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Unbalanced translocation der(8)t(8:13)(p23.3;032.1)dn identified by array CGH
and subtelomeric FISH in a patient with mental retardation

Soomin Lee, Dongsuk Lee, Hyunah Jeong, Kichul Kim, and Doyeong Hwang

Hamchoon Institute of Fertility & Genetics
Hamchoon Women'’s Clinic, Seoul, Korea

Molecular cytogenetics allows the identification of unknown chromosome rearrangements, which is
clinically useful in patients with mental retardation and/or development delay. We report on a 31-year—
old woman with severe mental retardation, behavior development delay, and verbal performance delay.
Conventional cytogenetic analysis showed a 46,XX,add(8)(p23.3) karyotype. To determine the origin of
this unbalanced translocation, we performed array CGH and subtelomeric FISH. The results showed that

the fmal result of 46, XX der(8)t(8 13)(p23.3;032. l)dn

Key Words : Unbalanced translocation, Molecular cytogenetics, Subtelomeric FISH, Array-CGH
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. The result of cytogenetic analysis. The result of conventional cyto-
genetic analysis of the patient was 46,XX,add(8)(p23.3) (C) while her
parents were normal (A, B). An arrow indicates the derivative chromosome.
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Fig. 2. The results of array comrapative genomic hybridization (CGH). (A) Karyotype result
(B) Idiogram (C, D) DNA chip result and Dye swap test result. The test and control samples
were labeled with Cy5 and Cy3 (or Cy3 and Cy5). It shows that the profile of DNA chip is
accord with the result of DNA swap test labeled conversely.

Fig. 3. Fluorescence in situ hybridization(FISH) using subtelomeric probe for chromosome 8p
terminal and 13g terminal (Kreatech biotechnology, Sweden). We confirm two signals for
chromosome 8p (Green, RH65733X2) and three signals for chromosome 13q (Red, D13S1160X3).
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