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Abstract: A patient with hypofolatemia was followed up for 6 years to observe the dynamic evolution of thrombus. The
levels of folic acid, homocysteine, and vitamin B,, were monitored, as well as carotid artery ultrasound, lower extremity
arterial ultrasound, cranial MRI, and MRA, and genetic testing results were obtained. The patient experienced occlusion of
the cortical branch of the left middle cerebral artery (folic acid 2.23 ng/mL) in the first year, deep vein thrombosis of the
left lower extremity (folic acid 2.58 ng/mL) in the second year, and occlusion of most of the intracranial segment of the left
internal carotid artery (folic acid 2.16 ng/mL) in the third year. In the fourth year, the patient experienced deep vein
thrombosis of the right lower extremity, stenosis of the extracranial segment of the left internal carotid artery, and venous
thrombosis of the right lower lung, with a folic acid level of 2.27 ng/mL, and folate supplementation was initiated at this
time. New - onset thrombus was not observed in this patient in the fifth year. DNA microarray analysis showed T/T
homozygous type (mutant type) at the 677 locus of the MTHFR gene. The patient died of pneumonia in the sixth year.

Patients with such mutation may develop hypofolatemia, leading to rapidly aggressive multiple arteriovenous thrombosis

http://www.jinn.org.cn

throughout the body, and folate supplementation might be an effective treatment method.

Keywords: thrombosis; folic acid deficiency; follow-up; gene mutation
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