pigment deposition vascular 

attenuation.

Case report: We present the case of a 15-year-old male with a history of 6 months evolution 

characterized by night blindness and bilateral impairment of superior temporal vision.

Conclusions: This type of dystrophy is a genetic and progressive eye condition that begins during 

adolescence and produces visual impairment.

© 2015 Hospital Infantil de México Federico Gómez. Published by Masson Doyma México S.A. 

This is an open access article under the CC BY-NC-ND license (http://creativecommons.org/li-

censes/by-nc-nd/4.0/).

Retinosis pigmentaria en un adolescente

Resumen

Introducción: La retinosis pigmentaria es la forma hereditaria y crónica más común de distroia 
retiniana. Esta condición se caracteriza inicialmente por la afectación progresiva de los fotorre-

ceptores y, posteriormente, de otras capas de la retina. En la exploración ocular esta situación 
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Enfermedad 

hereditaria

se traduce como palidez del disco óptico, disminución vascular y depósitos de pigmento en 

laretina.

Caso clínico: Se presenta el caso de un paciente masculino de 15 años de edad con una historia 

de 6 meses de evolución caracterizada por ceguera nocturna y disminución de la visión lateral 

temporal superior en ambos ojos.

Conclusiones: Este tipo de padecimiento ocular distróico, genético y progresivo comienza du-

rante la adolescencia y condiciona una discapacidad visual.

© 2015 Hospital Infantil de México Federico Gómez. Publicado por Masson Doyma México S.A. 

Este es un artículo Open Access bajo la licencia CC BY-NC-ND (http://creativecommons.org/

licenses/by-nc-nd/4.0/).

1. Introduction

Retinitis pigmentosa (RP) is a heterogeneous group of he-
reditary retinal dystrophies characterized by abnormalities 
in the rods and, rarely, of the cones, as well as visible pig-
ment deposits in the fundus.1 It mainly affects males from 
30-50 years of age. The prevalence in the U.S. is 1/4000 
persons.2 Diagnosis may be suspected due to the presence of 
decreased night vision, altered visual fields, and progressive 
loss of peripheral vision.3 It may be confused with glaucoma, 
papillary atrophy or other eye diseases.

Clinical presentation and severity vary based on inherit-
ance pattern. X-linked RP generally is manifested between 0 
and 6 years of age, whereas autosomal dominant RP pre-
sents a later onset. Examination of the fundus is character-
ized by the presence of arteriolar narrowing, intra-arterial 
pigmentation and loss of peripheral retinal epithelial pig-
mentation. With degeneration progression, there is loss of 
the intraretinal pigment, accumulation of melanin and ap-
pearance of bone spicules. As the disease advances, the at-
tenuation and pallor of the optic nerve worsens and central 
visual acuity also may be affected in late stages due to the 
appearance of macular edema.4

Because of the restrictions caused by RP and the visual 
disability that it may cause the patient, timely identification 
is of vital importance so that the patient and family are 
aware of the genetic and progressive nature of the disorder. 
There is currently no treatment that will halt the ocular de-
generative changes and subsequent decrease of visual acui-
ty. During adolescence this condition may be associated 
with endocrine, neurological or hearing disorders, among 
others, which may constitute syndromes.5 The objective of 
this article was to present a case of an adolescent patient 
with RP with the purpose of raising awareness about this 
disease that will result in visual disability.

2. Clinical case

We present the case of a 15-year-old male without clinically 
significant personal or family medical antecedents. He was 
seen due to loss of bilateral visual acuity at night, which 
initiated 6 months prior, and bilateral decrease of superior 
temporal lateral vision 3 months prior. The patient is the 
product of a second gestation with a birth weight of 2950 g. 
On physical examination his height was 170.8 cm, weight 62 
kg (BMI 21.2, between the 50th and 75th percentiles). On eye 

examination he had a visual acuity of 20/60 in the right eye 
(OD) and 20/40 in the left eye (OS). The ETDRS (Early Treat-

