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Sunday | 31 August 2025

International Network for Fatty Acid Oxidation Research and Management, INFORM
15:00-21:00, Kyoto Brighton Hotel (Registration at INFORM)

Monday | 1 September 2025

International Network for Fatty Acid Oxidation Research and Management, INFORM
08:00-18:00, Kyoto Brighton Hotel (Registration at INFORM)

Cerebrotendinous Xanthomatosis (CTX) International Workshop Series: Ongoing International 
Collaboration for a CTX Patient Registry, Clinical Severity Score and CTX Heterozygotes 
Research & Findings
08:15-15:45, The Prince Kyoto Takaragaike (Registration at CTX)

The 6th International Symposium on Urea Cycle Disorders (UCD): Advancements in 
Understanding: Global Perspectives and Innovations in Urea Cycle Disorders
17:00-20:00, Hotel Okura Kyoto (Registration at UCD)

Detailed Program
Scientific Program
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Tuesday | 2 September 2025

Tuesday | 2 September 2025

The 6th International Symposium on Urea Cycle Disorders (UCD): Advancements in 
Understanding: Global Perspectives and Innovations in Urea Cycle Disorders
07:00-17:00, Hotel Okura Kyoto (Registration at UCD)

Challenges in adult metabolic care
08:30-12:00, Room 6 (Sakura) (Open to all participants)

CDG Satellite Symposium
09:00-12:40, Room 4 (Room B-2) (Open to all participants)

Chairs: Eva Morava, USA 
	 Taroh Kinoshita, Japan

09:00	 Incidence and Prevalence of Phosphomannomutase 2-Congenital Disorder of 
Glycosylation: Past, Present, and Future
Peter McWilliams , Glycomine, Inc., USA

09:20	 Pathogenic mutations define new, ultra-rare Congenital Disorders of Glycosylation
Hudson Freeze , Sanford Burnham Prebys Medical Discovery Institute, USA.

09:40	 Deciphering the Neurological Puzzle in ALG13-CDG Through Cortical Organoid Modeling.
Tamas Kozicz , Icahn School of Medicine at Mount Sinai, USA

10:00	 Mitochondrial dysfunction is a driver of cardiac complications in PGM1-CDG with 
implications for therapy
Silvia Radenkovic , UMC Utrecht, Netherlands

10:20	 Break

Chairs: Hudson Freeze, USA 
	 Yoshiko Murakami, Japan

10:40	 NAD precursors as a potential supportive treatment in DHDDS-CDG
Eva Morava, Icahn School of Medicine at Mount Sinai, USA

11:00	 Development of Therapeutic Strategies for Fukuyama Congenital Muscular Dystrophy
Mariko Taniguchi-Ikeda , Kochi Medical School, Kochi University, JAPAN

11:20	 Toward Finding a Cure for NGLY1 Deficiency
Tadashi Suzuki , RIKEN Pioneering Research Institute (PRI), Japan

11:40	 Therapeutic Potential of Gene Therapy for Inherited GPI Deficiencies
Yoshiko Murakami , Research Institute for microbial diseases (RIMD), The University of Osaka, Japan

Chairs: Eva Morava, USA 
	 Yoshiko Murakami, Japan 
	 Junpei Tanigawa, Japan

12:00	 Round Table Discussion (Topic: CDG Diagnosis & Treatment)
Taroh Kinoshita , Center for Infectious Disease Education and Research (CiDER), The University of Osaka, Japan
Yoshinao Wada , Osaka Women’s and Children’s Hospital, Japan
Nobuhiko Okamoto , Osaka Women’s and Children’s Hospital, Japan
Junpei Tanigawa , Graduate School of Medicine, The University of Osaka, Japan

Scientific Program
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JSIMD Board Meeting
13:00-15:00, Meeting Room M2 (Room C-2) (Closed)

Metabolic Dietitians Group Meeting
13:00-16:30, Room 2 (Room A) (Open to all participants)

Registration
15:00-18:00, Event Hall

JIMD Editorial Board Meeting
15:00-19:00, Meeting Room M1 (Room C-1) (Closed)

ACIMD Board Meeting
15:30-16:30, Meeting Room M2 (Room C-2) (Closed)

Welcome to Kyoto
16:30-18:00, Swan

Scientific Program
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Wednesday | 3 September 2025

Wednesday | 3 September 2025

Registration
08:00-20:00, Event Hall

2029 ICIEM Scientific Organizing Committee meeting
08:00-09:00, Meeting Room M2 (Room C-2) (Closed)

Opening Ceremony
09:30-10:00, Room 1 (Main Hall)

Posters
09:30-19:00, Annex Hall / Event Hall

Keynote Lecture 1 
Chair: Yoshikatsu Eto, Japan
10:00-10:45, Room 1 (Main Hall)

10:00	 My Life in the Mitochondria
John Walker , Nobel Laureate in Chemistry (1997), University of Cambridge, UK

Symposium 1: Cutting-Edge Basic Research  
Chairs: Yair Anikster, Israel  
	 Ljubica Caldovic, USA
11:00-12:30, Room 1 (Main Hall)

11:00	 Congenital Disorders of Glycosylation (CDG): Expanding Horizons and Subterranean 
Currents
Hudson H. Freeze , Sanford Burnham Prebys Medical Discovery Institute, USA

11:20	 Programmable RNA/RNP Switches for Cell-Specific Gene Control and Next-Generation 
Therapeutics
Hirohide Saito , RNP Synthetic Biology and Biotechnology Institute for Quantitative Biosciences, The University 
of Tokyo, JAPAN / Center for iPS Cell Research and Application (CiRA), Kyoto University, JAPAN

11:40	 The utility of iPSCs and gene editing to study inborn errors of metabolism and genetic 
adaptation.
Knut Woltjen , Center for iPS Cell Research and Application (CiRA), Kyoto University, Japan

12:00	 Bidirectional Control of mRNA Translation via RNA G-quadruplex Induction Using Staple 
Oligomers
Yousuke Katsuda , Faculty of Advanced Science and Technology, Kumamoto University, StapleBio Inc., Japan

KL1
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Symposium 2: Gene therapy from Japan, the Land of Tradition 
Chairs: Kimihiko Oishi, Japan 
	 Gerard Berry, USA
11:00-12:30, Room 2 (Room A)

11:00	 Current status and challenges of gene therapy for pediatric genetic diseases
Masafumi Onodera , Graduate School of Engineering, The University of Osaka, Japan

11:20	 Recent Advances and Challenges in Gene Therapy for Metabolic, and Neurological 
Disorders in Japan
Kazuhiro Muramatsu , Jichi Medical University, Department of Pediatrics and Center for Gene Therapy 
Research, Japan

11:40	 Research and Development of Gene Therapy for Pompe disease
Hiroshi Kobayashi , Division of Gene Therapy, Research Center for Medical Sciences, The Jikei University 
School of Medicine, Japan

12:00	 Gene therapy for inborn errors of metabolism: A regulatory perspective
Akihiro Kume , Jichi Medical University, Japan

Oral 1: Lysosomal Disorders 1 
Chairs: Giancarlo la Marca, Italy 
	 Marc Patterson, USA
11:00-12:30, Room 3 (Room B-1)

11:00	 A Meta-analysis to Unveil the Diagnostic Gaps in Anderson-Fabry Disease in Women
Livia Lenzini , Department of Medicine, University of Padova,Italy

11:15	 Reduced incidence of stroke in patients with Fabry disease treated with agalsidase beta: a 
matched analysis from the Fabry registry
Alessandro Burlina , Dept. of Medicine, Neurology Unit, St. Bassiano Hospital, Italy

11:30	 Plasma glial fibrillary acidic protein is a promising biomarker for central nervous system 
involvement in infantile-onset Pompe disease
Neha Regmi , Duke University School of Medicine, USA

11:45	 From Infancy to Adulthood: 23 Years of Single-Center Follow-Up in the Dutch Classic 
Infantile Pompe Disease Cohort 
A once-lethal disease transformed by enzyme replacement therapy
Johanna M.P. van den Hout , Center for Lysosomal and Metabolic Diseases, Department of Pediatrics, Erasmus 
MC Medical Center, Netherlands

12:00	 Improved Outcomes in Very Early Treated Infantile-Onset Pompe Disease after Two Years 
Switching to Avalglucosidase Alfa: Real-world Data from Patients Diagnosed through 
Taiwan Newborn Screening
Chia-Feng Yang , Taipei Veterans General Hospital, Taiwan

12:15	 PROPEL Australia subpopulation: efficacy and safety of cipaglucosidase alfa plus 
miglustat versus alglucosidase alfa in patients with late-onset Pompe disease
Michel Tchan , Department of Genetic Medicine, Westmead Hospital, Australia

SP2-1

SP2-2

SP2-3
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Wednesday | 3 September 2025

Oral 2: Artificial Intelligence in Research 
Chairs: Dau-Ming Niu, Taiwan 
	 Ryuichi Mashima, Japan
11:00-12:30, Room 4 (Room B-2)

11:00	 Explainable Predictive Modeling for Mucopolysaccharidoses Early Diagnosis
Ruba Fadul , Department of Biomedical Engineering and Biotechnology, Khalifa University, UAE

11:15	 Geo-temporal Analysis of Social Media Conversations on Mucopolysaccharidosis: Insights 
from Dynamic Topic Modeling
Natnael Tumzghi Tsegai , Khalifa University, UAE

11:30	 Harnessing computational and experimental structural biology into an AI pipeline to 
create an atlas of disease-causing mutations
Mihaela Atanasova , Centre for Medicines Discovery, Nuffield Department of Medicine, University of Oxford, UK

11:45	 Comparative validation of ”in silico” predictors for VUS in lysosomal storage disorders
Isidro Arevalo-Vargas , Fundación para el Estudio y la Terapéutica de la Enfermedad de Gaucher y Otras 
Lisosomales (FEETEG), Spain

12:00	 Elucidating a potential role of the infant gut microbiome on the bioavailibity of tyrosine in 
PKU
Ines Thiele , University of Galway, Ireland

12:15	 ChatIMD: A Clinical Decision Support Tool for Inherited Metabolic and Rare Diseases
Tim Hulshof , School of Medicine, University of Galway, Ireland / Digital Metabolic Twin Centre, University of 
Galway, Ireland / Ryan Institute, University of Galway, Ireland

Oral 3: Phenylketonuria 1 
Chairs: Francjan J van Spronsen, Netherlands 
	 David J Coman, Australia
11:00-12:30, Room 5 (Room D)

11:00	 Effect of enzyme substitution therapy on brain magnetic resonance imaging and 
cognition in adults with classical phenylketonuria
Alberto B Burlina , Inherited Metabolic Diseases Unit,University Hospital of Padua, Italy

11:15	 Balancing phenylalanine, tyrosine and tryptophan to modulate neurotransmitter 
concentrations in early-treated phenylketonuria: An FDPD+-databank study
Ellis Marleen van Steenis , University Medical Center Groningen, Netherlands

11:30	 Patient Reported Outcomes in Phenylketonuria:  PHEFREE- The US National Institutes of 
Health Rare Disease Consortium for Hyperphenylalaninemia
Georgianne Lee Arnold , University of Pittsburgh Medical Center, USA

11:45	 Neuropsychiatric Comorbidities in Adults with PKU in Sweden
Andreas Kindmark , Department of Medical Sciences, Uppsala University Hospital, Sweden

12:00	 Longitudinal study of blood metabolome alterations and in vivo brain energy metabolism 
in adulthood in a mouse model of PKU.
Yann Dos Santos , Université de Tours, INSERM, Imaging Brain & Neuropsychiatry iBraiN U1253, France

12:15	 Performance of the Egoo Test for Phenylalanine Measurement in Females with 
Phenylketonuria
Rani H Singh , Department of Human Genetics, Emory University School of Medicine, USA

OP2-1

OP2-2

OP2-3

OP2-4

OP2-5
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Oral 4: Dietetics and Nutrition 
Chairs: Yoko Nakajima, Japan 
	 Alice Dianin, Italy
11:00-12:30, Room 6 (Sakura)

11:00	 How good is blood Phe control in Maternal PKU in Europe: results from 102 pregnancies
Alex Pinto , European longitudinal project on blood Phe Control in PKU, UK

11:15	 Global use of casein glycomacropeptide in phenylketonuria: health professional 
perspectives
Sharon Evans , Birmingham Children’s Hospital, UK

11:30	 The micronutrient content of protein substitutes for Phenylketonuria diet: time to pay 
attention
Albina Tummolo , Department of Metabolic Diseases and Clinical Genetics, Giovanni XXIII Children Hospital, 
Italy

11:45	 Macro and micronutrient intake in galactosaemia patients
Alex Pinto , Birmingham Children’s Hospital, UK

12:00	 DETECTION OF COBALAMIN DEFICIENCY THROUGH NEWBORN SCREENING: NEONATAL 
METABOLIC FINDINGS AND MATERNAL NUTRITIONAL STATUS IN AN ITALIAN COHORT
Elvira Verduci , Metabolic Diseases Unit, Department of Pediatrics, Vittore Buzzi Children’s Hospital; 
Department of Health Sciences, University of Milan, Italy

12:15	 Comparison of the benefits of Glycosade and Maizena in the pediatric treatment of GSD : 
the experience of Emilia Romagna
Egidio Candela , Pediatric Unit, IRCCS Azienda Ospedaliero-Universitaria di Bologna, Italy

Oral 5: Novel Diagnostic/Laboratory Methods Including Omics 
Chairs: Hideo Sasai, Japan 
	 Frank Rutsch, Germany
11:00-12:30, Room 7 (Room E)

11:00	 Deep Learning-Driven Detection of Cryptic Splice-Altering Variants in Non-Coding 
Regions Predicting Metabolomic Shifts in Unsolved Inborn Errors of Metabolism
Sahnaz Vivinda Putri , Health Management Laboratory, Indonesia Open University, Indonesia

11:15	 Blood RNA-seq in Rare Disease diagnostics: A Comparative Study of Cases With and 
Without Candidate Variants
Xiaomei Luo , Clinical Genetics Center, Shanghai Institute for Pediatrics, Xinhua Hospital affiliated to Shanghai 
Jiao Tong University School of Medicine, China

11:30	 Untargeted proteomics enables ultra-rapid variant prioritization in mitochondrial and 
other rare diseases and establishes  XRN1  as a novel disease gene
David Thorburn , Murdoch Children’s Research Institute, Australia

11:45	 A Population Genomic Framework for a Variant Interpreting Atlas of IDS Missense Variants 
in Mucopolysaccharidosis Type II
Shuhei Sako , The Jikei University School of Medicine, Japan / National Hospital Organization Nishisaitama-
Chuo Hospital, Japan

12:00	 Newborn screening for X-ALD: Untargeted Lipidomics Identifies Novel Lipid Biomarkers
Won-Tae Kim , New South Wales Newborn Screening Program, Australia

12:15	 Age-Specific Phytosterol Cutoffs Differentiate Sitosterolemia from Family 
Hypercholesterolemia in Children: A three-year prospective study
Mengyuan Wu , Center for molecular medicine, Children’s Hospital of Fudan University, China

OP4-1

OP4-2
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Wednesday | 3 September 2025

SIMD Board Meeting
11:30-13:30, Meeting Room M1 (Room C-1) (Closed/ only for SIMD Board Members)

