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A case of Turner syndrome with mosaic ring X chromosome was diagnosed by Fluorescence in situ
Hybridization
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[Abstract] Objective To report a case of Turner syndrome with mosaic ring X chromosome was
diagnosed by chromosome G banding and fluorescence in situ Hybridization (FISH), and explored the
clinical manifestations and formation mechanism of ring X chromosome. Methods Chromosome karyotype
was analyzed by G-banding technique, and the origin of ring X chromosomes was confirmed by FISH.
Results Karyotype analysis of peripheral blood showed mos 46, X, r(X)[72]/45,X[34]/46,X,r(X)
(p22q26)[4]. FISH test showed nuc ish (DYZ3 —)r(x) (DXZ1 +). Conclusion Tuner syndrome is
associated with ring X chromosome, and children with short stature should be highly alert for X
chromosome abnormalities.
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