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MATERIALS AND METHODS

Figure 6. Synthetic or cell-line based mobility correction results in identical genotypes. Synthetic or cell-line based mobility correction is shown
for 11 Asuragen cell-line gDNA samples. Both types of mobility correction resulted in the same poly-T allele calls.
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Figure 7. The TOMMA40 PCR assay resolves poly-T genotypes with single nucleotide discrimination in whole blood gDNA samples. The assay
IR Short (5): <19 resolves a broad range of genotypes; shown are 16T to 40T. Sample #3 highlights the discrimination of alleles at the critical L/VL border.
Long (L): 20-29
Very Long (VL): 2 30 Figure 4. The TOMM40 PCR assay differentiates a range of poly-T genotypes in cell-line samples, even at low inputs of gDNA. Three
characteristic cell-line examples are shown. Figure 4B shows the results of titration of sample #1 to 1 ng gDNA in the assay. Note that the 34T and
36T peaks are resolved even at the lowest input. CO N C LUS I O N S

Figure 1. TOMMA40 gene and risk alleles. TOMMA40 (Translocase Of Outer Mitochondrial Membrane 40) is a protein-coding gene and part of the

translocase of the outer mitochondrial membrane pore subunit. A variable poly-T tract, rs10524523 ('523), located in intron 6 of the TOMM40 gene (] The AT-riCh region O'f ‘the rsl 0524523 po'ymorphism poses unique Cha”enges to
(blue star, figure 1), was found to have a strong relationship with the age of onset, with Long (20-29 T) showing the highest risk, followed by Very g hiah-fidelity PCR lifi q dd 2
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* The prototype assay described here enables repeatable results, single base resolution,
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Figure 2. TOMMA40 assay workflow. An overview of the TOMMA40 assay workflow, highlighting the quick turnaround time of ~3 hours from gDNA 20 /\/\/M\J\
to answer. Total hands-on time is < 1 hour.
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Research Use Only — Not For Use In Diagnostic Procedures Figure 5. The TOMMA40 PCR assay is highly reproducible across multiple operators and days. Results from assays run by three operators on
Presented at AMP 2016 - G25 three different days are shown for a L/VL sample of 29/36 poly-T alleles. www.asuragen.com



