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Hereditary osteogenesis imperfecta in a Chinese family
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Abstract: Objective To study the features of hereditary osteogenesis imperfecta in a Chinese family tree. Methods Hereditary
osteogenesis imperfecta in a family of Anyang City, Henan Province, China, was investigated with questionnaire. The family
underwent examination in our department and its clinical data were collected. An atlas was plotted for the family. The clinical features
of hereditary osteogenesis imperfecta and its hereditary mode were analyzed. Results There were 40 members including 4 generations
in the family. Of the 10 members with hereditary osteogenesis imperfecta, 7 were survivors (5 males and 2 females) with a history of
fracture, bone deformity, blue sclera and teeth dysplasia, 3 had hearing impairment and 3 had poor fracture healing. Conclusion The
clinical diagnosis of hereditary osteogenesis imperfecta in the family is consistent with Sillence I osteogenesis imperfecta with
autosomal dominant inheritance as its hereditary mode.

Key words: osteogenesis imperfecta; blue sclera; family tree; autosomal dominant
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Tab. 1 Clinical phenotypes in patients with osteogenesis imperfecta

Pedigree numbers

Gender Age

Fracture Poor fracture healing Bone deformity Blue sclera Teeth dysplasia Hearing loss

Im:3 Male 64 + +
Im:s Male 61 + +
Im:o9 Female 53 + -
Im:2 Male 49 + +
Im: 14 Female 39 + -
m: 17 Male 33 + -
Im: 20 Male 28 + -

+ + + +

+
+

+ + o+ 4+ o+ o+
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Fig.1 Atlas of osteogenesis imperfecta in the family
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