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Advances in research methods of genetic susceptibility to human diseases
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Abstract ; Genetic susceptibility refers to the risk of developing polygenetic diseases based on personal genetic
background, that is, specific genetic variation from one or both parents can induce disease in some cases. The
genetic variations of high penetrance play important roles in the pathogenesis of specific diseases, in which
associated genetic changes can be identified through pedigree analysis, while effects of these variations with low
penetrance are hard to determine, requiring large-scale population analysis to investigate the responsible genetic
mechanism. In recent years, with the development of second generation sequencing and multifactorial analysis
techniques as well as the accumulation of genomic data, significant progress has been made in the study of genetic
susceptibility to diseases such as cancer, metabolic diseases, cardiovascular and cerebrovascular diseases, and
mental diseases,which provides a reference for early screening, diagnosis, and treatment of human diseases.
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