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Molecular Diagnostic Analysis Reveals High Diagnostic Rate in Congenital Obstructive Uropathy
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This study show a high diagnostic yield for COU, with important ramifications for
diagnosis, counselling and risk stratification. While the diagnostic yield appears to be

Figure 1. Analysis workflow to annotate single nucleotide variants and structural variants (or CNV). We performed
molecular diagnostic annotation using the infrastructure from the Analysis Tool for Annotated Variants (ATAV)?, along
with VarSome3, and Diagnosticator (https://diagnosticator.com) as reference, with additional manual curation
according to the most recent ACMG recommendations*>6.SNVs were annotated against 383 genes which have
been characterized with CAKUT involvement’8.We simultaneously ran a genome-wide SV analysis on 461 of the
822 exome cases with existing genotyping data from lllumina DNA arrays with PennCNV?® according to established
methods*C.

slightly higher for the UVJO group compared to UPJO and COU-NQOS, this study had
highlighted ample genetic overlap between COU subtypes supporting comprehensive
approaches for gene identification in COU. Completion of CNV analysis by ES-CNV
and accurate genotype-phenotype correlations are ongoing.
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