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1. Clinical cytogenetics
1.P1
Cytogenetic contribution to uniparental disomy
(UPD)
Thomas Liehr
Jena University Hospital, Institute of Human Genetics,
Jena, Germany
Uniparental disomy (UPD) is often considered as an
event to be characterized exclusively by molecular
genetic or epigenetic approaches. This review shows
that at least one third of UPD cases emerge in
connection with or due to a chromosomal rearrangement. Thus, additional (molecular) cytogenetic characterization of UPD cases is essential. Up to now, ~1,600
UPD cases detected in clinical, non-tumor cases are
reported in the literature. Recently, these cases were
summarized in a regularly updated, freely available
online database (http://www.med.uni-jena.de/fish/
sSMC/00START-UPD.htm). Based on this, here, the
presently known imprinting syndromes, the chromosomal contribution to UPD phenomenon and the
cytogenetic subgroups of UPD, including cases with
normal, abnormal balanced or unbalanced karyotype
(e.g. small supernumerary marker chromosomes and
Robertsonian translocations) and segmental UPD are
reviewed. Furthermore, chromosome fragmentation as

a possible mechanism of trisomic rescue is discussed,
which might help explain the observed 1:9 rate of
paternal versus maternal UPD present in cases with
original trisomic karyotypes. Overall, as UPD is more
but an interesting rarity, the genetic background of each
“UPD patient” needs to be characterized, besides by
molecular methods, also by molecular cytogenetics in
detail.
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Small supernumerary marker chromosomes
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Potocki–Lupski syndrome and Turner syndrome
in two patients with mosaicism for a marker
chromosomes
Pavlina Capkova1, Marek Godava1, Jiri Hyjanek1,
Marian Hajduch2, Jiri Santavy1
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2
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Supernumerary marker chromosomes (SMCs) are
extrastructurally abnormal chromosomes that cannot
be identified unambiguously by conventional banding
alone. They are present in about 0.05% of the human
population and approximately in 0.118% of individuals with mental retardation or developmental delay.
We describe two cases with mosaicism for SMCs
in postnatal diagnosis. The frequency of cells with

Chromosome Res (2011) 19 (Suppl 1):S37–S231
2
3

Nevsehir University, Biology, Nevsehir, Turkey
Agri Ibrahim Cecen University, Biology, Agri, Turkey

In this research, the somatic chromosome numbers of six taxa of the genus Marrubium L.
growing naturally in Turkey were identified. Of
the taxa of the genus Marrubium (Lamiaceae),
Marrubium vulgare L. has somatic chromosome
number of 2n = 34 + 2B, Marrubium vulcanicum
Hub.-Mor. 2n = 32, Marrubium bourgaei Boiss.
subsp. bourgaei 2n = 30, M. bourgaei Boiss. subsp.
caricum P.H. Davis and Marrubium astracanicum
subsp. astracanicum Jaq. 2n = 20, Marrubium
peregrinum L. 2n = 34. Chromosome numbers of
the three taxa examined are presented for the first
time.
Keywords: Chromosome number, Marrubium,
Lamiaceae
8.P3
New chromosome numbers of genus Stachys L.
(sect. Eriostomum (Hoffmanns. & Link) Dumort.,
Lamiaceae) from Turkey
Esra Martin1, Özlem Çetin1, Ekrem Akçiçek2, Tuncay
Dirmenci2
1
Selcuk University, Biology Education, Konya,
Turkey
2
Balıkesir University, Biology Education, Balıkesir,
Turkey
Diploid chromosome numbers of 26 Stachys L. (Sect.
Eriostomum (Hoffmanns. & Link) Dumort., Lamiaceae) taxa, collected from different localities in
Turkey, were counted for the first time, except
Stachys byzantina C. Koch and Stachys thirkei C.
Koch. In this study, all the Stachys taxa determined
were diploid with chromosome numbers counted as
2n = 30. The research has made contribution to the
taxonomic revision of the genus Stachys (Sect.
Eriostomum) in Turkey.
Keywords: Chromosome number, Eriostomum,
Labiatae, Stachys

S187

8.P4
Cytogenetic studies in some endangered Italian
cattle breeds raised in southern Italy
Giulia Pia Di Meo1, Angela Perucatti1, Viviana
Genualdo1, Alessandra Iannuzzi2, Marianna Manzone3,
Donato Matassino3, Dino Di Berardino2, Leopoldo
Iannuzzi1
1
National Research Council of Italy ISPAAM,
Naples, Italy
2
University “Federico II”, Department of Soil, Plant,
Environment and Animal Production Sciences,
Portici, Italy
3
Sub-National Focal Point of FAO (Mediterranean
Biodiversity) ConSDABI Center, Benevento, Italy
Endangered local animal breeds are very important to keep the biodiversity. Their genetic
characterization is one of the steps necessary to
perform this goal. In this study, 60 cattle (Bos
taurus, 2n = 60) kept at the ConSDABI Center,
mostly from Agerolese breed (20 animals), underwent cytogenetic investigation to ascertain the
presence of chromosome abnormalities. Slides
were treated for CBA- and RBA-banding techniques, as well as for sequential RBA/CBA banding.
Some case was also investigated using bovine
BAC clones and the FISH mapping technique to
better characterize chromosome abnormalities.
Five animals (8.3%) were found carriers of the
following chromosome abnormalities: XX/XY
chimera (freemartinism) in two females from
Agerolese to Modicana breeds, which were both
sterile for abnormal internal sex adducts: rob(1;29)
at the homozygous (2n = 58) and heterozygous
(2n = 59) conditions in two females of Garfagnina
and Varzese-Ottonese breeds, respectively, and a
new and unusual reciprocal translocation in a
heifer of Agerolese breed involving chromosomes
11 and 25.
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