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Genetic and cgtogene;ic analyses of refractory leukemia with chromothripsis, a
new genomic abnormality
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We have demonstrated that there is a new oncogenic mechanism and the focus
on chromothripsis ;a phenomenon in which chromosomes are shuttered at one time, deletion, a fusion
gene, or proliferation occurs in the onset of some leukemias. SNP array CGH detected cases with
chromothripsis. PNA (Peptide nucleic acid)-FISH could detect abnormalities of chromothripsis. The
chromothripsis in leukemia is associated with the marker chromosome, dmin (double minutes), complex
karyotype, 17p deletion, and in particular with TP53 gene mutation. The mechanisms underlying
chromothripsis-associated AML are poorly understood, and treatment strategy is needed for the
improvement of the patients’ outcomes.
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