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High Prevalence of ATAD3 Duplications Among Positive Nuclear

ATAD3A-ATAD3C Duplication in the GS Cohort and Breakpoint Analysis Mitochondrial GS Cases and the Associated Diagnostic Challenges
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A retrospective review of our laboratory GS cohort identified one previously reported ATAD3A-ATAD3C duplication case Among positive nuclear-encoded mitochondrial GS cases
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Conclusion
o ATAD3A-ATAD3C duplications are an under-recognized but clinically significant cause of pediatric mitochondrial disease.
 Phenotypic-driven manual inspection of the ATAD3 locus enhances detection.

e |dentification of these duplications and breakpoint characterization improve diagnostic accuracy and may facilitate future genotype-phenotype correlation studies.
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