EFR I E % 201246 3 A% 33 %% 6 8 Int J Lab Med,March 2012, Vol. 33,No. 6 . 727 o

BB -
181 BIKELENBERERDRMNEEERRTRE SN

AR A e &L R &L EL R R, R
(TR FERINER 1. A2 Ja=H, 5 & EY 518036)

/)

W OE:BH TMAEIARMARERL(THDEME S ¥ o THal 5 g THal KRR S AHHF L, HiE RALELE
gapPCR # Rl 3 #+ % W st kA o THal AW . PCR &SR @ 5 Xk hmm Bk EOA N 17T AR T4 5. R 481 #151M
BF ¥, THal 43k F A 29. 5% (142/481) ,— /aa B o THal 2 B ¥ 40 F £ &, 4 22. 7% (109/481) ; 3-THal # i F 4 23. 9%
(115/481) ,CD41-42 . 1VS 2nt654 ,CD17,-28 & B-THal & B #  F4R A A 7.5%.5.0%.4. 2% .2. 5% ;4 th 3 4] of £ 4% THal,
Zig FHUR THal MEX T ofe pTHal Aok R 43 K B 407 6 45 0 4% 590 16 R 06 77 Fo 46 5 48 5 3R M 69 2k A 5T
o ARET  FREA THal BILe9 R A LA T2 F L,

KER:THERTR; AEARE; ARHAE

DOI:10. 3969/5. issn. 1673-4130. 2012. 06. 044 Xk tRIRAG A XERS:1673-4130(2012)06-0727-02

Gene mutation analysis in 481 suspected patients with thalassemia in certain area
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Abstract: Objective To analyze the distribution of different types of a and B-Thalassemia(THal) gene mutation in suspected
patients with THal in this area. Methods Single-tube multiplex-polymerase chain reaction assay and reverse dot blot assay were
performed to detect the three commonest deletion type of o-THal gene and the 17 mutation loci of 3-THal gene. Results In 481 ca-
ses of suspected patients with THal,29. 5% (142/481) were with o-THal,of which the positive rate of —%* /qq type,22. 7% (109/
481) ,was the highest. The detection rate of B-THal was 23. 9% (115/481) ,and the frequency of gene mutation type CD41-42,1VS
2nt654,CD17 and -28 was 7. 5% ,5. 0% ,4.2% and 2. 5% ,respectively. 3 cases were demonstrated with af complex THal. Conclu-
sion The detection rate of aand B-THal might be relatively high in this area. Gene diagnosis could provide useful information for

hereditary consultation,clinical therapy and procreative guidance,and might be worthy for prepotency and avoiding newborns with

severe THal.
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