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Identification of promising marker(s) for essential thrombocythemia diagnosis by
differential gene expression approach

KOMATSU, Norio
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Diagnosis _of essential thrombocythemia (ET) often faces to the difficulty of
excluding the evidence for reactive thrombocytosis. This study aims to identify the novel genetic
marker(s) to be used for the ET diagnosis, comparing the RNA expression profiles of ET and reactive

thrombocytosis by the usage of RNA-Seq.

We successfully identified 57 genes to diagnose ET. Principal component analysis using reads per
kilobase of exon per million mapped reads (RPKM) of the genes can clearly distinguish ET and
reactive thrombocytosis. Validating the candidate genes by qPCR approach, CREB3L1 was identified.
CREB3L1 was highly expressed among the patients having ET, in contrast, no expression was detected
among neither patients_having reactive thrombocytosis nor healthy controls. We showed the
possibility of diagnosing ET by only quantifying the RNA expression of CREB3L1.
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