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Objective: To study the feasibility of MLPA in screening chromosomal abnormalities in Turner syndrome
(TS). Methods: The peripheral blood of 88 children with clinically diagnosed dwarfism were collected
for MLPA detection and the karyotype analysis of peripheral blood cells. The sensitivity differences of the
two methods in the diagnosis of TS were analyzed using Fisher’s exact test. Results: Of the 88 girls, 14
were diagnosed with TS, 14 were detected abnormal by peripheral blood karyotype analysis (13 of TS, 1
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of autosomal abnormality), the sensitivity was 92.8%, and 14 were detected by MLPA (13 of TS, 1 of X

chromosomes, Y chromosome duplication), and the sensitivity of the test was 100%. The specificity of the

two detection methods was 100%. Fisher’s exact probability was used to analyze the sensitivity of the two

methods. The P value of unilateral test was 0.5, and there was no significant difference between the two methods.

Conclusion: Compared with the karyotype analysis of peripheral blood cells, MLPA has the advantages of more

economical and more efficient, and has lower difficulty in operation, and there is no significant difference in

sensitivity and specificity for the detection of TS. It is suitable for the screening of TS.
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Figure 1 Loss of heterozygosity on chromosome X
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(A, B) The peaks of the results in Figure 1A. Blue line is the peak of the sample and the red is the peak of the sample after averaging the peaks

of all samples. Comparing the peak value of each point with the average peak value, the program draws a scatter plot (Figure 1B) according

to the ratio, in which the red marker is an internal reference probe, that is not located on the X chromosome; the upper and lower green lines

represent the ratios of 0.73 and 1.30, respectively, and are diploid between the two, represented by a green dot, <0.73 is considered to exist

site deletion, and >1.30 suggests site amplification exists; (C) List of probes in the MLPA kit and the results of the patient's test. The dark

background items are abnormal values. This patient’s result shows a loss of heterozygosity on the X chromosome.
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Table 1 Results of karyotype analysis of peripheral blood
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Table 2 Abnormal results of MLPA analysis
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Table 3 Abnormal results of clinical data analysis
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Table 4 Comparison of positive rate of the 2 methods for

diagnosing TS
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