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[Abstract] 22qll.2 microdeletion syndrome(22ql1. 2DS) is a type of genetic disease caused by the dele-
tion of the 22ql1. 2 interval of the chromosome. Its phenotype involves multiple systems such as circulation,
immunity,and nervous system,covering various symptoms such as deformities, psychiatric symptoms,and in-
tellectual disabilities. There are significant differences between individuals, and it is highly complex, which
brings difficulties to clinical work. As a chromosomal disease,the pathogenesis of 22q11. 2DS involves multiple
genes and their complex interaction networks. Currently,it has been confirmed that there are associated genes
such as Thx1,CRKL,ZEB2,etc. With the progress of research,the molecular mechanism by which Tbhx1 regu-
lates the development of various systems is constantly being revealed and is considered a key gene in the devel-
opment of this disease. Summarizing the clinical characteristics of 22q11. 2DS and the molecular mechanisms
underlying the various disease phenotypes caused by TBXI1 deficiency can aid in the clinical diagnosis of

22ql1. 2DS and the development of therapeutic targets and methods targeting different phenotypes.
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