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[Abstract] Objective To analyze the pathogenic mutation and prenatal diagnosis of a family with type [l
Bartter syndrome by multiple genetic techniques. Method High throughput capture sequencing, MLPA
and PCR-Sanger sequencing were applied to diagnosis and prenatal diagnosis of a family with type [l Bart-
ter syndrome. Results There was c. del1389 (A) homozygous mutation and heterozygosity deletion of ex-
on 1-18 in CLCNKB gene of proband. Pedigree analysis revealed that the two mutations were derived from
father and mother respectively. Prenatal diagnosis showed that the fetus ’genotype was the same to the
The c. del1389 (A) mutation of the CLCNKB gene combined with the loss of

proband’s. Conclusions

heterozygosity of exon 1-18 is the pathogeny of the proband. Prenatal diagnosis can prevent the rebirth of

¥
i

the children of the family Bartter syndrome.
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