
subjects with high speed Internet capability in their home. Before
initiating virtual visits, the study team determined which activities
could be completed remotely. An encrypted virtual video platform
provided confidentiality and privacy. Before the virtual research
visit, a test visit was completed to familiarize subjects with remote
research processes. Instructions on using the virtual visit platform
were sent ahead of time, including a study team contact telephone
number in case problems arose during connecting. Test visit
activities included assessment of audio/video quality and evalua-
tion of the home study site. A quiet space, free of distractions and
interruptions in the subject's home was selected with sufficient
lighting and appropriate space and positioning for assessment.
Seating position was optimized to enhance the examiner's view of
the subject's face and body, as body language could be missed over
video. For the research visit, eConsent was obtained utilizing
REDCap, a secure website which allowed for synchronous consent
review and sign off. Study team members were scheduled to join
at certain times or kept in a virtual “waiting room” until they were
needed to reduce visit disruptions. Some subjects opted to
complete portions of the visit at different times of the day. In the
6 months since the beginning of pandemic restriction, we com-
pleted 19 virtual study visits across two separate research
protocols. Virtual visit activities have included neurologic exam,
neuropsychological assessment, and administration of a disease-
specific rating scale. Future goals include use of wearable devices
and biometric assessments in the home environment. Virtual visits
are a feasible way to continue to engage subjects when travel is
impossible.
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Neuro-networks investigating the neurological impairment of
mucopolysaccharidoses using a system biology approach

Gerda Cristal Villalba Silva, Ursula Matte, Universidade Federal do Rio
Grande do Sul, Porto Alegre, Brazil

Mucopolysaccharidoses (MPS) are lysosomal diseases character-
ized by defects in the activity of lysosomal hydrolases involved in
glycosaminoglycan degradation, with progressive multisystemic
involvement. Neurological damage is present in MPS I; MPS II; MPS
IIIB, and MPS VII. Using biological networks for searching for genes
with functional relevance give us clues about pathophysiological
mechanisms of neurological diseases. The aims of this work was to
identify potential biomarkers for neurological impairment in differ-
ent types of MPS using public available transcriptomic data. The most
relevant proteins in the networks and ontology terms related to
neurological damage in MPS were identified and compared among
diseases. We performed the clustering analysis for GSE111906
(MPSI), GSE95224 (MPSII), GSE23075 (MPSIIIB), GSE15758
(MPSIIIB), and GSE76283 (MPSVII). Regarding biomarker discovery
analysis, the top 10 genes were ranked according to the maximal
clique centrality. Different ontologies were present in the different
types of MPS. For instance, for MPS I, the related ontologies were
clathrin derived vesicle budding and clathrin-mediated endocytosis.
MPS II top genes were related to brain renin-angiotensin system.
MPS IIIB top genes comprises the ontologies acetylation and

chromatin regulation. The MPS IIIB top 10 genes were related to
the activation of the mRNA cap-binding complex. Finally, MPS VII top
genes were present in the ontologies C-MYB transcription factor
network. Moreover, we identified several immune system processes
like adaptive and innate immune systems, Class I MHC mediated
antigen processing and presentation; and activated TLR4 signaling
across the different MPS types. Other ontologies were also present in
all the MPS types, like axon guidance, Calcium signaling, PI3K-Akt
signaling pathway, and Wnt signaling pathway. We hypothesize that
these pathways are deranged because glycosaminoglycans play an
essential role in the extracellular matrix composition, helping to
regulate several processes. System biology approaches may help to
understand the mechanisms of neuropathology in the different types
of mucopolysaccharidoses.
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PREDIGA project: Preliminary results of the Spanish multicenter
epidemiological and medical education project in acid
sphingomyelinase deficiency disease (ASMD) and Gaucher disease
(GD)

