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Reassessment of a Dup(1)(q21q32), Trp(1)(g21g32) in a Case of
Myelodysplastic Syndrome by CGH(Comparative Genomic Hybridization)
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Kyung Soon Song. M.D.! and Yun Woong Ko, M.D.2

Department of Clinical Fﬂiﬁﬂfﬂg}'r and Internal Medicine,
Yonsei University College of Medicine, Seoul, Korea

Acquired partial duplication or triplication of the long arm of human chromosome 1 has
been observed rarely in myelodysplastic syndrome(MDS). We describe a dup(1)(g21g32),
trp(1)(g21q32) in a patient with refractory anemia of MDS. A 5l-year-old man was admitted
for dyspnea. Five months ago, he was diagnosed with myelodysplastic syndrome (RA) and
iron deficiency anemia and had been treated with iron, vitamin Bl2, oxymetholone, and
prednisolone. The karyotype of trypsin-Giemsa-banded metaphase cells obtained from bone
marrow  aspirates  was  46,XY ,dup(1)(g21q32) » 2[5)/46,XY irp(1)(q21q32)[2)/46,XY, dup(l)
(q21g32),trp(1)(g21g32)[2] and confirmed the amplification of 1g21-1g32 by CGH (compa-
rative genomic hybridization). In this assay, test and reference DNAs are labeled with FITC
and Texas Red, respectively and co-hybridized to normal metaphase chromosomes. Ratio
profiles of each individual chromosome were analyzed using a Quips-XL software(Vysis,
Downers Grove, IL, USA). The thresholds of gain and loss were defined 12 and 08,
respectively.

Key Words : Myelodysplastic syndrome, dup(1)(g21q32), wp{1)(g21q32), Comparative
genomic hybridization
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Fig. 1. Partial karyotypes of trypsin-Giemsa-banded metaphase cells
obtained from bone marrow aspirates. A :46,XY,dup(1)(q21q32) %2

[3], B:46XY,up(1)(q21q32)[2], C: 46,XY dup(1)(q21g32),up(1) (q21q32)
[2]. The duplicated and triplicated chromosomes are identified with
arrows and arrow heads, respectively.

2} -4eisict.
DA 5 24 A 46,XY,dup(1)(q21932)

Table 1. Laboratory Findings

Results
N S ot X 2[5)/46,XY trp(1)(q21q32)[2]/46,XY dup(1) (q21
before At admission q32),trp(1)(q21q32)[2]e] 2 cHFig. 1).
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Fig. 2. Computer analysis of CGH images by Quips-XL (Vysis, Inc. USA), Upper left
panel shows the metaphase image of both red and green fluorochromes superimposed.
A part of long arm of two No, 1 chromosomes (arrows) and Y chromosome appear
green in comparison to the overall vellow of the spread. Upper left s autenmatically
converted to the karypiype on the upper nght. Owerlapped chromosomes are deleted
from the analysis. The final ratioc profile {lower) is computed as the karyoiype is
being processed. Values to the left of the black center line indicate deletions, where
those to the right indicate amplifications, The thresholds of gain and loss (green and
red lines) are 1.2 and 0.8 ratio, respectively. The n is numbers of hapleid being
analyzed. It can be scen from this profile that amplifications are prescnt m 1q21-1932.
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