Iaenomlx

WITH SCIENCE ON YOUR SIDE

ESHG

The European Society
of Human Genetics

JUNE 11-14, 2022
VIENNA, Austria

Two de novo pathogenic variants in different genes identified
by a whole exome sequencing TRIO approach explain and
complement the phenotype in a patient with syndromic
intellectual disability and autism.
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Can genetic testing in healthy individuals prevent inherited
cancer? Genetic data analysis of a Spanish cohort.
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WES (Whole Exome Sequencing) diagnostic revealed the
absence of SRY gene in a patient with a 47,XXY karyotype
and a female phenotype.
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The prevalence of X-linked inherited diseases carrier
in a large Spanish cohort
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Early-onset atypical rare disorders: Precision genetic
diagnosis aided phenotypic expansion to the rescue!
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The divergent pattern of inheritance in siblings with novel
homozygous DMN1 gene variant
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