Jesus Villarrubiaa, Enrique Calderonb, Miguel Angel Torralbac, Isidro
Vitoriad, Marta Moradoe, Victor Quinteroa, Monserrat Moralesf, Juan
Luis Carrillo-Linaresg, Gema Muñozh, aHospital Universitario Ramon y
Cajal, Madrid, Spain, bHospital Universitario Virgen del Rocio, Sevilla,
Spain, cHospital Clinico Universitario Lozano Blesa, Zaragoza, Spain,
dHospital Universitari i Politecnic La Fe, Valencia, Spain, eHospital
Universitario La Paz, Madrid, Spain, fHospital Universitario Doce de
Octubre, Madrid, Spain, gHospital Universitario Virgen de la Victoria,
Malaga, Spain, hComplejo Hospitalario Universitario A Coruña, A
Coruña, Spain

Introduction
GD and ASMD are lysosomal disorders caused by deficiency of

lysosomal enzymes acid beta-glucosidase and acid Sphingomyelinase.
These enzyme deficiencies cause accumulation of glucocerebroside and
sphingomyelin, respectively, mainly in macrophages, inducing deterio-
ration of the organs in which they accumulate. Theoretical prevalence of
ASMD is 0.4 per 100,000 and GD is 1 per 40,000 inhabitants. The
absence of epidemiological studies in Spain lead us to believe that ASMD
is highly underdiagnosed, and that the incidence of GD data is still to be
defined.
Aim

To put in place a national medical education program to increase
knowledge of the pathophysiology of ASMD and GD, as well as
dissemination of diagnostic algorithms for these diseases. An epidemi-
ological study of unknown origin splenomegaly was planned as a 3–5
years retrospective search and as a 2 years prospect for new patients,
implementing the diagnostic algorithms defined for both, ASMD and GD.
The epidemiological results obtained will be analysed.
Methods

A total of 52 HCPs (22 Hematologists / 18 Internal Medicine / 12
Pediatricians) from 34 hospitals in Spain are implementing the medical
education program and epidemiological searching in their health area of
influence for two consecutive years. It is planned to impart about 100
clinical sessions within the medical education program and reach 200
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patients fulfilling diagnostic criteria for ASMD and GD in the recruitment
process.
Results

In the first 6months of the project, 12 educational sessions were
held with more than 220 assistants (1 GD patient diagnosed) and 39
patients with diagnostic criteria were reviewed with the result of 1
positive for ASMD and 3 positives for GD.
Comments

Medical education plan and epidemiological study have increased
awareness of these conditions allowing the diagnosis of new patients
and can further define the prevalence of these two lysosomal diseases in
Spain.
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First in-human intracisternal dosing of RGX-111 (adeno-associ-
ated virus 9/human α-L-iduronidase) for a 20-month-old child
with mucopolysaccharidosis type I (MPS I): 1 year follow-up

Raymond Y. Wanga, Tammam Beydouna, Nina Movsesyanb, Shih-
Hsin Kanb, Mery Taylorb, Winnie Stocktonb, Igor Nestrasilc, Bryan
Pukenasd, Paulo Falabellae, Yoonjin Choe, Marie-Laure Névorete,
aCHOC Children's Specialists, Orange, CA, United States, bCHOC
Children's Hospital, Orange, CA, United States, cUniversity of Minnesota,
Minneapolis, MN, United States, dHospital of the University of
Pennsylvania, Philadelphia, PA, United States, eREGENXBIO, Inc., Rock-
ville, MD, United States

