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Screening of hot—spot deafness gene mutations among children with non—syndromic ‘hearing loss in Ningbo region GAO Weiwei, LU
Wenxiang, ZHANG Lei, et al. Ningbo College of Health Sciences, Ningbo 315800 ,%China

[ Abstract ] Objective To screen the hot-spot deafness gene mutation in children with non-syndromic hearing loss
(NSHL) in Ningbo region. Methods One hundred and sixty eight NSHEx¢hildren were enrolled from Ningbo Special Education
Center for the study. The screening of 29 hot—spot mutations .of 4 deafness genes was performed by multiple ARMS capillary
electrophoresis using AGCU genetic deafness gene detection kit. “>Results Among 168 children, the deafness gene mutations
were detected in 58 cases (34.52%), including 43 cases with single hotspot mutation in GJB2 gene, 9 with hotspot mutations in
single SLC26A4 gene, and 3 with GJB2 gene and,SLC26A%gene mutation, and 3 with 12S rRNA gene mutation. The total hot spot
mutation rate of GJB2 gene was 27.38%, that of SLC26A4 gene was 7.14%, and that of 12S rRNA gene was 1.79%. The mutation
rate of GJB2 235delC was the highest (23.21%),follewed by GJB2 299 del AT (5.36%) in all hotspots.  Conclusion GJB2 and
SLC26A4 are the main genes associated with non=syndromic deafness patients in Ningbo area, and GJB2 235delC is the most
common mutation site.
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12,1 RFIALES  AGCU 5t £% M B2 5L DR ARG 38 751
(TP ELRAEYBARGIRA ), B3R DNA 42
O & (K AT A YRR R AR, K81 H %
e (32 E ABI A F]),POP4 JiE (32 ABI A W] ), Life Pro
PHAA ChUMN I HRHCA FRA ), 3130XL ALt A% 44t
{X(SEE ABIAF]),

122 DNA FEARRREAE  SEfE T 15ml B.0%
75 A E A i DR BRI S bRl &8 LE
ICFETT 30min PIA5E IR FEE o SRAE D3 FHVE s A A0 )
BB 5T B UM SERE REE 11 Js - 1z 240 L, 0 Tl
S EISh 10 A4 LMRIERTS R A8 1 DNA , RAE T 2
Hh I R e ] Tk M AR 2 5 SRR e U B T A AT
2, B B O IR

123 KA SRABEIRIEAEE DNA . BB
A /NG I B EU G, AT 150 R B B 32
I DNA HH#:H T PCR ¥735 . PCR ¥ 14k 2H .
Reaction Mix 5.0pl+ Primers 2.0l +#Urt slGSTaq i
0.3l +BEHR (REERIEHEE)1.0pl + sdH,0 174, JPCR 3§~
WRLF : PR PE 95°C Smin, 943C™bmin .60°C “1min . 72°C
Imin(fFH 30 W) , AL 72%C.20min
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ZEHUCR GeneMappery3.2 B 74081, i 4 438t
PPk B LR (R 2907 s A 28738, 4G GIB2 2E[H (9,
35,167 .176.235.299 155 .424 .512) .GJB3 %t [A (538,
547 SLE26A4 H:[K (281,589,707 . 1VS7-2.1174.1226.,
1229 11238.1336.1548.1829.1975 .1VS15+5.2027.2168 )
A112S rRNA FE[F (1494 .1555.12201)
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7% NSHL 2 JL 46 ) 21 B 2 5L R 305 52 78 3% 58 14
(34.52%) , Horp B — GIB2 JE P E 5875 % 43 ], B —
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SLC26A4 FEH#T A 9 1], GIB2 JE K 471 SLC26A4
FEPI PR E A8 3 ], 128 rRNA J5 R HGE 2878 3 4],
GJB2 & [HI 44 5 R 5 AR %k 27.38%(46/168) ,SLC26A4
KRB BGAR RN 7.14%(12/168),12S rRNA HEK #4
RURVRAE R 1.79%(3/168) . 1E iR A #2874 hg
GJIB2 235delC 248 % fz 5 , o4 23.21%(39/168 ) 5 HKR:
GJB2 299 del AT, A 5.36%(9/168);SLC26A4 1226G>
A. 2168A>G L) K 12S rRNA 1555A >G €75 8%
1.79%(3/168 ) ; A58 LA H GIB3 FE[HZ84F . 168
5] NSHL 5 L2256 PR 30 5828 1 )

F 1 168 il NSHL &)L H-258E R PG5 A8 7347
HERR FRASH KA (%) R RAE (%)
GJB2 235delC 23.21(39/168) 13.01(22/168)

299del AT 5.36(9/168) -
176deli6 1,19(2/168) -
35delG 0.60(1/168) -
SLC26A4 1226G>A 1.79(3/168) -
2168A>C 1.79(3/168) 0.60(1/168)
1229C>T 1.19(2/268) -
1975G>C 1.19(2/168) 0.60(1/168)
11802delTTC 0.60(1/168) -
919A>G 0.60(1/168) 0.60(1/168)
128 'RNA 1555A>G 1.79(3/168) 1.19(2/168)
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299del AT/235delC 2% & 2 28 A If SLC26A4 2168A>C
AREAE 1 il

12 5] SLC26A4 J& K #4 i 2€ 48 NSHL &L, 5
GIB2 KM A 2878 3 1] ,SLC26A4 PN B — ik 5875
9 %1 :919A>GC 4 &&= 1 #1],19756>C 4i F R4 1
B, 2557 14, 1226G>A 4259878 3 ,2168A>G
ZRE AR 1), 1229C>T Z&5 5878 2 i),

3 5l 12S rRNA 3 A #4 f8 28 48 NSHL & L,
1555A>G ¥ tERAE 2 i, 1555A>G R tHERAE 1
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235delC/W & 2168A>G/2168A>G
235delC/235delC & 1180-1182del TTC/W
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GJB2&SLC26A4
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it 1% NSHL fA7E 1% 3L R B2 9, GIB2 JE R 2848 T84
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