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SNX10 gene mutation in infantile malignant
osteopetrosis: A case report and literature review

ZHOU Ting, ZENG Caixia, XI Qiong, YANG Zuocheng

(Department of Pediatrics, Third Xiangya Hospital, Central South University, Changsha 410013, China)

ABSTRACT A case of SNX10 gene mutation in a patient with infantile malignant osteopetrosis (IMO)
was admitted to Department of Pediatrics, Third Xiangya Hospital, Central South
University. The patient had the symptom of anemia, hepatosplenomegaly and growth
retardation. The X-ray examination suggested extensive increase of bone density
throughout the body, which was clinically diagnosed as IMO. The homozygous mutation of
SNX10 gene ¢.61C>T was found via gene sequencing. We reviewed the relevant literatures
and found that anemia, visual and hearing impairment, hepatosplenomegaly are the main
clinical symptoms of IMO, SNX10 gene mutation is a rare cause of IMO, and

hematopoietic stem cell transplantation is an effective treatment.
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Figure 1 SNX10 gene ¢.61C>T mutation family diagram
The patient is indicated by black arrow.
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Figure 2 X-ray film of child’s skeleton
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A: An extensive increase in bone density in the sternum and bilateral ribs. B: The density of spinal medullary cavity increases

significantly, and the thoracic and lumbar vertebrae shows sandwich changes. C: Cranial density increases.
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Figure 3 SNXI10 gene sequencing diagram
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A: Child with ¢.61C>T homozygous mutation; B: Childs’s father with c.61C>T heterozygous mutation; C: Childs’s mother with

¢.61C>T heterozygous mutation; D: Childs’s brother with ¢.61C>T heterozygous mutation.
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