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Case Report

Bilateral Retinoblastoma
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Summary

Bilateral retinoblastoma is one of the congenital retinal
lesions that is found in the early life and also recognized as one of
the reasons of loss of vision. It is an autosomal dominant condition
that is mean if any of the biological parents has the condition
should do the ophthalmological screen to the new-born baby in
his few days of his life. It needs genetic screen. If the disease
has been confirmed by either the screen or by the ophthalmology
assessment, it needs an operation (surgical removal).

Background

Retinoblastoma is a rare form of cancer that rapidly develops
from the immature cells of a retina [1], the light-detecting tissue of
the eye [2]. It is the most common primary malignant intraocular
cancer in children, and it is almost exclusively found in young
children [3].

Though most children in high income countries survive this
cancer, they may lose their vision in the affected eye(s) [4] or need
to have the eye removed.

Almost half of children with retinoblastoma have a
hereditary genetic defect associated with retinoblastoma. In other
cases, it is caused by a congenital mutation in the chromosome
13 gene 13q14 (retinoblastoma protein). The most common and
obvious sign of retinoblastoma is an abnormal appearance of the
retina as viewed through the pupil, the medical term for which
is leukocoria, also known as amaurotic cat’s eye reflex [3]. Other
signs and symptoms include deterioration of vision, a red and
irritated eye with glaucoma, and faltering growth or delayed

development. Some children with retinoblastoma can develop a
squint [5], commonly referred to as “cross-eyed” or “wall-eyed”
(strabismus). Retinoblastoma presents with advanced disease in
developing countries and eye enlargement is a common finding

[6].

Depending on the position of the tumors, they may be visible
during a simple eye examination using an ophthalmoscope to look
through the pupil. A positive diagnosis is usually made only with
an examination under anesthetic (EUA). A white eye reflection
is not always a positive indication of retinoblastoma and can be
caused by light being reflected badly [7] or by other conditions
such as Coats’ disease [8].

Case Presentation

This is a case of a term neonatal who was born by an elective
caesarean section at 36+5 weeks due to being small for gestational
age. He was born in good condition, requiring no resuscitation
but had a mild respiratory distress from few minutes of age and
was transferred to the neonatal unit for observation. During his
admission, the patient was treated for mild respiratory distress
(TTN), hypoglycaemia and jaundice. On day 2 of his life, he was
seen by the ophthalmology team due to his mother having a history
of retinoblastoma and positive for RB1 gene.

Investigations

1. Bilateral ophthalmoscope assessment by the ophthalmology
team showed bilateral retinal lesion (Figure 1).

2. Genetic screen was done to the new-born for RB1 gen.
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Figure 1: An ophthalmoscope assessment paper showing bilateral retinal lesion most likely retinoblastoma.
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Treatment

The Ophthalmology team have done an ophthalmoscope
examination and also found the patient having bilateral
retinoblastoma. He was booked for operation for removal of the
retinal lesion in few days’ time and genetic screen for RB1 gene
was sent.

Outcome and Follow-Up

The patient was booked for a surgical operation in few days’
time and also he was awaiting the outcome for the genetic screen.

Discussion

Retinoblastoma is an autosomal dominant condition that is
happen in the neo-born, children and early adulthood. If one of the
parents having the disease, it means the child will carry a risk of
50% of having the disease in the future. Retinoblastoma is one of
the reasons of blindness in the childhood and early adulthood. It
needs a genetic screen for RB1 gene mutation. The management
options will be surgical, chemotherapy or radiotherapy. It is the
most common primary intra ocular malignancy in the children. For
these reason, this new born was screened in the early days of his
life to check if he has the condition. And after founding the retinal
lesion, the patient was booked for an operation to remove it by the
ophthalmology team. He will have a follow up appointments by
the ophthalmology team to check his retina and check his visual
acuity.

Learning Points/Take Home Messages

e Retinoblastoma is an autosomal dominant condition. It mean
if one of the parents having the condition, the children having
50% of getting the condition in the future.

e If the parents having retinoblastoma, the new-born baby
should be have a genetic screen for RB1 and should undergo
an ophthalmoscopy assessment in the early few days of life.

e Surgical removal, chemotherapy and radiotherapy are the
management options.

