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Abstract: [ Objective] To discuss the origin of rare abnormal karyotypes of fetuses with high risk of trisomy 18 re-
vealed by non—invasive prenatal testing (NIPT) and its impact on fertility.[ Methods] The cytogenetic and molecular genet-
ic analyses were performed on the abnormal chromosomes of a prenatally diagnosed fetus with rare complete translocation
trisomy 18. Using the keywords “translocation trisomy 18” or “trisomy 18 translocation” in both Chinese and English, we
searched PubMed, CNKI, SinoMed, WanFang Data, CQ VIP and the Chinese Medicine database. The relevant case se-
ries were retrieved and critically appraised.[ Results] G-banded karyotype analysis showed that the maternal karyotype was
46,XX,1(9;18) (q31.2;¢23) and the fetal karyotype was 47, XN, t (9; 18) (¢31.2;q23) mat, +18, which was a rare

complete translocation type of trisomy 18. The SNP array revealed the fetus had increased copy number of chromosome 18
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and two complete chromosome 18 inherited from the mother with balanced chromosomal translocation. Literature search

found two children with complete translocation trisomy 18 reported abroad. Both of them had trisomy 18 phenotype and orig-

inated from the balanced translocation between parental chromosome 18 and other chromosomes. [ Conclusion] NIPT gives

an effective advance warning of trisomy 18. SNP array not only improves the detection rate of chromosomal abnormalities,

but also helps identify the origin. The karyotype is still the gold standard for prenatal diagnosis.
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Table 1 Analysis of thegenotypes in pedigree 98.9% SNP information confirmed the fetus additional chromosome 18

derived from mother

Dup Allele  Dup Allele ~ Dup Allele Dup Ratio  Dup Allele ~ Dup Ratio
Chr Total SNPs AB SNPs
Mother Father Mother Mother Father Mother
18 18 995 1775 266 3 266 98.9% 3 1.1%
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