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ABSTRACT

Introduction: Down syndrome is the most common aneuploidy disorder. Patient has many maltiple
organ dysfunctions and mental retardation. Screening test is the best way to prevent the disease.
However, universal screening for now has not been done. Fetal karyotype is still the gold standard for
prenatal diagnosis of Down syndrome. This procedure needs skill personal, labour work and time
consuming. The diagnostic test which is faster and less labor work is need.

Objective: This is the first pilot study, in Thailand, for diagnosis down syndrome with real-time
quantitative polymerase chain reaction (RQ-PCR) and cycle threshold (C,). Cycle threshold is a cycle
number of PCR required before the amplified product is detected. It can reflect the relative amount of
the gene that are amplified by RQ-PCR, the less cycle threshold mean more amount of DNA were
amplified. We use the difference of C; and the Z"AACr method to find the differences between Down
syndrome patients and their parents who were assigned as controls.

Design: Ten patients who were previously diagnosed Down syndrome with fetal karyotype trisomy
21 were enrolled. We used paired sample student’s t-test to analyze the difference of ACT between
Down syndrome patients and their parents. The means value of ZAACTwere analyzed for comparison

between patients and their parents.

Results: The ACT values from patients with Down syndrome were higher statistic significantly when
compared to their fathers (p value=0.007, 95% CI 0.3-1.4) and their mother (p value=0.009, 95% CI
0.24-1.3j. The means value of 2.AA(;; when compared between patient and their parents were higher
than controls group (mean of father-patient=1.98, mother-patient=1.88, father-mother 1.15).

Conclusion: Patients with Down syndrome tend to have higher values of ACT and ZAACT when

compare to controls. Further studies with larger population are needed to confirm this finding.





