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ePosters numerical and structural aberations increases with the degree of
the spermatogenic failure (35% in normozoospermia, 56% in
EPOT Reproductive Genetics asthenozoospermia, 9.8% in oligoasthenozoospermia, 9% in
severe male factor and 13.5% in azoospermia). We have found
EP01.001 Correlations between cytogenetic findings and significantly higher incidence of numerical chromosome aberra-
spermatogenic failure in Bulgarian infertile men tlons in severe male factor (7%) and azoospermia (9.39%. Olf-
goasthenozoospermia  was  assocated  with _ chromosomal

; Sovovgs,  translocations, a5 occurs in 45% of cases with transiocatin,
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nomal to intellectually disabled. Additional ophthalmological
phenotypes such as high myopia, variable retinal dystrophy, and
eye movement abnormalities are also associated with this condi-
tion (Aldinger et al, 2014). This condition should not be confused
with Joubert syndrome since it has a much more limited pheno-
type (Powell 2021).
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EP12.043 The dlinical case of inverted duplication and
deletion of the short arm of chromosome 2: clinical
manifestations, features of diagnosis verification

Iryna Lastivka', Vita Antsupova’, Ludmila Khlunovska', Larysa
‘Sheiko”, Anastasiya Babintseva’, ljudmila Brisevac’, Iryna Malieieva®,
lana Ushko®, Volodymyr Davidiuk’, Oleksiy Godovanets', Olha
Polodienko®, Olexiy Shapovalov®

"Bukovinian State Medical University, Chernivtsi, Ukraine; *Bohomo-
lets National Medical University, Ky, Ukraine; *Shupyk National
Healthcare University of Ukraine, Ky, Uktaine; “Pirogov National

Memorial Medical University, Vinnytsya, Ukraine; *Children's Con-
sultative and Diagnostic Center named after academician Reznik,
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Background/Objectives: Inverted 2p duplication and deletion is a
rarely diagnosed chromosomal aberration. Literature data on the
phenotype at inv dup del 2p continue to be supplemented.
Modern molecular genetic methods make it possible to identify
complex structural changes in chromosome 2 and verify the
diagnosis in patients with delayed motor, speech and mental
development.

Methods: Clinical-geniological, cytogenetic, molecular-genetic,
instrumental.

Results: The clinical case of inverted duplication in a two-year-
old girl. Developmental delay was observed from the first months
of life. At the time of examination, the child is two years old -
below average physical development, walks with support;
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