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Retinal dystrophy is outlined as a heterogeneous group of hereditary disorders in 

which the loss of photoreceptor function results in progressive visual impairment [1]. 

The most common example is retinitis pigmentosa [1]. One of the retinal dystrophies 

that may be confused with retinitis pigmentosa is choroideremia [1]. Retinitis 

pigmentosa has largely attained the notice but little has been heard about 

choroideremia [1].  

 

Choroideremia, an X-linked recessive inherited chorioretinal dystrophy/degeneration, 

is manifested as a progressive degenerative disorder of the photoreceptor layer, retinal 

pigment epithelium (RPE), and choroid [1-4].  

 

Symptoms of patients with choroideremia often consist of gradual decrease in central 

visual acuity, nyctalopia, and constriction of the peripheral visual field (tunnel vision) 

[1]. Nyctalopia is usually the first symptom often with onset during childhood [1].  

  

Given that choroideremia has an X-linked recessive pattern, male patients 

predominantly show the typical features of early nyctalopia for the period of the first 

decade of childhood that proceed into severe peripheral vision loss followed by legal 

blindness in late adulthood approximately the fifth to sixth decades [2-4]. On the other 

hand, female carriers remain asymptomatic or may experience nyctalopia and show 

evidence of pigmentary changes and chorioretinal degeneration in the fundus with 

subnormal visual sensitivity [2-4]. 

Since choroideremia and retinitis pigmentosa share diverse common clinical 

manifestations (e.g., the same family pedigree, nyctalopia, constriction of the visual 

field, gradually reduced visual acuity, and retinal degeneration), it makes difficulties 

in their diagnosis [1]. In this respect, about 6% of patients primarily diagnosed with 

retinitis pigmentosa were actually demonstrated to have choroideremia [5]. 

The author proposes for clinicians to reflect on the main classic triad of findings in 

retinitis pigmentosa that includes a bone spicule pigment migration pattern in the 

peripheral retina, optic disc pallor, and retinal vessel narrowing as well as another 

probable sign of epiretinal membrane formation [1,2,5]. As a clinical point, it is worth 

realizing that the scale of pigment migration into the retina that represents retinitis 

pigmentosa is not observed in patients with choroideremia [1]. In this respect, bilateral 

mid-peripheral intraretinal perivascular ‘bone spicule’ pigmentary changes and RPE 

atrophy related with arteriolar narrowing are noticed in retinitis pigmentosa [1].  

 

Additionally, retinitis pigmentosa may occur as a sporadic (simplex) disorder or be 

inherited in an autosomal dominant (AD), autosomal recessive (AR) or X-linked 

recessive (XLR) mode [1]. On the other hand, the mode of inheritance is only X-linked 

recessive in patients with choroideremia [1]. The CHM gene is the only gene identified 

in patients with choroideremia so that it can be confirmed by genetic investigation in 

order to counsel the family [1].  
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