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Fig.2 Proportion of applicant types in 303 patent applications involving family-based biomarker studies
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Research on the domestic innovation trends of genetic disease biomarkers from a patent perspective

Lu Jingzhe', Dai Shaoxing®, Yang Naixue®

(1. Pharmaceutical and biological invention examination department, Patent Bureau, China National Intellectual Property Administration,

Beijing 100080, China; 2. Institute of Primate Translational Medicine, Kunming University of Science and Technology » Kunming 650500, China)

Abstract: Based on patent literature data, this study investigates the current status and the characteristics of patent ap-
plications in the field of genetic disease biomarkers in China. It conducts literature indexing and feature analysis on the biomark-
er field involving family-based studies, focusing on patent applicants, genetic diseases studied, genes involved in the biomark-
ers, and research methods. The study finds that patent applications in this field have significantly increased with the develop-
ment and application of sequencing technologies, the inventive process of these applications is mainly based on clinical case
studies, and a large number of studies involve only gene sequencing and bioinformatics analysis, lacking biological experimental
validation of the pathogenicity or pathogenic mechanisms of the biomarkers. The research results indicate that scientific research
in this field should fully consider the above-mentioned development characteristics and innovation trends. While actively conduc-
ting genetic disease biomarker research based on sequencing technologies, it is important to shift the research model from high-
throughput screening of biomarkers to in-depth investigation of their pathogenicity and pathogenic mechanisms. This will en-
hance the quality of inventions in the biomarker field at the source of innovation and promote the vigorous and orderly develop-

ment of Chinese genetic disease diagnosis and screening industry.

Keywords: patent analysis; biomarker; family study; genome sequencing
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Fig.S2 Statistics of genetic disease types



