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Printed posters will be displayed in the Exhibit Hall (Seaport Ballroom), with each presenter assigned a specific day. Daily poster
receptions, including live Q&A with the presenters, will take place as outlined below.

Basic Science & Late-Breaking Science Posters (LB-01 to LB-34) will be presented on Tuesday, February 4
from 15:30-17:30 PST

Translational Research & Late-Breaking Science Posters (LB-35 to LB-62) will be presented on Wednesday, February 5
from 15:30-17:30 PST

Clinical Applications & Rapid-Fire Posters will be presented on Thursday, February 6 from 15:30-17:30 PST

*** Contemporary Forum Posters will be presented each day based on the abstract category. Late-Breaking Science Posters
(poster numbers starting with an LB) will be presented on Tuesday, February 4th and Wednesday, February 5th.

ePosters will be available to all registered attendees via the WORLDSymposium mobile app beginning at 05:00 PST on Tuesday,
February 4, 2025, and will remain accessible throughout the live meeting. On Demand registered attendees can access ePosters
from February 12 to March 14, 2025.

Any poster numbers not listed will not be presented as the author is unable to attend the conference.

It is the policy of WORLDSymposium to publish all abstracts with the list of authors exactly as the abstract was submitted to
WORLDSymposium. The first author of the submitted abstract will be listed as the presenting author on the Preliminary Program,
Agenda, and Poster List.

Basic Science & Late-Breaking Science — Poster Session | — Tuesday, February 4, 15:30-17:30 PST

# Author Title Kiosk
Pratikshya Adhikari AAV9-based gene replacement therapy targeting the root cause for the treatment of MPS 1IID | 1-A
in mice
5 Anusha Aditya Direct reprogramming of oligodendrocytes from globoid-cell leukodystrophy patient primary | 1-B
fibroblasts
Noor Ul Ain Investigating the genomic basis of phenotypic diversity among siblings in Gaucher disease 2-A
Julia Alton Exploring the lived experiences and care perceptions of females living with Fabry disease in | 2-B
the US, Canada, and Japan
9 Julia Alton Exploring the demographics of the diagnosed Fabry disease population in Canada 3-A
11 Isidro Arevalo-Vargas | Clinical variability in Gaucher disease associated with the ¢.1880T>G (D409H) variant in GBA1 | 3-B
12 Isidro Arevalo-Vargas | Lipid profiling in dried blood spots: A tool for diagnosing lysosomal diseases 4-A
13 Isidro Arevalo-Vargas | Validation of “in silico” predictors for analyzing variants of uncertain significance in 4-B
lysosomal disorders
14 Jessica Arozqueta- Hematopoietic stem cell transplantation for lysosomal disorders: Unraveling the 5-A
Basurto mechanisms for CNS repopulation
15 Imane Assiri First comprehensive identification of urinary sphingomyelin species in Niemann-Pick disease | 5-B
patients using UHPLC-MS/MS
18 José Avendafio-Ortiz Could the microbiota contribute to the symptomatology of Sanfilippo syndrome? A reportin | 6-A
two affected sibligs
19 Alireza Ayoubi Imaging flow cytometry (IFC) a novel tool for automated and standardized quantification of | 6-B
urine podocytes and their globotriaosylceramide (GL3) content in Fabry disease
22 Frangoise Piguet Development and validation of an intravenous AAV gene therapy for mucopolysaccharidosis | 7-A
type IlIB in mouse and dog model of the pathology
30 Abdelaati Berrachid The bioactive potential of Rosa damascena mill: Preventive chelating effects and the role of | 7-B
ecosystem dynamics in inherited diseases
38 Nika Breznik RNA sequencing reveals the involvement of immune pathways in the Fabry disease 8-A

nephropathy progression
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Alpha mannosidosis: One center's experience with three patient's diagnoses, interventions,
and biomarkers

Elastoresonance as a surveillance tool in a patient with acid sphingomyelinase deficiency
undergoing treatment with olipudase alfa

Is ambroxol a real protector for neuronopathic Gaucher disease

Ketone metabolic therapy to improve muscle function and coordination in a mouse model of
infantile onset Pompe disease

Age-related inflammatory markers and early-onset osteoporosis in women with Gaucher disease
Secondary mitochondrial dysfunction in three lysosomal disorders

Screening of alpha-mannosidosis in patients with suspected mucopolysaccharidosis (MPS)
who tested negative for MPS in a Brazilian reference center

Polycystic kidney disease complicates renal pathology in two families with Fabry disease
Audit of patients screened for lysosomal disorders at the Royal Free London Hospital

Assessment of trace elements in the serum of epileptic patients with inherited metabolic
diseases: Focus on zinc and copper

Dissecting the role of oligodendroglial NFkB signaling in the pathogenesis of Krabbe disease
A novel murine model for neuronopathic Gaucher disease

Pegunigalsidase alfa cellular uptake, stability, and potential impact on the energetics of
Fabry disease cells

Toward newborn screening of cystinosis

Reversible deficiencies of arylsulfatase B and alpha-galactosidase in Duchenne muscular
dystrophy

Co-design of a physical activity and sedentary behaviour intervention for adults with Fabry
disease

Inflammation and impaired autophagy in Gaucher disease type 1 infants diagnosed by
newborn screening

Use of the polymer PP6D5 and CRISPR-nCas9 in gene therapy for Tay-Sachs disease
CRISPR/Cas9-edited hematopoietic stem cells rescue MPS IVA fibroblasts phenotype

A cyclic oligosaccharide structure as a novel therapeutic strategy for Krabbe disease

Excess risk of monoclonal gammopathy of undetermined significance (MGUS) in a screened
cohort of patients with Gaucher disease

Inflammatory biomarkers underlying sex differences in Fabry disease related cardiomyopathy

Pilot study to assess immune biomarkers and growth factors related to bone pathology in
pediatric patients with Gaucher disease

Altered ganglioside pattern in the infantile form of GM1 gangliosidosis identified using
reversed-phase chromatography combined with thin-layer chromatography

Secondary accumulation of lyso-platelet activating factors in lysosomal diseases
Next-generation corrector therapy for Fabry disease

