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Introduction

•Most common primary intraocular malignancy of childhood 

• It accounts for 10 to 15% of cancers that occur within the first year of life

• It is caused by biallelic inactivation of RB1 (tumor suppressor gene)

• It typically presents as leukocoria 

•With advances in treatment, survival in the contemporary era is >95 percent



• It occurs in the heritable and non-heritable form

• Inherited form accounts for ≈25% of all RB cases

• It often does not indicate that the child inherited the 
mutation, but rather that child harbors a germline 
mutation that is heritable in future offspring

•Non-hereditary form accounts for ≈75%.  Somatic 
mutations in both alleles arise spontaneously,  & 
locally in the affected retina

            Genetics



Epidemiology

•About 95% of children present before the 
age of five years

•The median age at diagnosis is 18 to 20 
months (12 months for those with bilateral 
disease & 24 months for children with 
unilateral disease)

•The incidence is similar in males and females

SEER 1976-1984, 1986-1994



Epidemiology

•Only about 10% have a positive family history 
for the disease, suggesting that the majority of 
cases arise from somatic mutations or de novo 
germline mutations

•Bilateral RB comprises 1/3, and unilateral 
comprises 2/3



Presentation

• Leukocoria (80%)

• Strabismus (15%)

•Nystagmus (10%)

•Advanced disease: 
• Buphthalmos
• Glaucoma
• periorbital cellulitis. 
• Proptosis



Screening

All neonates, infants, & children should have a red reflex 

examination by the paediatrician or primary care physician 

before discharge from the neonatal nursery & during all 

subsequent routine health supervision visits



Priorities of treatment

Cure (save life)

Eye Salvage (save globe)

Vision Preservation (save vision)



Treatment modalities

Multidisciplinary & dependent on the stage of disease

• Focal therapy: thermotherapy, cryotherapy, laser therapy, intra-ocular 
chemotherapy

• Systemic chemotherapy

• Surgery

•Radiotherapy



Follow up after completing of treatment

•EUA every 3 months until 3yrs after last treatment

•Then annually for life



Management of siblings and offspring

Genetic testing for RB1 gene 

• If positive: EUA or RETCAM examination from age 1 month
• Monthly for 3 months
• 2 monthly for 6 months
• 3 monthly for 2 years
• Then 6 monthly
• Annually or every two years after 7years of age



Thank you!!!!


