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Abstract: Objective To explore the application value and advantage of next generation sequencing in pre-
implantation genetic testing of couple with Southeast Asian deletion type (— —*) ¢« thalassemia.
Methods A infertile couple with Southeast Asian deletion type a thalassemia was selected from Guangdong
Women and Children Hospital in December 2017. The ——* region were selected as the target regions. The
high-density and closely linked single nucleotide polymorphism (SNP) was selected as the genetic linkage

A region. After multiple PCR and next gen-

marker in the upstream and downstream 2 Mb regions of the ——
eration sequencing (NGS), the effective SNP sites were selected to construct the haplotype of family mem-
bers,and the risk chromosomes carried by the couple were determined. After the whole genome amplification

of the trophoblast cells obtained from the biopsy and multiple PCR, the next generation sequencing was used

* BB .EZFELHAITRIBE (2016 YFC1000703)
PEB BN ATRIC, B8 FATE I, FENFHARBRE AT 5.~ BEMESE . E-mail: yinaiwa@126. com,
ALE| B AT K S AT L A, IR R AE AR B R T o BR AR A A R A Y 0L 4 R R AR A 2 A I v Y 1
()], EBRG 56 R 2 2 35, 2021,42(4) : 397-401.



« 398 - EfrhiESR2021 F£2 A% 42 %% 48 Int ] Lab Med,February 2021, Vol. 42,No. 4

to sequence the ——"" region of embryo directly and construct SNP haplotype of embryo to linkage analysis

for preimplantation genetic testing. Sanger sequencing verified the — —** region sequencing results of next
p p g g g q g g q g
generation sequencing. Low depth chromosome aneuploidy screening was carried out in normal and Southeast

SEA region of embryo,SNP haplo-

Asia deficient a thalassemia embryos. Results Direct sequencing of the ——
type linkage analysis of embryo and Sanger sequencing showed that 4 of the 12 blastocysts were normal (aa/
aa), 7 were Southeast Asian deletion type o thalassemia (— —""/aa), and 1 was severe o thalassemia
(——%"/——34) Among the 11 normal and Southeast Asia deletion type a thalassemia blastocysts,8 were
aneuploidy and 3 aneuploidy. After the normal and well-developed aneuploid embryo was implanted into the
mother’s uterus,a healthy baby was born at full term. Conclusion The preimplantation genetic testing of
Southeast Asian deletion type o thalassemia family by using the next generation sequencing technology can not

only block the risk of recurrence of this single gene disease in the family,but also avoid the abortion caused by

the selection of aneuploid embryos.
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