Unraveling the cytotoxic effects of circulating Lyso-Gb1 and Lyso-Gb3: Linking immune
activation and cellular dysfunction in Gaucher and Fabry diseases

Compound muscle action potential as translational biomarker in a mouse model of Pompe
disease

Exploring the death and signaling of galactosylceramidase-deficient oligodendrocytes

Sex differences in alpha galactosidase protein processing and its impact on disease severity
in Fabry disease
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Uncovering mitochondrial disturbances in MPS IVA chondrocytes

Residual galactosylceramidase activity correlates with psychosine levels in GALC missense
variants cell model of Krabbe disease

Early potentially irreversible cardiac damage in Fabry disease precedes Gb3 inclusion body
formation

Impact of neutralizing antibodies on the pharmacokinetics of pegunigalsidase alfa in
patients with Fabry disease

Spot the stop: A multi-channel campaign to improve early diagnosis of Tay-Sachs disease
among healthcare professionals

The impact of a clinical toolkit on post-diagnosis care for Tay-Sachs and Sandhoff Disease:
A comparative study of family experiences

Longitudinal NF-L measurements in in vivo CSF samples for tracking pathology progression
in mouse models of Gaucher and Niemann-Pick diseases

Comparative analysis of human and mouse fibroblast lines as in vitro models for lysosomal
storage diseases: A focus on enzyme activity and lipid metabolism

Evaluating the impact of agalsidase beta on the cost of chronic kidney disease progression
in Fabry disease

Clinical and biochemical phenotypes of B-mannosidosis, and a new association with white
matter disease

Functional panorama and evolution of Pompe disease patients in Latin America

Assessment of carnitine deficiency in Moroccan patients: A high sensitivity and specificity
enzymatic approach

Cellular and functional characterization of CRISPR/Cas9-generated NAGLU-deficient cell
models for MPS 11IB

Importance of including a-mannosidosis in a combined testing protocol with MPS in patients
suspected of a mucopolysaccharidoses

Update on high-risk population screening for neuronal ceroid lipofuscinoses (NCL1 and NCL2)

Acid sphingomyelinase deficiency (ASMD): Genotype-phenotype correlation and variant
frequency

Remote technologies for monitoring gait changes due to neurodegenerative diseases in
children: Evaluation, issues, and future promise

Acid sphingomyelinase deficiency (ASMD) and Niemann-Pick disease type C: Cytologic
features of bone marrow and peripheral blood smears can guide the diagnosis

Kinetic evolution of plasma biomarkers in acid sphingomyelinase deficiency patients under
enzyme replacement therapy: A French experience

Biomarker potential of allele-specific extracellular vesicles in Gaucher disease

Correction of GD1 pathology by genome edited murine hematopoietic stem cell
transplantation

Advancing cardiac disease modeling in Fabry cardiomyopathy by utilizing patient-derived
induced pluripotent stem cells, heart organoids, and engineered heart tissue

Kidney organoids from patient-derived induced pluripotent stem cells for the investigation of
Fabry nephropathy

Understanding the role of neutrophil extracellular traps in vascular complications of
lysosomal disorders

Bilateral avascular necrosis: A rare complication in Fabry disease
Missed diagnosis of Fabry disease leading to end-stage renal disease: A case report

Predictive model for estimating the risk of bone mineral loss in Gaucher disease
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Exploring the correlation between miRNA and osteonecrosis in Gaucher disease

Retrospective study to analyze and validate a set of potential predictive markers to identify
lysosomal acid lipase deficiency

Evaluating lipocalin-2 as a biomarker for lysosomal acid lipase deficiency

Real world reflections of the patient odyssey in alpha-mannosidosis: Insights and challenges
in diagnosis from caregiver interviews

Identification of a pathological association between neuronal ceroid lipofuscinosis type 10
and loss of anti-aggregate activity of pro-cathepsin D

Quantification of globotriaosylceramide (GL3) in peritubular capillary endothelial cells
(PTCEC) in kidney biopsies from patients with Fabry disease using machine learning

HGSNAT - a ‘chip-off-the-old-block’, or a double entendre with an unusual clinical course?

Study of GM2 gangliosidosis by understanding the pathophysiology in a knockout cellular
model generated by CRISPR-Cas9 technology

The utility of neurofilament light chain in conjunction with clinical biomarkers for early
detection and prediction of disease burden and severity in neuronopathic Gaucher disease

Investigating mitochondria-lysosome cross-talk in Gaucher disease cells

Establishment of a method for detecting glycosaminoglycans using liquid chromatography
coupled with tandem mass spectrometry (LC-MS/MS) in Colombia

Potential increased risk of renal carcinoma in Fabry disease

A single centre review of pre-medications used in patients receiving enzyme replacement
(ERT) infusions with evaluation of risk of adrenal insufficiency

PS Gene-editing system corrects the CNS with blood-brain barrier penetrant ApoE-enzymes
Apoe-Abca1 axis is involved in the pathogenesis of Gaucher disease

Non-invasive magnetic resonance imaging monitoring of glycogen accumulation in a mouse
model of Pompe disease

Treatment of dysphagia associated pathologies in CLN3 deficient mice via gene therapy

Successful management of juvenile idiopathic arthritis in a pediatric patient diagnosed with
mucopolysaccharidosis type IIIC (Sanfilippo syndrome type C) using adalimumab: A case report

Oral enzyme therapy for lysosomal diseases

Imaging flow cytometry (IFC): A novel tool for automated and standardized quantification of
urine podocytes and their globotriaosylceramide (GL3) content in Fabry disease

A phase 4 study to evaluate the safety and tolerability of higher infusion rates of agalsidase
beta to shorten infusion duration in Fabry disease - interim analysis

Investigating the real-world experience of patients with Niemann-Pick disease type C (NPC)
and their caregivers

Automated fluorescence enzymatic assays for the screening of lysosomal disorders
GAA-based therapeutics for the treatment of multiple glycogen storage diseases

The view from the patient advocate: Identifying and overcoming the challenges to collecting
data from different LD patient communities

