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statistically significant difference in mutation frequency between and MDS (Table 1).

AML and MDS for the other genes analyzed. DNA isolation

Total nucleic acid was isolated from plasma using QIAamp DNA Blood Mini
Kit (Qiagen, Valencia, CA) according to the manufacturer’s instructions.

Conclusion: mMutations in FLT3, NPM1 and WT1 are molecular .
abnormalities characteristically detected in patients with AML and Gene sequencing S U MMA RY
can be used as objective criteria for the classification of AML rather NGS was performed using an llumina Miseq system (San Diego,

than blast count in bone marrow. These mutations are detected in CA). NGS, amplification, and indexing were performed as
49% of AML patients. This suggests that approximately half of AML recommended by the manufacturer. Amplicons were confirmed for

patients can be diagnosed based on the detection of molecular each sample by running an agarose gel. Samples were pooled and
abnormalities, irrespective of bone marrow morphology. The the experiment sheet was generated using llumina Experiment 2. Since FLT3, NPM1, and WT1 mutations are detected in approximately half of AML patients, the diagnosis of

presence of mutation in SF3B1 gene is also a characteristic Manager. Miseq Reporter was used for analysis and Variant Studio AML can be made based on these findings, irrespective of bone marrow morphology or blast count.
was used for calling. For confirmation of variant calling, NextGene

software (SoftGenetics, State College, PA) was used. Average

sequencing coverage across the entire coding regions was 10,000 4. Correlation with clinical outcome and therapy is needed to determine the clinical relevance of these findings.
iINn 20% of the sequenced amplicons.

1. Mutiations in FLT3, NPM1 and WT1 can be used as molecular markers for the diagnosis of AML and provide
objective criteria for the classification of AML.

molecular finding for MDS. 3. The presence of mutation in SF3B1 gene is a characteristic molecular finding for MDS.
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