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[ Abstract] Osteopetrosis is a rare hereditary metabolic bone disease with significant clinical hetero-
geneity, and the clinical feature of osteopetrosis ranges from asymptomatic to fatal. The diagnosis of osteope-
trosis is mainly decided according to the combination of clinical manifestations and imaging examinations. In
addition, genetic testing is helpful for the confirming of the classification of osteopetrosis and more individu-
alized treatment strageties for specified patient. Hematopoietic stem cell therapy(HSCT) is the radical cure
for part of osteopetrosis, while fatal complications may occur. Gene therapy is a promising replacement thera-
py for HSCT, but it is limited to preclinical research currently. This article summarizes the status of diagno-
sis and treatment of osteopetrosis for reference by combining the domestic and foreign research in recent
years.
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