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[Abstract] Objective To identify the pathogenic gene of the patients with mucopolysaccharidosis V[ (MPS
V) to provide a new method for the prenatal diagnosis. Methods The whole genome exome technology was applied
to capture the pathogenic gene of the patients;by combining with the methods of modern bioinformatics, the Sanger
sequencing was used to verily whether the gene mutation locus existing in the genome of the patient’s family mem-
bers or the normal people. Results The p-glucuronidase (GUSB) (g. 65444706G>>A) gene mutation existed in the
patients, but the normal ones had no this mutation. The mutation of the base caused threonine changibng to azaserine,

The GUSB gene

(g. 65444706G>A) mutation is the pathogenic gene in this patients. The whole genome exome sequencing can solve

and thus led to the absence of GUSB activity or the insufficiency of GUSB amount. Conclusion

many problems of the traditional positional cloning technology,such as too few of the patients in the family members
of this disease, sporadic cases, heterogeneity of the genetic locus, incomplete exon and too many candidate genes,
which provides new approach in the prenatal diagnosis of this disease.

whole genome exome sequencing
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