Mucopolysaccharidosis (MPS) type I is a lysosomal disorder
caused by mutations in the IDUA gene and resultant deficiency of
lysosomal α-L-iduronidase (IDUA) enzyme. Patients with severe MPS I
have mutations encoding completely inactive IDUA enzyme, and have
early-onset developmental delay and cognitive regression in addition to
multisystemic manifestations. Treatment for severe MPS I involves
intravenous recombinant human IDUA (rhIDUA) enzyme infusions
followed by stem cell transplant (SCT). However, SCT carries risks of
engraftment syndrome, graft failure, graft-versus-host disease, death,
and potentially incomplete correction of neurodevelopmental manifes-
tations. We will report one-year follow-up in a child with severe MPS I
(IDUA p.R628*/R628*, absent IDUA activity) treated with intracisternal
RGX-111 (recombinant adeno-associated virus serotype 9 capsid
containing the human IDUA expression cassette – AAV9.CB7.hIDUA) at
age 21months utilizing a single-patient investigator-initiated investiga-
tional new drug application, due to two MPS I-affected older siblings
having died of SCT-related complications. Following baseline volumetric
brain imaging, the child received a dose of 1 × 1010 genome copies/g
brain mass. Prednisone (12weeks), tacrolimus (32weeks), and
sirolimus (48weeks) were administered. As of 8months after dosing,
the child has experienced no drug-related serious adverse events.
Cerebrospinal fluid (CSF) biomarkers indicated increased IDUA activity
(12weeks) over baseline levels below the limit of quantification. High
heparan sulfate (HS) levels in CSF were measured at baseline, and initial
data demonstrated sustained decreases in total HS levels with a 50%
reduction from baseline at Week 12 and a 45% reduction from baseline
at Week 33. At Week 32 post-administration of RGX-111,
neurocognitive evaluations indicated that the patient, who was then
29months of age, continued to acquire cognitive developmental skills at
a normal rate. Regular biomarker and neurodevelopmental assessments
are ongoing.
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Adults with chronic acid sphingomyelinase deficiency show
significant visceral, pulmonary, and hematologic improvements
after enzyme replacement therapy with olipudase-alfa: 1-year
results of the ASCEND placebo-controlled trial
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Gallagherd, Roberto Giuglianie, Norberto B. Guelbertf, Carla Hollakg,
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Hospital of Udine, Udine, Italy, nIstanbul Medeniyet University, Istanbul,
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Acid sphingomyelinase (ASM) deficiency (ASMD) is a rare and
debilitating lysosomal disease with no available treatment. ASCEND
(NCT02004691/Sanofi Genzyme) is a Phase 2/3, multicenter, ran-
domized, double-blind, placebo-controlled trial of olipudase alfa
(recombinant human ASM) enzyme replacement therapy in 36
adults with chronic visceral ASMD. Inclusion criteria included spleen
volume ≥ 6 multiples of normal (MN), percent-predicted diffusion
capacity for carbon monoxide (DLco) ≤ −70%, and abnormal (≥5)
Splenomegaly Related Score (SRS, a patient-reported outcome).
Patients were randomized 1:1 to placebo or olipudase alfa (intrave-
nous every 2 weeks with a ~ 16-week dose-escalation from 0.1 to
3.0 mg/kg or maximum tolerated dose). Independent primary
efficacy endpoints were percent change in percent-predicted DLco
and percent change in spleen volume MN (for the USA, combined
with change in SRS) at Week 52. Other endpoints included percent
change from baseline in liver volume, platelet count, lipids,
chitotriosidase, and lyso-sphingomyelin. Least-square (LS) mean
differences at Week 52 between olipudase alfa and placebo groups
favored olipudase alfa for percent predicted DLco (+22.0% vs. +3.0%,
p= 0.0004), spleen volume (−39.4% vs +0.5%, p b 0.0001), liver
volume (−31.7% vs. 1.4%, p b 0.0001) and platelets (+16.8% vs
+2.5%, p= 0.019), with clinical differences seen by Week 26. SRS
decreased in both groups (−8.0 for olipudase vs −9.3 for placebo at
Week 52, p= 0.70). LS mean differences from baseline to Week 52
favored olipudase alfa for HDL (33.5%, p = 0.0016), LDL (−25.9%,
p = 0.0021), and chitotriosidase (41.9%, p= 0.0003). Pre-infusion
mean plasma lyso-sphingomyelin decreased by 78.0% and 6.1% at
Week 52 in olipudase-alfa and placebo groups, respectively.
Olipudase alfa was generally well-tolerated with an acceptable safety
profile. Most adverse events (AEs) were mild to moderate. There
were no treatment-related serious AEs and no AE-related discontin-
uations. The study showed significant improvements in clinically
relevant disease endpoints at Week 52 in adults with chronic ASMD
treated with olipudase alfa compared to placebo.

