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[Abstract] Objective To explore the clinical and genetic characteristics of a Chinese pedigree affected with a syn-
dromic form of hereditary gingival fibromatosis (HGF). Methods Clinical data of the pedigree members were collect-
ed. The excised gingiva were collected, and the pathological features were observed by histological sectioning. Genomic
DNA was extracted from peripheral blood samples, and whole-exome sequencing was used to identify gene mutations.
Results The proband, her mother, her maternal grandfather and her maternal grandfather’s sister all suffered from
gum hyperplasia; female patients had congenital hirsutism and macromastia, while male patients also had congenital hir-
sutism, which suggests that this pedigree may have a congenital syndrome. The pathological characteristics of the gingi-
val tissue were chronic inflammation with fibromatous hyperplasia, connective tissue enlargement, and filling with thick
collagen fiber bundles. In addition, whole-exome sequencing results showed that no mutations related to known patho-
genic genes were found, suggesting that new pathogenic gene mutations may be the cause. Conclusion According to
the literature and our gene sequencing results, it is suggested that this may be the first pedigree with a new syndrome

HGF (gingival fibromatosis + congenital hirsutism + macromastia) caused by an unknown pathogenic gene mutation.
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Figure 1  Family pedigree of patients with hereditary

gingival fibromatosis
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a & b: dense hair on jaw,
above lips, in front of ear,
forehead, back neck and
forearm; c: teeth uncovered
by lips and maxillary protru-
sion; d-f: the view of maxil-
lary; g-i: the view of occlu-
sion; j-1: the view of mandi-
ble; d-1: the gums prolifer-
ate widely, covering more
than 1/2 of the crown; m:
pantomography showed mild
alveolar bone resorption; n
& o: CBCT showed the lin-
guoclination of 46 and the
resorption of buccal cortical
Figure 2 Clinical exam-
ination, intraoral images
and imaging examination
data of the proband of he-
reditary gingival fibroma-
tosis
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a

The gums proliferate widely, covering
more than 1/2 of the crown. The buccal
side of the posterior teeth is obvious, the
proliferating gums are slightly red and
swollen, the texture is tough, and the sur-
face is smooth. a-c: the view of maxillary;
d-f: the view of occlusion; g-i: the view of
mandible

Figure 3 Oral photograph of the
mother of a proband of hereditary gin-
gival fibromatosis
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a: HE staining (X20) showed chronic in-
flammation with fibromatous hyperplasia
and a large number of collagen fibers; b:
Masson staining(X20) showed a large num-
ber of collagen fibers and less vascular

b and cellular components

Figure 4 Pathological picture of gingiva in a proband of hereditary gingival fibromatosis
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