Age related and sex specific progression of auditory neurophysiological deficits in the CIn3"
mouse model

Safety and tolerability of chenodeoxycholic acid in pediatric patients with cerebrotendinous
xanthomatosis (RESTORE): An open-label phase 3 study

Gaucher disease type 3 and IgA vasculitis: A case report

Cholelithiasis in Gaucher Disease: A cohort study
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Acid sphingomyelinase deficiency and lung fibrosis: A case report

Safety and tolerability of repeated nasal administrations of liposomes carrying the CRISPR-
CAS9 system for mucopolysaccharidosis type | gene editing: A study in non-human primates

Lessons learned - transition from research studies to clinical care

Trends in loss of renal function following the initiation of Fabry-specific treatment 2001-
2023: Sub-study from the National Danish Fabry Cohort

Effect of GC200, a novel orally available pharmacological chaperone (PC), on GM1-
ganglioside reduction in the brains of hR201C Tg, GIb1KO/ mice as a promising preclinical
candidate

Beneficial effects of HM15421, a novel long-acting alpha-galactosidase A analog, following
a switch from the conventional enzyme replacement therapy in a symptomatic Fabry mouse
model

Intracerebroventricular administration of recombinant human heparan-N-sulfatase
(GC1130A) demonstrates effective brain biodistribution in rodents

Comparative efficacy of conventional ERT drugs and HM15421, a novel long-acting alpha A
analog, in a symptomatic Fabry mouse model

Unmasking Fabry disease in a young boy: A multisystem enigma

Aligning stakeholder terminologies and priorities in clinical trials to enhance outcomes for
lysosomal disease (LD) patients

The Global LSD Collaborative - uniting advocacy to elevate care for Lysosomal communities
worldwide

Newborn screening for mucopolysaccharidosis type I: Nine years' experience in Taiwan
Double the trouble: Dual diagnosis in Fabry disease may contribute to atypical phenotypes

Analysis of GBA1 isogenic iPSC-derived dopaminergic neurons and microglia to investigate
the pathogenesis of GBA1-associated Parkinson disease

Expanding the spectrum of manifestations in infant-onset Pompe disease: Involvement of
the central nervous system

Peripheral enzyme replacement therapy in type 2 Gaucher disease: From mouse models to
clinical translation in the era of newborn screening

Treatment with a transferrin receptor-targeted B-hexosaminidase A, prolongs life span of
GM2 gangliosidosis mice

Natural history and burden of disease among patients with late-onset GM2 gangliosidoses in
France
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Translational Research & Late-Breaking Science — Poster Session Il — Wednesday, February 5, 15:30-17:30 PST
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Patrick Deegan

Title

Long term follow up of bone mineral density in Egyptian Gaucher disease type 3 patients on
enzyme replacement therapy

Preimplantation genetic testing (PGT) to reduce the risk for GBA-related Parkinson disease:
Expanding of applications for embryo selection

Feasibility of newborn screening of Triple H syndrome using dried urine spots analyzed by
flow-injection mass spectrometry

Cell-based device provides effective therapeutic strategy to treat the metachromatic
leukodystrophy

Parent-reported disease burden in Krabbe disease: Evaluating outcomes of hematopoietic
stem cell transplant

Exploring the net monetary benefit of implementing newborn screening for metachromatic
leukodystrophy in California

Phenotypic and genotypic expansion of mucopolysaccharidosis type Il: A case with IDS
€.817C>T variant detected through newborn screening

Long-term HSC gene therapy in mucopolysaccharidosis type IlIB mice corrects disease with
no evidence of insertional mutagenesis despite high vector copy numbers

Audiology assessment of participants in CAMPSIITE®, a phase I/11/11l study of
investigational RGX-121 in neuronopathic MPS ||

Transitioning individuals with MPS to adult care
Five years of newborn screening for mucopolysaccharidosis type I in Virginia

Neonatal screening for Fabry disease and long-term follow-up: The role of plasma
globotriaosylsphingosine (LysoGb3) assay

Evaluation and follow-up of newborns screening positive for mucopolysaccharidosis type II:
results from an international modified Delphi consensus

All-in-one lentiviral vectors improving bone abnormalities in MPS IVA mice
In vivo direct bone targeting lentiviral gene therapy for MPS IVA murine model

Applications of a rapid real time analysis system for whole genome/exome sequencing in
newborn screening

Evaluation of potential drug development and therapeutic approaches for
mucopolysaccharidosis type Il

Screenplus: An assay-based multi-tiered testing model for expanded NBS

North Carolina experience with newborn screening for mucopolysaccharidosis type Il
(Hunter syndrome)

Challenges of disease severity prediction in an MPS Il asymptomatic individual with a novel
IDS variant: A unique NBS case with familial mosaicism

Genome-edited autologous stem cell transplantation with enhanced brain conditioning to
correct progranulin deficiency

Global collaborative effort for Gaucher disease: A step towards improving healthcare

Newborn screening for six lysosomal diseases in the Brazilian population: The first year of
experience in the Unified Health System of the Federal District, Brazil

Gaucher disease - correlation of lyso-Gb1 with biochemical therapeutic goals
Mucopolysaccharidosis type VII (MPS VII): A novel, online GUSB gene variant database

Reaching consensus on comprehensive and achievable monitoring for adults with late-onset
Pompe disease in the UK
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Algorithmic case finding approaches for Gaucher disease type 1 in primary care records
What is in store for Pompe disease therapy?

