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Hereditary p2—microglobulin amyloidosis with prominent gastrointestinal

symptoms and autonomic dysfunction:a case report
Chen Liangjing', Zhang Hainan', Wang Chunyu’, Huang Hui’, Qin Lixia'
(1.Department of Neurology , The Second Xiangya Hospital of Central South University ;
2.Department of Medical Genetics , The Second Xiangya Hospital of Central South University/

Hunan Province Clinical Research Center for Genetic Birth Defects and Rare Diseases )

[ Abstract] Objective : To investigate the clinical characteristics , diagnostic process, and key points for differential diagnosis of heredi-
tary B2-microglobulin amyloidosis. Methods : The clinical data of a patient with hereditary 2-microglobulin amyloidosis were retro-
spectively analyzed. The clinical manifestations, auxiliary examination findings, diagnostic process, and genetic testing results were sys-
tematically summarized and discussed in conjunction with relevant literature. Results : The patient initially presented with progressively
worsening gastrointestinal dysfunction, accompanied by prominent autonomic dysfunction mainly manifested as orthostatic hypotension
and abnormalities in urination and defecation, together with peripheral nerve involvement characterized by numbness and sensory im-
pairment of the extremities. Genetic testing ultimately identified a pathogenic variant in the B2M gene, confirming the diagnosis of he-
reditary B2-microglobulin amyloidosis. Conclusion : Hereditary 2-microglobulin amyloidosis is a clinically rare entity with an insidi-
ous onset and multisystem involvement, rendering it susceptible to misdiagnosis or missed diagnosis. For patients predominantly pre-
senting with progressive gastrointestinal dysfunction accompanied by autonomic disturbances such as orthostatic hypotension, clini-
cians should be alert to the possibility of hereditary B2-microglobulin amyloidosis. Early genetic testing may facilitate the early diagno-
sis and standardized management of the disease.
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