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[Abstract] Objective To establish a method for detection the genotype of HK in o-thalassemia and to provide
a precise pregnant diagnosis and an effective genetic counseling for thalassemia (thal). Methods The single tube
complex PCR was used to detect 3 types of deletional o-thal. Reverse dot blotting(RDB) /PCR to detect 3 kinds of

WS which were common in Chinese population. The method of two-round nested PCR

undeletional a-thal--¢"®,a® and «
assay is successfully established to detect the genotype of HK in o-thal. Then we collect the clinical data of the pa-
tients with the genotype of HK in o-thal and analyse the association between the genotype and hematological pheno-
A total of 8 000

cases from Guangdong were undergone thal genotype genetic diagnosis. Among the 8 000 cases,27 cases were diag-

type. Further, we analyse the relationship between fetal genotype variation and the pedigree. Results

nosed as the genotype of HK in a-thal,including 3 pedigrees. We report the pregnant diagnosis results for which the
parents had the same type of genotype. Moreover, the hematological phenotype data were collected. Conclusion The
two-round nested PCR method could effectively detect the HK genotype in o-thal. Through careful molecular tests,

one case of prenatal heterozygosity of o «/ HKaa was identified, and the fetus is kept successfully through careful

clinical counseling.
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B 1 &3 PCR#&M HK oo FEEKE
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514 2 % JFH (5 ~3") R0 25 A (=4 K /)
A2/3.7-F CCC CTC GCC AAG TCC ACC C —a3. 7 A (2 022/2 029 bp)
3.7-R AAA GCA CTC TAG GGT CCA GCG

A2/3.7-F CCC CTC GCC AAG TCC ACC C a2 #:H (1 800 bp)
A2-R AGA CCA GGA AGG GCC GGT G

4. 2-F GGT TTA CCC ATG TGG TGC CTC —ad. 2 B (1 628 bp)

4. 2-R CCC GTT GGA TCT TCT CAT TTC CC

SEA-F CGA TCT GGG CTC TGT GTT CTC - - SEA 4k (1 349 bp)
SEA-R AGC CCA CGT TGT GTT CAT GGC

L-anti4. 2-F CCT TGC ACC GGC CCT TCC TGG TC X1 #| Z1 &2 [\ (4 500 bp)

L-3.7-R

CCT CAA AGC ACT CTA GGG TCC AGCG
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FE 5 A n Hb(g/L) MCV (L) MCH (pg) Hb A(%) Hb A2(%)
HKaa/ aa 19 115. 6025, 44 82.74410. 83 28,7345, 37 97.25+1.18 2.59740. 85
--SEA/HKaa 7 119.67+17. 90 66. 3844, 64 19.45%+0. 92 97.7540. 35 2.174+0.29
-a3. 7/ a 50 125.8016. 63 79.764+2.17 26.5440.97 97.4640. 27 2.3940.12
~SEA/aa 50 109. 73410, 34 68.65+2.73 21.0041. 35 97.56+0. 32 2.337+0.10
--SEA/-a3.7 50 89. 63415, 87 65.11438. 31 19.91£6. 10 94,1543, 49 1.1341. 54
3 3AN HKEMAPERAODKRZNOFEFZRESWMER
FEY b FEY ! Hb(g/L) MCV(fL) MCH (pg) Hb A(%) Hb A2(%) Hb F(%)
P& RH 1 128 70.5 19.6 96. 7 2.3 1.0
B3 2 120 69.7 22.3 97.7 2.3 0
KR 2 RF A 135 64. 3 20. 1 98.0 2.0 0
B S 87 62.8 17.7 97.6 2.4 0
RE3 LT 118 68. 2 19.2 97.9 2.1 0
Bl 8 113 87.2 30. 8 97. 4 2.6 0
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