Industry-Sponsored Symposium
12:45-13:45, Room 2 (Room A)

Industry-Sponsored Symposium
12:45-13:45, Room 3 (Room B-1)

Industry-Sponsored Symposium
12:45-13:45, Room 4 (Room B-2)

Industry-Sponsored Symposium
12:45-13:45, Room 5 (Room D)

Industry-Sponsored Symposium
12:45-13:45, Room 6 (Sakura)

Lunch Service
13:00-14:00, Event Hall / Swan

Symposium 3: Global Trends in Gene Therapy 
Chairs: Mireia Del Toro, Spain 
	 Gerry Lipshutz, USA
14:00-15:30, Room 1 (Main Hall)

14:00	 Leveraging Gene Insertion and Gene Editing Therapies for Congenital Disorders of 
Glycosylation
Stacy E Croteau , Boston Children’s Hospital, USA

14:20	 Oligonucleotide Therapies for Inherited Metabolic Disorders.
Haiyan Zhou , University College London, UK

14:40	 Progress in the Long Road for Gene Therapy for Ornithine Transcarbamylase Deficiency 
(OTCD) 
J Lawrence Merritt, II , Ultragenyx Pharmaceutical, USA

15:00	 Emerging Nucleic Acid-Based Therapies for Congenital Disorders of Glycosylation (CDG)
Kent Lai , University of Utah, USA

SP3-1

SP3-2

SP3-3

SP3-4
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Symposium 4: Transformation in Newborn Screening 
Chairs: Susan Berry, USA 
	 Sarah Viall, USA
14:00-15:45, Room 2 (Room A)

14:00	 Dissecting Mitochondrial Disease Mechanisms Through Integrative Multi-Omics
Patrick Forny , Washington University School of Medicine in St. Louis, USA

14:20	 Toward the development of a novel newborn screening modality: In-depth high-
throughput non-targeted proteome approach using dried blood spots
Osamu Ohara , Kazusa DNA Research Institute, JAPAN

14:40	 Identifying circulating mechanistic biomarkers of mitochondrial disease
Rohit Sharma , Massachusetts General Hospital, USA

15:00	 Whole Genome Sequencing Analysis: From Newborn Screening to Lifelong Insights
Dau-Ming Niu , Institute of Clinical medicine, National Yang Ming Chiao Tung University / Rare Disease Medical 
Research Center, Taipei Veterans General Hospital, Taiwan

15:20	 Newborn Screening in Taiwan: Program Updates and Real-World Outcomes
Yin-Hsiu Chien , National Taiwan University Hospital, Taiwan

Oral 6: Lysosomal Disorders 2 
Chairs: Masahisa Kobayashi, Japan 
	 Aya Narita, Japan
14:00-16:00, Room 3 (Room B-1)

14:00	 Blended Phenotypes in Gaucher Disease: Revealing Multi-Locus Disorders Shaping 
Precision Medicine
Pramod Mistry , Yale School of Medicine, USA

14:15	 Unveiling Liver Cancer Risk in Gaucher Disease: Spatial Transcriptomics and Immune 
Profiling Reveal an Oncogenic Hepatic Milieu
Pramod Mistry , Yale University School of Medicine, USA

14:30	 Targeting Gaucher disease via iminosugar chaperone-antioxidant conjugates: A dual-
action therapeutic strategy
Francesca Clemente , Department of Chemistry (DICUS), University of Florence, Italy

14:45	 Decoding Bone Involvement in Gaucher Disease through miRNA Profiles from plasmatic 
exosomes.
Irene Serrano-Gonzalo , Fundación Española para el Estudio y Tratamiento de la Enfermedad de Gaucher y 
otras lisosomales (FEETEG), Spain / Grupo de Investigación de Enfermedad de Gaucher (GIIS-012). IIS Aragón, 
Spain / Grupo de Investigación Mecanismos de Enfermedad Crónica e Investigación Traslacional, Spain

15:00	 EXPLORING GBA1 GENE IN PARKINSON’S DISEASE: PREVALENCE AND VARIANT SPECTRUM 
FROM ASIA MINOR
Merve Koc Yekeduz , Ankara University School of Medicine, Department of Pediatric Metabolism, Turkey / 
Harvard Medical School, Boston Children’s Hospital, Department of Anesthesiology, Critical Care and Pain 
Medicine, USA

15:15	 Lentiviral Hematopoietic Stem Cell Gene Therapy for Late Juvenile Metachromatic 
Leukodystrophy: Interim Results of a Phase III Study
Valeria Calbi , San Raffaele Telethon Institute for Gene Therapy (SR-TIGET), Italy / Pediatric 
Immunohematology Unit and BMT Program, IRCCS San Raffaele Scientific Institute, Italy

SP4-1

SP4-2
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Wednesday | 3 September 2025

15:30	 HYDROXYPROPYL-BETA-CYCLODEXTRIN FOR THE LONG-TERM TREATMENT OF NIEMANN 
PICK TYPE C1: EFFICACY AND SAFETY DATA FROM 4 CLINICAL STUDIES AND THE 
ONGOING EXPANDED ACCESS PROGRAM
Caroline Hastings , UCSF Benioff Children’s Hospital Oakland, USA / Gazi University Hospital, Turkey

15:45	 Identification of cepharanthine as a potential therapy of acid sphingomyelinase deficiency 
by reducing cellular sphingosylphosphorylcholine
Mengni Yi , Pediatric Endocrinology and Genetics, Xinhua Hospital, Shanghai Institute for Pediatric Research, 
Shanghai Jiao Tong University School of Medicine, China

Oral 7: Translational Research and Novel Diseases 
Chairs: Yair Anikster, Israel and USA 
	 Tetsuya Ito, Japan
14:00-16:00, Room 4 (Room B-2)

14:00	 Graphene flakes for enhanced delivery of the enzyme to fibroblasts derived from the 
patients with lysosomal storage disorders
Sandra Vranic , Nano-Cell Biology Lab, Division of Cell Matrix Biology & Regenerative Medicine, School of 
Biological Sciences, Faculty of Biology, Medicine and Health, The University of Manchester, UK / Centre for 
Nanotechnology in Medicine, Faculty of Biology, Medicine and Health, The University of Manchester, UK

14:15	 Nervonic Acid Targets Pathological Very Long Chain Fatty Acids in Adrenoleukodystrophy: 
Evidence from Preclinical Mouse Studies
Reena V Kartha , University of Minnesota, USA

14:30	 One-carbon and NAD+ metabolic fluxes in ex vivo precision-cut liver slices of Glycogen 
Storage Disease type I.
Esther Boelina Homan , Laboratory of Pediatrics, University of Groningen, University Medical Center Groningen, 
Netherlands

14:45	 Withdrawal

15:00	 NMNAT3 DEFICIENCY: A NOVEL INBORN METABOLIC DISORDER CAUSING HEMOLYTIC 
ANEMIA
Judith J.M. Jans , Metabolic Diagnostics, Department of Genetics, University Medical Center Utrecht, 
Netherlands

15:15	 Biallelic SIDT2 Loss-of-Function Associated with Cerebellar Ataxia and Lysosomal 
Dysfunction Mimics Impairment of SIDT2 in Mice
Grace Yoon , The Hospital for Sick Children, Canada

15:30	 Phosphatidylinositol 4-kinases: their fundamentals, role on myelin formation, and their 
emergent relevance in undiagnosed diseases within pediatric populations.
Alejandro Alvarez-Prats , NICHD, National Institutes of Health, USA

15:45	 Deoxythymidylate Kinase (DTYMK) Deficiency: A New Inherited Metabolic Disease with 
Intrafamilial Variability
Ching Wan Lam , The University of Hong Kong , China

OP6-7

OP6-8
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Oral 8: Organic Acidemias 
Chairs: Shamima Rahman, UK 
	 Sabine Scholl-Bürgi, Austria
14:00-16:00, Room 5 (Room D)

14:00	 Clinical burden of Propionic Acidemia in Japan: A real-world evidence cohort study using 
a hospital-based healthcare database
Yoko Nakajima , Fujita Health University, Japan

14:15	 Long-term complications in methylmalonic acidaemia in adults
Samreen Safdar , Salford Royal Hospital, NCA, UK

14:30	 Outcome of dietary treatment of short-chain enoylCoA hydratase deficiency in a Pacific 
cohort
Isaac Bernhardt , Adult and Paediatric National Metabolic Service, Starship Children’s Health, Te Toka Tumai, 
Te Whatu Ora | Health New Zealand , New Zealand

14:45	 Cell-specific metabolic dependencies influence propionate catabolism in methylmalonic 
aciduria
Caroline Tanja Frei , University Children’s Hospital Zurich, Switzerland / University of Zurich, Switzerland

15:00	 Mitochondria-targeted therapies improve bioenergetics in Glutaric Acidemia type 1 
patient’s fibroblasts
Bianca Seminotti , UPMC Children’s Hospital of Pittsburgh, USA / Division of Genetic and Genomic Medicine, 
Department of Pediatrics, University of Pittsburgh School of Medicine, Pittsburgh, USA

15:15	 Rescue of Glutaric Aciduria Type I by GalNAC conjugated siRNA against Aminoadipate 
Semialdehyde Synthase 
Karl-Dimiter Bissig , Duke University, USA Minor Outlying Islands

15:30	 mRNA-3705 Therapy for Methylmalonic Acidemia: Interim Data from a Phase 1/2 Study
Sabine Fuchs , University Medical Center Utrecht, Netherlands

15:45	 mRNA-3927 for the treatment of propionic acidemia: final results from mRNA-3927-P101 
Part 1 dose-escalation cohorts and cumulative data from ongoing participants
Andreas Schulze , Hospital for Sick Children and University of Toronto, Canada

Special Symposium 1: From Pathogenesis to Therapy, From Japan to the World: Global 
Translation, Metabolic Flux, and Gene Editing for Citrin Deficiency 
Chairs: Kimitoshi Nakamura, Japan 
	 Barbara Yu, Singapore and UK
14:00-16:00, Room 6 (Sakura)

14:00	 Understanding Citrin Deficiency Within the Spectrum of Liver Metabolic Diseases and Urea 
Cycle Disorders
Johannes Häberle, University Children’s Hospital Zurich, Switzerland

14:25	 Metabolic Flux Analysis and New Biochemical Insights in Citrin Deficiency (CD)
Marc Kopel Hellerstein, University of California, Berkeley, USA

14:50	 Correcting Genetic Liver Diseases by Prime Editing
Gerald Schwank, University Zurich, Switzerland

15:15	 The status of adult patients with citrin deficiency in Japan; From the nation-wide study of 
Japan
Jun Kido, Department of Pediatrics, Faculty of Life Sciences, Kumamoto University, Japan

15:30	 Proteomic Approaches to Newborn Screening for Citrin Deficiency
Yoichi Wada, Tohoku University Hospital, Japan
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15:45	 Financial Realities and the Way Forward for Novel Therapies in Rare Diseases
Barbara Yu, Citrin Foundation, Singapore and UK

Oral 9: Urea Cycle Disorders 
Chairs: Nicola Brunetti-Pierri, Italy 
	 Nithiwat Vatanavicharn, Thailand
14:00-16:00, Room 7 (Room E)

14:00	 Systemic mRNA therapy crosses the blood-brain barrier and reverses the neurological 
phenotype in pre-clinical model of Argininosuccinic Aciduria
Sonam Gurung , Great Ormond Street Institute of Child Health, University College London, UK

14:15	 Argininosuccinate lyase deficiency leads to impaired blood brain barrier through 
transcriptional and translational regulation of cell junctional proteins
Hsiang-Chun Chang , Department of Molecular and Human Genetics, Baylor College of Medicine, USA

14:30	 Withdrawal

14:45	 Durable efficacy and safety of DTX301: Long-term follow up of a phase 1/2 trial in adults 
with ornithine transcarbamylase deficiency
Tarekegn Geberhiwot , University of Birmingham, UK

15:00	 Pharmacological chaperones as novel treatment strategy for ornithine transcarbamylase 
deficiency
Alexander Laemmle , Division of Pediatric Endocrinology, Diabetology and Metabolism, Department of 
Pediatrics, Inselspital, Bern University Hospital, University of Bern, Switzerland / University Institute of Clinical 
Chemistry, Inselspital, Bern University Hospital, University of Bern, Switzerland / Department of Biomedical 
Research, University of Bern, Switzerland

15:15	 A Phase 1 and 1b study in healthy subjects and OTC heterozygotes with CMP-CPS-001-an 
investigational antisense oligonucleotide for the treatment of Urea Cycle Disorders (UCDs)
Yuri Maricich , CAMP4 Therapeutics, USA

15:30	 Succinyl-CoA synthetase reaction (succinate-forming) is a reasonable target of 
anaplerotic therapy for hyperammonemia
Makoto Yoshino , Cognitive and Molecular Research Institute of Brain Disease, Kurume University, Japan

15:45	 Prime editing achieves durable in vivo correction of phenylketonuria and citrullinemia 
type I
Gerald Schwank , University Zurich, Switzerland

Coffee Break
15:45-16:15, Annex Hall / Event Hall / Swan

Oral 10: Lysosomal Disorders 3 
Chairs: Toya Ohashi, Japan 
	 Takanobu Otomo, Japan
16:00-17:30, Room 1 (Main Hall)

16:00	 Behavioural and biochemical validation of a novel acid ceramidase disorder mouse model 
with epileptiform presentation.
Luis Ángel Albarrán-Ponce , Neurolipidomics Laboratory and India Taylor Lipidomics Research Platform, 
University of Ottawa Brain and Mind Research Institute, Ottawa Institute of Systems Biology, Department of 
Biochemistry, Microbiology and Immunology, University of Ottawa, Canada

SSP1-6
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16:15	 Withdrawal

16:30	 Restoration of enzyme activity in mucopolysaccharidosis IVA fibroblasts using exosomes 
derived from mesenchymal stem cell overexpressing GALNS gene
Minji Im , Samsung Medical Center, Republic of Korea

16:45	 Development of gene editing technologies to correct a mutation in GNPTAB of 
mucolipidosis type II/III patients
Ryunosuke Sanada , Center for Regenerative Medicine, National Center for Child Health and Development., 
Japan / Department of NCCHD Child Health and Development, Graduate School of Medical and Dental 
Sciences, Institute of Science Tokyo., Japan

17:00	 Novel regulators of the Mannose 6-phosphate pathway
Sabrina Jabs , Institute of Clinical Molecular Biology, Kiel University/ University Hospital Schleswig-Holstein, 
Kiel, Germany

17:15	 Derivation of iPSC-Based Human Neural Models for Investigating the Pathophysiology of 
Sialidosis
Rodolfo Tonin , Neuroscience and Medical Genetics Department, Meyer Children’s Hospital IRCCS, Italy

Oral 11: Mitochondrial Disorders 1 
Chairs: David R. Thorburn, Australia 
	 Masaru Shimura, Japan
16:00-17:30, Room 2 (Room A)

16:00	 Recent Advances in Genetic Diagnosis and Management of Mitochondrial Diseases in 
Japan
Kei Murayama , Juntendo University, Japan / Diagnostics and Therapeutics of Intractable Disease, Intractable 
Disease Research Center. Juntendo University Faculty of Medicine, Japan / Department of Metabolism, Chiba 
Children’s Hospital, Japan

