ABSTRACT

METHOD FOR DETECTING OR QUANTIFYING SMNI GENE

An object of the invention is to provide a primer for detecting and quantifying
homozygous deletion of the SMN1 gene, the deletion of which causes SMA, using a dried
blood spot in a filter paper and a method related to specific detection/quantification of the
SMNI gene using the primer. The invention is a method for detecting the SMNI gene
in a dried blood spot in a filter paper by real-time PCR, including the steps of (A) to (D)
below: (A) a step of adding the dried blood spot in a filter paper to a PCR reaction tube;
(B) a step of adding a PCR reagent to the PCR reaction tube, wherein the PCR reagent
contains at least a primer designed in a manner that the reactivity to the SMN2 gene is
less than 1% of that to the SMNI gene, a polymerase, dNTPs and an intercalator or a
fluorescently labeled probe; (C) a step of performing PCR reaction in the tube containing
the PCR reagent and the dried blood spot in a filter paper; and (D) a step of sequentially
and optically detecting a target nucleic acid in the SMN/ gene amplified by the PCR

reaction.
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