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Analysis on neonatal thalassaemia screening results in Qingyuan area
LIU Dongxia , XU Weihua , TANG Mei fen ,OUYANG Hui
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Child Health Care Hospital ,Qingyuan,Guangdong 511515,China)

Abstract: Objective To analyze the situation of neonatal thalassemia screening and gene diagnosis in Qingyuan area to provide
a basis for formulating the interventional measures of thalassemia prevention and early treatment and genetic counseling,and thalas-
semia prevention and treatment policies. Methods The French Sebia Capillarys automatic capillary electrophoresis apparatus was
applied to conduct the dry filter paper blood hemoglobin component analysis in newborns of Qingyuan area from May 2015 to March
2016. The newborns with early screening positive were recalled and venous blood was collected for conducting the thalassemia defi-
nite diagnosis by the split-polymerase chain reaction (Gap-PCR) and PCR combined with reverse dot hybridization technique.
Results Among 1 056 cases of early screening positive, 908 cases of thalassemia were detected out with coincidence rate of
85.90%. Alpha thalassemia diagnosis coincidence rate was 95. 05% (691/727) ,beta thalassemia coincidence rate was 65. 00 % (208/
320) ,the coincidence rate of alpha thalassemia screening was significantly higher than that of beta thalassemia screening,among 13
newborns screened as HbE,9 cases were recalled and all definitely diagnosed as HbE Hb heterozygote, the screening coincidence
rate was 100, 00%. Six hundreds and fifty cases were definitely diagnosed as alpha thalassemia,the detection rate was 61. 60% ,in-
cluding 210 cases (19.90%) of static type,408 cases (38.60%) of standard type and 32 cases (3.00%) of hemoglobin H disease;
204 cases of beta thalassemia were detected out,the detection rate was 19. 30 % ;41 cases (3. 90% ) were alpha thalassemia combined
beta thalassemia,4 cases (0.35%) were severe beta thalassemia and 9 cases (0. 85% ) were abnormal hemoglobin. Conclusion The
filter paper dry blood hemoglobin component analysis can effectively screen out the children patients with thalassemia and is worthy
of popularization and application. Qingyuan area belongs to the high prevalence area of thalassemia. It is necessary to carry out the

newborn thalassemia screening so as to improve birth population quality.
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