ment Diabetic Retinopathy Study) method was applied and 
it did not correct with stenopeic glasses. Similarly, no re-
fractive defect was detected. For refraction we used tropi-
camide 1% as a cycloplegic agent. Fundoscopic examination 
of both eyes revealed attenuation and thinning of the retinal 
vessels, waxy pallor of the optic disc and atrophy with hy-
perpigmentation in peripheral areas of the retina (Fig. 1). 
Goldmann perimetry showed a loss of –30.06 dB in OD and 
-27.38 dB in OS (Fig. 2), with negative hemifield test for 
glaucoma. To avoid variability of the thresholds, the test 
was performed by an optometrist who prevented patient 
fatigue and fixation errors. A fluorangiography of the fundus 
was carried out and revealed irregular areas of hypofluores-
cence in the peripheral retina with areas of hyperfluores-
cence in the macular region in both eyes (Fig. 3). In the 
electrophysiological analysis of both eyes a decrease in the 
electrical responses of the cones and rods ten times less 
than the standard deviation of the average for the patient’s 
age was determined. With diagnostic evidence for RP, opti-
cal coherence tomography (OCT) was done, which reported 
macular atrophy with loss of photoreceptors in both eyes 
(Fig. 4). The case analysis was completed when systemic 
disorders associated with RP were ruled out.

3. Discussion

RP in children commonly manifests as difficulty adapting to 
night vision. Patients are unable to distinguish shapes and 
objects along with decrease in peripheral vision, photopsia 
and change in the perception of blue and yellow. However, 
there is also a common variety of syndromic forms. The 
most common are Usher syndrome in which deafness is as-
sociated with RP and Bardett-Biedl syndrome accompanied 
by obesity, polydactyly, hypogonadism and cognitive defi-
cit.6 Differential diagnosis should be established with macu-
lopathy in “bull’s eye”, which is characterized by blurred 
vision and without sharpness caused by irregular macular 
pigmentation, affecting 1% of the pigment epithelium and 
extending to both sides of the optic nerve. It is bilateral and 
symmetrical with an incidence of 1/10,000 persons with 
greater frequency in adolescents. Other conditions that 
cause pallor of the papilla are Leber optical neuropathy, 
Kjer optical atrophy, Wolfram syndrome and Behr syndrome. 
Chorioderemia was also ruled out. This condition is charac-
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Figure 1 Fundoscopic analysis of the right (A) and left (B) eyes where abnormalities characteristics of retinitis pigmentosa are 

observed.

Figure 2 Goldmann campimetry for right (A) and left (B) eyes. Loss of -30.06 dB in OD and –27.38 dB in OS was determined.

Figure 3 Fluorangiography of both eyes (A, right eye and B, left eye) showing alterations of this condition.

terized by loss of the retinal epithelial pigment as well as 
the choriocapillary layer, although the internal retina and 
the optic nerve remain normal, generally indicating myopia. 
Currently, 45 loci/genes have been identified that cause the 
nonsyndromic forms of RP, i.e., autosomal dominant, auto-

somal recessive, X-linked and digenic.7 Mutations in the RP1, 
RP2 and RP3 genes associated with unilateral RP in families 
have been proven.8,9

In this case, clinical diagnosis was established due to the 
presence of decreased night vision, peripheral vision de-
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fects, lesion of the fundus, abnormally low tracings on elec-
troretinography and progression of all symptoms. OCT was 
used for obtaining morphological information of the retina, 
supporting the diagnosis.10 Genetic mapping study is recom-
mended to determine if there is an association with autoso-
mal dominant, recessive or X-linked inheritance in order to 
provide better genetic counseling. The present case could 
be classified as sporadic because the patient is the first 
member of the family with this disorder and no linkage to 
inheritance was determined.

There is currently no treatment to halt the progression of 
the disease or to reverse the pathogenic process. The thera-
peutic approach is limited to delaying progression by protec-
tion from sunlight and multivitamin supplementation as well 
as the use of optical and electronic devices such as night vi-
sion goggles and treatment of any complications that arise.11
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Figure 4 Optical coherence tomography (OCT) (A) right eye and (B) left eye with decrease of the photoreceptors and macular 

atrophy of both eyes (angle of exploration 0°, spacing 0.25 mm, length 6 mm).


