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Abstract Objective: To discuss the relationship between TCM patterns and the mutations of gene locus
including Arg 778Leu, Thr935Met and Pro992Leu located at ATP7B gene of Chinese patients suffering from
hepatolenticular degeneration(HLD). Method: All 142 patients with HLD were chosen, the exon 8, 12 and 13 located
at ATP7B gene was amplified with Touchdown PCR (TD-PCR), gene mutation of the codon 778, 935 and 992 was
tested through amplification product of PCR dissected with restriction enzyme, the positive results were tested with
DNA sequencing. Above 142 patients were differentiated into patterns, the relationship between gene mutation and
TCM patterns was analyzed. Result: Among 142 HLD patients, 48.59%(69/142) of the patients were tested with
Arg778Leu mutation in the exon 8, 5.63% (8/142) of the patients were detected with Thr935Met heterozygous
mutation in the exon 12; 24.65%(35/142) of the patients were tested with Pro992Leu mutation. Among the patients
with Arg778Leu mutation, there were 32 cases of liver-kidney Yin deficiency pattern, 13 cases of dual deficiency of
Qi-blood and 21 cases of internal accumulation of dampness-heat; among the patients with Pro992Leu mutation,
there were 12 cases of liver-kidney Yin deficiency pattern, nine cases of dual deficiency of Qi-blood and 11 cases of
internal accumulation of dampness-heat. Conclusion: The types of Arg778Leu mutation are related to liver-kidney
Yin deficiency pattern (P=0.03). The types of Pro992Leu mutation show no relativity to different TCM patterns (P>>0.05).
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