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Fig.1 3D computerized tommogram showed multilocualr cystic lesions of bilateral
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Fig. 2 A. Photomicrograph showing scattered multinucleated giant cells within the

fibroblastic background (H-E). B. CD 68 immunoreactivity in multinucleated giant

Fig. 3 DNA sequencing chromatograms of the patient and mother. Arrows
indicate the positions of the mutated nuclotide. In exon 9, a C to G transition was
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ABSTRACT

SH3BP2 Gene Mutation in a Korean Patient w ith

Cherubism

Ha-Hyung Lee
Advisor : Prof. Sang-Gun Ahn
Department of Dentistry,

Graduate School of Chosun University

Cherubism is a rare autosomal dominant inherited condition caused by mutations
in the c—-Abl-binding protein SH3BP2. It is characterized by multiple cystic giant
cell lesions of the jaw appearing in early childhood with stabilization and remission
after puberty. In the present study, genomic DNA was purified from a blood
sample obtained from the patient and parents and used for direct sequence analysis
of the SH3BP2 gene. In addition, a sample of the lesion was used for histologic
and immunohistochemical purposes. Histology revealed a proliferation of spindle
shaped fibroblastic cells and irregulary dispersed multinucleated giant cells. The
multinucleated giant cells proved positive for CD68 and TRAP. Genomic DNA
sequencing found a missense mutation Pro418Arg in exon 9 of the SH3BP2 gene
of the patient and the mother. Therefore, the multinucleated giant cells are
basically osteoclastic in nature. Additionally, as the Pro418Arg mutation had been

reported as causing cherubism, it represents a mutational hotspot.
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Fol wAFYY (Fig. 1). A @A Ao A alkaline phosphatase level ©] 149 U/L
2 7 E=A e RS AYstae AAHT &3 Aol I
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Fig. 1. 3D computerized tomogram showed multilocualr cystic lesions of bilateral

posterior regions of the mandible and maxilla.
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Fig. 2. A. Photomicrograph showing scattered multinucleated giant cells within the

fibroblastic background (H-E). B, C. Immunohistochemistry showing multinucleated

giant cells proved positive for TRAP (B) and CD68 (C).
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Patient Mother

Codon 418 : CCC — CGC Codon 418 : CCC — CGC

CACCCCGCGATG G CACCCCG CGATG G

Fig. 3. DNA sequencing chromatograms of the patient and mother. Arrows

indicate the positions of the mutated nucleotide. In exon 9, a C to G transition was

identified in codon 418.
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