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[ Abstract)
which combines restricted dNTP duplex PCR with high-resolution melting curve (HRM) to detect the copy number of exons 7 and 8 of
the spinal muscular atrophy (SMA) pathogenic gene SMN1. Methods
numbers confirmed by multiplex ligation-dependent probe amplification (MLPA) and established a detection technology system combi-
ning restricted dNTP duplex PCR and HRM. The SMNI1 gene copy detection in 2,929 early pregnant women and a suspected SMA sick
child in Quzhou area were performed by using this method. Results Compared with MLPA, the gold standard for SMA genetic diagno-

Objective To establish a simple, rapid and highly accurate copy number variation ( CNV) detection method,

We collected 42 samples of SMN1 gene exon 7 and 8 copy

sis, the detection results of SMN1 exons 7 and 8 in the 42 samples by duplex PCR combined with restriction dNTPs were consistent.
The accuracy was 100% . In addition, 39 cases of heterozygous deletion of both exons 7 and 8 of the SMN1 gene were detected in the
2929 pregnant women using this method. There were 3 cases of heterozygous deletion of only exon 7 of the SMN1 gene and 10 cases of
heterozygous deletion of only exon 8 of the SMN1 gene. The frequency of SMA carriers in this group was 1/70(42/2929). The test re-
sult of a suspected SMA patient sample was a homozygous deletion of exons 7 and 8 of the SMN1 gene. Conclusions The results of re-
striction NTP PCR and HRM assay for the detection of SMN1 exons 7 and 8 were consistent with MLPA. This method can be used for
SMA carrier screening and diagnosis. It can reduce the detection cost and shorten the detection cycle of SMA screening and diagnosis.
At the same time, it reduces the difficulty of detection operation and improves the accuracy.

[ Key words] Spinal muscular atrophy; Survival of motor neuronsl ; Copy number variation; Multiplex ligation-dependent probe
amplification; High resolution melting
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PCR 5 HRM %543 0] T SMA #5473 i A, ]
BEXFA RER 0 B LA T HERR IS W, B S5 BIR i 1
dNTP W PCR 5 HRM 2546461 2929 {5124 H.45]
194 SMN1 JE[H E7 F1 ES BRI B , 25 3 7R 39 17l
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