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Expert consensus on clinical diagnosis and treatment of osteopetrosis

Chinese Society of Osteoporosis and Bone Mineral Research

Abstract Osteopetrosis is a group of rare metabolic bone diseases. Mutations in genes such as chloride channel
7 ( CLCN7) or T cell immune regulator 1 ( TCIRG1) can cause functional defects or decreases in the number of osteo—
clasts which can detrimentally affect bone resorption and remodeling and lead to generalized bone sclerosis increased
bone fragility and risk of pathologic fractures; severe cases may encounter with cranial neuropathies hepatosplenomegaly
pancytopenia and even death. According to the clinical severity and inheritance pattern osteopetrosis has been categorized
descriptively into malignant intermediate and benign types. Allogeneic hematopoietic stem cell transplantation is an ef—
fective treatment for malignant and some intermediate osteopetrosis. For the benign form treatment is predominantly sup—
portive. Optimal care of patients with osteopetrosis involves a multidisciplinary team which is beneficial to improve the
long-term quality of life for patients with osteopetrosis.

Key words osteopetrosis genetic; pathogenic gene; osteoclast; hematopoietic stem cell transplantation; multi—

disciplinary cooperation
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1
Table 1 Major pathogenic genes inheritance and classification of osteopetrosis
MIM
CLCN7 AD/AR 166600 ( AD) 2 4
611490 ( AR)
TCIRG1 AR 259700 1
CAIl AR 259730 3
OSTM1 AR 259720 5
SNX10 AR 615085 8
TNFRSFI11A AR 612301 7
TNFSF11 AR 259710 2
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2

Fig 2 Diagnostic algorithm of osteopetrosis
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Table 2 Clinical classification and allogenic hematopoietic stem cell transplantation indications of osteopetrosis
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(160 mg/m’) + (15 mg/kg) ;  (5)
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