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Masquerade syndrome: Retinoblastoma presenting as phacolytic glaucoma
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1. Introduction

   Retinoblastoma is the most common intraocular malignancy of 

childhood but it is rare occurring in about one in 15 000 to 20 000 

live births[1,2]. Usual presentations of retinoblastoma are leukocoria, 

strabismus and proptosis[3]. Untreated retinoblastoma is almost 

always fatal. Therefore, early diagnosis and treatment is critical in 

saving lives and preserving vision.

2. Case report

   A 4-year-old boy presented to hospital with left eye pain for 

1 week after being hit by a ball. The pain was intermittent but 

tolerable by the patient. His mother only noticed left eye redness 

for the past 1 week and she was unsure any eye redness prior to 

this episode. She noticed the presence of the whitish mass at the 

cornea 1 week ago after patient complained of pain. The whitish 

mass was increasing in size. Patient did not have eye swelling 

and eye discharge. Prior to this incident, his mother did not notice 

any presence of leukocoria and squint. Patient did not have any 

fever, loss of weight and loss of appetite. There was no history of 

ocular tumour in the family, no recent trauma to the eye or jungle 

trekking. Patient was born at term with no significant antenatal and 

intrapartum history. His immunization history is up to date.

   On examination, the right vision was 6/6 and left was no light 

perception. Both eyes were orthophoria. There was no obvious 

proptosis and nystagmus, and extraocular movement was 

normal. The conjunctiva of left eye was injected and cornea was 

oedematous. There was pseudohypopyon inferiorly. Lens was 

opaque and there was no fundus view. Intraocular pressure was 

50 mmHg.

   An ocular ultrasonography (B Scan) had detected intralesional 

calcification with total retinal detachment. CT orbit and brain 
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showed the presence of calcified mass at the posterior pole with 

involvement of optic nerve and sclera. There was no extraocular 

mass involvement and extension to brain. Ultrasound biomicroscopy 

was used to examine the extension of the lesion to the anterior 

segment.

Figure 1. Left eye injected conjunctiva, oedematous cornea, 
pseudohypopyon inferiorly covering 1/3 of the anterior chamber and 
cataractous lens.

Figure 2. B-scan showing total retinal detachment with intralesional 
calcium.
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Figure 3. CT orbit showing enhancing lesion with calcification at the 
posterior pole involving the optic nerve of the left eye and thickening of 
sclera.
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   By examination under general anesthesia, this case is classified 

under Group E based on the International Intraocular Retinoblastoma 

Classification[4]. The patient was referred to paediatric oncology 

for joint management. Bone marrow aspirate and lumbar puncture 

were done. Results were normal and no retinoblastoma cell was 

detected.The genetic study of mutations in the retinoblastoma gene 

was negative. Patient was planned for 3 cycles of chemotherapy 

consisting of carboplatin, vincristine, and etoposide for every 3 

weeks prior to enucleation with medpor implant.

Figure 4. Ultrasound biomicroscopy showing the mass extending till the 
anterior segment.

Figure 6. CT orbit after 1 year of diagnosis.
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   Histopathological examination showed endophytic retinoblastoma 

with multifocal lesions in left eye and the largest lesion was 2 mm 

× 3 mm × 2 mm. There was invasion to the Bruch’s membrane, 

choroid and sclera. No optic nerve involved.

   Post enucleation, patient continued with the chemotherapy up to 

Figure 5. The tumour involved ciliary body and anterior chamber (A),  tumour invaded the sclera (arrow) (B), tumour with rosettes formation (*) (C).
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6 cycles without complications. The right eye is normal and he used 

an external ocular prosthesis, which is well tolerated. After 1 year, 

repeated CT brain and orbit showed no local or distant metastasis. 

3. Discussion

   Diseases mimicking intraocular inflammation and uveitis 

are termed as masquerade syndrome which can be benign or 

malignant[5]. Retinoblastoma is rare but is the most common primary 

ocular malignancy of childhood. Incidence of retinoblastoma is about 

one in 15 000–20 000 live births[1]. It usually presents as leukocoria, 

strabismus, proptosis or decreased vision[3]. Only 1%–3% of 

retinoblastomas present as intraocular inflammation causing uveitis 

with presence of tumor cells groups simulating hypopyon[6]. About 

80% of cases are diagnosed before the age of 4 years, with a median 

age at diagnosis of 2 years[7].

   This patient presented at 4 years with symptoms of severe uveitis 

with no obvious proptosis and strabismus. As the patient’s right 

eye was normal with good vision, he did not present with visual 

problem. A British study reported the incidence of pediatric uveitis 

to be 3.15 per 100 000 children up to 5 years of age[8]. Thus, the 

diagnosis of retinoblastoma should be excluded, as uveitis in the 

pediatric population is less common than adults. Lesions with 

clinical similarities to retinoblastoma should also be excluded, as 

accurate diagnosis is essential for proper management[9]. Diagnosis 

of retinoblastoma requires an indirect ophthalmoscopic examination. 

In addition, imaging techniques such as ultrasonography, magnetic 

resonance imaging and CT are used[10,11]. 

   About 95% of retinoblastoma is calcified[12]. For typical 

retinoblastoma, it presents as irregular mass with high reflectivity 

due to calcification in B scan. However, sonographic capacity 

for detecting small calcified masses is limited by the presence of 

complex intraocular interfaces associated with vitreous opacities, 

retinal masses, subretinal fluid and retinal detachment[13]. In this 

case, ultrasonography and CT orbit confirmed the diagnosis by 

showing localised mass with calcification.

   He was started on chemotherapy consisting of vincristine, 

carboplatin and etoposide every 3 weeks for 3 cycles. Three weeks 

later, enucleation of left eye was performed. After the enucleation, he 

had another 3 cycles of chemotherapy, which was totally 6 cycles of 

chemotherapy.

   Individuals with non-hereditary retinoblastoma have normal RB1 

genes at the germline level and these tumors are always unilateral 

and unifocal[14]. Histopathological examination post enucleation 

for this patient showed multifocal lesion and the RB gene mutation 

was negative for this patient. Genetic counseling was given to the 

patient’s family members[15].

   One year after initiation of treatment, patient was alive and had no 

symptoms of local recurrence or distant metastasis. Repeated CT 

brain and orbit did not reveal any recurrence of tumor.

   In conclusion, ophthalmologists should have high suspicion of 

retinoblastoma in children presenting with uveitis, pseudohypopyon 

or retinal detachment. Prompt action and treatment can reduce the 

mortality.
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