16:15	 Tissue-Specific Mitochondrial DNA Variant Distribution and Its Clinical Implications in a 
Japanese Cohort
Atsuko Okazaki , Juntendo University, Graduate School of Medicine, Diagnostics and Therapeutics of 
Intractable Diseases, Japan

16:30	 Publicly Funded Genomic Sequencing For Mitochondrial Disorders In Australia: Uptake 
And Outcomes
Megan Ball , Murdoch Children’s Research Institute, Australia

16:45	 Molecular Epidemiology of Primary Mitochondrial Diseases in Spain
Marcello Bellusci , Reference Centre for Inherited Metabolic Disorders, 12 de Octubre University Hospital, Spain 
/ Biomedical Network Research Centre on Rare Diseases (CIBERER), Instituto de Salud Carlos III, Spain / 
Mitochondrial & Neuromuscular Disorders Laboratory, Instituto de Investigación Sanitaria 12 de Octubre 
(imas12), Spain

17:00	 Feasibility of diagnosis of mitochondrial diseases by -omics technologies on whole blood
Bram Decru , Department of Laboratory Medicine, UZ Leuven, Belgium / Metabolics Expertise Center, VIB-KU 
Leuven, Belgium / Lab of applied Mass Spectrometry, KU Leuven, Belgium

17:15	 Untargeted proteomics greatly aides the functional diagnosis of mitochondrial aminoacyl-
tRNA synthetases (ARS2s)
Johan LK Van Hove , Department of Pediatrics, University of Colorado, USA
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Oral 12: Clinical Studies and Patient-Reported Outcomes 1 
Chairs: Markey McNutt, USA 
	 Meow-Keong Thong, Malaysia
16:00-17:45, Room 3 (Room B-1)

16:00	 Ataxia-Telangiectasia: Treating Mitochondrial Dysfunction with a novel form of Anaplerosis
David J Coman , Department of Metabolic Medicine, Queensland Children’s Hospital, Australia / Child Health 
Research Centre, Faculty of Medicine, University of Queensland, Australia

16:15	 Potential benefits of L-serine in children with GRIN2B loss-of-function variants: 
randomized n-of-1 trials
Clara van Karnebeek , Emma Center for Personalized Medicine, Netherlands / United for Metabolic Diseases, 
Netherlands

16:30	 The SIMPATHIC basket trial to target shared pathomechanisms for personalized medicine 
in metabolic disorders
Annelieke R. Muller , Amsterdam University Medical Center, Emma Center for Personalized Medicine, 
Netherlands / Amsterdam UMC location University of Amsterdam, Department of Pediatrics and Human 
Genetics, Netherlands / Amsterdam UMC, Amsterdam Gastroenterology Endocrinology Metabolism; 
Amsterdam Public Health - Personalized Medicine and Methodology, Netherlands

16:45	 Development of a radiographic vertebral severity score for evaluation of disease 
progression in alkaptonuria
Francis Rossignol , Human Biochemical Genetics Section, Medical Genetics Branch, National Human Genome 
Research Institute, National Institutes of Health, USA

17:00	 Long-term safety and efficacy of pegtibatinase for treatment of classical homocystinuria 
(HCU): data from the Phase 1/2 COMPOSE® open-label extension study
Can Ficicioglu , Children’s Hospital of Philadelphia, USA

17:15	 International Patient Reported Data Accelerating Research for Homocystinuria
Brittany Parke , HCU Network America, USA

17:30	 Mid- and long-term evolution after liver +/- kidney transplantation for methylmalonic 
acidemia
Margaux Gaschignard , Metabolic center Necker Hospital, France

Oral 13: Disorders of Vitamins, Cofactors and Trace Elements 
Chairs: Julien Park, Germany 
	 Anita Inwood, Australia
16:00-17:30, Room 4 (Room B-2)

16:00	 Characterisation of the Slc30a10 Knockout Mouse: A Preclinical Model for Manganese-
Induced Neurotoxicity and Therapeutic Development
Hendrik Vogt , University College London, UK

16:15	 Long-term Outcomes of Patients with Cobalamin C Deficiency Diagnosed Through 
Newborn Screening
Yue Huang , University of California, San Diego, USA / Rady Children’s Hospital, USA

16:30	 Biotinidase deficiency, a Treatable Neurometabolic Disorder: Largest cohort from India- 
Single Center Experience.
Balamurugan Nagarajan , Pediatric Neurology Consultant, Rainbow Children’s Hospital, India

16:45	 Lessons from 4 year diagnosing and monitoring pyridoxine dependent epilepsy by 
quantitative analysis of 2S,6S-/2S,6R-oxopropylpiperidine-2-carboxylic acid (2-OPP) and 
6-oxopiperidine-2-carboxylic acid (6-oxoPIP)
Anke P Willems , Radboudumc, Netherlands
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17:00	 The impact of beta-carotene accumulation on metabolism and neurodevelopment in rats
Xue Ma , Children’s Medical Center, Peking University First Hospital, China

17:15	 Integrated multi-omics identifies transcriptional dysregulation in remethylation disorders
Daphné Chopard , Department of Computer Science, ETH Zurich, Switzerland / Department of Intensive Care 
and Neonatology and Children’s Research Center, University Children’s Hospital Zurich, University of Zurich, 
Switzerland

Oral 14: Amino Acid Disorders 1 
Chairs: Chika Takano, Japan 
	 Carlo Dionisi-Vici, Italy
16:00-17:30, Room 5 (Room D)

16:00	 Elevation of branched chain amino acids due to Branched Chain Amino Acid Transferase 2 
deficiency (BCAT2): to treat or not to treat?
Guido Zago , Department of Paediatric Metabolic Medicine, Great Ormond Street Hospital NHS Trust , UK

16:15	 Peripheral Neuropathy in variant MSUD new cases
Charles John Billington , University of Minnesota, USA

16:30	 Alternative sources of valine and isoleucine for prompt reduction of plasma leucine in 
maple syrup urine disease patients
Maryam Ziadlou , Department of Food Science and Technology, Faculty of Agriculture, Science and Research 
Branch Islamic Azad University, Iran

16:45	 Expanding the Therapeutic Landscape of MSUD: Insights from Chilean Dietary 
Management
Tracy Fuenzalida , Laboratorio de Genética y Enfermedades Metabólicas, Chile

17:00	 An open-label, prospective, interventional study to determine the optimal treatment of 
classical homocystinuria (HCU) in infants identified through newborn screening in Qatar
Tawfeg Ben-Omran , Sidra Medicine, Qatar / Hamad Medical Corporation, Qatar

17:15	 Identification and characterization of pharmacological chaperones for cystathionine beta-
synthase-deficient homocystinuria
Tomas Majtan , Department of Pharmacology, Faculty of Science and Medicine, University of Fribourg, 
Switzerland

Oral 15: Newborn Screening 1 
Chairs: Sarah Viall, USA 
	 Yew Sing Choy, Malaysia
16:00-17:30, Room 7 (Room E)

16:00	 Inclusion of metachromatic leukodystrophy in newborn screening program: development 
of a diagnostic algorithm and ad interim results of a prospective pilot
Giancarlo la Marca , Newborn Screening, Clinical Biochemistry and Clinical Pharmacy Laboratory, Meyer 
Children's Hospital IRCCS, Italy / Department of Experimental and Clinical Biomedical Sciences "Mario Serio", 
University of Florence, Italy

16:15	 Prospective Newborn Screening for Metachromatic Leukodystrophy in Austria: Updated 
Results and Findings
Petra Oliva , ARCHIMEDlife GmbH, Austria

16:30	 X-Linked Adrenoleukodystrophy and Newborn Screening: an experience of extended 
screening for families in the city of Sao Paulo
Fernanda De Castro Monti Rabelo , Jo Clemente Institute, Brazil / Neurometabolic Clinic, Neurology 
Department, Hospital das Clínicas da Faculdade de Medicina da Universidade de São Paulo, Brazil
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16:45	 Newborn Screening for X-linked Adrenoleukodystrophy in Wisconsin: What We Have 
Learned So Far
Mei Baker , Division of Genetics and Metabolism, Department of Pediatrics, University of Wisconsin School of 
Medicine and Public Health, USA

17:00	 California’s Experience with Newborn Screening for Guanidinoacetate Methyltransferase 
Deficiency: Insights into Tier–1 and Tier–2 Testing and the Arginine/Guanidinoacetate 
Ratio
Kuldeep Dhillon , Genetic Disease Screening Program, California Department of Public Health, USA

17:15	 A New Metabolic Disease Candidate for Newborn Screening Program: Pyridoxine 
Dependent Epilepsy (PDE)
Giancarlo la Marca , Newborn Screening, Clinical Biochemistry and Clinical Pharmacy Laboratory, Meyer 
Children's Hospital IRCCS, Italy / Department of Experimental and Clinical Biomedical Sciences "Mario Serio", 
University of Florence, Italy

Garrod Award Lecture 
Chair: Matthias Baumgartner, Switzerland
17:30-18:00, Room 1 (Main Hall)

	 Neurological disease in argininosuccinic aciduria: a bedside-to-bench story
Julien Baruteau , Great Ormond Street Institute of Child Health, University College London, UK / Great Ormond 
Street Hospital for Children, UK

Poster 1: Best Poster Award 
Chairs: Mitsuru Kubota, Japan 
	 Kristina L. Elvidge, Australia
18:00-19:00, Exhibition & Poster 2 (Event Hall)

BP-01	 Genetic Variants and Clinical Features of Patients With Glycogen Storage Disease Ib
Qiu Wenjuan , Department of Pediatric Endocrinology and Genetic Metabolism, Xinhua Hospital, Shanghai 
Institute of Pediatric Research, School of Medicine, Shanghai Jiao Tong University, China

BP-02	 Dual Vascular Changes in Fabry Disease as Neuroimaging Marker
Chong Kun Cheon , DEPARTMENT OF PEDIATRICS, PUSAN NATIONAL UNIVERSITY CHILDREN’S HOSPITAL, 
Republic of Korea

BP-03	 Report on the activities of JaSMIn (Japan Registration System for Metabolic & Inherited 
Diseases).
Satoko Tsushima , Nursing Department, Specialist Nursing Office, Genetic Coordinator,National Center for 
Child Health and Development, Japan

BP-04	 Low– fat mother´s milk for infants with lipid metabolism disorders¦ promising results from 
a pre– clinical study
Susanne Dirne-van Alst , Department of Internal Medicine, division of Dietetics, Erasmus Medical Center, 
Netherlands

BP-05	 An interactive, searchable database of LC-FAOD gene variants, genotypes and 
phenotypes
Aneal Khan , M.A.G.I.C. (Metabolics and Genetics in Canada) Clinic Ltd., Canada

BP-06	 Individualized Dosing and Long-Term Outcomes of Givosiran in Recurrent Acute Hepatic 
Porphyria
Eliane Sardh , Centre for Inherited Metabolic Diseases, Porphyria Centre Sweden, Karolinska University 
Hospital, Department of Molecular Medicine and Surgery, Karolinska Institutet, Sweden
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BP-07	 The current status of clinical management and molecular features of congenital disorders 
of glycosylation in Japan
Nobuhiko Okamoto , Department of Medical Genetics, Osaka Women’s and Children’s Hospital, Japan / 
Department of Molecular Genetics and Endocrinology, Research Institute, Osaka Women’s and Children’s 
Hospital, Japan

BP-08	 The role of Golgi apparatus in human brain development and neural stem cell fate choice: 
A lesson from the study of COG5-CDG
Elena Taverna , Human Technopole, Italy

Poster 2: Best Poster Award 
Chairs: José Abdenur, USA 
	 Kaustuv Bhattacharya, Australia
18:00-19:00, Exhibition & Poster 2 (Event Hall)

BP-09	 Development of Small Molecule Therapeutics Targeting Aberrant RNA Splicing in Cardiac 
Variant Fabry Disease
Ya-Chi Chen , Genetic Consultant Center Rare Disease Medical Research Center, Taipei Veterans General 
Hospital, Taiwan / Department of Pediatrics, Taipei Veterans General Hospital, Taiwan

BP-10	 In vivo editing of the transferrin locus for systemic correction of lysosomal storage 
diseases: proof-of-concept in mouse models of MPS1 and Pompe disease.
Paula J Waters , Medical Genetics Service, Dept. Laboratory Medicine, Centre hospitalier universitaire de 
Sherbrooke (CHUS), Canada / Department of Pediatrics, Faculty of Medicine and Health Sciences, Université 
de Sherbrooke, Canada

BP-11	 AT845 gene replacement therapy for late-onset Pompe disease: an update on safety and 
preliminary efficacy data from FORTIS, a phase 1/2 open-label clinical study
Chieri Hayashi , Astellas Gene Therapies, USA

BP-12	 Investigation of in vivo gene therapy for CNS symptoms of GM1 gangliosidosis mediated 
by blood-brain barrier-penetrating enzymes for clinical application
Saki Matsushima , Division of Gene Therapy, Research Center for Medical Sciences, The Jikei University School 
of Medicine, Japan

BP-13	 Neuro-specific peptides in alpha-mannosidosis patients
Nato Vashakmadze , Research Institute of Pediatrics and Children’s Health in Petrovsky National 
ResearchCentre of Surgery, Russia

BP-14	 Modeling Niemann-Pick Disease Type C by Directly Converted Neurons from Urine-Derived 
Cells
Keita Matsumoto , Department of Physiology, Keio University School of Medicine, Japan

BP-15	 Nonclinical pharmacology of JR-446, a novel blood-brain barrier penetrant  
Α-N-acetylglucosaminidase
Jun Ito , JCR Pharmaceuticals Co., Ltd., Japan

BP-16	 Alterations in mitochondrial energy metabolism and mitochondria-lysosome contact in 
MPS I and MPS II knockout cells
Guilhian Leipnitz , PPG Ciências Biológicas: Bioquímica, Universidade Federal do Rio Grande do Sul, Brazil / 
PPG Ciências Biológicas: Fisiologia, Universidade Federal do Rio Grande do Sul, Brazil / PPG Neurociências, 
Universidade Federal do Rio Grande do Sul, Brazil

Evening Reception & Networking following Poster Session - Japan Night
19:00-20:30, Japanese Garden, located inside ICC Kyoto
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Thursday | 4 September 2025

Thursday | 4 September 2025

Registration
07:30-19:00, Event Hall

Industry-Sponsored Symposium
08:00-09:00, Room 3 (Room B-1)

Speed Mentoring
08:00-09:00, Lobby

Snack Service
08:30-09:30, Annex Hall / Event Hall / Swan

Posters
09:00-19:00, Annex Hall / Event Hall

Keynote Lecture 2 
Chair: Kimitoshi Nakamura, Japan
09:15-10:00, Room 1 (Main Hall)

09:15	 Hypoxia as a therapy for mitochondrial disease
Vamsi Krishna Mootha , Massachusetts General Hospital, Harvard Medical School, USA

Plenary Session 1 
Chairs: Marshall Summar, USA 
	 Barbara Yu, Singapore and UK
10:00-10:30, Room 1 (Main Hall)

10:00	 Empowering Biomedical Discovery with "AI Scientists"
Marinka Zitnik , Harvard University, Harvard Medical School, USA

Plenary Session 2 
Chair: Sean Froese, Switzerland
10:30-11:00, Room 1 (Main Hall)

