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Analysis of clinical features and gene mutations in a case of familial Mediterranean fever”
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[ Abstract] Objective To investigate the clinical features and gene mutations of familial Mediterranean
fever (FMF). Methods A 13-year-old child who had intermittent fever for 4 years was treated in our hospi-
tal. The child underwent a comprehensive physical examination to detect non-specific inflammatory indicators
such as C-reactive protein (CRP) and erythrocyte sedimentation rate. At the same time, the mutation of the
disease-causing gene MEFV in this child was screened and then the child was treated according to the clinical
diagnosis. Results The clinical manifestations of this child were consistent with the diagnostic criteria for
FMF in children. Targeted capture second-generation sequencing confirmed the presence of complex heterozy-
gous mutations in the MEFV gene,c. 442G>C(p. E148Q) and c. 1588-69G> A ,respectively. These two muta-
tions were inherited from the parents. The child was given colchicine treatment and the follow-up of 7 months
showed that the child did not have fever and the erythrocyte sedimentation rate was normal. Conclusion The
clinical manifestations of FMF include irregular recurrent fever, which could be relieved by itself. Gene muta-
tions and colchicine therapy might help diagnose.
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