doi:10.1016/j.ymgme.2020.12.271

Abstracts / Molecular Genetics and Metabolism 132 (2020) S13–S116S110

http://dx.doi.org/10.1016/j.ymgme.2020.12.269
http://dx.doi.org/10.1016/j.ymgme.2020.12.270
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
ctgov:NCT02004691
http://dx.doi.org/10.1016/j.ymgme.2020.12.271

	WORLDSymposiumTM 2021 Abstracts
	Impact of SARS-CoV-2 pandemic on the care for patients with lysosomal disorders: The experience.....
	MPS-specific physical symptom score (PSS) and adaptive functions in MPS IVA: A cross sectional .....
	IdeS: An enabling technology to overcome the limitation of neutralizing antibodies to AAV gene .....
	Metabolizing profile of the cytochrome pathway CYP2D6, CYP3A4 and ACBC1 transporter in Spanish .....
	Pharmacokinetics properties of arimoclomol in Niemann-Pick disease type C: Modest and not clini.....
	Miglustat does not enhance alglucosidase alfa or avalglucosidase alfa efficacy in Pompe mice
	Social distancing, home-infusion and oral therapy: Evolving paradigms on Gaucher disease manage.....
	Gathering evidence for newborn screening for Niemann-Pick disease type C&INS;.
	Iduronate-2-sulfatase transport vehicle rescues neurobehavioral and skeletal phenotypes in a mo.....
	VAL-1221: Treating Pompe disease via enhanced glycogen-targeting
	Assessment and outcomes of MPS patients having corneal transplantation
	Proposed stages of cardiomyopathy in Fabry disease
	The importance of mass spectrometry-based untargeted metabolomic approaches for biomarker disco.....
	Preclinical studies to support the intrathecal delivery of scAAV9/SUMF1 as a gene replacement t.....
	The qualitative development of the Pompe Disease Symptom Scale and the Pompe Disease Impact Sca.....
	Analysis of genetically engineered stem cell product and follow up of gene therapy patients thr.....
	Red Fabry: First year results of a Spanish pedigree project on Fabry disease
	Fabry Outcome Survey (FOS): Highlights from a 20-year patient registry of Fabry disease
	Comparative systemic and neurologic effectiveness of intravenous and intrathecal AAV9 delivered.....
	Effects of acid sphingomyelinase deficiency on oral health and craniofacial development
	Evaluation of fluid biomarkers reveals lysosome dysfunction and neurodegeneration in neuronopat.....
	Engineering α-glucosidase to improve protein stability and cellular uptake for the potential tr.....
	Appraisal of the use of FASTEX in clinical practice in the All Wales Inherited Metabolic Diseas.....
	Subretinal injection of RGX-381 to cynomolgus monkeys leads to supraphysiological levels of TPP.....
	Lentiviral haematopoietic stem cell gene therapy for metachromatic leukodystrophy: Results in n.....
	Characterization of surgical procedures in patients with mucopolysaccharidosis
	Impact of SARS-CoV-2 infection on Gaucher disease patients in Italy
	Liver steatosis is highly prevalent and is associated with metabolic risk factors and liver fib.....
	A novel nonsense LAMP2 variant associated with Danon disease in a pediatric male: A case report
	Female child with Fabry disease and two other genetic diseases, spherocytosis, and congenital h.....
	Preclinical results in rodents strongly support clinical evaluation of scAAV9/MFSD8 as a potent.....
	First experience of switching from enzyme replacement therapy to oral chaperone migalastat for .....
	Hematopoietic stem cell gene therapy for cystinosis: Updated results from a phase I/II clinical.....
	Clinical and numerical presentation of neurocognitive assessments for MPS II patients using the.....
	Immunosuppression with bortezomib and anti-CD20 mAb is effective in reducing neutralizing antib.....
	Base editing of the N370S mutation in Gaucher disease skin fibroblasts
	First MPS case in Kingdom of Eswatini