10:30	 Harnessing allosteric regulation of metabolic enzymes for novel drug discovery
Wyatt Yue , Newcastle University, UK

KL2
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Coffee Break
10:30-11:00, Annex Hall / Event Hall / Swan

Plenary Session 3 
Chair: Nicholas Ah Mew, USA
11:00-11:30, Room 1 (Main Hall)

11:00	 Role of urea cycle flux studies for preclinical research
Johannes Häberle , University Children’s Hospital Zurich, Switzerland

Plenary Session 4 
Chair: Charles P. Venditti, USA
11:30-12:00, Room 1 (Main Hall)

11:30	 The Future of Specific Advanced Treatments for Inborn Errors of Metabolism
Emil D. Kakkis , Ultragenyx, USA

Industry-Sponsored Symposium
12:30-13:30, Room 2 (Room A)

Industry-Sponsored Symposium
12:30-13:30, Room 3 (Room B-1)

Industry-Sponsored Symposium
12:30-13:30, Room 4 (Room B-2)

Industry-Sponsored Symposium
12:30-13:30, Room 5 (Room D)

Industry-Sponsored Symposium
12:30-13:30, Room 6 (Sakura)

JIMD Communicating Editors Meeting
12:30-13:30, Meeting Room M1 (Room C-1) (Closed)

Lunch Service
12:45-13:45, Event Hall / Swan

Industry-Sponsored Symposium
13:45-14:45, Room 3 (Room B-1)

PS3

PS4
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Industry-Sponsored Symposium
13:45-14:45, Room 4 (Room B-2)

Industry-Sponsored Symposium
13:45-14:45, Room 5 (Room D)

Industry-Sponsored Symposium
13:45-14:45, Room 6 (Sakura)

Coffee with the Editors
14:30-15:15, Main Hall Lobby

Coffee Break
14:45-15:15, Annex Hall / Event Hall / Swan

Special Symposium 2: Patient Advocacy: How Quality of Care Impacts Quality of Life 
Moderator: Karen Reznik Dolins, USA 
Speakers: Kirsty Hoyle, Metabolic Support UK, UK, 
	 Tresa Warner, National Urea Cycle Disorders Foundation, USA
15:00-17:00 Room 7 (Room E)

15:00	 Presenter introductions & Workshop objectives
15:15	 Presentations covering key topics “How Quality of Care Impacts Quality of Life”
16:15	 Priority setting activity & interactive discussion

Symposium 5: Cutting-Edge Advances in Lysosomal Disorders 
Chairs:  Marc Patterson, USA 
	 Nicola Brunetti-Pierri, Italy
15:15-17:30, Room 1 (Main Hall)

15:15	 Beyond ERT/SRT : Brain, Lung, and Mesenteric Lymph Node Spatial-Omics Atlas Redefines 
Cellular Pathology and Informs Immunotherapy in nGD
Pramod K. Mistry , Yale University School of Medicine, USA

15:35	 Lessons Learned in Pompe disease in the era of Newborn Screening
Priya Kishnani , Duke University Medical Center, USA

15:55	 Mucopolysaccharidoses: Recent Advances and Future Prospects
Roberto Giugliani , UFRGS, HCPA, DASA, CASA DOS RAROS, Brazil

16:15	 From Disease Discovery to Treatment in DEGS1 leukodystrophy
Aurora Pujol , Bellvitge Biomedical Research Institute (IDIBELL) , Spain

16:35	 Advancing an Innovation Strategy for Lysosomal Storage Disorders through Digital Health 
and Data-Driven Collaboration
Maurizio Scarpa , Azienda Sanitaria Universitaria Friuli Centrale, Italy

16:55	 Human iPSC-derived brain models to unravel disease mechanisms of neuronopathic 
lysosomal storage disorders
Isaac Canals , University of Zurich - Kinderspital Zürich, Switzerland
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Symposium 6: Frontiers in Amino Acid Metabolism Disorders 
Chairs: Tetsuya Ito, Japan 
	 Philippa Mills, UK
15:15-17:15, Room 2 (Room A)

15:15	 Cerebral creatine deficiency syndromes.
Nicola Longo , University of California Los Angeles (UCLA), USA

15:35	 The biochemistry of nonketotic hyperglycinemia in a mouse and development of new 
treatments
Johan L.K. Van Hove , University of Colorado, USA

15:55	 MSUD: Update on treatment and long-term follow-up.
Verónica Cornejo , Laboratory of Genetics and Metabolic Diseases, INTA, University of Chile, Chile

16:15	 A protein-based engineering of human fibroblast-derived hepatic progenitors applicable 
for a gene-cell therapy to tyrosinemia type-1
Yukihito Ishizaka , Japan Institute for Health Security, Japan

16:35	 Personalized therapeutic genome editing for hepatic inborn errors of metabolism
Rebecca Ahrens-Nicklas , The Children’s Hospital of Philadelphia and University of Pennsylvania, USA

Oral 16: Fatty Acid Oxidation and Ketone Body Disorders 
Chairs: Hironori Kobayashi, Japan 
	 Ute Spiekerkoetter, Germany
15:15-17:15, Room 3 (Room B-1)

15:15	 Adult-Diagnosed Fatty Acid Oxidation Disorders Identified by Acylcarnitine Analysis: 
Diagnostic Cues and Clinical Characteristics from a Japanese Single-Center 
Retrospective Study
Hironori Kobayashi , Laboratory Division,Shimane University Hospital, Japan

15:30	 Rate of LCHADD chorioretinopathy progression in a prospective cohort of 40 participants.
Melanie B Gillingham , Oregon Health & Science University, USA

15:45	 Ceramide-The Unmasked Driver of Heart Failure In Long-Chain Fatty Acid Oxidation 
Disorders (LC-FAODs)
Marie Kristine Norris , University of Utah, USA

16:00	 Adipyl- and methylmalonyl-D-dipeptide conjugates normalize lysine succinylation and 
improve bioenergetics in fatty acid β-oxidation deficient patient cells
Al-Walid Mohsen , Dept of Pediatrics, School of Medicine, University of Pittsburgh, USA / Dept of Human 
Genetics, School of Public Health, University of Pittsburgh, USA

16:15	 PPARδ agonists improve protein lysine succinylation and bioenergetics in the absence of 
glucose and ameliorate elevated ROS in VLCAD and LCHAD deficient patients’ fibroblasts
Anuradha Karunanidhi , Dept of Pediatrics, School of Medicine, University of Pittsburgh, USA

16:30	 Discovery and Thermal Shift-guided SAR analysis of a novel class of pharmacological 
chaperones targeting MCAD Deficiency
Lydia Gerber , University Children’s Research, UCR@Kinder-UKE, University Medical Center Hamburg-
Eppendorf, Germany / Organic Chemistry, Department of Chemistry, Faculty of Mathematics, Informatics and 
Natural Sciences, Universität Hamburg, Germany / German Center for Child and Adolescent Health (DZKJ), 
Germany

16:45	 Gene therapy for long-chain hydroxyacyl-coA dehydrogenase deficiency
Paul Schurmann , University Medical Center Utrecht, Netherlands
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17:00	 Comparison of treatment efficacy of very long-chain acyl-CoA (VLCAD) deficiency with an 
AAV9.hVLCAD vector, synthetic VLCAD mRNA, and triheptanoin in a mouse model
Jerry Vockley , University of Pittsburgh School of Medicine, USA

Oral 17: Emerging Trends in IEMs 
Chairs: Ee Shien Tan, Singapore 
	 Hudson H. Freeze, USA
15:15-16:45, Room 4 (Room B-2)

15:15	 Long-term clinical outcomes of patients with AHP who were not attack-free after 6 
months of givosiran treatment: subgroup analysis of the phase 3 ENVISION study
Eliane Sardh , Centre for Inherited Metabolic Diseases, Porphyria Centre Sweden, Department of Molecular 
Medicine and Surgery, Karolinska Institutet, Karolinska University Hospital, Sweden

15:30	 A Genome-Wide Association Study Identifies GRHL2 as a Potential Modifier of Severity of 
Photosensitivity in Erythropoietic Protoporphyria
Isabella Suijker , Porphyria Expert Center Rotterdam, Department of Internal Medicine, Erasmus University 
Medical Center, Netherlands

15:45	 The CRISPR-Cas9 knockout DDC SH-SY5Y in vitro model for AADC deficiency provides 
insight into two severe catalytic variants: a cross-sectional structural and functional 
analysis
Mariarita Bertoldi , University of Verona, Department of Neuroscience, Biomedicine and Movement Sciences, 
Italy

16:00	 tRNA at the Frontier: Developing Medicines to Treat Stop Codon Disease
Nerissa C. Kreher , Alltrna, USA

16:15	 Maternal health outcomes in ornithine transcarbamylase deficiency: A comparative 
analysis of pregnancies in symptomatic and asymptomatic heterozygotes
Margo Sheck Breilyn , Icahn School of Medicine at Mount Sinai, USA

16:30	 Withdrawal

Oral 18: Carbohydrate Disorders 
Chairs: Sunita Bijarnia-Mahay, India 
	 Yoichi Wada, Japan
15:15-17:15, Room 5 (Room D)

15:15	 Results from a pivotal phase 3 double-blind placebo-controlled trial of DTX401 for the 
treatment of individuals with glycogen storage disease type Ia (GSDIa)
John J. Mitchell , Montreal Children’s Hospital, Canada

15:30	 Bempedoic acid prolongs fasting time in patients with glycogen storage disease type 1a
Anibh Martin Das , Hannover Medical School, Germany

15:45	 Empagliflozin in Chinese GSDIb Patients: Efficacy, Safety, and Machine Learning-Assisted 
Dose Adjustment Model
Yu Xia , Department of Pediatric Endocrinology and Genetic Metabolism, Xinhua Hospital, Shanghai Institute of 
Pediatric Research, School of Medicine, Shanghai Jiao Tong University, China

16:00	 New Avenues to Treat Neutropenia in Glycogen Storage Disease type Ib (GSD1b) and 
G6PC3-deficient Patients.
Maria Veiga-da-Cunha , de Duve Institute and UCLouvain, Belgium
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16:15	 Improving dietary protocols in Glycogenosis type III: experience from an Italian cohort
Marco Scaglione , Department of Neuroscience, Rehabilitation, Ophthalmology, Genetics, Maternal and Child 
Health, University of Genova, Italy

16:30	 Hepatic glycogen storage disease type IX: long-term outcomes in the UK from 91 patients
Rebecca K Halligan , Department of Paediatric Inherited Metabolic Diseases, Evelina London Children’s 
Hospital, UK

16:45	 Galactose Response to Lactose Intake in Four Japanese Children with GALM Deficiency
Chika Takano , Department of Pediatrics and Child Health, Nihon University School of Medicine, Japan / 
Division of Microbiology, Department of Pathology and Microbiology, Nihon University School of Medicine, 
Japan

17:00	 Preserving Fertility in Classic Galactosemia: Window of Opportunity and Gene Therapy 
Solutions
E. Naomi Vos , MosaKids Children’s Hospital, Maastricht University Medical Centre+, Netherlands / GROW, 
Maastricht University, Netherlands / United for Metabolic Diseases (UMD), Netherlands / European Reference 
Network for Hereditary Metabolic Disorders (MetabERN), Italy / Department of Clinical Genetics, Maastricht 
University Medical Centre+, Netherlands

Special Symposium 3: Facing complexity in metabolic nutrition and dietetics globally 
Moderators: Julio Cesar Rocha, Portugal 
	 Anita MacDonald, UK
15:15-17:15, Room 6 (Sakura)

15:15	 Medium-chain fatty acid therapy for citrin deficiency.
Chikahiko Numakura , Saitama Medical University, Japan

15:45	 Nutritional treatment in 12 Chilean patients older than 6 years with glutaric aciduria type 1: 
metabolic, anthropometric, and neurological outcomes.
Felipe Penaloza , INTA, Universidad de Chile, Chile

16:05	 Parenteral nutrition (PN) use during acute illness in children with inherited metabolic 
disorders (IMD)
Jennifer Dunne , Dietetics and Metabolic Medicine, Great Ormond Street Hospital for Children, UK

16:25	 Nutritional Counseling and optimization of metabolic control in phenylketonuria
Sara Giorda , Department of Pediatrics, University of Torino, Italy

16:45	 ADHD incidence in PKU patients and its impact on dietary management
Angela Harris, Royal Children’s Hospital, Australia

17:05	 The challenge of dietary assessment in PKU: Rethinking new measures for research
Rani H Singh, Emory University, USA

Recon4IMD Clinical Connect F2F
16:45-18:00, Meeting Room M1 (Room C-1) (Closed)

SIMD Membership/Business Meeting
17:30-19:30, Room 7 (Room E) (Closed/ only for SIMD Members)

Galactosemia Network (GalNet) symposium
17:30-19:30, Meeting Room M2 (RoomC-2) (Closed/ only for GalNet members)
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Poster 3: Best Poster Award 
Chairs: Tomoko Nakanishi, Japan 
	 Yew Sing Choy, Malaysia
17:30-18:30, Exhibition & Poster 2 (Event Hall)

BP-17	 Non-clinical Safety Evaluation of Ex Vivo Gene Therapy for Hunter Disease Using Mouse 
Model
Takashi Higuchi , The Jikei University, Japan

BP-18	 Pathological analysis of sialidosis /galactosialidosis model mice and gene therapy
Jun Tsukimoto , Graduate School of Pharmaceutical Sciences, Tokushima University, Japan

BP-19	 Arimoclomol upregulates expression of genes belonging to the coordinated lysosomal 
expression and regulation (CLEAR) network
Hadeel Shammas , Zevra Therapeutics Inc., USA

BP-20	 OXA1L deficiency leads to mitochondrial myopathy via ROS mediated NFkB signaling 
pathway
Yongkun Zhan , Department of Clinical Genetics Center, Shanghai Institute for Pediatric Research, Xinhua 
Hospital affiliated to Shanghai Jiao Tong University School of Medicine, China

BP-21	 Withdrawal

BP-22	 Pilot study for rapid gene panel test in neonates with abnormal newborn screening result 
of inherited metabolic diseases
Jinsup Kim , Department of Pediatrics, Barowell Hospital, Republic of Korea

BP-23	 The use of a second-tier method, combining citrulline levels and gene analysis, 
significantly improved the detection rate of Citrin deficiency in newborn screening
Hsiao-Jan Chen , The Chinese Foundation of Health, Taipei, Taiwan

BP-24	 Newborn CAH screening using a single 17-OHP cut-off value in the primary screening 
followed by a 2nd tier steroid assay
James Soon Chuan Lim , Biochemical genetics and national expanded newborn screening programme, KK 
Women’s and Children’s Hospital, Singapore

Poster 4: Best Poster Award 
Chairs: Simon Allan Jones, UK 
	 Nithiwat Vatanavicharn, Thailand
17:30-18:30, Exhibition & Poster 2 (Event Hall)

BP-25	 Transcriptomic analyses of gene expression following CRISPR/Cas9 knockout of ACY1 in 
HepG2 cells.
Lil Klaas , Research Group Inborn Errors of Metabolism, Department of Natural Sciences & Institute for 
Functional Gene Analytics (IFGA), Bonn-Rhein-Sieg University of Applied Sciences, Germany

