CPEMRTZWZeE (BT RO ) 2024 4255 16 245 2 i

Hb Lepore-Boston-Washington I Z& & Gt 2
)2 W oo A M SCk SR )

K Eam ROTW O MEEF ORAX O RIE ML EXW AW
REM WA AW

U7RAE A REERE Bl 7 511400)

(=1 B HGEEA SR Hb Lepore- Boston-Washington Z& & ik 4 1] Jf #8158 6 20 48 vt vk 1 0
20 BR335SR Y [ S 4 SCTR AR T 200 1 TV~ 4 A0 PR 2 0 A O e
WRigyr 2%, Fik RESNA M BT MK 4001 R4 A 3 E 404 Uk R SR I i 41 2R A 4l
5o I PCR-FER A% 58 TR ¥ 8 WY o BREE 2L B 3 Al 2k .3 Fh 28 48 L B-BR AR (1 SE ) 17 e 25 ik
FERIN . B2 DNA JUF /34 HBB 28352570, R 1% H K% £ Ml HGB:136 g/L . RBC:5. 8 X
10" /L.MCV:71.4 {L . MCH:23. 4 pg. BAE M KL R B R :Hb A:84. 7% ;Hb A,:2. 3% ; Hb F.
2.9%;Hb D:10. 1%, DNA /7452 R4 Hb Lepore-Boston-Washington 28 & 8tk . 518 %00
B Rk LSS N & F I P 0 Sk AT A KA T RS R S sC e A A R A TE 6
B 87 ity B IVS-IL nt 8 ZJi], %A 5 AR 7L op [/ A op i 7 22 LY, 012 75 22 A B RIS
72 3 e B I (b B W A CHE P JE R S LB B B AT B R A A b A S R SR AR
i 5 AR L OB S T TR B A R LIG R A

[X#iA1 Hb Lepore-Boston-Washington;d BREE 18 BRI (1 5 JE P B 4 5 52 WL Y

[(FEHHES] R7IS.5 [ZERfRiRam] A

Diagnostic Analysis of Hb Lepore-Boston-Washington and Literature Review

Tang Bin, Wang Jicheng, Qin Danging, Yao Cuize, Liang Jie, Liang Kailing, Cheng Keyi,
Zhan Wenli, Liang Lihua » Chai Huiying » Guo Hao" » Du Li"®

(Department of Medical Genetics Center, Guangdong Women and Children Hospital , Guangzhou
511400, Guangdong. China)

Corresponding author : Guo Hao, F-mail: 13631311268@163. com; Du Li, E-mail ; lier28@163. com
[Abstract] Objective In order to provide reference for clinic, this paper reports a rare heterozygote Hb
Lepore-Boston-Washington (Hb LBW) in China and pay attention to detail (inspection of the capillary
zone electrophoresis system and HPLC chromatogram in this case) and awareness of strengths and pitfalls
of each screening technique. Hematological characteristics and clinical phenotype were discussed and

compared with cases in previous literatures. Methods Peripheral blood was collected for hematological

analysis. Three common deletion o-thalassaemia (—a*’, —a"*, ——""), three common non-deletion o~
thalassaemia ( Hb Constant Spring, Hb QuongSze and Hb Westmead) and 17 common mutations were
analyzed by PCR-flow fluorescence hybridization, and DNA sequencing was used to analyzed p-globin

gene. Results  His haematology profile showed a Hb of level 136 g/L., RBC:5.8X10"/L, MCV; 71. 4 fl
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and MCH . 23. 4 pg. On the capillary zone electrophoresis, the results of Hb typing showed that the
contents of Hb A, Hb A,, Hb F and Hb D were 84. 7%, 2.3%, 2.9% and 10. 1%, respectively. DNA

analysis revealed the patient was a rare heterozygote Hb Lepore-Boston-Washington carrier. Conclusion

This rare Hb LBW mutation in the Chinese population could explain variant Hb peak and raised Hb F level

resulting from unequal crossover events occur between the homologous regions of the d-codon 88 to B-1VS-

II nt 8 that would form a fusion gene. An accurate diagnosis could be reached with the help of DNA

analysis. In areas where thalassemia has a relatively high prevalence in southern Chinese population,

extreme attention is necessary for couples who seek for preconception genetic consultation, especially when

one partner has been identified to have B-thal trait.
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