Two hundred and fifty cases of "Gaucher disease type 2": A novel system of clinical
categorization and evidence of genotype:phenotype correlation

Measuring non-reducing terminal glycosaminoglycan fragments increases specificity and
differentiates mucopolysaccharidosis type | (MPS I) from mucopolysaccharidosis type I
(MPS 1)

A new insight in Pompe disease: Pharmacokinetic variability after recombinant alpha-
glucosidase infusion

Engaging patients and Patient Advocacy Organizations (PAOs) in the rare disease drug
development process

"Fact checking" with the patient community: An industry-advocacy collaboration for
optimizing trial design

Enhancing family experiences and emergency protocols: Integrating genetic counseling in
lysosomal disease clinics

Baseline data from the proof of concept study to evaluate the safety and early efficacy of
vosoritide for the treatment of growth deficits in MPS IVA and VI

Seizures. Significant co-morbidity for patients and families living with NPC

MO021: A novel drug candidate for Pompe disease

Cardiomyopathy and reduced volume enzyme replacement therapy in patients with MPS |
Newborn screening outcomes for MPS | in Georgia

Genotypic heterogeneity in GM1 gangliosidosis

Miglustat: A first-in-class enzyme stabilizer for late-onset Pompe disease

Data priorities of an international community to support research and improve Sanfilippo
syndrome outcomes

Fabry disease in the Republic of Ireland: Insights from the newly established multidisciplinary
team clinic at Mater Misericordiae University Hospital

Rare disease difference maker program

Inconclusive endogenous nonreducing end GAG analysis in an infant detected on NBS for
MPS |

Clinical depression and impact on patients with lysosomal diseases (LDs): Service
evaluation from a specialist centre using the Beck’s Depression Inventory (BDI-II)

Serial brain MRI volumetrics and tractography of atypical CLN2 patients receiving ICV
cerliponase alfa treatment

The impact of newborn screening on the age of patients referred for testing and with
confirmed diagnoses of Pompe disease and mucopolysaccharidosis type |

Physical therapy outcomes in young children with late-onset Pompe disease identified by
newborn screening

Application of preclinical gene therapy approaches

A novel AAV-based gene therapy strategy reverses lethality in a murine model of
neuronopathic Gaucher disease

Inconclusive urine glycosaminoglycan results in MPS | and MPS Il newborn screening cases
using both methanolysis and endogenous NRE GAG methods

Newborn screening for Pompe disease: The 7 year Washington, DC experience and the
emerging phenotype of juvenile late onset Pompe disease

Nizubaglustat, a novel GCS and NLGase inhibitor significantly increases survival in a mouse
model of GM1 gangliosidosis
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Exploring the clinical impacts of genetic variants of unknown significance in Fabry disease
Understanding ancestry in the diagnostic process for Tay-Sachs disease

Further characterization of the GLA p.A143T phenotype through leveraging the genomic
database, All of Us

Newborn screening for mucopolysaccharidosis type IVA: Four years' experience in Taiwan
CSF GAG reduction is associated with a decrease in inflammation
Newborn screening for Gaucher disease: The New Jersey experience

Phenotype differentiation and white matter preservation by early hematopoietic cell
transplantation - free-water diffusion tensor MRI study of the brain in mucopolysaccharidosis
type | patients

A phase 1/2 study of LY3884961 (PR001) an AAV9-based gene therapy for Gaucher disease
type 2 - a clinical update from the PROVIDE trial

Phase 1/2 dose-finding study to evaluate systemic administration of an AAV9-based gene
therapy for peripheral manifestation of Gaucher disease - The PROCEED study

Expanded pilot newborn screening for lysosomal disorders: First results from Turkey

Screenplus parental perspectives on universal and consented newborn screening based on
treatability

Validation of quality-of-life states in late-infantile and early-juvenile metachromatic
leukodystrophy

Challenges in the diagnosis of mucopolysaccharidosis type IVA

Association of GBA1 genotype with disease severity in treatment-naive patients with
Gaucher disease type 1

A conceptual model and practical guidance for the development, administration, and
evaluation of individualized therapies

Project for the education and diagnosis of Gaucher disease and acid sphingomyelinase
deficiency (PREDIGA-2)

Investigational new drug-enabling studies for genome-edited hematopoietic stem cells to
treat mucopolysaccharidosis type |

Penetrating the blood-brain barrier: Utilizing the PS gene editing system to encode a novel
fusion B-galactosidase for the treatment of GM1 gangliosidosis

Improving blood-brain barrier penetration in Hurler syndrome using an IDUA-ApoE fusion
enzyme delivered via the PS Gene Editing System

In vitro development and in vivo evaluation of intra-articular GUSB mRNA therapy for
mucopolysaccharidosis type VI

Natural history of hearing loss in children with mucopolysaccharidoses type Il (Hunter syndrome)

Pre-clinical development of an enzyme replacement therapy for CLN1 Batten disease:
Process development, stability and uptake studies

Marklald: Plasma biomarkers as key indicators for monitoring patients with lysosomal acid
lipase deficiency treated with sebelipase alfa. Preliminary findings from a multicentre cohort
study in Spain

Challenges of Gaucher disease type 2 and 3 patients to access treatment due to FDA label
Stability of rhGALNS enzyme in buffers for sustained release applications
A genome-wide CRISPR activation screen to identify beta-glucocerebrosidase modifiers

Immune modulation for AAV-9 gene therapy by oral administration of peptides for GALNS
enables the vector re-administration in MPS IVA

Evaluation of off-target events after an intravenous injection of liposomal CRISPR/Cas9
complex in vivo
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What's the plan? A single center's experience navigating through the challenges of newborn
screening identified attenuated mucopolysaccharidosis type | (MPS I) cases

Differential diagnosis for mucopolysaccharidoses (MPSs) and subtype prevalence in Europe
and Middle East

Oral leriglitazone as an effective therapeutic strategy to treat neuro inflammation in
metachromatic leukodystrophy

Arimoclomol upregulates expression of genes belonging to the coordinated lysosomal
expression and regulation (CLEAR) network

Pompe disease community members face 2.5x higher risk of mental health issues compared
to the general population

Development and preliminary analysis from the Batten disease CLN1 registry

Early diagnosis and pre-symptomatic treatment of infantile-onset Pompe disease: First
report from public newborn screening in Brazil

Next-generation, engineered enzyme replacement therapies for Fabry disease

Cardiac MRI findings among Fabry disease patients undergoing higher intensity therapy
Transition in lysosomal diseases: Results of a UK patient and carer survey

Exploring the optimal timing of treatment for attenuated MPS II: Learning from a late-
diagnosed symptomatic adult vs asymptomatic infant identified by newborn screening

