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Abstract (300 word limit)
Statement of the Problem: The current standard for diagnosing FMF (Familial Mediterranean fever) in children established by Yalçinkaya et al.1, was a great advancement in the clinical diagnosis of the disease worldwide. However, this set of criteria is based on a non-representative group of children who are homozygous recessive for the disease. Recent evidence shows that children are being diagnosed with FMF without meeting the standard criteria and/or without being homozygous recessive for the known MEFV gene mutations. The purpose of this clinical  case study is to further support the need to establish a new standard diagnosis criterion for the disease. Methodology & Theoretical Orientation: The medical history of a 5-year-old girl was analyzed in this case study. When suspected to have FMF a treatment of colchicine was started. A graph showing documented temperatures prior to, during, and after colchicine treatment was created to establish a possible relationship and confirm diagnosis. Findings: The 5-year-old girl in this study presented to the emergency room with a history of recurrent fever (15-months). Out of the 5-criterion used to diagnose FMF, this child only associated with one. FMF was suspected none-the-less and a treatment of colchicine began. Simultaneously, DNA genetic testing revealed a heterozygous mutation of the MEFV gene (met694val). Four years after diagnosis, patient returned to normal showing no manifestations of the disease. Conclusion & Significance: As shown by the building evidence in the pediatric field, FMF is a disease that can affect anyone (not just those identifying with lineage from the Mediterranean basin) and can manifest differently amongst those affected. Therefore, a new set of criteria is needed to be able to effectively diagnosis children with FMF with a high degree of sensitivity and specificity (especially in diverse ethnic populations) allowing improved and uniform care throughout the world.
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Figure 1. Temperature chart: S-year-old girl with heterozygous mutation
in the MEFV gene for familial Mediterranean fever. Note: Temperatures

are obtained from history and may not be accurately represented.




