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Incidence and clinical significance of chromosomal abnormalities of

heterochromatin area of human chromosome 9
Antonin Sipek jr'., Ales Panczak'!, Romana Mihalova', Lenka Celboval, Mimoza Janashia', Nikola Kasprikova?3, and Milada Kohoutova*

! Institute of Biology and Medical Genetics, Charles University, 15t Faculty of Medicine and General University Hospital, Prague, Czech Republic
2 Department of biostatistics, Charles University, 15t Faculty of Medicine, Prague, Czech Republic
3 Faculty of informatics and statistics, University of economics, Prague, Czech Republic

Methods:
Two separate patient cohorts were
created especially for this analysis.

Cytogenetic abnormalities of the
heterochromatin area of chromosome

Reproduction failure cohort Amniocentesis cohort

9 are considered to be clinically
insignificant variants of human

karyotype. Nevertheless, many recent
studies discuss possible pathologic
effect of selected variants, especially
association with reproduction failure.
Our objectives are to determine
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All subjects were karyotyped because
of a clinical indication and informed

consent was obtained from all
individuals.

All samples (either peripheral blood or
amniotic fluid) were cultivated using

* Includes cases of idiopathic reproduction failure only

» Karyotyping is the standard part of the diagnostic process

* Includes 463 pairs and 110 singles (506 females and 530 males)
* The cytogenetic examination identified chromosomal pathology
(like robertsonian translocation or numerical gonosomal
abnormalities) to be the possible cause of reproduction failure in
17 individuals (1,64 %)

* Includes fetuses, that were karyotyped prenatally following the
amniocentesis procedure

* The only indication for the karyotyping was advanced age of the
mother (35 or more years)

» Fetuses with any abnormal findings (abnormal ultrasound or
abnormal screenings) were excluded

* Includes 518 females and 477 males

the standard laboratory protocols.
Standard G-banding method was
used for the chromosome analysis.
Each sample was analyzed by at
least two different cytogeneticists.

frequency of  heterochromatine
variants of chromosome 9 among
patients karyotyped because of the
reproduction failure; to estimate the
population frequency of these variants
in the Czech population and to
analyze the clinical significance of
these variants, especially concerning
the reproduction failure.

Statistical analysis was done using
the R-software (www.R-project.org)

Amniocentesis cohort
(n = 995)

Relative risk analysis and statistical
comparison (Fisher exact test)

Results

Heterochromatin variant Number Frequency (%) Relative risk p value
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