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Gene detection analysis of HKao and anti-HKao genotypes thalassemia
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Abstract : Objective To conduct the gene detection in the cases of HKaa and anti-HKaa genotype thalas-
semia,and to analyze the clinical phenotype of HKaa and anti-HKaa genotype cases so as to provide the guid-
ance for clinical prenatal diagnosis and genetic counseling. Methods A total of 36 031 samples were conducted
the routine thalassemia gene detection. The nest PCR technique was used to conduct the genotype detection on
*A by crossing the break point PCR (gap-PCR) elec-
band thinner than a, band.

4.2

17 samples simultaneously appearing o, s-a”’/-a"? and --

trophoresis,4 samples with -o*" band thinner than a, band and 1 sample with -a**
Results
cluding 3 cases of HKaa/aa,1 case of simultaneous compound IVS-1[-654 heterozygote of HKaa/aa,3 cases
of HKaa/*oﬁ'z, 12 cases of HKaa/ "
HKoo/—"*,1 case of anti-HKaa/aasand 1 case of anti-HKaa/—""*. The detection rates of HKaa and anti-

HKoa were 0. 056% and 0.005% respectively, moreover there were one family of HKaa/--**

In 36 031 samples,20 cases of HKaa genotype and 2 cases of anti-HKaa genotype were detected,in-
, 1 case of simultaneous compound CD41-42 heterozygote of

and one family
of anti-HKaa/—""*. Conclusion The accurate diagnosis of HKaa or anti-HKaa genotype thalassemia has the
very important significance for screening rare a thalassemia genes and prenatal genetic counseling, which a-
voids unnecessary invasive prenatal diagnosis.
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E R
n Hb(g/L) MCV({L) MCH (pg) HbA, (%)
a B
HKaa/aa gy /By 3 114.3+23.4 87.1+5.6 27.9+1.4 2.6+0.1
HKaa/aa IV l-sot /gN 1 95.0%0.0 66.940.0 20.7%0.0 4.6%0.0
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HKaa/—* gN/pY 11 115.9+16.7 68.7£5.3 21.5+1.7 2.240.2
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RS S 25 % 110 81.8 26.3 2.7 HKaa/aa
KE 2 R % 5 26 % 137 69. 4 21.9 2.1 —SEA /e
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0.02% ., FEAWFFEH N2 HLIX 36 031 41 7] ¢ Hb 3%
s 191 i A5 v ARSI 2 20 B HKaa F1 2§ anti-HKaa
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