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INTRODUCTION: Balanced translocations are one example of structural variations that can still only be detected by traditional cytogenetic
methods, which have a low resolution. Long-read sequencing combines the advantages of traditional cytogenetic methods with the base-pair-level
resolution of newer molecular methods. We carried out a number of pilot studies focusing on different types of structural variants to explore the
capability of long-read sequencing to detect structural variants and fine map the involved breakpoints. A broad spectrum of variants has been
seqguenced, Including balanced and unbalanced translocations, tandem duplications, deletions, and inversions. The study Is ongoing, but
preliminary results have demonstrated that long-read sequencing data enables fine mapping of break points that are inaccessible by other
methods.

METHODE:!: Detection of chromosomal translocations

Second approach: Build a new tool.
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RESULTS: CONCLUSION AND PERSPECTIVE
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Figure 1. Sample 1; Balanced translocation (4;18). Visualisation of breakpoints using Integrative Genomics Viewer (IGV) and suplementary allignemnt reads. A) Shows the derivative cromosome 4 and B) hows the derivative

cromosome 18. Samplel; Coriell sample GM11966.
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4q35.2(190069403-191254119)x3,18q22.2q23(65497419-76116029)x1

Sample 2: Unbalanced translocation (4;18). Visualisation of breakpoints using Integrative Genomics Viewer

Oxford Nanopore Technologies products are not intended for use for health assessment or to diagnose, (IGV) and suplementary allignemnt reads. Inheriated the derivative comosome 18/4 shown in Figure 1 B
treat, mitigate, cure, or prevent any disease or condition.
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