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Mass spectrometry of DNA (and RNA) combines the sensitivity of PCR with the 
specificity and precision provided by a high resolution detector.  Current 
technology includes highly automated sample processing and completely 
automated data interpretation.  Thus, users who know nothing about the details 
of mass spectrometry successfully use the platform to measure genotypes, gene 
expression, methylation (epigenetics), and DNA sequences.  Areas where 
applications are mature include discovery of medically important biomarkers, 
genetic diagnostic analyses, non-invasive detection of cancer and fetal 
biomarkers in serum or plasma, and multi-locus infectious disease typing. 
 
This presentation will focus on the most recent developments of the technology 
including a broad, large-scale survey of potential cancer DNA methylation 
markers, non-invasive prenatal diagnosis and the use of mass spectrometry to 
study the specificity of transcription factor binding to DNA. 
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