3322 FREF 2021 F 10 A% 50 5% 194

Ay = |~ ==
BE  GERMZR  doi.10.3969/5. issn. 1671-8348. 2021. 19, 018
WM& EH % https://kns. cnki. net/kems/detail/50. 1097, R. 20210526. 1647. 051. htm1(2021-05-27)

1l BEFEMmMAaEBRXKEMIINEREHAEIL
BEHREBRENEREAMERARRZDTT

EIME LR E RE B
O B EA R EX G EREFERHA, & T 530199

(BE] BE " 1AHFLINFhbhasEawik HhA A 0, A B 5 XA A K50 EILA L R 2 & N 347
ARG AR LIEFRARZRARGH TA AL ETAR, AL G A K ERELFQREIRE, Fik i@.
FRELEZREARNIALFIT B R srE G L8 E B KM, KRB PCR+ F R & &40 F
iﬁkﬁéiﬁwﬂf'&ﬁ‘ﬁ%ﬁﬂ HERAFF AR EOEAREARTAARARBEZTARNS, GF &

REAFPAIEZRLFZ B HERNRRREGARREAER 2 AEH CD52(GAT>GTDE L 6RE. 4
iEF B A K R A A B41-42/B52, Ec%éﬁ%ﬁ]&:@ B17/B52, K F ey A B A % B41-42/BN, za iR R
AEARARG, i —FRERLAALARALN, B LR REL. ZARNREHELIN, FETT BHREGER
AP R Ak B R R,

[X#EIE] waZavik;HEILHh;Z LA BREOEREFET b K2 H5H

[FEZESES] R394.8 [XHitRiIRE] A [XEHS] 1671-8348(2021)19-3322-04

Gene family analysis of a rare type of neonatal B-globin ogenesis anemia

traced back by cord blood hemoglobin electrophoresis”
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[Abstract] Objective Gene analysis was performed on a case of neonatal with the umbilical cord blood
hemoglobin electrophoresis HbA of 0, whose phenotypes were inconsistent with the genotype and the family
members,in order to investigate whether the proband and family members carried the unknown mutant genes
and provide basis for the eugenic genetic counseling in the future. Methods The peripheral blood of the
proband family members were collected for blood cell analysis and hemoglobin capillary electrophoresis analy-
sis. The genes of the common thalassemia were detected by the PCR + flow-through hybridization. The ge-
nome sequencing was performed for those whose phenotypes was inconsistent with the genotype of the com-
mon thalassemia. Results A rare f-hemoglobin heterozygous mutation at CD52 (GAT>GTT) was detected
in the proband and the mother and sister. The genotype of the proband and the older sister was $41-42/852.
The maternal genotype was B17/852,and the paternal genotype was $41-42/BN. Conclusion When the hema-
tological phenotype does not match the genotype, the rare genotype should be further tested to avoid missed
diagnosis or misdiagnosis. The discovery of this gene mutation enriches the gene database of $-globin ogenesis
anemia
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