References

1.  Abramson DH, Chantada GL, Cobrinik D, Corson TW, Dimaras H
(2015) Retinoblastoma. Nat Rev Dis Primers 1: 15021.

2. Retinoblastoma - Symptoms and causes (2021) Mayo Clinic.

American Cancer Society (2003) Chapter 85. Neoplasms of the
Eye. Cancer Medicine. Hamilton, Ontario: BC Decker Inc. ISBN 978-
1-55009-213-4.

4. Zishan N, Reddy MA, Roelofs KA, Sagoo MS, Warda O (2022)
Retinoblastoma and vision. Eye 37: 797-808.

5. Elkington AR, Khaw PT (1988) ABC of eyes. Squint. BMJ 297: 608—
611.

6. Retinoblastoma | National Eye Institute (2022).
The Childhood Eye Cancer Trust (2017).

8. Balmer A, Munier F (2007) Differential diagnosis of leukocoria and
strabismus, first presenting signs of retinoblastoma. Clin Ophthalmol 1:
431-439.

Volume 06; Issue 01


https://pubmed.ncbi.nlm.nih.gov/27189421/
https://pubmed.ncbi.nlm.nih.gov/27189421/
https://www.mayoclinic.org/diseases-conditions/retinoblastoma/symptoms-causes/syc-20351008
https://books.google.co.in/books?id=iivyDwAAQBAJ&pg=PA80&lpg=PA80&dq=American+Cancer+Society+(2003).+%22Chapter+85.+Neoplasms+of+the+Eye%22.+Cancer+Medicine.+Hamilton,+Ontario:+BC+Decker+Inc.+ISBN+978-1-55009-213-4.&source=bl&ots=X7_Nmfwaen&sig=ACfU3U23kHy6Bs2Xt0gdB6tIfZr0h7SKfg&hl=en&sa=X&ved=2ahUKEwjw4ObA2JWBAxWoe2wGHUrQA70Q6AF6BAgKEAM#v=onepage&q=American Cancer Society (2003). %22Chapter 85. Neoplasms of the Eye%22. Cancer Medicine. Hamilton%2C Ontario%3A BC Decker Inc. ISBN 978-1-55009-213-4.&f=false
https://books.google.co.in/books?id=iivyDwAAQBAJ&pg=PA80&lpg=PA80&dq=American+Cancer+Society+(2003).+%22Chapter+85.+Neoplasms+of+the+Eye%22.+Cancer+Medicine.+Hamilton,+Ontario:+BC+Decker+Inc.+ISBN+978-1-55009-213-4.&source=bl&ots=X7_Nmfwaen&sig=ACfU3U23kHy6Bs2Xt0gdB6tIfZr0h7SKfg&hl=en&sa=X&ved=2ahUKEwjw4ObA2JWBAxWoe2wGHUrQA70Q6AF6BAgKEAM#v=onepage&q=American Cancer Society (2003). %22Chapter 85. Neoplasms of the Eye%22. Cancer Medicine. Hamilton%2C Ontario%3A BC Decker Inc. ISBN 978-1-55009-213-4.&f=false
https://books.google.co.in/books?id=iivyDwAAQBAJ&pg=PA80&lpg=PA80&dq=American+Cancer+Society+(2003).+%22Chapter+85.+Neoplasms+of+the+Eye%22.+Cancer+Medicine.+Hamilton,+Ontario:+BC+Decker+Inc.+ISBN+978-1-55009-213-4.&source=bl&ots=X7_Nmfwaen&sig=ACfU3U23kHy6Bs2Xt0gdB6tIfZr0h7SKfg&hl=en&sa=X&ved=2ahUKEwjw4ObA2JWBAxWoe2wGHUrQA70Q6AF6BAgKEAM#v=onepage&q=American Cancer Society (2003). %22Chapter 85. Neoplasms of the Eye%22. Cancer Medicine. Hamilton%2C Ontario%3A BC Decker Inc. ISBN 978-1-55009-213-4.&f=false
https://www.nature.com/articles/s41433-021-01845-y
https://www.nature.com/articles/s41433-021-01845-y
https://www.bmj.com/content/297/6648/608
https://www.bmj.com/content/297/6648/608
https://www.nei.nih.gov./
https://chect.org.uk/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC2704541/#:~:text=Leukocoria in infants is always,most frequent sign of retinoblastoma.
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC2704541/#:~:text=Leukocoria in infants is always,most frequent sign of retinoblastoma.
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC2704541/#:~:text=Leukocoria in infants is always,most frequent sign of retinoblastoma.

	_Hlk120179236

