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CarrierMax™ SMN1/SMN2 Reagent Kit- A PCR/CE based SMA assay that shows excellent
sensitivity and specificity in determining SMN1 copy number for carrier status
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ABSTRACT _ _ _ RESULTS Table 2. Results of 20 clinical research samples fully concordant with MLPA
Figure 1. SMN1/SMN2 copy number detection primers
Here we present an assay that uses a method of QF-PCR amplification combining CE to Figure 4. SMN1 copy number variation electropherogram o ot B
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(CE). The copy number of SMN1 (or SMN2) was calculated as the peak area ratio of o Lo ” - % o
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compare to SMNL. It would be important to rule out gene conversion event at this o ] status.
important nucleotide as gene conversion is more likely between SMN1 and SMN2 given jzz
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detected the software automatically change the normal call to a carrier call. Type | microarray platrorm.
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(9.27134T>G and g.27706-27707 del AT) associated with haplotype silent carriers where software will change the carrier call to normal. REFERENCES
both copies of SMNL1 resides on the same chromosome.
One of the pairs of primers for either SMN1 or SMN2 incorporates a FAM (6- Figure 6. S'\:Nl SMN2 hjplotype cairnner detect|zsc0)n i 1. Chen TH, Tzeng CC, Wang CC, et al. Identification of bidirectional gene conversion
carboxyfluoroscein) fluorescent label for the betwegn SMN.1 and SMN2 by S|multaneou§ analy§|s of SMN dosage and hybrid
genes in a Chinese population. J Neurol Sci. 2011;308(1-2):83-87.
Furthermore, we incorporated a set of amelogenin primers for sex determination, this is PR 85 Lt g.27706-27707delAT doi:10.1016/j jns.2011.06.002 o .
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fluorescein) fluorescent dye for detection.
Lastly, we use a ROX (6-carboxy-X-rhodamine) labeled size standards ranging from " ACKNOWLEDGEMENTS
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polymer; on the SeqStudio the V2 catrtidge incorporated a 28cm capillary array and POP- Control2 2 2 Normal o
1™ polymer. Both instrument utilize the standard fragment analysis run module. Control1 0 2 Homozygote affected o J -
1 : ThermoFisher
The resulting fragment data is then analyzed in GeneMapper 6.0 with specifically Type2 2 2 Normal Electropherogram showing detection of SNP genotypes a_ssociated with haplotype that
designed panel and bin. The resulting genotype is then exported in csv format and 9.27134T-G 2 2 g.27134T-G Risk Factor both copies of SMN1 on the same chromosome (2+0 carrier status, which also called SCIENTIFIC
imported into the CarrierMax™ software for final report output. g.27706-27707delAT 2 2 g.27706-27707delAT Risk Factor silent carrier).
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