	Early diagnosis and treatment of infantile-onset Pompe disease via newborn screen
	Phenotypic target organ and biomarker variation within a family with late onset Fabry disease
	Clinical outcomes in an adult patient with alpha-mannosidosis treated with velmanase alfa for 5.....
	Generation of β-Glucocerebrosidase variants with increased half-life in human plasma for liver .....
	Devising effective enzyme replacement therapy for infantile onset neuronal ceroid lipofuscinosi.....
	Uncovering the burden of Gaucher disease type 1: Patient perspectives on unaddressed symptoms, .....
	FLT201: An AAV-mediated gene therapy for type 1 Gaucher disease designed to target difficult to.....
	RGX-121 gene therapy for severe mucopolysaccharidosis type II (MPS II): A clinical program to a.....
	Oral aspects of Gaucher disease: A case report
	Development and evaluation of a nurse-led Anderson-Fabry clinic in Wales
	The impact of the COVID-19 pandemic on patients with inherited metabolic conditions: A survey i.....
	Evaluation of CD45 positive cells in the brain and liver of NPC1− mice
	Decentralised convenience: Digitised clinical assessment for impaired ambulation
	Assessing paediatric feeding in lysosomal diseases using remote smartphone video technology
	Mini-COMET study: Effects of repeat avalglucosidase alfa dosing on ptosis in participants with .....
	A phase I/II open-label gene replacement clinical study for late onset Pompe disease
	DeepGestalt as a potential novel method to help discriminate between the Gaucher disease subtyp.....
	Single-dose AAV9-CLN6 gene transfer slows the decline in motor and language function in variant.....
	Transforming the clinical outcomes in CRIM-negative infantile Pompe disease identified via newb.....
	Children treated with olipudase alfa for chronic acid sphingomyelinase deficiency show meaningf.....
	NEO1/NEO-EXT studies: Safety and exploratory efficacy of repeat avalglucosidase alfa dosing aft.....
	Impact of long-term enzyme replacement therapy on Lyso-Gb1 in patients with Gaucher disease: Co.....
	SIG-005: Novel encapsulated non-viral cell-based therapy for MPS I
	Clinical characterization and therapy discussion of the p.Asp313Tyr variant in GLA
	The chemical chaperone 4-phenylbutyrate enhances alpha-galactosidase activity subsequent to sto.....
	Variable clinical features of patients with Fabry disease and outcome of enzyme replacement the.....
	Initial signs and symptoms of metachromatic leukodystrophy: A caregiver perspective
	Wilson disease in children: A series of 43 cases
	Preliminary proteomic analysis reveals less abundant endosome-related proteins in gla- knockout.....
	Psychometric validation of the Gaucher Disease Questionnaire (GDQ) to assess quality of life in.....
	A new initiative to tackle childhood dementia
	Evaluation of algorithms to identify patients with Fabry disease using routinely collected hosp.....
	Long-term treatment with migalastat 150 mg every other day is associated with sustained cardiac.....
	Gaucher disease and SARS-CoV-2 infection: Experience from 181 patients in New York
	Fabry disease as a cause of myocardial infarction
	SIG-007: Novel encapsulated non-viral cell-based therapy for Fabry disease
	Measures to mitigate disruption due to the COVID-19 pandemic of the MODIFY phase 3 pivotal tria.....
	Lentiviral hematopoietic stem and progenitor cell gene therapy provides durable clinical benefi.....
	Assessment and management of tracheomalacia in adult mucopolysaccharidosis type II: A case repo.....
	Salford Mucopolysaccharidosis Airway Score (SMAS): A novel marker of the severity of the airway.....
	A phase I/II multicenter gene therapy clinical study for Fabry disease
	Increased sulfatide disrupt mitochondrial function in Schwann and mesenchymal stromal cells in .....
