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WE: BE H 1A B 6k 2 4 i 4L 1 B8 L AE (autosomal dominant osteopetrosis, ADO) M ¥ BY 5 & 78 iH 7 5
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Abstract: Objective To detect the mutation of chloride channel 7 ( CLCN7) gene in a patient with type II autosomal
osteopetrosis ( ADO II). Methods A young woman with osteopetrosis was enrolled in this study. Bone mineral density ( BMD )
and X-ray were analyzed to detect the clinical features. The whole-exome sequencing of CLCN7 gene of the patient and her father
was performed. Fifty samples were randomly selected from the normal human DNA sample library for CLCN7 gene exon sequencing
to compare and analyze the sequencing result . Results X-ray of the patient showed that BMD of the vertebrae increased, with
sandwich sign. BMD of the hip and the femur increased, with bone-in-bone. BMD result showed that the Z scores of the lumbar
spine, the femoral neck, and total hip were 13, 7.8, and 10, respectively. The bones of the patient appeared osteopetortic feature.
Sequencing result showed that a missense mutation ( homozygous mutation) occurred in exon 9 of CLCN7 gene, resulting in ¢.74bC
>T (p.Pro249Leu). No mutation occurred in her father and 50 control samples. Conclusion This patient is an ADO type II
autosomal dominant osteopetrosis with CLCN7 gene ¢.746C>T ( p.Pro249Leu) homozygous missense mutation.
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Fig.1 X-ray appearance of the bone in the patient
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Table 1 Bone mineral density of the patient

) BMD/ 5FE$BER AL
B (g/em?) (%) 714
HEHE 1-4(T,-L,) 2.597 250 13.0
REB 3 (FN) 1. 805 206 7.8
4 (TH) 2.217 241 10
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Table 2 Blood biochemical indexes of the patient
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5 30 4 !
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FR 33 IR Z (PTH) /pg/mL 33.3 12.0~88.0 N
BB (0C) /ng/ml. 1.7 3.0~46.0 N
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pg/mL : ’ ’
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Fig.2 CLCN7 sequencing result of the patient
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