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                Pediatric acute myeloid leukemia (AML) is a heterogeneous malignant disease, characterized by abnormal proliferation and impaired differentiation of myeloid cells. Acquired cytogenetic aberrations such as t(8;21)(q22;q22)/AML-ETO, inv(16)(p13q22)/CBFÎ²-MYH11, t(15;17)(q22;q21)/PML-RARÎ±, rearrangements involving MLL and molecular aberrations in genes such as FLT3, NPM1, CEBPA and WT1 are involved in AML pathogenesis and are prognostic factors for treatment outcome.
Recently, constitutional loss-of-function mutations in telomerase complex genes have been implicated as risk factors for AML in adults.1 The telomerase complex is expressed in highly proliferative cells, and is responsible for maintaining telomeres, which cap the ends of chromosomes and protect genomic DNA from eroding during cell divisions. Impaired telomerase function can result in extremely short telomeres, limiting the proliferative capacity of progenitor cells, and may lead to chromosomal instability, thus predisposing to malignant transformation.2 This pathogenesis is manifested in dyskeratosis congenita, an inherited bone marrow (BM) failure syndrome in which patients are at increased risk for malignancies, including AML, and in which telomerase complex mutations are etiologic.2
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