	RNA-seq analysis in three Gaucher sib-pairs discordant for Parkinson disease
	Ex vivo hematopoietic stem cell gene therapy for mucopolysaccharidosis type I (Hurler syndrome)
	Does extending enzyme replacement therapy after transplant provide neurocognitive benefit in Hu.....
	HMI-202: A gene therapy development candidate for metachromatic leukodystrophy (MLD)
	Exploration of the efficacy of pabinafusp-alfa (JR-141) on neurocognitive development in Hunter.....
	Natural history of Sanfilippo syndrome type B in young patients: Ongoing results from two large.....
	A tractography tool that detects abnormalities in function in early metachromatic leukodystroph.....
	Functional analysis and clinical curation of human acid alpha glucosidase (GAA) variants of unk.....
	Living with and managing the behavioral complications of mucopolysaccharidosis
	The experiences and support needs of siblings of people with mucopolysaccharidosis
	Invariant natural killer T cell-mediated cytokine secretion is a potential biomarker to monitor.....
	An affordable combined method to achieve a confirming diagnosis of metachromatic leukodystrophy
	Treatment with pentosan polysulfate improves neuropathological measures in the canine model of .....
	Design and preliminary results of a first-in-human, 24-week study of intravenous DNL310 (brain-.....
	Usefulness of hexose tetrasaccharide as a biomarker for monitoring glycogen accumulation in per.....
	Update on phase I study to evaluate the single- and multiple-dose pharmacokinetics of intraveno.....
	The beta-glucuronidase intracisternal A particle insertion model results in similar overall MPS.....
	Phenocopy of acroparesthesias complicating a Fabry disease diagnosis
	The RETRIEVE Study: A natural history study of type 2 Gaucher disease, and GM1 and GM2 ganglios.....
	Phase I/II clinical trial design for a novel therapy for mucopolysaccharidosis type I with an i.....
	Burden of illness of Fabry disease: A retrospective claims analysis of a German sickness fund d.....
	Need leads to change: Transition to home infusion in Pompe disease in Brazil in the COVID-19 pa.....
	Switching between ERT and SRT in patients with Gaucher disease: Data from the Gaucher Outcome S.....
	Non-clinical evaluation of a blood-brain barrier-penetrable a-N-acetylglucosaminidase in a mous.....
	International Niemann-Pick Disease Registry: Establishing worldwide inclusivity
	Clinical course of patients with Gaucher-associated Parkinson disease
	The GuardOne clinical trial: A first-in-human, open-label, multinational phase 1/2 study of AVR.....
	Utilization of artificial intelligence to identify undiagnosed Fabry patients: Development of a.....
	Migalastat clinical dose is highly extracted by hemodialysis and hemodiafiltration
	Long-term outcomes of patients with mucopolysaccharidosis type VI treated with galsulfase enzym.....
	Demographic and clinical characteristics of patients with metachromatic leukodystrophy in the U.....
	iPSC-derived human neural stem cells engraft in the brains of immunocompromised MPS I mice
	Hydroxychloroquine use and toxicity in patients with Fabry disease: A case series
	Home treatment for lysosomal diseases during COVID-19: German experience
	Psychosine-reducing molecules as therapies for globoid-cell leukodystrophy
	Lysosphingolipid detection using a non-invasive urine multiplex mass spectrometry approach for .....
	Mullen Scales of Early Learning (MSEL) and Bayley Scales of Infant and Toddler Development (BSI.....
	Case report: Neurologic outcome after stem cell transplant in a patient with neuronopathic Gauc.....
	Comparison of long-term outcomes for survivors among hematopoietic stem cell transplant subject.....
