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Genetic and pathophysiologic background of amniotic fluid embolism: In search of
new intervention
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Hamamatsu University School of Medicine is conducting a project titled “

Serological Diagnosis of Amniotic Fluid Embolism (AFE).” In this project, whole-genome sequencing
was performed using a next-generation sequencer on DNA samples from a total of 50 cases: 17 cases of

cardiopulmonary collapse-type AFE and 33 cases of uterine-type AFE. These cases met the following
criteria: (1) fulfillment of the diagnostic criteria for AFE, (2) marked immunohistochemical
staining for degranulation of mast cells and C5a in tissues, and (3) high-quality DNA successfully
extracted from FFPE (formalin-fixed paraffin-embedded) specimens of the uterus or heart (either
tissue blocks or thin sections). The obtained genome data were compared with whole-genome data
derived from the blood samples of 383 healthy pregnant women provided by the National Center for
Child Health and Development. Through this comparative analysis, 60 candidate gene mutations
associated with AFE were identified.
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