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Preimplantation Genetic Diagnosis of Human Embryos with o-Thalassemia L7 X iao-hong's ZHUANG Guang-
lun', ZHOU Can-quan's CHENG Gang’, SHU Yi-min'. ZENG Rui-ping’. (1. Department of Obstetrics and Gynecology
First Affiliated Hospital; 2. Department of Medical Genectics, Sun Yatsen University, Guangzhou 510089, China)

Abstract [Objective] To study the clinical implementation of preimplantation genetic diagnosis. [ M ethods]JOne couple( 1 cycle)
with deletional a-thalassemia of the Southeast Asian type(a-SEA) received preimplantation genetic diagnosis. Ovarian stimulation
was achieved and transvaginal ultrasound-guide oocyte collections were done 36 hours after HCG injection. Mature oocytes were se-
lected for ICSI. Embryos were biopsied and the removed single blastomere w as amplified by fluorescence quantitative PCR (FQ-PCR)
with the gap a-SEA gene primers and probes. Transcervical uterine transfer of 3 selected normal embryos was carried out after DNA
analysis [ Resulis] Pregnancy was confirmed by the demonstration of one gestation sacs on ultrasonic examination 7 weeks af ter
transfer. Prenatal diagnosis was done at the 18th week and unaffected fetus was identified. [ Conclusion] Embiyo biopsy can be suc-
cessfully applied. Single blastomere can be amplified by fluorescence quantitative PCR (FQ-PCR). This study represents the first suc-
cessful application of preimplantation genetic diagnosis( PGD) for a-thalassemia in China.
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Table 1 Results of biopsy, genetic diagnosis and embryo transfer

Eembryo Before biopsy 14h after biopsy Results of FQ-PCR Embryo
No. Cell(n) Fragment(%)  Cell(n) Fragment(%) Normal FAM  Mutant TET  Diagnosis Transferred

1 8 <10 8 <10 + + Hetem zygous +

2 7 <10 6 20 + Homozygous

3 8 <10 6 30 No diagnosis

4 6 20 6 20 + Homozygous

5 5 <10 5 30 + Normal +

6 6 <10 8 <10 + Homozygous

7 8 <10 6 30 + Normal +

8 7 <10 6 20 + Homozygous

9 5 20 3 50 + Normal

10 5 <10 6 <10 + Homozygous

FAM : 6-carboxy-fluorescein; TET: 4 7, 2, 7 -tetrachloro- 6-catboxyfluoreicein
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