BP-26	 Emerging Non-Canonical Pathogenic Variants Disrupting Chromatin Architecture in 
Inborn Errors of Metabolism
Belen Perez , Centro de Diagnóstico de Enfermedades Moleculares, Centro de Biología Molecular Severo 
Ochoa, CIBERER, IdiPAZ. Universidad Autónoma de Madrid., Spain

BP-27	 Cholesterol ester accumulation in ABCD1-deficient HeLa cells
Masashi Morita , Graduate School of Medicine and Pharmaceutical Sciences, University of Toyama, Japan

BP-28	 Decreased Bone Density in Phenylketonuria:  PHEFREE- The National Institutes of Health 
Rare Disease Consortium for Hyperphenylalaninemia
Georgianne Lee Arnold , University of Pittsburgh Medical Center, USA
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BP-29	 Neuroinflammation in brain of rats submitted to chronic chemically-induced model of 
hyperphenylalaninemia: L-carnitine protection
Jessica Lamberty Faverzani , Universidade Federal do Rio Grande do Sul, Brazil / Serviço de Genetica Medica, 
Hospital de Clinicas de Porto Alegre, Brazil

BP-30	 Initial Findings from the First Four Patients Enrolled in OTC-HOPE Clinical Trial: No 
Hyperammonemic Events in First Participant to Complete 24-week Study
Julien Baruteau , Great Ormond Street Hospital for Children, UK

BP-31	 Modeling, characterization and therapeutic screening of Citrin deficiency
Toni Vukovic , University Children’s Hospital, Switzerland

BP-32	 Short-term Therapeutic Effects of UX007 (Triheptanoin) in Citrin Deficiency Mouse Model
Eri Imagawa , Department of Pediatrics, The Jikei University School of Medicine, Japan
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Friday | 5 September 2025

Friday | 5 September 2025

Registration
07:30-18:00, Event Hall

Industry-Sponsored Symposium
08:00-09:00, Room 3 (Room B-1)

Speed Mentoring
08:00-09:00, Lobby

Snack Service
08:30-09:00, Annex Hall / Event Hall / Swan

Posters
09:00-17:00, Annex Hall / Event Hall

Keynote Lecture 3 
Chair: Fumio Endo, Japan
09:15-10:05, Room 1 (Main Hall)

09:15	 Molecular mechanisms and physiological roles of autophagy
Noboru Mizushima , The University of Tokyo, Japan

Coffee Break
10:00-10:30, Annex Hall / Event Hall / Swan

Symposium 7: Frontiers in Organic Acidemias and Fatty Acid Oxidation Disorders 
Chairs: Chong Kun Cheon, Republic of Korea 
	 Shirou Matsumoto, Japan
10:15-11:55, Room 1 (Main Hall)

10:15	 Comparison of treatment efficacy of very long-chain acyl-CoA (VLCAD) deficiency with an 
AAV9.hVLCAD vector, synthetic VLCAD mRNA, and triheptanoin in a mouse model
Jerry Vockley , University of Pittsburgh School of Medicine, USA

10:35	 Benefits and limitations of newborn screening for organic acidemias and fatty acid 
oxidation disorders
Stefan Kölker , Heidelberg University Hospital and Heidelberg University, Medical Faculty, Centre for Pediatrics 
and Adolescent Medicine, Germany

10:55	 Carglumic Acid Shows Long-Term Benefits in Organic Acidurias: Evidence Supports Early 
and Ongoing Treatment
Sufin Yap , Sheffield Children’s Hospital, UK

11:15	 Unraveling energetic dysregulation and rewiring in methylmalonic aciduria
Sean Froese , University Children’s Hospital Zurich, Switzerland

KL3
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11:35	 New Insights into the Pathophysiology of isolated MMA
Charles P Venditti , National Institutes of Health, USA

Symposium 8: Advances in iPS Cell Research  
Chairs: Hiroshi Kobayashi, Japan 
	 Andrea Dardis, Italy
10:15-11:45, Room 2 (Room A)

10:15	 Targeting Cholesterol Biosynthesis in ALS: Insights from iPSC-Derived Motor Neurons and 
Polygenic Risk Analysis
Hideyuki Okano , Keio University Regenerative Medicine Research Center (KRM), Japan

10:35	 The iPSC Neurodegeneration Initiative: Integrating Patient Cohorts and iPSC Models
Haruhisa Inoue , Center for iPS Cell Research and Application (CiRA), Kyoto University, JAPAN

10:55	 Studying for abnormal phenotype and drug development in ganglioside-accumulated 
disease
Takumi Era , Department of Cell Modulation, Institute of Molecular Embryology and Genetics, Kumamoto 
University, Japan

11:15	 The neurological roles of G-quadruplexes in iPS neurons derived from ATR-X syndrome
Norifumi Shioda , Kumamoto University, Japan

Oral 19: Innovative Therapies 
Chairs: Yohta Shimada, Japan 
	 Johanna M.P. van den Hout, Netherlands
10:15-11:45, Room 3 (Room B-1)

10:15	 Engineering Targeted Lipid Nanoparticles for Bone Marrow Delivery of Base and Prime 
Editors
Jose Castro-Alpizar , Metabolic Diseases, Division Pediatrics Wilhemina Children’s Hospital, University Medical 
Center Utrecht, Netherlands

10:30	 Development of a clinical product based on autologous genome-edited hematopoietic 
stem and progenitor cells to treat Mucopolysaccharidosis type 1
Edina Poletto , Stanford University, USA

10:45	 CAMPSIITE phase I/II/III: Interim clinical update of clemidsogene lanparvovec (RGX-121), 
an investigational gene therapy for treatment of neuronopathic mucopolysaccharidosis 
type II (MPS II)
Roberto Giugliani , Medical Genetics Service, HCPA, Brazil

11:00	 AMT-191 investigational gene therapy in adult males with classic Fabry disease; initial 
safety and biomarker results of phase 1/2 study
Maryam Banikazemi , NYC Health + Hospitals, USA

11:15	 Lessons learned from the first-in-human homologous recombination gene editing clinical 
study in pediatric patients with methylmalonic acidemia
Jirair Krikor Bedoyan , UPMC Children’s Hospital of Pittsburgh, USA / University of Pittsburgh School of 
Medicine, USA

11:30	 Extensive metabolic detoxification and favorable clinical outcomes sustained through 5 
years post-treatment in Hematopoietic Stem Cell Gene Therapy (OTL-203) for 
Mucopolysaccharidosis Type I-Hurler
Francesca Tucci , San Raffaele Telethon Institute for Gene Therapy (SR-Tiget), Italy

SP7-5

SP8-1
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SP8-3
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Friday | 5 September 2025

Oral 20: Lipid and Peroxisomal Disorders 
Chairs: Motomichi Kosuga, Japan 
	 Yoriko Watanabe, Japan
10:15-11:45, Room 4 (Room B-2)

10:15	 Evaluation of Clinical, Radiological, and Genetic Features in Cases of X- Linked 
Adrenoleukodystrophy
Sebnem Kilic , Istanbul Univercity, Istanbul Faculty of Medicine Pediatric Nutrition and Metabolism Department, 
Turkey

10:30	 Shifts in Positive Results for Smith Lemli Opitz Syndrome Reflect early Detection of Fetal 
Fentanyl Syndrome
Silvia Tortorelli , Mayo Clinic, USA

10:45	 When Blood Turns Milky: Lipemia as a Gateway to Diagnosing Pediatric IEMs - A Case 
Series from a Tertiary Care Pediatric Hospital in Sri Lanka
Nishani Matara Mahavidanage De Silva , Lady Ridgeway Hospital for Children- Department of chemical 
pathology, Sri Lanka

11:00	 Mind the gap- Can current homozygous familial hypercholesterolaemia management 
achieve therapeutic low-density lipoprotein cholesterol target levels in paediatric 
patients?
Mike Champion , Paediatric Inherited Metabolic Medicine, Evelina London Children’s Hospital, UK

11:15	 Safety and tolerability of chenodeoxycholic acid in pediatric patients with 
cerebrotendinous xanthomatosis (RESTORE): An open-label phase 3 study
Vikram Prakash , Arnold Palmer Children’s Hospital and Orlando Health, USA

11:30	 Modeling Rare Metabolic Disease Using Humanized Yeast and CRISPR Myoblasts to 
Investigate TANGO2 Function
Aaliya Naaz , Concordia University, Canada

Oral 21: Phenylketonuria 2 
Chairs: Cary O. Harding, USA 
	 Shoji Yano, USA
10:15-11:45, Room 5 (Room D)

10:15	 AMPLIPHY: A Phase 3 Study Comparing the Efficacy and Safety of Sepiapterin and 
Sapropterin in Children and Adults with Phenylketonuria
Anita Inwood , Queensland Lifespan Metabolic Medicine Service, Queensland Children’s Hospital, Australia

10:30	 Pegvaliase treatment in 18 adult patients with classical phenylketonuria, part 1: efficacy, 
patterns of responsiveness and complement dynamics
Erika Ogawa , Department of Pediatrics and Child Health, Nihon University School of Medicine, Japan / 
Department of Pediatrics, Tokyo Metropolitan Hiroo Hospital, Japan

10:45	 Safety and Efficacy of Pegvaliase in Adolescents with Phenylketonuria: Primary Results 
from PEGASUS, a Phase 3 Open-label Randomized Controlled Study
Stephanie Sacharow , Boston Children’s Hospital, USA

11:00	 Effect of Long-Term Sepiapterin Treatment on Dietary Phenylalanine Tolerance in 
Japanese Participants with Phenylketonuria: Interim Results from the APHENITY 
Extension Study
Takashi Hamazaki , Department of Pediatrics, Osaka Metropolitan University Graduate School of Medicine, 
Japan

OP20-1
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OP20-3
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11:15	 Use of Phenylalanine-Free L-Amino Acid Mixtures During Illness Episodes in BH4-
Responsive Phenylketonuria Patients on Unrestricted Diet:A Retrospective Follow-Up 
Study
Selin Akbulut , İstanbul University-Cerrahpaşa, Turkey

11:30	 A prolonged release compared to an amino acid protein substitute in classical PKU effect 
on morning phenylalanine and tyrosine concentrations
Anne Daly , Department of Dietetics, Birmingham Women’s and Children’s Hospital, UK

Oral 22: Nursing in Metabolism 
Chairs: Anita Inwood, Australia 
	 Ina Knerr, Ireland
10:15-11:45, Room 6 (Sakura)

10:15	 Seasonal fluctuations in disease-specific quality of life among adult patients with Fabry 
disease: an observational study
Yuta Koto , Faculty of Nursing, Kansai Medical University, Japan

10:30	 The Role of Nursing in Multidisciplinary Clinic for Inborn Errors of Metabolism: Delivering 
Holistic Patient Care
Souwaluck Ratanamalaya , Division of Medical Genetics, Department of Pediatrics, Faculty of Medicine Siriraj 
Hospital, Mahidol University, Thailand

10:45	 30 Years of Metabolic Nursing Experience at the National Centre for Inherited Metabolic 
Disorders in Dublin, Ireland
Maria Christine O Regan Dinnan, CHI At Temple Street, Ireland

11:00	 Human milk feeding in inherited metabolic disorders: a systematic review of clinical 
outcomes, practices, challenges and facilitators
Alexander Hoeller , Division of Nutrition and Dietetics, University Hospital Innsbruck, Austria

11:15	 Exploring Family Perspectives on Home vs. Inpatient Profiling for Children with a Ketotic 
Glycogen Storage Disease - A Single UK Centre Experience
Jordan Cox , Evelina London Children’s Hospital, UK

11:30	 Evaluating the Impact of Orthotopic Liver Transplant (OLT) on Quality of Life (QoL) for 15 
Children with Metabolic Disorders and Their Families
Catherine Atthow , Queensland Lifespan Metabolic Medicine Service, Australia

Oral 23: Newborn Screening 2 
Chairs: Wendy Smith, USA 
	 Yin-Hsiu Chien, Taiwan
10:15-11:45, Room 7 (Room E)

10:15	 Six years of application of a highly multiplexed 2nd tier test to improve performance 
metrics in Newborn Screening Program
Michela Perrone Donnorso , LABSIEM-Pediatric Clinic Unit-DINOGMI, University of Genova, IRCCS Istituto 
Giannina Gaslini, Italy

10:30	 Breaking Barriers in Newborn Screening: Reactomics as a Game-Changer for Inherited 
Metabolic Disorders Detection
Raquel Yahyaoui , Hospital Regional Universitario de Malaga., Spain / Instituto de Investigacion Biomedica de 
Málaga. IBIMA-Plataforma BIONAND., Spain

10:45	 DEVELOPMENT AND VALIDATION OF MULTI-OMIC NEWBORN BLOODSPOT SCREENING IN A 
SOUTH AUSTRALIAN COHORT, THE NEWBORNSINSA STUDY
Drago Bratkovic , Women’s and Children’s Hospital, Australia
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11:00	 A Multiplexed LC-MS/MS Method With Built-In Reflex Capabilities Allows For Rapid and 
Comprehensive Newborn Screening Results While Increasing Testing Capacity.
Craig Houghton Seymour , Mayo Clinic, USA

11:15	 Global Updates on Taiwan’s Exclusive Newborn Screening for Mucopolysaccharidosis Type 
IVA
Hsiang-Yu Lin , Department of Pediatrics, MacKay Memorial Hospital, Taiwan / International Rare Disease 
Center, MacKay Memorial Hospital, Taiwan / Department of Medicine, Mackay Medical College, Taiwan / 
Department of Medical Research, MacKay Memorial Hospital, Taiwan / Mackay Junior College of Medicine, 
Nursing and Management, Taiwan

11:30	 California’s three–tiered approach to MPS screening: A comprehensive analysis of MPS I 
and MPS II implementation and outcomes
Rajesh Sharma , Genetic Disease Screening Program, California Department of Public Health, USA

Industry-Sponsored Symposium
12:00-13:00, Room 2 (Room A)

Industry-Sponsored Symposium
12:00-13:00, Room 3 (Room B-1)

Industry-Sponsored Symposium
12:00-13:00, Room 4 (Room B-2)

Industry-Sponsored Symposium
12:00-13:00, Room 5 (Room D)

Industry-Sponsored Symposium
12:00-13:00, Room 6 (Sakura)

Lunch Service
12:15-13:15, Event Hall / Swan

Oral 24: Lysosomal Disorders 4 
Chairs: Roberto Giugliani, Brazil 
	 Torayuki Okuyama, Japan
13:30-15:00, Room 1 (Main Hall)

13:30	 Intracerebroventricular enzyme replacement therapy in patients with neuronopathic 
mucopolysaccharidosis type II: Final report of 5-year results from a Japanese open-label 
phase 1/2 study
Joohyun Seo , Department of Clinical Genomics, Saitama Medical University, Japan

13:45	 Long-term (up to 5 years) efficacy of pabinafusp alfa on neurocognition in patients with 
mucopolysaccharidosis type II: a pooled, post hoc analysis of clinical trials
Roberto Giugliani , Universidade Federal do Rio Grande do Sul and Hospital de Clinicas de Porto Alegre, Brazil / 
Casa dos Raros, Brazil

OP23-4
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14:00	 Risk and clinical characteristics of spinal cord compression across different 
mucopolysaccharidosis types: A retrospective cohort study
Minji Im , Samsung Medical Center, Republic of Korea