Outcomes of an expert working group in Pompe disease: Recommended patient reported
outcome measures to support an online research platform

Quantitative Systems Pharmacology (QSP) modeling based head-to-head comparison of
agalsidase-beta and migalastat therapy in a virtual population of Fabry disease patients

Clinical, neurological, and neuroradiological outcomes of intravenous AAV9 gene therapy in
infantile GM1 gangliosidosis patients

Irritable bowel syndrome manifestation in pediatric Fabry disease patients
A suspicion index tool (SIT) to aid diagnosis and treatment of ASMD

Stable: A protein engineering platform for enhancing stability and delivery of alpha-
galactosidase A for Fabry disease therapy

Treatment effect of atidarsagene autotemcel (arsa-cel) in age-matched treated vs. untreated
sibling pairs with early-onset metachromatic leukodystrophy (MLD)

Gene replacement therapy for MPS 11IC with AAV9/HGSNAT vector

Two year update from the first-in-human intracisternal dosing of TTX-181 investigational
AAV9 gene therapy in a child with late infantile neuronal ceroid lipofuscinosis type 2 (CLN2)

The Accelerating Medicines Partnerships® (AMP®) Bespoke Gene Therapy Consortium
(BGTC) regulatory playbook

Assessment of cognitive function in CLN3 patients: Application of the Vineland Adaptive
Behavior Scale

Inter-rater reliability of the Hamburg iCRS scale: Quantitative scoring of disease progression
in a cohort of infantile CLN1 patients

Resilience in classic and later-onset patients with Fabry disease

Updated interim results from the first-in-human clinical trial of TTX-381, an investigational
gene therapy for the treatment of ocular manifestations of CLN2 Batten disease

Safety and initial activity of autologous human B cells genetically engineered to express
human iduronidase using the Sleeping Beauty transposon system: Results from a first-in-
human clinical trial in subjects with MPS |
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Interim results from a phase 2 trial of the GCS inhibitor AL01211 in treatment naive, classic
male Fabry disease patients

A novel long-acting alpha-galactosidase A analog, HM15421, mitigates progressive renal
impairment in Fabry disease via enhanced renal targeting and prolonged cellular retention

Exploring the relationship between clinical phenotype and biochemical parameters in MPS I

Insights from the MPS | Registry

Differentiation of juvenile-onset Pompe disease among children found by newborn
screening: Insights from Minnesota Pompe Consortium

Individual and health-care system socioeconomic impact of lysosomal disorders in Spain

A novel homozygous variant in MAN2B1 causing alpha-mannosidosis

Eliglustat use in pediatric Gaucher disease: An 8-year experience

Outcomes of newborn screening for Gaucher disease: Insights from a single-center
experience

Long-term and large scale analysis of NfL as biomarker in CLN2 patients treated with
cerliponase alfa: Strengths and limitations

Genetic stratification for Parkinson disease subjects for future personalized trails and
therapies - Sidransky syndrome a new entity

New mouse models to study GBA1 mutation-associated diseases with multiple organ
involvement

Neurotinib, a brain penetrant c-Abl inhibitor, prevents activation of c-Abl kinase, TFEB, and
a-synuclein

Beyond detection: Comparing state-based NBS methods for effective MPS | diagnosis

Evolving mental health needs in lysosomal disease communities. Findings from the UK LSD
collaborative surveys

Clinical case of mucopolysaccharidosis type VI patient with airway crisis
Ambroxol - a game changer?
Changing therapeutic landscapes: The first case of HSCT for galactosialidosis

The GM1 Natural History Data Sharing Collaborative: A roadmap for accelerating rare
disease research

Real-world presymptomatic treatment in CLN2 disease: Learnings from families with
multiple affected children

Dysregulation of peripheral blood monocytes in CLN2 disease

Longitudinal analysis of anti-drug antibody response against cerliponase alfa in CLN2
patients

Oral alpha-cyclodextrins (aCD) as novel substrate reduction (co-) treatments (SRTs) against
a hallmark of lysosomal (LY) diseases (LDs)
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Clinical Applications & Rapid-Fire — Poster Session Il — Thursday, February 6, 15:30-17:30 PST

# Author Title Kiosk
Jonathan Acevedo Targeted therapeutic benefits of anakinra for sleep, gastrointestinal, and behavioral 1-A

symptoms in Sanfilippo syndrome: A post hoc analysis in symptom-specific subgroups

3 Laura Adang Characterizing diagnostic delays in metachromatic leukodystrophy: A real-world data approach | 1-B

20 Daniel Bailey Feasibility, acceptability, and safety of a physical activity and sedentary behaviour 2-A
intervention (ACTIVE-FAB) for adults with Fabry disease

26 Michal Becker-Cohen Prodromal Parkinsonian features in carriers of variants in GBA1: Who is at risk for developing | 2-B
Sidransky syndrome?

27 Michal Becker-Cohen | Will rapid administration of enzyme replacement therapy impact patients' satisfaction? 3-A

29 John Bernat Extending the interval between pegunigalsidase alfa infusions in patients with Fabry disease: | 3-B

Five-year interim results from the ongoing BRIGHTS51 study

31 Elizabeth Berry-Kravis | Arimoclomol for the treatment of Niemann-Pick disease type C in a real-world setting: Long- | 4-A
term data from an expanded access program in the United States

32 Elizabeth Berry-Kravis | Qualitative assessment of the validity and standardization of the swallow domain in the 4-B
5-Domain Niemann-Pick Disease type C (NPC) Clinical Severity Scale (SDNPCCSS) and
analysis in an NPC clinical trial data set

33 Pablo Bianculli Prospective observational study to assess the long-term safety of olipudase alfa effect in 5-A
pediatric patients less than 2 years of age with acid sphingomyelinase deficiency: Study design

37 Tatiana Bremova-Ertl Long-term findings of N-acetyl-L-leucine for Niemann-Pick disease type C 5-B

42 Alessandro Burlina Reduced incidence of stroke in patients with Fabry disease treated with agalsidase beta: 6-A

A matched analysis from the Fabry Registry

44 Barbara Burton Unmet needs in the treatment and care of somatic manifestations in people with 6-B
mucopolysaccharidosis type Il (Hunter syndrome): A targeted literature review

