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Protocol 

Introduction 

Retinitis pigmentosa  (RP) is a heterogeneous group of hereditary 

disorders that lead to progressive loss of retinal functions and is the most 

common disorder that cause blindness affecting 1/5000 people 

worldwide. It is an inherited retinal dystrophy caused by the loss of 

photoreceptors and characterized by retinal pigment deposits visible on 

fundus examination1. 

The most common form of RP is Rod-Cone dystrophy in which the 

first symptom is night blindness followed by progressive loss in the 

peripheral visual field in day light and eventually leads to blindness after 

several decades. In some cases the clinical presentation is Cone-Rod 

dystrophy in which the decrease in visual acuity is the first presentation 2. 

Retinitis pigmentosa is inherited as: 

1) Autosomal dominant: is usually the mildest form with some cases 

start after the age of 50. 

2) Autosomal recessive: starts typically during the first decade. 

3) X-linked: starts early and are frequently associated with myopia. 

Mutations in more than 30 genes have been identified as cause of 

RP but the genes responsible for nearly one –half of RP cases have 

not yet been identified. As a class, mutations in the rhodopsin are 

the most common 3. 

It is possible that the photoreceptors are genetically defective 

where the photoreceptors produce large amounts of reactive oxygen 

species (ROS) in which ROS could not be mopped out of the retina due to 
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reduced supply of ATP from the mitochondria, it is likely that genetic 

defect in RP is in the mitochondria which cannot supply enough ATP to 

reconstitute the photopigments and to pump ROS 4. 

Detailed ophthalmological examination reveals the mottling of 

retinal pigment epithelium with black bone like spicule pigmentation 

which is pathognomonic of RP. 

Other ocular features include waxy pallor of optic nerve head, 

thinning of the retinal blood vessels, cellophane maculopathy, cystic 

macular edema and posterior subcapsual cataract 5. 

 The diagnosis of RP relies on: 

1) Examination of the fundus. 

2) Visual field: evaluate the sensitivity of various parts of the 

retina to light classically demonstrate an annular mid-peripheral 

scotoma which expands peripherally and centrally leaving a tiny 

island of central vision. 

3) Electroretinogram: it records the electrical activity of the retina 

in response to particular light stimuli, it makes possible distinct 

evaluation of the function of the rods and cones showing 

reduced scotopic rod response early and reduced photopic cone 

response later 6. 

4) Fundus fluorescein angiography. 

Antenatal diagnosis: by amniocentesis or chorionic biopsy can be 

performed in families with early onset and severe RP 7. 
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Frequent syndromes associated with retinitis pigmentosa: 

1) Usher syndrome: is the most frequent syndromic form in which 

typical RP is associated with neurosensory deafness. 

2) Bardet Biedl syndrome (BBS): is associated with obesity, 

hyopgenitalism, mental retardation and renal abnormalities. 

3) Bassen korntzweig (Abetalipoproteinemia): is associated with 

ataxia and reduction of plasmalipids. 

4) Biett’s disease: in which there is microcrystalline deposits in 

fundus and cornea. 

Treatment 

The progression of the disease can be reduced by daily intake of 

Vit.A and Vit. E as antioxidants. 

Recent modalities in treatment: 

1) Gene therapy: the goal of which is that healthy genes can be 

inserted in the retina. 

2) Retinal transplantation. 

3) Retinal prosthesis: using electro-optical devices, by electrically 

stimulating the remaining intact nerve cells which may generate 

some useful vision for patients with RP 8. 

4) The use of stem cells of bone marrow origin has been used for 

retinal regeneration. 

Bone marrow contains subset of non haematopoietic lineages 

which are capable of multi-lineage differentiation into cells of 

non-harematopoietic capabilities these include mesenchymal, 

endothelial and very small embryonic – epiblast like stem cells. 

These cells proliferate and act in response to tissue injury or 

damage 10. 
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5) Neuroprotection : using pigment-epithelium derived factor 

(PEDF) which  could inhibit cell death in RP11. 

6) Low visual aids: have evolved through an understanding of the 

need of the patient with extreme peripheral field restriction, 

patient care involves best refraction and simple magnification 

including the possibility of electronic type magnification for 

reading, also the use of field enhancement procedure for 

sighting for mobility and also the use of lenses with yellow 

filters are thought to increase the individual ability to see the 

contrast 12. 

Prognosis : the long term prognosis is poor with eventual loss 

of the central vision due to direct involvement of the fovea by 

the RP itself or maculopathy. 
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Aim of the study 

This study is done to review a literature about RP, its 

pathology, mode of inheritance, diagnosis and recent modalities in 

treatment. 
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