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ABSTRACT

The rearrangements between
chromosome Y and 22, and chromosome 15
and 22 in patients with Velocardiofacial and
Prader-Willi syndromes were observed by
karyotyping. The deletion of TUPLE1 and
SNRPN  genes also

were detected by

Fluorescence in situ Hybridization. It can be

concluded that the rearrangements were

unbalance translocations. Therefore, the
combination of karyotyping and molecular
cytogenetic tests should be recommended to
identify submicroscopic chromosome deletion

and/or unbalanced rearrangement.
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Figure 1 A karyotype of a patient with Velocadiofacial syndrome: 45,X,der(Y;22)(q10;q10)(a) and
karyotype of a patient with Prader-Willi syndrome: 45,XX,rob(15;22)(q10;q10)(b)

TUPLET- =

Figure 2 Identification of centromere on derivative chromosome using CEP 14/22 and CEP Y

probes (a) and the detection of TUPLE1 gene deletion using LS| TUPLE1 probe (b) in a patient

with Velocadiofacial syndrome. See color figure on the website.
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Figure 3 Detection of SNRPN gene deletion
using LSI SNRPN probe in a patient with
Prader-Willi syndrome. See color figure on the

website.
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