45 Barbara Burton Mucopolysaccharidosis type Il sibling pairs study: A global retrospective chart review of 7-A
effectiveness of idursulfase in infants and very young children with MPS |

46 Barry Byrne Cipaglucosidase alfa plus miglustat in late-onset Pompe disease: two non-ambulatory 7-B
patients switching from high-dose, high-frequency alglucosidase alfa

47 Melissa Calton Non-clinical evaluation of 4D-310 in combination with rituximab/sirolimus: A translational 8-A
study to support adoption of a novel prophylactic immunomodulation regimen in clinical
trials in adults with Fabry disease

54 Chloe Cheung Correlation of plasma LGL1 levels with clinical phenotype and treatment decisions in 8-B
patients with Gaucher disease: Single site experience

55 Claudia Church Smith | Effective coordination of family screening to facilitate early diagnosis of Fabry disease 8-C

58 Kristin Clinard Fatal intracranial hemorrhage in acid sphingomyelinase deficiency: A case report highlighting | 8-D
the role of managing comorbidities

61 John Collyer Neurodevelopmental benefits of early hematopoietic stem cell transplantation in 7-C
mucopolysaccharidosis type Il

62 Sandra Cowie Exploring global access challenges for Niemann-Pick disease therapies: Insights from an 7-D
INDPA survey

63 Marco Curiati Severe leukopenia and thrombocytopenia in an acid sphingomyelinase deficiency patient 6-C

with dengue virus infection - case report

65 Christine | Dali Safety of arimoclomol in a pediatric sub-study of Niemann-Pick disease type C patients aged | 6-D
6 to 24 months at study enrolment

70 Stephanie DeArmey Outcomes of a pediatric patient with late-onset Pompe disease switching from high-dose, 5-C
high-frequency alglucosidase alfa to standard-dose cipaglucosidase alfa plus miglustat
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Successful desensitization protocol to alglucosidase and avalglucosidase alfa in a patient
with infantile-onset Pompe disease

Mild Gaucher disease genotype is associated with more pronounced progress of pathologic
midbrain sonography in the Sidransky syndrome

Long-term outcome of mucopolysaccharidosis type | (Hurler syndrome) patients after
hematopoietic cell transplantation

Late diagnosis of Pompe disease in a patient with Down syndrome
Exploratory survey study on adjunctive use of medical cannabis for Gaucher disease

Long term enzyme replacement therapy after hematopoietic stem cell transplant results in
immune tolerance and improved biochemical outcomes

Epilepsy is part of the central nervous system phenotype in classic infantile Pompe disease

Treatment satisfaction in patients with Fabry disease: Patient-reported outcomes from the
followME Fabry Pathfinders registry and the SATIS-Fab study

FollowME Fabry Pathfinders Registry: Patient-reported outcomes in a cohort of patients on
migalastat treatment for median 4 years

Neurological outcome following unrelated donor hematopoietic stem cell transplantation in
children with juvenile globoid cell leukodystrophy: A long term study

Arimoclomol safety profile in the treatment of Niemann-Pick disease type C in a real-world
setting: Long-term safety data from an expanded access program in the United States

Atidarsagene autotemcel (autologous hematopoietic stem cell gene therapy) preserves
cognition, language, and speech and slows brain demyelination and atrophy in early-onset
metachromatic leukodystrophy

Patient perspective of participation in clinical studies in LOPD: Structured exit interviews
from cipaglucosidase alfa plus miglustat studies

Massively parallel biochemical annotation of VOUS for lysosomal disorders
Erysipelas in patients with classic Fabry disease: A case series

Efficacy of eliglustat administered with and without imiglucerase in pediatric participants
with Gaucher disease type 1 or type 3: The ELIKIDS study

Gangliosidoses: Understanding disease evolution in GM1 and GM2
Application of a natural history study on an investigational drug clinical development

Rainbow study: Phase 2 study of nizubaglustat as an investigational treatment for Niemann-
Pick disease type C and GM2 gangliosidosis

Safety and pharmacokinetics of eliglustat administered with and without imiglucerase in
pediatric participants with Gaucher disease type 1 and type 3: the ELIKIDS study

Pseudodeficiency: A poorly defined and misunderstood term in an era of precision medicine

Characterization of patients with mucopolysaccharidosis type VII (MPS VII) in the disease
monitoring program (DMP)

Heparan sulfate reduction in cerebrospinal fluid is associated with long-term cognitive
outcomes in Hurler syndrome

Olipudase alfa in adult and pediatric ASMD patients: Interim results from French early access
program

Long-term motor function and quality of life outcomes in patients with alpha-mannosidosis:
Data from two velmanase alfa extension studies over 10 years

Infantile Tay-Sachs disease: Why do we continue to miss this diagnosis prenatally?

The cognitive and mental health support of adults with lysosomal diseases: A review of the
neuropsychology service in one tertiary metabolic centre
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Trappsol® Cyclo™ (hpBCd) for the long-term treatment of Niemann Pick type C1: Efficacy and
safety data from 4 clinical studies and the ongoing expanded access program

Trappsol®Cyclo™ and NPC: Efficacy shown across individual 5D domains and utilization of
future assessment tools to demonstrate clinically relevant outcomes

Age-dependent reference intervals for cerebrospinal fluid (CSF) and urine heparan sulfate
(HS) and dermatan sulfate (DS) and CSF gangliosides

Design of a gold nanoparticle based delivery system functionalized with recombinant
hexosaminidase for Tay-Sachs disease treatment

Perseverance is key for regulatory success in ultra-rare diseases - key learnings from
arimoclomol's regulatory journey

Trial in progress: An open-label study (AT1001-025 RENEW) to evaluate the safety and
pharmacokinetics of migalastat in patients with Fabry disease and amenable GLA variants
and severe renal impairment or end-stage renal disease treated with dialysis

Changes in patient demographics with the introduction of Fabry specific therapy in 2001:
Data from the National Danish Fabry Cohort

