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Abstract 

Retinitis Pigmentosa (RP) is a common retinal dystrophy which causes progressive vision loss. 

Waxy disc pallor, arteriolar attenuation with mid-peripheral bony spicules form characteristic 

triad of the disease. Beginning as nyctalopia, the disease progresses to cause significant vision 

loss and visual field defect. Pathological myopia, staphyloma and cataract may be associated 

with the disorder as spectrum of MRCS syndrome which has a varied phenotypic presentation. 

We would like to report one such case. 
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Introduction 

Retinitis Pigmentosa (RP) is one of the commonest retinal dystrophies characterized by triad 

of waxy disc pallor, arteriolar attenuation and bony spicules. However, clinical picture may 

vary due to its phenotypic variability. It may be syndromic or non-syndromic. Syndromic 

associations include Usher syndrome and Bardet Biedl syndrome being common whereas rare 

ones include Cohen, Jeune and Cockayne syndrome. Diagnosis is based on history of night 

blindness and, typical fundus findings give a clue to its diagnosis which is verified by 
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electrophysiological tests. Currently no definitive treatment option is available, management 

thus is mainly supportive and includes photo-protection, vitaminotherapy and treatment of 

complications like cataract and macular edema [1,2]. Myopia is a well-known association of 

RP [3]. Posterior staphyloma is a diagnostic feature of pathological myopia occurring as a 

consequence of localized thinning and stretching of the ocular coats due to axial elongation. 

Here, we report a female with co-existing RP and posterior staphyloma [4]. 

 

Case 
 

A 64 year old female presented with complaints of diminished vision since childhood. The 

patient underwent uneventful cataract surgery of both eyes 6 years back. On examination best 

corrected visual acuity in the Right Eye (RE) was 20/200 and in the Left Eye (LE) was 20/60. 

Intraocular Pressures (IOP) were within normal limits. Patient was pseudophakic bilaterally 

(lens in the bag and well centred) with rest of the anterior segment examination within normal 

limits. Fundus showed waxy disc pallor, arteriolar attenuation, bony spicules in mid periphery 

and posterior staphyloma bilaterally (Fig. 1). Staphyloma were confirmed on Swept Source 

Optical Coherence Tomography (SS-OCT) (Fig. 2). SS-OCT additionally revealed a focal area 

of Vitreo-Macular Traction (VMT) in LE (Fig. 2). Axial lengths on A-scan ultrasonography 

were 25.3 mm and 25.5 mm of the right and left eyes respectively. Electroretinograms showed 

reduced amplitudes bilaterally. A diagnosis of bilateral pathological myopia with RP was 

made. Patient was advised RE vitreoretinal surgery with VMT release after explained visual 

prognosis. However, patient refused for surgery and thus was prescribed low vision aids and 

has been kept on close follow up. 

 

 
Figure 1: Right eye. Fundus photograph (a) shows bony spicules and margins of staphyloma 

(white stars). SSOCT (b) shows staphyloma’s margin marked by red arrows. 
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Figure 2: Left eye. Fundus photograph (a) shows disc pallor with bony spicules and margins 

of staphyloma (white stars). SSOCT (b) shows staphyloma’s margin marked by red arrows 

and VMT shown by blue arrow. 

 

Discussion 
 

Pathological myopia is defined as refractive error greater than -6 diopters or axial length greater 

than 26.5 mm. It is accompanied by degenerative changes in retina like posterior staphyloma, 

Foster-Fuch’s spots, Lacquer cracks, peripapillary atrophy, chorioretinal atrophy etc. Posterior 

staphyloma is pathognomic of pathological myopia [4,5]. MRCS syndrome is combination of 

Myopia with RP (microcornea, retinal dystrophy, cataract and staphyloma) [6,7]. It is an 

autosomal recessive disorder. Vision loss presents in 20s-30s due to retinal dystrophy, cataract 

and posterior staphyloma. Retinal findings include retinal pigment deposition and retinal 

pigment epithelium atrophy. It is hypothesized to be caused by a mutation of NNO1 gene on 

chromosome 11 [7]. Our patient showed similar findings like cataract, posterior staphyloma 

and RP, supported by reduced ERG responses. MRCS syndrome doesn’t have extinguished 

ERG responses as seen in our case. Also, microcornea was not present in our patient. 

 

Staphyloma in our patient was of narrow macular type bilaterally. Choroidal thickness in our 

patient decreased from periphery upto the margin of staphyloma then again increased towards 

the centre of staphyloma. Co-existence of a typical RP with posterior staphyloma have been 

described in literature, albeit rarely. Ilhan, et al., described a case report with co-existing RP, 

moderate myopia and staphyloma, however, they did not document any OCT features. They 

used B-scan ultrasonography for diagnosis of staphylomas. Authors proposed it to be a subset 

of MRCS syndrome [8]. The patient had a refractive error of -6 dioptres in the right eye and -

7 dioptres in the left eye. Cataract and microcornea were absent in their patient. 

 

Similarly, Parmeggiani, et al., studied posterior staphylomas in 6 patients of RP, only 2 of 

which were high myopes and all had a narrow macular type of staphyloma [9]. Likewise, Xu, 

et al., studied 13 eyes of 11 patients having RP with axial length less than 26.5 mm. All of them 
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had narrow macular staphylomas, similar to our patient. Their OCT features and choroidal 

profile were also similar [10]. Matri, et al., studied 77 eyes of 39 retinitis pigmentosa patients 

and found posterior staphyloma in 17 eyes of 9 patients (all being non high myopes) [11]. 15 

eyes had a narrow macular staphyloma and 2 eyes had a wide macular staphyloma. The reason 

for the development of posterior staphyloma and its chronology with respect to choroidal 

thinning in high myopes or RP patients remains elusive till now. Our case highlights the 

importance of recognizing incomplete expression of MRCS. 

 

Conclusion 
 

Co-existence of RP, cataract, myopia and posterior staphyloma may either be incomplete 

expression of MRCS syndrome, or it may fall within the spectrum of RP and myopia. 
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