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Abstract

Background: Cherubism is a very rare, mostly a childhood condition that can be horribly disfiguring. We have
previously reported our extensive experiences with the diagnosis of rare genetic disorders in a plethora of publications.
We have previously reported a large number of rare conditions in Irag, and we have also helped physicians in the
diagnosis and publication of rare syndromes observed in other countries. The aim of this papers is to help physicians in
advancing the diagnostic skills in the field of clinical genetics by reviewing briefly a rare syndrome that have not been
reported in Iraq, but it is associated with certain clinical characteristics that allow an early diagnosis when seen for the
first time.

Patients and methods: During the last week of January, 2021, several TV channels presented and discussed the
problem of two brothers from Egypt who were considered to have a very rare poorly defined condition that has been
associated with progressive disfigurement which resulted in embarrassing social encounters. The cases of the two
brothers are presented.

Results: The older brother aged 15 and the younger brother aged 14 years. Both had abnormal bilateral and symmetric
growth of the jaw resulting in a wide jaw appearance and a round and swollen appearance of cheeks. They also had no
teeth on the lower jaw and loose or misplaced teeth on the upper jaw. The parents and a third brother were unaffected.
Both children didn’t have mental retardation. The older brother had more severe disfigurement, and many people were
asking him to remove the mask he is wearing. He also had very poor vision of left eye resulting from the pressure effect
and upward displacement of the eye. The younger brother had a surgical operation to remove a benign tumor from the
lower jaw which reduced his disfigurement.

Conclusion: Awareness of doctors with this condition “Cherubism” is helpful, and denosumab can be tried in severe
cases based on the evidence provided by Bar Droma et al (2020).
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Intr tion . -
oductio There are a tremendous number of rare genetic conditions syndromes, and

Cherubism is a very rare, mostly a childhood condition that can be it is difficult for most doctors to develop adequate knowledge that help

horribly disfiguring. The patients are born normal at birth, but experience
rapid painless, non-neoplastic growth of their jaw mostly during the
period from 2 to 8 years. The abnormal bilateral and symmetric growth of
the jaw commonly results in a wide jaw appearance and a round and
swollen appearance of cheeks. Patients also have loose, misplaced, or
missing teeth, and their eyes that turn upward in advanced stages. After
the age of eight years, the progression of the condition commonly stops
or increase slowly until puberty. The abnormal growth of the jaw is
resulting from auto-inflammation of bones causing proliferative fibro-
osseous mandibular and maxillary masses. Most cases of cherubism are
hereditary, and have variable severity ranging from very mild or no
symptoms to a horribly disfiguring condition with pressure effects
jeopardizing vision [1-13].
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them in making an early useful diagnosis for many of these conditions
they may encounter [15-8].We have previously reported our extensive
experiences with the diagnosis of rare genetics disorders in a plethora of
publications. We have previously reported a large number of rare
conditions in Irag [19-27], and we have also helped physicians in the
diagnosis and publication of rare syndromes observed in other countries
[28]. The aim of this papers is to help physicians in advancing the
diagnostic skills in the field of clinical genetics by reviewing briefly a rare
syndrome that have not been reported in Iraqg, but it is associated with
certain clinical characteristics that allow an early diagnosis when seen for
the first time.

Patients and methods
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During the last week of January, 2021, several TV channels presented and
discussed the problem of two brothers from Egypt who were considered
to have a very rare poorly defined condition that has been associated with
progressive disfigurement which resulted in embarrassing social
encounters. The cases of the two brothers are presented.

Results

The older brother aged 15 and the younger brother aged 14 years. Both
had abnormal bilateral and symmetric growth of the jaw resulting in a
wide jaw appearance and a round and swollen appearance of cheeks. They
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also had no teeth on the lower jaw and loose or misplaced teeth on the
upper jaw. The parents and a third brother were unaffected. Both children
didn’t have mental retardation.

The older brother had more severe disfigurement, and many people were
asking him to remove the mask he is wearing (Figure-1). He also had very
poor vision of left eye resulting from the pressure effect and upward
displacement of the eye. The younger brother had a surgical operation to
remove a benign tumor from the lower jaw which reduced his
disfigurement (Figure-2).

Figure 1: A sketch of the older brother was frequently being asked by people who do not know him to remove the mask he is wearing

Figure 2: A sketch of the younger brother who had a surgical operation to remove a benign tumor from the lower jaw which reduced his
disfigurement

Discussion

Cherubism was first reported in 1933 by Jones, who named the condition
“Familial multilocular disease of the jaws” [29]. Thereafter, the cystic
nature of the condition was denied. In a later publication Jones [1], and
called the condition “cherubism.” Cherub means the angels depicted in
baroque arts with a childish, full-cheeked faces and gazing upward.

Most cases of cherubism are hereditary, and most of the reported cases
were considered to have an autosomal dominant. Bixler and Garner
(1971) reported a family with autosomal dominant cherubism including
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two brothers in a sibship of five who have each had two affected sons
show none of typical clinical features of the disease. Their parents also
appear unaffected [10]. Peters (1979) reported one family with twenty
patients having autosomal dominance pattern of inheritance with a
penetrance of 80 percent [11].

However, Kozakiewicz and colleagues (2001) reported five patients
whom considered most likely to have an autosomal recessive inheritance
rather than autosomal dominant inheritance [12]. In 2003, Ongole and
colleagues reported the occurrence of cherubism in siblings, and counted
about 200 cases previously published in the medical literature [13].
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In addition, the occurrence of non-hereditary cherubism has been reported
as early as 1960[5].

Treatment options for cherubism include conservative management in
this condition, surgical interventions [9, 11] Fleuchaus and Buhner (1967)
described the treatment of cherubism by curettage and autogenous bone
chips [9], and Peters (1979) recommended avoiding treatment with
radiotherapy [11].

Bradley et al (2020) reported that treatment of a 13-year-old boy who had
severe cherubism with oral alendronic acid which was used after surgical
debulking was not of obvious benefit [30].

Bar Droma et al (2020) reported that treatment of two patients with
denosumab which can have a beneficial effect on the associated giant cell
granuloma resulted in a positive outcome [31].

Conclusion

Awareness of doctors with this condition is helpful, and denosumab can
be tried in severe cases based on the evidence provided by Bar Droma et
al (2020).
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