Improved tolerability following enzyme replacement therapy switch to pegunigalsidase alfa:
A case series from two centers of the expanded access program

A multi-disciplinary collaboration to investigate the potential contexts of using sleep-based
DHTs into clinical research and practice

Evaluating the relationship between infusion-related reactions and anti-drug antibody status:
Results from 111 patients with Fabry disease treated with pegunigalsidase alfa

Quality of life of migalastat-treated adolescents with Fabry disease: Results from the ASPIRE
study and open-label extension

Isaralgagene civaparvovec (ST-920) gene therapy in adults with Fabry disease: Updated
results from an ongoing phase 1/2 study (STAAR)

Clinical assessment of disease severity in patients with Fabry disease treated with
pegunigalsidase alfa: An integrated analysis

Three decades of cancer data in patients with Gaucher disease: Insights from the world’s
largest referral center

Safety and efficacy study of taliglucerase alfa in Gaucher disease type 3: A 12-month multi-
center trial

High-dose ambroxol for Sidransky syndrome: The AGPI clinical trial
Social determinants of health in the mucopolysaccharidoses

The port-a-cath use in adult patients with lysosomal diseases: Indications, contraindications,
and new challenges - a review of the clinical practice in one tertiary metabolic centre

The impact of a community: Engaging with the FDA and other stakeholders

Patient experiences in a clinical study for late-onset GM2: Insights before, during, and after a
trial

Enzyme replacement therapy with renin-angiotensin system inhibition prevents kidney
function decrease in most Finnish Fabry disease patients treated for 5 or 10 years

Speaking the same language: The Fabry lexicon and the implications for how the healthcare
community understands the impact of ERT

Awareness of Fabry disease among non-Fabry specialists: Opportunities for education

Maximising engagement through feedback: Insights from shared decision-making toolkit for
Fabry disease patients

Clinical benefit on the skeletal system in a MPS IH patient after hematopoietic stem cell
transplantation and long-term enzyme replacement therapy

Lentiviral gene therapy for Fabry disease - 5 year end of study analysis for the FACTS trial

www.WORLDSymposia.org
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Outcome of patients with Fabry disease: An independent analysis from a single clinic in Calgary

Updated analyses of patients with Pompe disease identified through newborn screening in
the United States: Data from the Pompe Registry

Clinical evaluation of migalastat in the correlation between plasma Lyso-Gb3 level and
enzyme activity increase on in vitro assay in Fabry disease patients

Development of a novel patient-reported outcome (PRO) measure for acid sphingomyelinase
deficiency according to the United States Food and Drug Administration (USFDA) guidance

An observational cohort study evaluating outcomes in patients with Fabry disease treated
with migalastat in a real-world setting in France (MIGA-Fab)

Building safe systems for patients with mucopolysaccharidoses (MPS) - results of an expert
survey on patient safety

Simulation-facilitated training for parents of patients with mucopolysaccharidosis increases
parental self-efficacy and reduces anxiety and stress: Results from a mixed-method
psychological study

A systematic review on the clinical experiences of lentiviral gene therapy in treating
lysosomal diseases

First real world experience: 4 adult patients with Fabry disease treated with 2mg/kg
pegunigalsidase alfa every 4 weeks

Development and validation of an automated predictive scoring system to identify patients
at increased risk for Fabry disease using Japanese electronic cardiac failure data

Improved growth in children with Fabry disease during treatment with agalsidase beta:
A Fabry Registry analysis

Treatment with UX111 gene therapy rapidly reduced heparan sulfate (HS) exposure in
cerebrospinal fluid (CSF) and improved long-term cognitive function in children with
mucopolysaccharidosis type IlIA (MPS IlIA)

Experience with shortened agalsidase-beta infusion in Fabry disease

Diffusion tensor imaging and correlational tractography findings in late-onset GM2
gangliosidosis differentiate Sandhoff and Tay-Sachs subtypes

Volumetric magnetic resonance imaging and diffusion tensor imaging metrics correlate with
clinical outcomes following gene therapy in GM1 gangliosidosis patients

Analysis of juvenile vs. adult-onset Pompe disease: Insights from a multinational registry

Lower rate of infusion-related reactions in patients with Fabry disease after switching from
agalsidase beta to pegunigalsidase alfa

The lengthy and burdensome journey to diagnosis for female patients with Fabry disease

Interim results from a first in human phase 1 clinical trial of in utero enzyme replacement
therapy for lysosomal disorders

Barriers and facilitators to clinical trial participation: Improving accessibility, logistics, and
awareness

Patient-centered clinical outcomes - EQ-5D-3L and net promoter score in lysosomal
diseases: Data from a participating center in the National Rare Diseases Network (RARAS)

Long-term impact of pabinafusp alfa on disease burden in Hunter syndrome: A 4-year follow-
up of patient-reported outcomes

The effect of interruption of enzyme replacement therapy for acid sphingomyelinase
deficiency - a case report of a single center in Brazil

Heart transplant in a male diagnosed with Gaucher disease type 3c
POM-005: A global, prospective, observational registry of people living with Pompe disease

Efficacy results from a 12-month double-blind randomised trial of arimoclomol for treatment
of Niemann-Pick disease type C- presenting are scored 4-domain NPC clinical severity scale
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Longer-term efficacy and safety evaluation of arimoclomol treatment in patients with
Niemann-Pick disease type C- data from 48 months open label trial

Survival and causes of death in patients with Gaucher disease type 3: A multinational cross-
sectional study

Long-term outcomes of imiglucerase treatment in children with Gaucher disease type 1 or
type 3 starting therapy before the age of 2 years

Long-term outcomes of MPS IVA patients treated with elosulfase alfa: Findings from the
Morquio A Registry Study (MARS) after 10 years

Dysarthria-related intelligibility scores in a cohort of late-onset GM2 gangliosidosis patients
National peer-review of the transition process in lysosomal disease centers in England
Anesthesia in mucopolysaccharidoses - retrospective analysis and insights of a large cohort

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

Skeletal findings in patients with attenuated MPS | receiving laronidase enzyme replacement
therapy: Descriptive data from the MPS | registry

