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Abgtract :  Objective To study the survivd motor neuron (SMN) gene exon 7 and 8 and neurona goptoss
inhibitory protein (NAIP) gene exon 5 and 6 in Chinese patients with Type SMA , and to confirm the
reationship between the deetionsof SMN and NA P genes with SMA phenotype. Methods PCR and PCR - enzyme
methods were used to detect the deletionsof NAIPgene exon 5 and 6 and SMN gene exon 7 and 8in 15 SMA ( )
patients, 20 hedthy rdatives and 30 norma controls. Results Deetionsaf exon 7 and 8 of the telomeric SMN gene were
4/4,2/3,1/8in Type , , SMA patients, repectivdly. One patient with Type  lacked exon 7 but retained
exon 8. No ddetion wasfound in the controls (0/ 50) . No deletion of exon 5 and 6 of the NA |P gene was detected in the
patients, hedthy reatives and controls. Conclusions Deletionsof SMN gene exon 7 and 8 examined by PCR - enzyme
digegtion could be recommended as an accurate gene diagnostic method for SMA with Type  and . However, the
method was not asusful in Type asin  and  for the diagnossof SMA. The frequency of NAIP ddetion was
lower in Chinese SMA patients.
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B TF2p44 RNA Exon7F5 AGACTATCAACTTAATTTCTGATCAS ;

H4F5 , SMN Exon7R5 CCTTCCTTCTTTTTGATTTTGTTTS ;
SMA Exon 8 R5' CTACAACACCCTTCTCACAG3' ;
, SMNt , Exon8F5 GTAATAACCAAATGCAATGTGAAZ ;
SMNCc, 5 ( Exon 5 R5' CTCTCAGCCTGCTCTTCAGAT 3" ;
98. 6 %) SMA SMNt ( Exon5 F5' AAAGCCTCTGACGAGAGGATC3' ;
7 8 7) , Exon 6 F5' TGCCACTGCCA GGCAATCTAA 3' ;
SMA : Exon6 R5' CATTTGGCATGTTCCTTCCAA 3' ;
SMN NAIP ( 5 6) Exon13F5' CCA GCTCCTA GA GAAA GAAGGA3' ;
SMA PCR - Exon13R5' ATGCTTGGA TCTCTA GAATGG3'
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Tablel Clinica dataof Type SMA patients
- EMG (+)
+ 1
3 1 7 22 0 6 2 0 4 4 0 0 0 0 0
1 2 25 9 6 18 0 0 3 1 2 0 0 0 0
5 3 5 19 2 16 1 2 8 8 0 3 2 0 3 0
9 6 3 12 2 12 15 15 5 5 2 0 3 0
2.2 SMN ,NAIP SMA 190 bp ,120 bp ,68 bp 3
SMIN 7 PCR , , 8 120bp 68 bp 2 ,
SMA 190 bp , 2 NAIP 5 13 PCR
164 bp ,24 bp 3 (24 bp , ). 435 bp 243 bp 2 6
7 164 bp 1 , 1;SMIN 13  PCR 120 bp 243 bp 2
8 PCR , , 5 6 243 bp 1
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Table 2 Resultsof the molecular analyssof SMN
and NAIP genesin Type SMA patients (%)
SMN SMN NAIP NAIP
Exon 7 Exon 8 Exon 5 Exon 6
3 NAIP 5 PCR 1-5
4 4(100) 4(100) 0(0) 0(0)
3 3(1000 2(66.7)  0(0) 0(0) - MA - 6-7 8-9
8 1(12.5  1(12.5) 0(0) 0(0) M :pUCDNA/ M9
Figure 3 Amplified PCR productsof exon 5 of NAIP gene.
Lanel- 5: Type -  of SMA patients; Lane6- 7:

reatives of SMA patients; Lane 8- 9: norma ocontrols;
M : molecular weight markers: pUCDNA/ M9
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SMA patients; Lane 3- 4: Type | Lane5- 6: rdatives Foure 4 Amplified PCR products of exon 6 of NAIP gene.
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