14:15	 MORQUIO A DISEASE: UNDERSTANDING THE EYE PATHOLOGY THROUGH 
GLYCOSAMINOGLYCAN DISTRIBUTION
Adriana M Montano , Saint Louis University, USA

14:30	 Allogeneic Hematopoietic Stem Cell Transplantation for Patients with 
Mucopolysaccharidosis IV A (Morquio A): An international retrospective study of 40 
children
Sandhya Kharbanda , University of California, USA

14:45	 Early Diagnosis and Intervention of Mucopolysaccharidosis in Infants diagnosed by 
Expanded Newborn Screening: Enzyme Replacement Therapy and Cord Blood 
Transplantation in Three Case
Hirotoshi Sakaguchi , Children’s Cancer Center, National Center for Child Health and Development, Japan

Oral 25: Mitochondrial Disorders 2 
Chairs: Shamima Rahman, UK 
	 Kei Murayama, Japan
13:30-15:00, Room 2 (Room A)

13:30	 Impaired bioenergetics in FBXL4-deficient fibroblasts is restored by aminolevulinate and 
iron (ALA/Fe)
Alexandra Latini , CHOC Children’s Hospital, USA / LABOX - Universidade Federal de Santa Catarina, Brazil

13:45	 Identification of a De Novo RNU4-2 Variant Implicated in Spliceosomal Dysfunction and 
Mitochondrial Disease
Kohta Nakamura , Diagnostics and Therapeutics of Intractable Diseases, Intractable Disease Research Center, 
Graduate School of Medicine, Juntendo University, Japan

14:00	 Role of BOLA3 in the Mitochondrial Fe-S Cluster Clarified by Metabolomic Analysis
Hiroyuki Iijima , National Center for Child Health and Development, Japan

14:15	 Nicotinamide riboside and L-serine treatment improves objective clinical performance in 
methionyl-tRNA formyltransferase deficiency (MTFMT)
Johan LK Van Hove , University of Colorado, USA

14:30	 Isotope tracing reveals anaplerotic mechanisms of medium-chain fatty acids in malate 
dehydrogenase 2 deficiency
Judith J.M. Jans , Dept. Genetics, University Medical Center Utrecht, Netherlands

14:45	 Oral Supplementation with NMN Improves Cardiac Function in Aged Mice by Promoting 
Sirt1 Activation and Enhancing Mitochondrial Function
Yuya Kinoshita , Department of Pediatrics, Kumamoto University Hospital, Japan / Department of Molecular 
Genetics, Kumamoto University, Japan

Oral 26: Clinical Studies and Patient-Reported Outcomes 2 
Chairs: Irene De Biase, USA 
	 Hsiang-Yu Lin, Taiwan
13:30-15:00, Room 3 (Room B-1)

13:30	 Leriglitazone Achieved a Primary Endpoint Based on Disease Arrest in Patients with 
Childhood Cerebral Adrenoleukodystrophy in the NEXUS Open-Label Phase 2/3 Study
Caroline Sevin , Pediatric Neurology Department, Reference Center for Leukodystrophies, Assistance Publique-
Hôpitaux de Paris, Hôpitaux Universitaires Paris Saclay, Bicêtre Hospital, Le Kremlin Bicêtre, France
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13:45	 Women With X-Linked Adrenoleukodystrophy: Disease Burden and Risk of Cerebral 
Disease
Florian S. Eichler , Massachusetts General Hospital, USA

14:00	 Trends and outcomes of hospital admissions for inherited metabolic disorders at a single 
quaternary care center
Maria Paula Silva , Division of Genetics, Genomics, and Metabolism, Ann & Robert H. Lurie Children’s Hospital 
of Chicago, USA / Department of Pediatrics, Northwestern University Feinberg School of Medicine, USA

14:15	 Report on two decades of activity of the Brazilian Information Service on Inborn Errors of 
Metabolism
Mariana Lima Scortegagna , Postgraduate Program in Clinical Sciences, UFRGS, Brazil / Casa dos Raros, Brazil 
/ SIEM, Information Service on Inborn Errors of Metabolism, UFRGS, Brazil

14:30	 Prevalence and Characterization of Eating Disorders among Patients with Inborn Errors of 
Metabolism Managed with Diet
Mary Kate LoPiccolo , Department of Genetics and Genomic Sciences, Icahn School of Medicine at Mount 
Sinai, USA

14:45	 Long term effects of cholic acid therapy in children with defects of primary bile acid 
synthesis
Virginija Bambalaite , Theravia, France

Oral 27: Inborn Errors of Metabolism in Adults 
Chairs: Mitsuru Kubota, Japan 
	 Ken Sakurai, Japan
13:30-15:00, Room 4 (Room B-2)

13:30	 Assesment of Cardiovascular Risk in Early-Treated Adult Patients with Phenylketonuria 
– a Comparative Population-based Study in Hungary
Kata Rebeka Utassy , Department of Internal Medicine and Oncology, Semmelweis University, Hungary / 
Faculty of Medicine, Semmelweis University, Hungary

13:45	 Hepatic outcomes in adult patients with glycogen storage disease type III: a multi-centre 
UK cohort study
Kevin Kuriakose , Mark Holland Metabolic Unit, Salford Royal Hospital, UK

14:00	 Serum high–sensitivity troponin to detect Fabry Cardiomyopathy
Subadra Wanninayake , Department of Inherited Metabolic Disorders, Queen Elizabeth Hospital Birmingham, 
UK

14:15	 Biliary Lithiasis in Gaucher Disease: Insights on Risk Factors
Lucas Ferreira Teixeira , School of Medicine, Universidade Federal do Rio Grande do Sul, Brazil

14:30	 Bone involvement in acid sphingomyelinase deficiency (ASMD)
Andrea Bordugo , Regional Centre for Rare Diseases, Azienda Ospedaliera Friuli Centrale-ASUFC, Italy

14:45	 Clinical Outcomes in Adult Survivors of Nonketotic Hyperglycinemia: Insights from a 
Patient Registry
Brian Shayota , University of Utah, USA / Primary Children’s Center for Personalized Medicine, USA
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Oral 28: Amino Acid Disorders 2 
Chairs: Ina Knerr, Ireland 
	 Risto J. Lapatto, Finland
13:30-15:00, Room 5 (Room D)

13:30	 The functional analysis of the variants of human glutamine synthetase
Hideki Matsumoto , Department of Pediatrics, Graduate School of Medicine, Gifu University, Japan

13:45	 Investigation of miRNAs Associated with Nonketotic Hyperglycinemia
Harun Bayrak , Department of Molecular Medicine, Graduate School of Health Sciences, TOBB University of 
Economics and Technology, Turkey

14:00	 Tuberous sclerosis complex as a new form of lysine-related inborn errors of metabolism
Felix Chan , University of Birmingham, UK / Birmingham Center for Neurogenetics, University of Birmingham, 
UK / Birmingham Center for Human Brain Health, University of Birmingham, UK

14:15	 Low-Dose Nitisinone Therapy in Hereditary Tyrosinemia Type I: A Cost-Effective and 
Clinically Effective Approach
Sudipto Das , Division of Genetics, Department of Pediatrics, AIIMS, India

14:30	 Evaluation of Nitisinone Treatment in a Cohort of Adult Patients with Alkaptonuria
Luis Baena-Ariza , Hospital Universitario Virgen del Rocio, Spain

14:45	 Alkaptonuria and Nitisinone: A Cross-sectional Study of Patients in Germany
Anibh Martin Das , Hannover Medical School, Germany

Oral 29: Glycosylation and Protein Modification Disorders 
Chairs: Takashi Hamazaki, Japan 
	 Tamas Kozicz, USA
13:30-15:00, Room 6 (Sakura)

13:30	 Predicting disease-overarching therapeutic approaches for Congenital Disorders of 
Glycosylation using multi-OMICS
Irena Josephina Johanna Muffels , Icahn School of Medicine at Mount Sinai, USA

13:45	 Exploring Post-Translational Modifications of Laminin-211 in Cardiac Architecture: Insights 
from Inherited Phosphoglucomutase-1 Deficiency
Bijina Balakrishnan , Division of Medical Genetics, Department of Pediatrics, University of Utah, USA

14:00	 Restoring Glycosylation and Metabolic Function in PMM2-CDG Human Cortical Organoids 
via GSK Inhibition
Rameen Shah , Icahn School of Medicine at Mount Sinai, USA

14:15	 Discover intermediate metabolism in congenital disorders of glycosylation
Miao He , Children’s Hospital of Philadelphia, USA / University of Pennsylvania, USA

14:30	 Accumulation of UFMylated RPL26 and enhanced UFL1 interaction due to hypomorphic 
bi-allelic UFC1 gene variants provide new insights in causing profound infantile 
encephalopathy
Sunita Bijarnia-Mahay , Sir Ganga Ram Hospital, India

14:45	 Preliminary results from an ongoing phase 2, open-label study evaluating the effects of 
GLM101 on ataxia improvement, safety, tolerability, and pharmacokinetics in patients with 
PMM2-CDG
Mercedes Serrano , Hospital Sant Joan de Deu, Spain

OP28-1

OP28-2

OP28-3

OP28-4

OP28-5

OP28-6

OP29-1

OP29-2

OP29-3

OP29-4

OP29-5

OP29-6

Scientific Program



58

Friday | 5 September 2025

Model Organisms in Inherited Metabolic Disease Research
13:30-15:00, Room 7 (Room E) (Registration at MO-IMD)

Networking Evening
18:30-20:30, Kyoto Railway Museum

Networking Evening
19:30-21:30, THE SODOH HIGASHIYAMA KYOTO

Scientific Program
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Saturday | 6 September 2025

Registration
08:30-12:45, Event Hall

Memorial Session for Prof. Toshiyuki Fukao: The Global Path of Ketone Body Metabolism 
Research 
Chairs: Hiroyuki Ida, Japan 
	 Grant A Mitchell, Canada
8:30 - 10:00, Room 5 (Room D)

8:30	 Memory of Prof. Toshiyuki Fukao — His remarkable contributions to inherited metabolic 
disorders and their legacy
Kimitoshi Nakamura, Kumamoto University, Japan

8:40	 A clinical approach to IEMs of ketone body metabolism
Grant A Mitchell, CHU Sainte-Justine, University of Montreal, Canada

9:10	 Continuing and Expanding the Scope of Research on Ketone Body Metabolism
Hideo Sasai, Department of Pediatrics / Department of Early Diagnosis and Preventive Medicine for Rare and 
Intractable Pediatric Diseases, Graduate School of Medicine, Gifu University, Japan

9:30	 The Future of Ketone Body Research
Jörn Oliver Sass, Bonn-Rhein-Sieg-University of Applied Sciences, Germany

Snack Service
08:30-09:00, Annex Hall / Event Hall / Swan

Posters
09:00-12:00, Annex Hall / Event Hall

Plenary Session 5 
Chair: Kei Murayama, Japan
09:00-09:30, Room 1 (Main Hall)

09:00	 Finding mitochondrial disease-associated proteins through systems biochemistry
David J. Pagliarini , HHMI/Washington University School of Medicine in St. Louis, USA

Plenary Session 6 
Chair: Takashi Hamazaki, Japan
09:30-10:00, Room 1 (Main Hall)

09:30	 Long-Term Efficacy of Genome Editing in Infant Mice With Glycogen Storage Disease Type 
Ia
Dwight Koeberl , Duke University School of Medicine, USA

MMS1-1

MMS1-2

MMS1-3
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Plenary Session 7 
Chair: Eva Morava, USA
10:00-10:30, Room 1 (Main Hall)

10:00	 Mucolipidosis II-related diseases: impact of the mannose 6-phosphate pathway
Thomas Braulke , University Medical Center Hamburg-Eppendorf; Institute of Osteology & Biomechanics; Cell 
Biology of Rare Diseases, Germany

Coffee Break
10:00-10:30, Annex Hall / Event Hall / Swan

Symposium 9: Late-Breaking Research 
Chairs: Risto J. Lapatto, Finland 
	 Andreas Schulze, Canada
10:30-12:00, Room 1 (Main Hall)

10:30	 Stalling of Oligodendrocyte Progenitor Differentiation by Guanidino Compounds Is the 
Cause of Dysmyelination in Arginase Deficiency
Gerry Lipshutz , University of California, USA

10:45	 Sustained biochemical correction and improved neurological outcomes at 36-months 
post hematopoietic Stem Cell Gene Therapy for Sanfilippo Disease
Simon Allan Jones , Manchester University NHS Foundation Trust, UK

11:00	 Mitochondrial disease enhances influenza pathogenesis by upregulating de novo sialic 
acid biosynthesis
Peter J. McGuire , National Human Genome Research Institute, NIH, USA

11:15	 Novel approach to safe PKU therapy: development of an adenovirus vector for cleavage-
free genomic knock-in by Cas9 nickase-based gene editing realizing "one disease, one 
vector"
Tomoko Nakanishi , Center for Biomedical Research Resources, Juntendo University Graduate School of 
Medicine, Japan

11:30	 Unifying neuronopathic IEMs under childhood dementia through an international Delphi 
study
Kristina L. Elvidge , Childhood Dementia Initiative, Australia

11:45	 Membrane Lipid Composition Regulates Cellular Binding and Uptake of Pegunigalsidase 
Alfa Across Diverse Cell Types, including Fabry Fibroblasts: Possible implications for 
multiorgan treatment
Abdullah Hoter , Department of Biochemistry, University of Veterinary Medicine Hannover, Germany / Clinic for 
Pediatric Kidney-, Liver- and Metabolic Diseases, Hannover Medical School, Germany

Symposium 10: Asian Young Investigator Award 
Chairs: Meow-Keong Thong, Malaysia 
	 Thanyachai Sura, Thailand
10:30-12:00, Room 2 (Room A)

10:30	 Gene Editing Therapeutic Strategies Targeting Fabry Disease Cardiac Variant IVS4+919 
G>A in Taiwan
Yu-Ting Chiang , Institute of Clinical Medicine, National Yang Ming Chiao Tung University, Taiwan
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10:45	 Genotype, Phenotype and Outcome of Enzyme Replacement Therapy for 50 cases with 
Infant-Onset Pompe disease
Mai Thi Thanh Do , Vietnam National Children’s Hospital, Vietnam

11:00	 Deep phenotyping of patients with citrin deficiency in Singapore- Single centre 
experience
Mildrid Yeo , Genetics Service, Department of Paediatrics, KK Women’s and Children’s Hospital, Singapore

11:15	 Safety and Effectiveness of Triheptanoin in Korean Patients with Fatty Acid Oxidation 
Disorder
Ji-Hee Yoon , Department of pediatrics, Bundang Jesaeng Hospital, Republic of Korea

11:30	 Aminoacyl-tRNA Synthetase Deficiencies: Clinical Spectrum, Functional Characterization, 
and Treatment Opportunities
Parith Wongkittichote , Department of Pediatrics, Faculty of Medicine Ramathibodi Hospital, Mahidol 
University, Thailand

11:45	 The changing landscape of management of inherited metabolic disorders in India
Swasti Pal , Sir Ganga Ram Hospital , India

Special Symposium 4: Japanese Patient Advocacy 
Chairs: Motomichi Kosuga, Japan 
	 Masahisa Kobayashi, Japan
10:30 - 12:00, Room 7 (Room E)

