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SMA REAL-TIME PCR ASSAY

SMA is a severe autosomal neurodegenerative genetic disorder, that leads to disability and eventually death. SMA has an estimated
incidence of 1:10000 live births and carrier frequencies ranging from 1:40-1:70in various populations [1].

Detection of SMA affected and SMA carrier status are possible through genetic testing, even at the pre-conception stage.

REAL-TIME PCR (5'exonuclease assay]

o SMAREAL-TIME PCRis a high performance molecular genetic test.

The test is used to identify SMA affected individuals (SMNT homozygous deletions) using easily available laboratory instrumentation; it
canalsobe used forthe detection of SMA carriers (SMN7homozygous deletions).

Itcan be used to test from smallamounts of DNA e.g. from samples such as Dried Blood Spots (DBS).




Causes of SMA:

o Most cases (95 - 98%) of SMA are caused by homozygous deletions in exon 7 (often extending to exon 8) of the SMNT gene.

o Theremaining 2-5% cases are caused by small sequence variants in the SMN7 gene.

. AUWSMA carriers harbor only one functional copy of the SMN7 gene i.e. heterozygous deletions of exon 7 (and exon 8) in 92-95% of cases [1,2].
o Silent carriers may have a “2+0” genotype where two copies of SMNT gene are present on the same chromosome and no copies on the

otheronel1, 2,3, 4].

Accurate detection of SMNT homozygous deletions (affected individuals); can
also be used to detect heterozygous deletions (carriers):

Relative copies of the SMNT gene (to a reference gene)

Real-Time PCR Amplification Plot
eal-Time PCR Amplification Plots calculated by the 2*(-AACt) method
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o PCR based methods like real-time/ quantitative PCR are effective for diagnosis of affected individuals, however, accurate determination

of carrier statusis challenging.

D This PCR assay cannot reveal absolute SMNTand SMN2 copy numbers nor can it detect the “2+0” genotype. The SMA CODE-SEQ assay is
recommended for the detection of these types of variations.

. SMA caused by small sequence variants inthe SMN7 gene cannot be detected.

Ordering details for SMA REAL-TIME PCR Kkits:

Product Code Number of Tests
BR110020 24
BR110021 96
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