
C A S E  R E P O R T Open Access

© The Author(s) 2024. Open Access  This article is licensed under a Creative Commons Attribution 4.0 International License, which permits use, 
sharing, adaptation, distribution and reproduction in any medium or format, as long as you give appropriate credit to the original author(s) and 
the source, provide a link to the Creative Commons licence, and indicate if changes were made. The images or other third party material in this 
article are included in the article’s Creative Commons licence, unless indicated otherwise in a credit line to the material. If material is not included 
in the article’s Creative Commons licence and your intended use is not permitted by statutory regulation or exceeds the permitted use, you will 
need to obtain permission directly from the copyright holder. To view a copy of this licence, visit http://creativecommons.org/licenses/by/4.0/. The 
Creative Commons Public Domain Dedication waiver (http://creativecommons.org/publicdomain/zero/1.0/) applies to the data made available 
in this article, unless otherwise stated in a credit line to the data.

Hamzavi et al. BMC Pediatrics          (2024) 24:402 
https://doi.org/10.1186/s12887-024-04825-9

Introduction
Cherubism is a familial disorder of childhood, first 
described by William A. Jones in 1933. He named the 
disorder Cherubism due to the cherubic-like appearance, 
the full round cheeks, and the upward gaze of the eyes in 
his three patients [1–3]. With only 300 cases reported by 
2012 and variable estimated prevalence reported in the 
literature from 1 per 10,000 to 180,000, overall cherubism 
is known as a very rare disease with no definite preva-
lence determined up to date [4–6].

The hallmark of the disease is symmetrical multilocular 
radiolucent lesions expanding in the mandible and max-
illa [4]. This, besides the swelling of the submandibular 
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Abstract
Background  Cherubism is known as a very rare autosomal dominant familial disorder of childhood caused by a 
mutation in the SH3BP2 gene on 4p16.3. It has not yet been observed at birth and is usually diagnosed in children 
aged 2–7. Here, we present a non-hereditary case of cherubism at a very early age.

Case presentation  A 6-month-old girl presented with bilateral progressive jaw enlargement. On physical 
examination, bilateral asymmetrical jaw enlargement, predominantly on the left side, and some enlarged, non-tender, 
mobile submandibular lymph nodes were detected. No other abnormality was observed. Further investigations 
with radiology suggested cherubism and Burkitt’s lymphoma as differential diagnoses. Later on, histopathologic 
evaluations were suggestive of cherubism. No surgical interventions were indicated, and the child is on regular 
follow-ups.

Conclusion  Non-hereditary Cherubism, despite scarcity, can present in children below two years of age, even 
as early as the beginning of primary dentition. Accurate and swift diagnosis is essential to avert physical and 
psychological complications. Our case report shows the importance of keeping cherubism in mind as a differential 
diagnosis of bone disease, even in children under a year old, and the value of interdisciplinary collaboration in dealing 
with rare genetic disorders.

Keywords  Bone disease, Cherubism, Familial benign giant-cell tumor of the jaws, Familial multiloculated cystic 
disease of the jaw, Case report
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case, except for an elevated LDH and PLT, other labora-
tory findings were in the normal range. However, Cal-
cium, phosphorus, alkaline phosphatase, and TNF-α 
were not assessed in our patients, which could be another 
limitation of this study.

While generally, no treatment is necessary as the mass 
tends to disappear with the child reaching puberty, in 
severe cases with functional disability, invasive treat-
ment like surgery or radiotherapy has been suggested. 
Likewise, our patient had mild involvement and is under 
longitudinal observation [21, 22]. Surgery is not recom-
mended in mild cases due to the possibility of recurrence. 
Although Steroids, TNF-α inhibitors, calcitonin, anti-
neoplastic agents, immunosuppressants, and monoclonal 
antibodies have been reported as an option for the phar-
macological treatment of cherubism, none have yet been 
confirmed by clinical trials as a possibility for effective 
treatment [22–24].

Conclusion
To our knowledge, this is the first reported case of 
cherubism in a 6-month-old infant.

Non-hereditary Cherubism, despite scarcity, can pres-
ent in children below two years of age, even as early as 
the beginning of primary dentition.

Although treatment options for cherubism remain lim-
ited, understanding this condition’s clinical and histologi-
cal features can help clinicians provide appropriate care 
and counseling to affected patients and their families, 
thus preventing false diagnoses and unnecessary inves-
tigations, especially in young patients like ours. Further 
research and long-term follow-up are needed to under-
stand cherubism’s pathogenesis better and develop new 
therapeutic approaches. Overall, our case report indi-
cates the importance of having cherubism in mind as a 
differential diagnosis of bone disease, even in children 
under a year old, and highlights the value of interdisci-
plinary collaboration in managing rare genetic disorders.
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