10:30	 指定難病の根治に向けて患者会ができること / The Role of Patient Advocacy Groups in Aiming for a 
Cure for Designated Intractable Diseases
Yu Onozawa, NPO HPP HOPE

10:45	 患者会の紹介 / Introduction to the Activities of Patient Organizations
Koji Maeda, The Japan Cystinosis Patients and Fmailies Association

11:00	 我が国の在宅酵素補充療法の取組について ～患者サイドから～ / Efforts Toward Home Enzyme 
Replacement Therapy in Japan: A Patient’s Perspective
Hisao Harada, Japan Lysosome Disease Patient Family Association Counci

11:15	 新生児スクリーニングへの取組と新たな患者参画の活動～ 3 つの動きを経て～ / Initiatives for Newborn 
Screening: Through Three Phases of Development
Ikuko Kaku, Japan Fabry Disease Patients and Family Association

11:30	 日本のポンペ病患者を取り巻く現状と課題 / Current Situation and Challenges Surrounding Pompe 
Disease Patients in Japan
Junjiro Saeki, Japan Pompe Association

12:00	 NPO AYAの日本における取組について / Introdacution of NPO AYA, Challenges for disabled 
children in Japan
Yusuke Hamada, NPO AYA

Closing Ceremony
12:00-12:45, Room 1 (Main Hall)
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Posters List

Posters
1. Best Poster Award

BP-01	 Genetic Variants and Clinical Features of Patients With Glycogen Storage Disease Ib
Qiu Wenjuan , Department of Pediatric Endocrinology and Genetic Metabolism, Xinhua Hospital, Shanghai 
Institute of Pediatric Research, School of Medicine, Shanghai Jiao Tong University, China

BP-02	 Dual Vascular Changes in Fabry Disease as Neuroimaging Marker
Chong Kun Cheon , DEPARTMENT OF PEDIATRICS, PUSAN NATIONAL UNIVERSITY CHILDREN’S HOSPITAL, 
Republic of Korea

BP-03	 Report on the activities of JaSMIn (Japan Registration System for Metabolic & Inherited 
Diseases).
Satoko Tsushima , Nursing Department, Specialist Nursing Office, Genetic Coordinator,National Center for 
Child Health and Development, Japan

BP-04	 Low– fat mother´s milk for infants with lipid metabolism disorders¦ promising results from 
a pre– clinical study
Susanne Dirne-van Alst , Department of Internal Medicine, division of Dietetics, Erasmus Medical Center, 
Netherlands

BP-05	 An interactive, searchable database of LC-FAOD gene variants, genotypes and 
phenotypes
Aneal Khan , M.A.G.I.C. (Metabolics and Genetics in Canada) Clinic Ltd., Canada

BP-06	 Individualized Dosing and Long-Term Outcomes of Givosiran in Recurrent Acute Hepatic 
Porphyria
Eliane Sardh , Centre for Inherited Metabolic Diseases, Porphyria Centre Sweden, Karolinska University 
Hospital, Department of Molecular Medicine and Surgery, Karolinska Institutet, Sweden

BP-07	 The current status of clinical management and molecular features of congenital disorders 
of glycosylation in Japan
Nobuhiko Okamoto , Department of Medical Genetics, Osaka Women’s and Children’s Hospital, Japan / 
Department of Molecular Genetics and Endocrinology, Research Institute, Osaka Women’s and Children’s 
Hospital, Japan

BP-08	 The role of Golgi apparatus in human brain development and neural stem cell fate choice: 
A lesson from the study of COG5-CDG
Elena Taverna , Human Technopole, Italy

BP-09	 Development of Small Molecule Therapeutics Targeting Aberrant RNA Splicing in Cardiac 
Variant Fabry Disease
Ya-Chi Chen , Genetic Consultant Center Rare Disease Medical Research Center, Taipei Veterans General 
Hospital, Taiwan / Department of Pediatrics, Taipei Veterans General Hospital, Taiwan

BP-10	 In vivo editing of the transferrin locus for systemic correction of lysosomal storage 
diseases: proof-of-concept in mouse models of MPS1 and Pompe disease.
Paula J Waters , Medical Genetics Service, Dept. Laboratory Medicine, Centre hospitalier universitaire de 
Sherbrooke (CHUS), Canada / Department of Pediatrics, Faculty of Medicine and Health Sciences, Université 
de Sherbrooke, Canada

BP-11	 AT845 gene replacement therapy for late-onset Pompe disease: an update on safety and 
preliminary efficacy data from FORTIS, a phase 1/2 open-label clinical study
Chieri Hayashi , Astellas Gene Therapies, USA

BP-12	 Investigation of in vivo gene therapy for CNS symptoms of GM1 gangliosidosis mediated 
by blood-brain barrier-penetrating enzymes for clinical application
Saki Matsushima , Division of Gene Therapy, Research Center for Medical Sciences, The Jikei University School 
of Medicine, Japan

BP-01 ~ BP-32       Exhibition & Poster 2 (Event Hall)
P-01 ~ P-557          Poster 1 (Annex Hall)
P-558 ~ P-668      Exhibition & Poster 2 (Event Hall)
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BP-13	 Neuro-specific peptides in alpha-mannosidosis patients
Nato Vashakmadze , Research Institute of Pediatrics and Children’s Health in Petrovsky National 
ResearchCentre of Surgery, Russia

BP-14	 Modeling Niemann-Pick Disease Type C by Directly Converted Neurons from Urine-Derived 
Cells
Keita Matsumoto , Department of Physiology, Keio University School of Medicine, Japan

BP-15	 Nonclinical pharmacology of JR-446, a novel blood-brain barrier penetrant  
Α-N-acetylglucosaminidase
Jun Ito , JCR Pharmaceuticals Co., Ltd., Japan

BP-16	 Alterations in mitochondrial energy metabolism and mitochondria-lysosome contact in 
MPS I and MPS II knockout cells
Guilhian Leipnitz , PPG Ciências Biológicas: Bioquímica, Universidade Federal do Rio Grande do Sul, Brazil / 
PPG Ciências Biológicas: Fisiologia, Universidade Federal do Rio Grande do Sul, Brazil / PPG Neurociências, 
Universidade Federal do Rio Grande do Sul, Brazil

BP-17	 Non-clinical Safety Evaluation of Ex Vivo Gene Therapy for Hunter Disease Using Mouse 
Model
Takashi Higuchi , The Jikei University, Japan

BP-18	 Pathological analysis of sialidosis /galactosialidosis model mice and gene therapy
Jun Tsukimoto , Graduate School of Pharmaceutical Sciences, Tokushima University, Japan

BP-19	 Arimoclomol upregulates expression of genes belonging to the coordinated lysosomal 
expression and regulation (CLEAR) network
Hadeel Shammas , Zevra Therapeutics Inc., USA

BP-20	 OXA1L deficiency leads to mitochondrial myopathy via ROS mediated NFkB signaling 
pathway
Yongkun Zhan , Department of Clinical Genetics Center, Shanghai Institute for Pediatric Research, Xinhua 
Hospital affiliated to Shanghai Jiao Tong University School of Medicine, China

BP-21	 Withdrawal

BP-22	 Pilot study for rapid gene panel test in neonates with abnormal newborn screening result 
of inherited metabolic diseases
Jinsup Kim , Department of Pediatrics, Barowell Hospital, Republic of Korea

BP-23	 The use of a second-tier method, combining citrulline levels and gene analysis, 
significantly improved the detection rate of Citrin deficiency in newborn screening
Hsiao-Jan Chen , The Chinese Foundation of Health, Taipei, Taiwan

BP-24	 Newborn CAH screening using a single 17-OHP cut-off value in the primary screening 
followed by a 2nd tier steroid assay
James Soon Chuan Lim , Biochemical genetics and national expanded newborn screening programme, KK 
Women’s and Children’s Hospital, Singapore

BP-25	 Transcriptomic analyses of gene expression following CRISPR/Cas9 knockout of ACY1 in 
HepG2 cells.
Lil Klaas , Research Group Inborn Errors of Metabolism, Department of Natural Sciences & Institute for 
Functional Gene Analytics (IFGA), Bonn-Rhein-Sieg University of Applied Sciences, Germany

BP-26	 Emerging Non-Canonical Pathogenic Variants Disrupting Chromatin Architecture in 
Inborn Errors of Metabolism
Belen Perez , Centro de Diagnóstico de Enfermedades Moleculares, Centro de Biología Molecular Severo 
Ochoa, CIBERER, IdiPAZ. Universidad Autónoma de Madrid., Spain

BP-27	 Cholesterol ester accumulation in ABCD1-deficient HeLa cells
Masashi Morita , Graduate School of Medicine and Pharmaceutical Sciences, University of Toyama, Japan
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BP-28	 Decreased Bone Density in Phenylketonuria:  PHEFREE- The National Institutes of Health 
Rare Disease Consortium for Hyperphenylalaninemia
Georgianne Lee Arnold , University of Pittsburgh Medical Center, USA

BP-29	 Neuroinflammation in brain of rats submitted to chronic chemically-induced model of 
hyperphenylalaninemia: L-carnitine protection
Jessica Lamberty Faverzani , Universidade Federal do Rio Grande do Sul, Brazil / Serviço de Genetica Medica, 
Hospital de Clinicas de Porto Alegre, Brazil

BP-30	 Initial Findings from the First Four Patients Enrolled in OTC-HOPE Clinical Trial: No 
Hyperammonemic Events in First Participant to Complete 24-week Study
Julien Baruteau , Great Ormond Street Hospital for Children, UK

BP-31	 Modeling, characterization and therapeutic screening of Citrin deficiency
Toni Vukovic , University Children’s Hospital, Switzerland

BP-32	 Short-term Therapeutic Effects of UX007 (Triheptanoin) in Citrin Deficiency Mouse Model
Eri Imagawa , Department of Pediatrics, The Jikei University School of Medicine, Japan

2. AI Based Research

P-01	 Withdrawal

P-02	 Circadian-Aware Deep Learning for Predicting Time-Dependent Metabolite Toxicity in 
Inborn Errors of Metabolism via Multi-Timescale Plasma Profiling and Genomic Variant 
Integration
Rifaldy Fajar , Mathematical and Computational BioMedicine Research Group, The Integrated Mathematical, 
Computational, and Data Science for BioMedicine Research Foundation, Indonesia

P-03	 Breaking Barriers in Lysosomal Storage Disorder Diagnosis: Using Machine Learning and 
No-Cost Genetic Testing to Improve Early Detection and Access
Robert J. Hopkin, Cincinnati Children's Hospital Medical Center, USA

P-04	 A symptom-based analysis on rare diseases in children: from the view of knowledge graph 
and large language model
Zhehui Chen , Department of Pediatrics, Women and Children’s Hospital, School of Medicine, Xiamen 
University, China / National Institute for Data Science in Health and Medicine, Xiamen University, China

P-05	 AI restores key missing nanopore sequencing metadata to enable large-scale pangenome 
reference construction
Zhixing Feng , Xinhua Hospital affiliated to Shanghai Jiao Tong University School of Medicine, China

P-06	 Federated AI for Scalable, Collaborative Rare Disease Research and Real – World Evidence 
Generation
Christian Johannes Hendriksz , A Rare Cause, UK / SYMETRYML Inc, USA / North-West University, South Africa

P-07	 Enhancing Early Diagnosis of Fabry Disease: A Comparative Study of Machine Learning 
Models and Feature Selection Strategies
Jalal Khan , Department of Genetics and Genomics, College of Medicine and Health Sciences, United Arab 
Emirates University, UAE

P-08	 Evaluating GeneReviews as a Resource for Machine Learning Applications in Treatment 
and Management of Inborn Errors of Metabolism (IEM)
Tabeer Fatima , United Arab Emirate University, UAE

3. Amino Acid Disorders

P-09	 Cohort study of Korean MSUD patients
Sook Za Kim , KSZ Children’s Hospital/Korea Genetics Research Center, Republic of Korea
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P-10	 HIGH-DOSE VALINE, ISOLEUCINE, AND ALANINE SUPPLEMENTATION DURING METABOLIC 
DECOMPENSATION IN PATIENTS WITH MAPLE SYRUP URINE DISEASE (MSUD) - A SINGLE 
CENTER EXPERIENCE
Kim Ng , Children’s Hospital of Philadelphia, USA

P-11	 BCKDK Deficiency Mimicking Autism: Early Diagnosis and Treatment Outcomes
Hanim Aghakishili , Istanbul University- Cerrahpasa, Cerrahpasa Faculty of Medicine, Child Nutrition and 
Metabolism, Turkey

P-12	 Branched-Chain Amino Acid Transferase Type 2 (BCAT2) Deficiency: Three Cases from 
Slovenia and a Systematic Review
Barbka Repic Lampret , Clinical Institute for Special Laboratory Diagnostics, University Children’s Hospital, 
University Medical Centre , Slovenia

P-13	 Difficulties in the management of CBS deficiency in adult patients: overprescription of 
pyridoxine and under recognition of pyridoxine related complications
Jeremy Clark , Royal Melbourne Hospital, Australia

P-14	 Clinical characterization and haplotype analysis in Brazilian patients with Classical 
Homocystinuria carrying the p.Trp323Ter variant
Gabriela Garcia Silvano , Laboratório Basic Research and Advanced Investigations in Neurosciences (BRAIN) 
– Centro de Pesquisa Experimental - Hospital de Clínicas de Porto Alegre (HCPA), Brazil

P-15	 An update of the Classical Homocystinuria genetic landscape in Brasil
Gabriela Garcia Silvano , Laboratório Basic Research and Advanced Investigations in Neurosciences (BRAIN) 
– Centro de Pesquisa Experimental - Hospital de Clínicas de Porto Alegre (HCPA), Brazil

P-16	 Lessons Learned from following a Large Cohort of Tyrosinemia type-I (HC-I) Patients, 
One-Center Experience
Ruqaiah Altassan , Medical Genomics, Genomic Medicine Centre of Excellence, King Faisal Specialist Hospital 
and Research Center, Saudi Arabia

P-17	 Tyrosinemia type I complicated with hepatocellular carcinoma
Assel Tulebayeva , Scientific Centre of Paediatric and Paediatric Surgery, Kazakhstan / Asfendiyarov Kazakh 
National Medical University, Kazakhstan

P-18	 Withdrawal

P-19	 Overview of the situation in the diagnosis and treatment of Tyrosinemia type 1 in Latin 
America
Veronica CORNEJO , LabGEM, Instituto de Nutrición y Tecnología de los Alimentos(INTA), University of Chile, 
Chile

P-20	 Prevalence, Manifestation, and Genetic Analysis of Hypermethioninemia Cases in 
Newborns-A Single Center over 20 Years
Jeongho Lee , Department of Pediatrics, Soonchunhyang University Seoul Hospital, Republic of Korea

P-21	 A rare cause of methionine demethylation disorder: Glycine N-methyltransferase 
deficiency
Meryem Karaca , Istanbul University Medical Faculty, Turkey / Pediatric nutrition and Metabolism Department, 
Turkey

P-22	 A case of preterm infant with alkaptonuria associated with a novel variant
Yusuke Hattori , Department of Pediatrics, Kumamoto University Hospital, Japan

