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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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Background/Objectives: GM1-gangliosidoss is a lysosomal sto-
rage disease due to a deficiency of p-galactosidase activity.
According to various studies, the average incidence of GM1-
gangliosidosis in the world is 1:100,000-1:200,000.

Methods: Data from the official website of the State Statistics
Service of Ukraine were used to calculate the incidence of GM1-
gangliosidosis for the period 2004-2020. Genetic studies were
performed in 25 patients from different regions of Ukraine.

Results: It is shown that 60% of identified patients with GM1-
gangliosidosis (15 out of 25) lived in the westem regions of
Ukraine. A high-frequency areas are Zakarpattia region - 1:35,080
and Ivano-Frankivsk region - 1:48 871, where the incidence is
much higher than worldwide. The lowest frequency is in Ky
region—1:601,578. The total incidence of GM1-gangliosidosis in
Ukraine is 1:228 472. Analysis of the incidence of mutations found
in the GLB1 gene (15 types identified) in patients with GM1-
gangliosidosis in Ukraine showed that 74% of alleles with
pHis281Tyr (14 of 19 alleles) were found in the western regions—
in Zakarpattia, Ivano-Frankivsk and Luiv regions, and all alleles
with p.Gly255His (5 out of 5)—in Zakarpattia region.

ion: S

200x270cm <
1P onui -| &

Totoso

possible associations between a specific haplotype and healthy
controls vs atrisk patients.

Methods: A total of 304 Bulgarian individuals (131 male and
173 female) were divided into three groups—at risk (46), healthy
(60) and general population (198), which were genotyped for the
H1 and H2 haplotypes via allele-specific PCR to detect the pre-
sence of a 238 bp deletion between exons 9 and 10, characteristic
of the H2 haplotype. Fisher's exact test and Chi-squared test were
performed using SPSS v26.000.

Results: The H2/H2 haplotype was observed only in samples
from the general population and healthy controls, with a fre-
quency of 002 and 005, respectively. No H2/H2 carriers were
found in the at-risk group. Using GnomAD allele frequencies data
for Bulgarian individuals showed a statistically significant corella-
tion for the H1/H1 haplotype and the risk group.

Conclusion: Further functional evaluations of the H1 and H2
haplotypes are required to determine their contribution to an
individual’s risk of dementia.
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