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Application of real-time quantitative polymerase chain reaction rapid screening
in spinal muscular atrophy smnl gene carrier”
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Abstract: Objective To explore the potential of real-time quantitative PCR rapid screening in detecting spinal muscular atrophy
(SMA) smnl gene copy numbers and SMA carrier. Methods Twenty one carriers and 79 healthy controls confirmed by multiplex
ligation-dependent probe amplification (MLPA) and 200 healthy adults were detected by real-time quantitative PCR. Results Coin-
cidence rate of results of 21 carriers and 79 healthy controls detected by MLPA and real-time PCR were 100. 0%. Of 200 healthy a-
dults, 4 cases had 1 copy of smnl, which accounted for 2. 0%. And 173 had 2 copy of smnl,which accounted for 86. 5%. In addi-

tion,23 had 3 copy of smnl,which accounted for 11.5%. Conclusion Real-time quantitative PCR is a fast,easy and accuracy tech-

nology for SMA carrier detection.
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