Using clinical outcome assessments for rare disease clinical trial efficacy endpoints:
Regulatory considerations and case studies

Clinical profiles of 134 patients with alpha-mannosidosis from the velmanase alfa clinical
program and SPARKLE registry

Molecular cell atlas of the brain in neuronopathic Gaucher disease

Clinical significance of complex intronic haplotype in Fabry disease screening cohort:
A prospective cohort study in Korean patients

Pompe disease in Sweden: A real-world evidence study investigating disease burden,
treatment patterns for enzyme replacement therapy and concomitant medications

Differences in initiation of enzyme replacement therapy across the United Kingdom

Single centre experience of starting/ switching to one of two new enzyme replacement
therapies in LOPD

Hydrotherapy as a therapeutic modality for treating pain and improving mobility in adults
with mucopolysaccharidosis type I

Safety, tolerability, and activity of ABX1100, a CD71 Centyrin siRNA conjugate targeting GYS1
in a phase 1 study in normal healthy volunteers

The FORCE™ platform delivers acid alpha-glucosidase to muscle as well as central nervous
system and resolves pathology in Pompe disease mice

Retrospective cohort study evaluating the disease burden of patients with Pompe disease
treated with enzyme replacement therapy in the United States

Individual and health-care system socioeconomic impact of lysosomal disorders in Spain
Insights into the mechanism of action of a acetyl-leucine as a therapeutic for lysosomal diseases
Communication and eating & drinking skills in five children with CLN2 at the time of diagnosis

Speech and language therapy assessment of communication and eating & drinking skills in
children with CLN2 presented alongside Hamburg LINCL Scale Language Scores & Weill-
Cornell LINCL feeding scores

Retrospective chart review of Gaucher disease type 1 patients homozygous for the p.N409S
variant

Long-term safety and efficacy of migalastat in adolescent patients with Fabry disease:
Results from the ASPIRE study and open-label extension

MyGauch™ mobile technology platform to enhance Gaucher disease patients’ care
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Post-baseline outcomes of the UK Early Access to Medicines Scheme registry for
cipaglucosidase alfa plus miglustat in late-onset Pompe disease

Outcome of hematopoietic stem cell transplantation in 19 patients with alpha-mannosidosis
Insights from the Czech MPS IVA patient cohort, effect of therapy

Validation of a machine learned diagnostic algorithm for improving early diagnosis of acid
sphingomyelinase deficiency using US health records

Children with chronic acid sphingomyelinase deficiency treated with olipudase alfa for 4+
years show improvements or normalization in multiple disease manifestations: Final results
of the ASCEND-Peds trial

Against all odds: Very early enzyme replacement therapy on a severe form of Wolman disease

Clinically important improvements in 6-minute walk distance (6MWD) and forced vital
capacity (FVC) in adults with late-onset Pompe disease (LOPD) switching from alglucosidase
alfa (alg) to cipaglucosidase alfa plus miglustat (cipa+mig) in the PROPEL study

Seizures and movement disorders in patients with CLN2 disease treated with cerliponase
alfa in the real-world setting

Prospective longitudinal analysis of cardiac function in patients with CLN2 disease under
enzyme replacement therapy (ICV-ERT) with cerliponase alfa

Predictors of functional gait from initial assessment in a cohort of attenuated Morquio
syndrome patients at a specialist tertiary centre

Assessment of enzyme replacement therapy effect on cardiac imaging and clinical
outcomes in Fabry disease cardiomyopathy

Results from GALILEO1, a first in human clinical trial of FLT201 AAV-gene therapy in adult
patients with Gaucher disease type 1

Early clinical experience in initiating pegunigalsidase alfa in Fabry disease: Trends in safety,
efficacy, and tolerability

Evaluation of the correlation coefficient to determine the severity of bone marrow infiltration
between bone marrow burden, fat fraction and Lyso GL1 in adult patients with Gaucher
disease. A Study from the Argentine group for the diagnosis and treatment of GD

Home infusion experience with enzyme replacement therapy for lysosomal diseases

Trappsol® Cyclo™: open label treatment in the transportnpc™ sub-study in patients under the
age of 3 diagnosed with Niemann -Pick disease type c1

Retrospective cohort study evaluating the economic burden of patients with Pompe disease
treated with enzyme replacement therapy in the United States

Transition of care from pediatric to adult services for patients with mucopolysaccharidosis
type ll: An international observational study

Phase 1/2 clinical trial evaluating 4D-310 in adults with Fabry disease cardiomyopathy:
Interim analysis of cardiac and safety outcomes in patients with 21-42 months of follow up

Survival achieved in infants with rapidly progressive LAL-D via sebelipase alfa ERT: Results
from the International LAL-D Registry

Design of PROMs and PREMs questionnaire for ASMD care

Development of a durable gene therapy for targeting CNS and visceral pathologies in acid
sphingomyelinase deficiency

Indirect treatment comparisons of pegunigalsidase alfa vs other therapies for left ventricular
mass index in Fabry disease

Cardiovascular structure and function in MPS VII subjects

Correction of glycogen accumulation in muscle, heart and CNS in a pre-clinical model of
hematopoietic stem cell gene therapy for Pompe disease
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352 Melissa Wasserstein Final results of the ASCEND trial: Continued or sustained improvements in 37-C
hepatosplenomegaly, respiratory outcomes, and lipid profile after 4 years of olipudase alfa
enzyme replacement therapy in adults with acid sphingomyelinase deficiency

355 Anna-Maria Wiesinger | An evidence-based individual treatment trial with adalimumab in a patient with Morquio 37-D
syndrome

362 Hiroyuki Yamakawa Standardization of home enzyme replacement therapy for lysosomal disease in Japan 36-C

363 Chia-Feng Yang Long-term outcomes of very early treated infantile-onset Pompe disease with short-term 36-D

steroid premedication and the improvement of switching to avalglucosidase alfa: Real-world
experiences from a nationwide newborn screening programme

364 Jaco Botha Bone mineral density improvements in velaglucerase alfa-treated patients with Gaucher 35-C
disease: Real-world data from the Gaucher Outcome Survey (GOS)
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