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Chronic granulomatous disease presenting as retinal mass
Ahmad M Mansour*1, Mays Al Dairy1, Rola Hamam1 and Ahmed A Hidayat2
Address: 1Department of Ophthalmology, American University of Beirut, POB 113-6044, Beirut, Lebanon and 2Division of Ophthalmology,
Armed Forces Institute of Pathology, Washington, DC, USA
Email: Ahmad M Mansour* - dr.ahmad@cyberia.net.lb; Mays Al Dairy - eldai002@mc.duke.edu; Rola Hamam - rnh08@msn.com;
Ahmed A Hidayat - Ahmed.Hidayat@us.army.mil
* Corresponding author

Published: 21 October 2008
Cases Journal 2008, 1:257

doi:10.1186/1757-1626-1-257

Received: 25 September 2008
Accepted: 21 October 2008

This article is available from: http://www.casesjournal.com/content/1/1/257
© 2008 Mansour et al; licensee BioMed Central Ltd.
This is an Open Access article distributed under the terms of the Creative Commons Attribution License (http://creativecommons.org/licenses/by/2.0),
which permits unrestricted use, distribution, and reproduction in any medium, provided the original work is properly cited.

Abstract
1-year-old girl was admitted for fever of unknown origin. Funduscopy revealed juxtapapillary retinal
inflammatory mass in one eye with a differential diagnosis of sarcoidosis, tuberculosis,
retinoblastoma or metastatic disease. Retinal biopsy showed necrotizing granulomatous retinitis.
Extensive workup and therapeutic trials failed to confirm the diagnosis of tuberculosis or
sarcoidosis. Her 7-month brother and 4-year-old male cousin presented with nystagmus, poor
vision, paravascular pigmentary changes and were initially diagnosed as recessive retinal dystrophy.
The girl died at age 2 from tuberculous meningitis and the boys had recurrent tuberculous and
Aspergillus infections. Awareness of the typical fundus findings in chronic granulomatous disease
allows early diagnosis of the disorder.

Case presentation

Discussion

This 1-year-old girl with high fever (40°C) of unknown
origin had a juxtapapillary multinodular 4 disc diameter
vascular inflammatory mass with exudative retinal
detachment in the left eye (fig. 1). Diagnostic tests and
therapeutic trials failed to confirm the diagnosis of tuberculosis or sarcoidosis, with retinal biopsy done to rule out
retinoblastoma (fig. 2) showing necrotizing granulomatous disease of unknown etiology (negative stains for
mycobacteria). Her 7-month brother and 4-year-old male
cousin presented with nystagmus, poor vision, paravascular pigmentary changes (fig. 3) and were diagnosed as
recessive retinal dystrophy as the parents were first-degree
cousins. The girl died at age 2 from tuberculous meningitis and the boys had recurrent tuberculous and Aspergillus
infections.

Chronic granulomatous disease is a syndrome that
presents as pneumonia, infectious dermatitis, and recurrent abscess formation beneath the skin and in multiple
organs, including the eye [1]. Tissue examination typically
shows microscopic granulomas [2]. There is a recent shift
in the most common infecting organisms away from staphylococci and enteric bacteria to Aspergillus species [1].
At the cell level, neutrophils and macrophages phagocytose but do not kill all organisms effectively as the
NADPH oxidase complex does not convert oxygen effectively to microbicidal oxidants.
Around 76% of patients had the X-linked recessive form
of chronic granulomatous disease [1]. Chorioretinitis may
be more common than previously appreciated (23.7% [3]
vs. 35.3% [4]), and boys with the XLR disease should have
routine full eye exams. Fig. 3 displays the typical
"punched out" chorioretinal lesions with pigment clump-
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Figure 3 fundus
Brother's
Brother's fundus. Diffuse pigmentary loss of the paravascular retinal pigment epithelium in the left fundus of the 7month old brother with nystagmus.

Funduscopy
Figure
1
Funduscopy. Arstistic depiction of the retinal mass of the
left fundus in this 1-year-old girl. The differential diagnosis of
this multinodular inflammatory mass with exudative retinal
detachment and circinate hard exudates was tuberculosis,
sarcoidosis, metastatic tumor, and retinoblastoma.

ing along major retinal vessels (that may interfere with
vision) seen in up to one third of patients with chronic
granulomatous disease [3,4]. Occasionally the presentation is that of a retinal mass [5] as in the present case.
Chronic granulomatous disease needs to be included in

the differential of inflammatory retinal mass and the clue
lies in family screening for paravascular pigmentary retinopathy.

Consent
Written informed consent was obtained from the patient's
family for publication of this case report and accompanying images. A copy of the written consent is available for
review by the Editor-in-Chief of this journal.

Competing interests
The authors declare that they have no competing interests.

Authors' contributions
The manuscript has been read and approved by all the
authors, that the requirements for authorship in this document have been met, and that each author believes that
the manuscript represents honest work. AMM prepared
the manuscript. AH confirmed the diagnosis by performing all the histopathologic work. RH and MD assisted in
data collection and manuscript preparation.

Acknowledgements
Ziad Bashshur, M.D. for referring the patient after performing the retinal
biopsy.

References
1.
2.

Figure biopsy
Retinal
2
Retinal biopsy. Retinal biopsy in this 1-year-old girl shows
Touton giant cell with negative Ziel-Nelson, Fite Ferraco,
periodic acid Schiff, and Gomori methenamine silver stains.

3.
4.

Johnston R B Jr: Clinical Aspects of Chronic Granulomatous
Disease. Cur Opin Hematol 2001, 8:17-22.
Grossniklaus HE, Frank KE, Jacobs G: Chorioretinal lesions in
chronic granulomatous disease of childhood. Clinicopathologic correlations. Retina 1988, 8:270-274.
Goldblatt D, Butcher J, Thrasher AJ, Russell-Eggitt I: Chorioretinal
lesions in patients and carriers of chronic granulomatous disease. J Pediatr 1999, 134:780-783.
Kim SJ, Kim JG, Yu YS: Chorioretinal lesions in patients with
chronic granulomatous disease. Retina 2003, 23:360-365.

Page 2 of 3
(page number not for citation purposes)

Cases Journal 2008, 1:257

5.

http://www.casesjournal.com/content/1/1/257

Buggage RR, Bauer RM II, Holland SM, Santos CI, Chan CC: Uveitis
and a subretinal mass in a patient with chronic granulomatous disease. Brit J Ophthalmol 2006, 90:514-515.

Publish with Bio Med Central and every
scientist can read your work free of charge
"BioMed Central will be the most significant development for
disseminating the results of biomedical researc h in our lifetime."
Sir Paul Nurse, Cancer Research UK

Your research papers will be:
available free of charge to the entire biomedical community
peer reviewed and published immediately upon acceptance
cited in PubMed and archived on PubMed Central
yours — you keep the copyright

BioMedcentral

Submit your manuscript here:
http://www.biomedcentral.com/info/publishing_adv.asp

Page 3 of 3
(page number not for citation purposes)