P-23	 Alkaptonuria in Two Colombian Patients: Identification of HGD Variants Including a Novel 
Finding
Maria Camila Leon Sanabria , Institute of Human Genetics, Pontificia Universidad Javeriana, Colombia / 
Servicio de Genética y Clinica de Errores Innatos del Metabolismo, Hospital Universitario San Ignacio, 
Colombia
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P-24	 Systemic lupus erythematosus as the primary symptom in patients  with  lysinuric protein 
intolerance
Yifan Li , Department of Rheumatology, Children’s Hospital of Fudan University, National Center for Children’s 
Health, China

P-25	 Investigation of Serum Acid Sphingomyelinase Activity in Patients with Lysinuric Protein 
Intolerance
Atsuko Noguchi , Akita University GraduateSchool of Medicine, Japan

P-26	 An Atypical Case of Lysinuric Protein Intolerance: Unveiling a Hidden Diagnosis Through 
Pneumocystis Pneumonia
Chern Yan Tan , The Willink Metabolic Unit, UK

P-27	 Do Inborn Errors of Metabolism Affect Social-Emotional Competencies in Early School-
Aged Children?
Amanda Natalia Krzywdzinska-Rogowska , Department of Inborn Errors of Metabolism and Pediatrics, Institute 
of Mother and Child, Poland

P-28	 The Clinical Screening Strategy to overcome challenges of Early Detection Treatable 
Inborn Errors of Matabolisms In Limited Resources Area
Damayanti Rusli Sjarif , Div Pediatric Nutrition And Metabolic Diseases Faculty Of Medicine Universitas 
Indonesia And Dr Cipto Mangunkusumo National Referral Hospital Al Hospital, Indonesia

P-29	 A Devastating Neurodevelopmental Disorder: Glutaminase Deficiency with a Novel GLS 
Variant
Merve Yoldas Celik , Adana City Training and Research Hospital, Department of Pediatric Metabolism, Turkey

P-30	 3-Hydroxyisobutyryl-CoA Hydrolase (HIBCH) Deficiency-First Case Report from Pakistan 
Bushra Afroze , Department of Paediatrics & Child Health, Aga Khan University, Pakistan / Chemical Pathology, 
Aga Khan University, Pakistan

P-31	 High anion gap metabolic acidosis, dare to think rare: 5-Oxoprolinuria-Novel variant in 
Glutathione Synthetase Deficiency in two Sri Lankans
Mihika Samindi Fernando , Department of Chemical Pathology, Lady Ridgeway Hospital for Children, Sri Lanka

P-32	 Inhibition of SLC6A19 Normalizes Toxic Amino Acid Levels Associated with Inborn Errors of 
Metabolism
Heike J Wobst , Jnana Therapeutics, USA

P-33	 Aminoacidopathies in Tunisia: A pilot study from the Tunisian registry
Mouna Bouchouicha , Rabta hospital, Tunisia

P-34	 Application of metabolomics in differential diagnosis of amino aciduria
Chunhua Zhang , MILS International, Japan

P-35	 Dual model nutriphenomics to identify precision dietary therapies for inherited metabolic 
disorders
Jemma Gasperoni , La Trobe University , Australia

P-36	 Untargeted nutrigenomics in Drosophila: Dietary insights for inherited disorders of amino 
acid metabolism
Zoriana Novosiadla , Department of Biochemistry and Chemistry, La Trobe Institute for Molecular Science, La 
Trobe University, Australia

P-37	 FOCAD variant in an infant: A rare cause of acute liver failure
Doaa Ali Alsultan , Genetics and Metabolic Medicine Division, Department of Pediatrics,Prince Sultan Military 
Medical City, Saudi Arabia

P-38	 From developmental delay to three different rare diagnoses
Ayse Nur Altun , Gazi Yasargil Training and Research Hospital, Department of Pediatrics, Division of Pediatric 
Metabolic Diseases, Turkey
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P-39	 Effects of the NMDA Receptor Antagonist Memantine in a Neonatal Animal Model of 
Nonketotic Hyperglycinemia
Guilhian Leipnitz , Post Graduation Program in Biological Sciences: Biochemistry, Universidade Federal do Rio 
Grande do Sul, Brazil / Post Graduation Program in Biological Sciences: Physiology, Universidade Federal do 
Rio Grande do Sul, Brazil / Post Graduation Program in Neurosciences, Universidade Federal do Rio Grande do 
Sul, Brazil

P-40	 A rare diagnosis of prolidase deficiency (missed on short-read genome analysis) made by 
integrating long-read sequencing and multi-omic validation
Ivan De Dios , Institute for Clinical and Translational Science, USA

P-41	 NEONATAL PYROGLUTAMIC ACIDURIA: ABOUT 3 CASES
Kamel Monastiri , Teaching Hospital of Monastir, Tunisia

P-42	 PROLINE DEFICIENCY DISORDERS: ABOUT TWO CASES
Kamel Monastiri , Department of Intensive Care and Neonatal Medicine, Teaching Hospital of Monastir, Tunisia

4. Carbohydrate Disorders

P-43	 Continuous Glucose Monitoring (CGM) and Psychological Assessment in Adults with 
Inherited Metabolic Disorders (IMDs) Prone to Hypoglycemia
Nicola Vitturi , Division of Metabolic Diseases, Department of Medicine, University Hospital of Padova, Italy

P-44	 Comprehensive Clinical, Biochemical, and Genetic Characterization of Glycogen Storage 
Diseases in an Iranian Cohort Using Targeted Gene Sequencing and Metabolomics
Zahra Beyzaei , Shiraz University of Medical Sciences, Iran

P-45	 Nutritional management and fasting tolerance in children with Glycogen Storage 
Disorders
Erin Mullane , Royal Children’s Hospital, Australia

P-46	 Overview of Glycogen Storage Disease in Brazil: Data from the Brazilian Rare Disease 
Network
Mariana Lima Scortegagna , Hospital de Clínicas de Porto Alegre, Brazil

P-47	 Effect of empagliflozin treatment on laboratory and clinical findings of patients with 
glycogen storage disease type Ib: first study from Turkey
Engin Kose , Department of Pediatric Metabolism, Ankara University Faculty of Medicine, Turkey

P-48	 Clinical outcomes and molecular spectrum of Indian patients with Glycogen storage 
disorder type 1b
Neerja Gupta , All India Institute of Medical Sciences, India

P-49	 Empagliflozin for the treatment of metabolic disorders in children - a single centre 
experience
Chern Yan Tan , The Willink Metabolic Unit, UK

P-50	 The NAD+ secretion pathway is consistently upregulated in hepatic Glycogen Storage 
Disease Type I mice
Candelas Gross-Valle , Department of Pediatrics, University of Groningen, University Medical Center Groningen, 
Netherlands

P-51	 The use of Modified Atkins Diet in the treatment of a 5-year-old patient with Glycogen 
Storage Disease type III
Maria Pekala , Department of Pediatrics, Nutrition and Metabolic Disorders, Children’s Memorial Health 
Institute, Poland

P-52	 Infant formula composition affects tetraglucoside (Glc4) excretion: the impact on the 
diagnostics of inborn errors of metabolism
Silvia Radenkovic , Department of Genetics, Section Metabolic Diagnostics, Wilhemina Children’s Hospital, 
University Medical Center Utrecht, Netherlands
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P-53	 Nine-Year Outcome of a High-Protein, High-Fat Diet in a Paediatric Patient with Glycogen 
Storage Disease Type IIIa: A Case Report
Siew Li Ting , Willink Metabolic Unit, Genomic Medicine, St Mary’s Hospital, Manchester University NHS 
Foundation Trust, UK

P-54	 CLINICAL SPECTURM OF GSD IV/ GLYCOGEN BRANCHING ENZYME DEFICIENCY; AN 
EXPERIENCE FROM A TERTITARY CENTRE IN THE UK.
Nirubhan Veeraraghavan , Evelina Children Hospital, UK

P-55	 Discordant phenotype in Glycogenosis XI secondary to a de novo mutation in the SLC2A2 
in Colombian families
Patricia Ruiz Navas , Peadiatric Hepatologist, Colombia

P-56	 Understanding Glycogen Storage Disease type IX: A Systematic Review with Clinical 
Focus : Why It Is Not Benign and Re-quires Vigilance
Egidio Candela , Pediatric Unit, IRCCS Azienda Ospedaliero-Universitaria di Bologna, Italy

P-57	 The feasibility, acceptability, and clinical outcomes of a structured exercise intervention 
in children and young adults with McArdle disease.
Kiera Batten , Department of Nutrition and Dietetics, The Children’s Hospital at Westmead, Australia / Genetic 
Metabolic Disorders Service, The Children’s Hospital at Westmead, Australia / School of Health Sciences, 
Faculty of Medicine and Health, The University of New South Wales, Australia

P-58	 Clinical and epidemiological profile of galactosemia: An analysis from the Brazilian Rare 
Diseases Network
Monique Sartori Broch , Hospital de Clínicas de Porto Alegre (HCPA), Brazil / Rede Nacional de Doenças Raras, 
Brazil

P-59	 Withdrawal

P-60	 The multifaceted aspects of bone health in classical galactosemia - a cross-sectional 
analysis combining high resolution quantitative CT scans (HR-pQCT) and whole body DXA
Michela Motti , Department of Diabetes, Endocrinology, Nutritional Medicine and Metabolism, Inselspital, Bern 
University Hospital and University of Bern, Switzerland

P-61	 Co-occurrence of Autism Spectrum Disorders in Pediatric Patients with Classical 
Galactosemia: A Polish Cohort Study
Amanda Natalia Krzywdzinska-Rogowska , Department of Inborn Errors of Metabolism and Pediatrics, Institute 
of Mother and Child, Poland

P-62	 Cognitive and Executive Function Impairment in Children with Classical Galactosemia: 
Insights from a Pilot Study of Polish Children
Amanda Natalia Krzywdzinska-Rogowska , Department of Inborn Errors of Metabolism and Pediatrics, Institute 
of Mother and Child , Poland

P-63	 Hidden Congenital Porto-Systemic Shunt and Hypergalactosemia at Newborn Screening
Laura Fiori , Department of Pediatrics, Vittore Buzzi Children’s Hospital, Italy

P-64	 A Rare Dual Diagnosis: Fructose-1,6-Bisphosphatase Deficiency and D-2-Hydroxyglutaric 
Aciduria in a Child with Hypoglycemia and Developmental Delay
Merve Yoldas Celik , Adana City Training and Research Hospital, Department of Pediatric Metabolism, Turkey

P-65	 Hereditary fructose intolerance: an often unrecognised cause of hepatic steatosis
Dinusha Pandithan , Evelina London Children’s Hospital, UK

P-66	 Symptom Variability in Transaldolase Deficiency: Three Unrelated Families with an 
Identical Pathogenic Variant
Dmitry Igorevich Grebenkin , National Medical Research Center for Children’s Health, Ministry of Health of 
Russia, Russia

P-67	 Sucrase-Isomaltase Gene variants in Irritable Bowel Syndrome: Impact on Protein 
Trafficking and Enzyme Function
Stephanie Tannous , University of Veterinary Medicine Hannover, Germany
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5. Clinical Studies, Patient Reported Outcome Measures

P-68	 A Study on the Clinical Characteristics and the Therapeutic Effect of Recombinant Human 
Growth Hormone in 21 Chinese Children with Gitelman Syndrome
Yaqing Lu , Children’s Hospital Affiliated to Zhengzhou University, China

P-69	 MOLECULAR GENETIC CHARACTERISTICS OF PATIENTS WITH ACUTE LIVER FAILURE DUE 
TO WILSON’S DISEASE
Huong T.M Nguyen , Vietnam National Children’s Hospital, Vietnam

P-70	 Solid organ transplantation for patients with Alstrom syndrome – a case series of organ 
transplanted patients in the United Kingdom
Subadra Wanninayake , Department of Inherited Metabolic Disorders, University Hospitals Birmingham NHS 
Trust, UK

P-71	 Newborn Screening for Lysosomal Diseases: Insights from the LysoNeo Study
Soumeya Bekri , Department of Metabolic Biochemistry, Referral Center for Lysosomal Diseases, Normandie 
Univ, UNIROUEN, CHU Rouen, AIMS, SysMedLab, Filière G2M, France

P-72	 Phase III, Open-label, Switch-over Trial of the Efficacy and Safety of Agalsidase Beta 
Biosidus (Agalzyme ®) in Fabry Disease Patients Previously Stabilized with Fabrazyme ®
Viridiana Berstein , Departamento de Investigación Clínica, Biosidus S.A.U., Argentina

P-73	 Enzyme replacement therapy with Olipudase Alfa (Xenpozyme) in Niemann-Pick Disease 
Type AB: A case series showing promising results
Hadeel ayman Alrabee , Prince Sultan Military Hospital, Saudi Arabia

P-74	 Changes in clinical manifestations in patients with alpha-mannosidosis treated with 
velmanase alfa therapy in the French Etoile Alpha registry
Nathalie Guffon , Reference Center for Hereditary Metabolic Diseases, Hospices Civils of Lyon (HCL), France

P-75	 Trappsol®CycloTM: OPEN LABEL TREATMENT IN THE TRANSPORTNPCTM SUB-STUDY IN 
PATIENTS UNDER THE AGE OF 3 DIAGNOSED WITH NIEMANN PICK DISEASE TYPE C1
Orna Staretz Chacham , Soroka Medical Center, Faculty of Health Sciences, Ben-Gurion University of the Negev, 
Israel

P-76	 Arimoclomol for the treatment of Niemann-Pick disease type C in a real-world setting: 
Long-term data from an expanded access program in the United States
Caroline Hastings , UCSF Benioff Children’s Hospital Oakland, USA Minor Outlying Islands

P-77	 Implementation of a Novel Guideline for Rhabdomyolysis in a Patient with VLCAD 
Deficiency
Pamela Maree Tucker , Children’s Institute of Pittsburgh, USA

P-78	 INBORN ERRORS OF METABOLISM IN UNEXPLAINED ACUTE ENCEPHALOPATHY: 
CHALLENGES IN DIAGNOSIS AND MANAGEMENT
Muhammed Shabeer P , Institute of Medical Genetics and Genomics, Sir Ganga Ram Hospital, India

P-79	 Prospective Open Label Administration of Mefenamic Acid in Patient with KCNK9 
Imprinting Syndrome: 1-year Report of Behavioral and Developmental Outcomes of Two 
Interrupted Therapeutic Regimens
Khalsa Amur Al Sulaimi , Oman Medical Specialty Board, Oman

P-80	 Case Management of Patients from a Large Brazilian Family with Segawa Syndrome Using 
Patient-Reported Outcome Measures
Ailton Cezario Alves Junior , Postgraduate Programme in Health Sciences - Faculty of Medicine - Federal 
University of Minas Gerais, Brazil

P-81	 Clinical Challenges of Pregnancy and Postpartum in a Woman with Segawa Disease and 
Severe Restless Legs Syndrome Managed by Case Management Technology
Eugenia Ribeiro Valadares , Postgraduate Programme in Health Sciences - Faculty of Medicine - Federal 
University of Minas Gerais, Brazil

Posters



70

Posters List

P-82	 Preliminary results of the International Cooperative Assessment of Ataxia Scale (ICARS) 
from an ongoing PMM2-CDG Natural History Study
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