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中国南方46种β-地中海贫血点突变谱
及其功能影响
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#1-6 FEBHAH 46T B- HPERMAREHRATIEL ]
W HGVS@% CREHCE B AmEmER
1 HBB:c.-140C>T 90 (C>T) B
2 HBB:c.-123A>T =73 (A>T) B
3 HBB:wc.-100G>A 50 (G>A) B
4 HBB:c.-82C>A —32(C>A) B
5 HBBc.-81A>C 31(A>C) i
6 HBB:.-80T>C ~30(T>C) p
7 HBBc.-79A>G —29 (A>G) [ SRR
8  HBBic.-78A>G 28 (A>G) ]
9  HBB:c.-78A>C -28 (A>C) B
10 HBB:c.-50A>C 5'UTR Cap+1 (A>C)
11  HBB:c.-43C>T 5'UTR Cap+8 (C>T) *
12 HBB:c.-12C>T S'UTR Cap+39 (C>T) gt
13 HBB:c.-11_-8delAAAC S'UTR Cap+40-43 (~AAAC)
14 HBB:c.59A>G CDI9 (AAC>AGC) Hb Malay
15 HBB:c.79G>A CD26 (GAG>AAG) HbE
16 HBB:c.91A>G CD30 (AGG>GGG) i
17 HBB:c.92+1G>T IVS-I-1 (G>T) 3
18 HBB:c.92+2T>C 1VS-I-2 (T>C) K
19 HBB:c.92+5G>C IVS-I-5 (G>C) b RNA BT
20 HBB:c.93-3T>C IVS-I-128 (T>G) B
21 HBB:c.315+42delT IVS-II-2 (- T) i3
22 HBB:c315+5G>C IVS-II-5 (G>C)
23 HBB:c.316-197C>T IVS-1-654 (C>T)
24 HBB:c.+32A>C Term CD+32 (A>C)
25 HBB:c.+108A>C AATAAA>CATAAA B
26 HBB:c.162delT CD53 (-T) B
27 HBB:c2T>G Initiation codon (ATG>AGG) p’
28  HBB:c.43delC CDI3-14 (—C) 3
29  HBB:c.45_46insG CD14-15 (+G) 3
30 HBB:c.48_49insG CDI15-16 (+G) i
31 HBB:c.84_85insC CD27/28 (+C) [3"
32 HBB:c.52A>T CD17 (AAG>TAG) 5 RNA #ii%
33 HBB:c.-78A>G-HBB:c.52A>T -28 (A>G) -CD17 (A>T) B°
34 HBB:c.94delC CD31 (-C) 3
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35 HBB:.l13G>A CD37 (TGG>TAG) [

36  HBB:c.l15delA CD38 (~A) i

37  HBB:c.123_124insT CD40-41 (+T) i

38  HBB:c.126_129delCTTT CD41-42 (~CTTT) i

39 HBB:c.126_130delCTTTG:insA CD41-43 (—~CTTTG,+A) p°

40  HBB:c.130G>T CD43 (GAG>TAG) - B’

41 HBB:c.165_177del CD54-58 (~TATGGGCAACCCT) f°
TATGGGCAACCCT

42 HBB:c.216_217insA CD71-72 (+A) B RNA §ii

43 HBB:c.216_217insT CD71-72 (+T) [

44 HBB:c.268_281del CD89-93 (- AGTGAGCTGCACTG) B°
AGTGAGCTGCACTG

45 HBB:c.287_288insA CDY5 (+A) B

46 HBB:¢339T>A CD112 (TGT>TGA) i3





