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Appendix

Appendix Figure I. Oral and craniofacial manifestations of the
patient. The patient displays frontal and parietal bossing, hypoplasia

of facial bones, and symmetrical swellings on both sides of the
submandibular region in anterior view (A) or lateral view (B). Intraoral
features include grooved palate (C), dental crowding in both maxilla (C)
and mandible (D), and severe malocclusion (E). The exposed wounds
(arrows) in the maxilla are shown in F (the right side) and G (the left
side).

'State Key Laboratory of Military Stomatology, Department of

Oral Biology, Clinic of Oral Rare and Genetic Diseases, School of
Stomatology, Fourth Military Medical University, Xi’an, Shaanxi, P. R.
China

2Depar‘tment of Molecular Biology, Fourth Military Medical University,
Xi’an, Shaanxi, P. R. China

*Interdisciplinary Nanoscience Center iNANO), Aarhus University,
Aarhus C, Denmark

“Oral Infection and Immunity Branch, National Institute of Dental and
Craniofacial Research, National Institutes of Health, Bethesda, MD, USA
>Center for Craniofacial Molecular Biology, University of Southern
California School of Dentistry, Los Angeles, CA, USA

“State Key Laboratory of Military Stomatology, Department of Oral and
Maxillofacial Surgery, School of Stomatology, Fourth Military Medical
University, Xi’an, Shaanxi, P. R. China

*Authors contributing equally to this article.

Corresponding Author:

X. Duan, State Key Laboratory of Military Stomatology, Department
of Oral Biology, Clinic of Oral Rare and Genetic Diseases, School of
Stomatology, Fourth Military Medical University, 145 West Changle
Road, Xi’an 710032, P. R. China.

Email: xhduan@fmmu.edu.cn



DS2 Journal of Dental Research

Appendix Figure 2. Radiologic findings of the patient. Examinations show increased bone density and multiple old fractures in bilateral lower limbs
(A, B), hypoplasia of the clavicles (C; arrows), and osteolysis of the distal phalanges in hands (D; arrowheads) and feet (E; arrowheads).



