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Wednesday 26th October

Presentations

8:30am - 8:45am | Conv Ctr/Room 502/West Building

ProgNbr 088 A whole exon targeted PCR/Nanopore sequencing assay that reveals SNVs, indels and CNVs across SMN1 and SMN2
with implications for SMA carriers and disease severity

Pranesh Rao | Asuragen, Austin, TX United States

9:45am — 10:00am | Conv Ctr/Concourse Hall F/West Building

ProgNbr 101 Single-sample, whole-genome parent-of-origin inference from imprinting control regions using ultra-long and Pore-C
nanopore reads

Sean McKenzie | Oxford Nanopore Technologies Spokane, WA United States

11:30 am — 11:45 am | Conv Ctr/Room 502/West Building
ProgNbr 131 MeOW: genome-wide identification of differentially methylated regions from Oxford Nanopore long-read sequencing data
Miranda Galey | University of Washington Seattle, WA United States

Posters

3:00pm — 4:45pm

PB1078 Diagnostic gene fusion detection in cancer by adaptation of short-read CHOP Fusion Panel to Oxford Nanopore
long-read sequencing

Karleena Rybacki | University of Pennsylvania; Children’s Hospital of Philadelphia Atco, NJ United States

PB1195 Resolving clone-and haplotype-specific copy number variation and DNA methylation in heterogeneous tumors with
nanopore sequencing
Sergey Aganezov | Oxford Nanopore Technologies Cambridge, MA United States

PB1339 Dissecting single cell splicing isoforms in human hearts using single cell nanopore sequencing
Lina Lu | Northwestern University Chicago, IL United States

PB1905 Long Read Sequencing and Expression Studies of AHDC1 Deletions in Xia-Gibbs Syndrome Reveal a Novel Genetic
Regulatory Mechanism
Varuna Chander | Department of Molecular and Human Genetics, Baylor College of Medicine, Houston, Texas, United States

PB2459 Reduced-Representation Methylation Sequencing (RRMS): Oxford Nanopore’s alternative to RRBS enables accurate
and easy to use methylation calling in CpG islands, shores, shelves, and promotor regions using a MinlON™ Flow Cell
Philipp Rescheneder | Oxford Nanopore Technologies Oxford, United Kingdom

PB2703 The Multiple de novo Copy Number Variant (MdnCNV) phenomenon: perizygotic DNA mutational signatures and multilocus
pathogenic variations
Haowei Du | Baylor College of Medicine Houston, TX United States

PB2890 A software platform for real-time and automated simultaneous analysis and detection of genetic diseases
M. Garrido Navas | GENYO Ctr. for Genomics and Oncological Res.: Pfizer, University of Granada, Andalusian Region Granada, Spain

PB2929 Cas9 targeted enrichment and adaptive sampling for characterizing repetitive elements
C. Mumm | Univ. of Michigan, Ann Arbor, Ml United States

PB2949 Comprehensive Structural Variant Detection: From Population to Mosaic level
L. Paulin | Baylor Coll. of Med. Human Genome Sequencing Ctr., Houston, TX United States



Wednesday 26th October (continued)

Posters
3:00pm — 4:45pm
PB2962 DeepMod2: A deep learning framework for DNA and RNA modification detection using Oxford Nanopore sequencing

Mian Umair Ahsan | Raymond G. Perelman Center for Cellular and Molecular Therapeutics, Children’s Hospital of Philadelphia,
PA United States

PB2967 Detection of somatic variation in human neurons using long-read sequencing approaches
W. Zhou | Univ. of Michigan, Ann Arbor, Ml United States

PB2981 Establishing best practice for structural variant discovery with long read sequencing in the Gabriella Miller Kids First Pediatric
Research Program using Sentieon’s haplotype-resolved variant evaluation tool
Zhipan Li | Sentieon Inc. San Jose, CA United States

PB3362 Detecting variable-number tandem repeat (VNTR) variation using Oxford Nanopore sequencing data at population scale
Doruk Beyter | deCODE Genetics Reykjavik, Iceland

Thursday 27th October

Posters

3:00pm — 4:45pm

PB2453 NANOME: A Nextflow pipeline for haplotype-aware allele-specific consensus DNA methylation detection by nanopore
long-read sequencing

Yang Liu | The Jackson Laboratory for Genomic Medicine Farmington, CT United States

PB2946 Comprehensive characterization of structural variant in human brain genomes using single flow cell nanopore
sequencing protocol
Mikhail Kolmogorov | NIH Bethesda, MD United States

PB3126 scNanoGPS enables high throughput single cell nanopore sequencing of same cell mega-omics in human tumors
Cheng-Kai Shiau | Northwestern University Chicago, IL United States

PB3160 Targeted sequencing of native telomeres reveals patterns of telomere length and subtelomere methylation at single
chromosome resolution in human cells
Carly Tyer | Oxford Nanopore Technologies San Francisco, CA United States

Friday 28th October

Platform Presentation

9:25am — 9:40am | Conv Ctr/Concourse Hall F/West Building
ProgNbr 351 A more comprehensive landscape of RNA alterations in cancer with long-read sequencing
Angela Brooks | University of California Santa Cruz, CA United States

Saturday 29th October

Platform Presentation

11:00am — 11:15am | Conv Ctr/Concourse Hall E/West Building

ProgNbr 578 Characterization of full-length CNBP expanded alleles in myotonic dystrophy type 2 patients by Cas9-mediated
enrichment and nanopore sequencing

Massimo Delledonne | Universita Degli Studi Di Verona Verona, Italy
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