	Safety and effectiveness of resistance training in patients with late-onset Pompe disease: A pi.....
	Ex-vivo autologous stem cell gene therapy clinical trial for mucopolysaccharidosis type IIIA: U.....
	Efficacy and safety results of the avalglucosidase alfa phase 3 COMET trial in late-onset Pompe.....
	Mini-COMET study: Individual participant-level responses to treatment in patients with infantil.....
	The Mucolipidosis Collaborative Research Network (MCRN)
	New insights into GI manifestations in late-onset Pompe disease: Lessons from the bench and bed.....
	Report of the first Brazilian patients with MPS IIID, with the observation of an unexpected inc.....
	Screening for Niemann-Pick disease type C in Latin American using Lyso-SM-509 measurement in dr.....
	Quantification of lysosphingomyelin and lysosphingomyelin-509 for the screening of acid sphingo.....
	Newborn screening for six lysosomal diseases in Brazil: Pilot study update
	Enzyme replacement therapy treatment patterns and patient outcomes in late-onset Pompe disease
	Co-creating a gene therapy clinical trial with GM2 gangliosidosis caregivers: A virtual approac.....
	Rosa damascena Mill attenuated the liver and kidneys injuries in copper-overloaded mice
	Analysis of parent perception of newborn screening for lysosomal disorders
	Fabry disease and COVID-19: International expert recommendations for management based on real-w.....
	Impact of SARS-CoV-2 on patients with lysosomal diseases in a major NYC hospital system
	Disease characteristics, early effectiveness, and safety of vestronidase alfa for the treatment.....
	Clinical impact of orally delivered alpha-galactosidase A on gastrointestinal symptoms in patie.....
	Aparito's six year journey in lysosomal disorders
	The new normal: Smartphone technology and its impact on the logistics of healthcare
	Unravelling the differences between infantile Tay-Sachs and Sandhoff disease using the GM2 Dise.....
	Mast cell stabilizers in management of IgE independent mast cell activation in infusion related.....
	Switching from agalsidase alfa to pegunigalsidase alfa to treat patients with Fabry disease: 1 .....
	Orthopedic manifestations in patients with mucopolysaccharidosis type II enrolled in the Hunter.....
	Characterization of 4&INS; L/PS-NA mice for cytokine activity and neurodegeneration
	Meaningful endpoints in clinical trials for infantile Krabbe disease
	Testing new biomarkers for lysosomal diseases
	Evaluation of 2 patients with alpha-mannosidosis and history of conductive hearing impairment p.....
	Effect of velmanase alfa (human recombinant alpha-mannosidase) enzyme-replacement therapy on qu.....
	Effect of supraphysiological alpha-L-iduronidase (IDUA) expression on skeletal manifestations i.....
	Biochemical predictors of neurocognitive outcomes in Hurler syndrome
	Acute pancreatitis complicating a case of pediatric Wilson's disease*
	A disease progression model for trials in mucopolysaccharidosis type IIIA
	Significant unmet need in infants with mucopolysaccharidosis type VII and non-immune hydrops fe.....
	Epidemiology and access to expert care for the neuronal ceroid lipofuscinoses (NCLs)
	Genotype-phenotype associations in CLN3 disease
	Diagnostic confidence for CLN3 disease
	Glycogen accumulation in smooth muscle in the Pompe disease mouse
	Long-term treatment of Gaucher disease with velaglucerase alfa in a cohort of patients from Par.....
	Impacts and burden of Niemann-Pick disease type C: A patient and caregiver perspective
	Metabolomic study for the identification and characterization of novel Gaucher disease biomarke.....
	Ten years of Fabry disease in the Northern Irish population
	Growth patterns in subjects with mucopolysaccharidosis type VII
	Persistent thrombocytopenia in Gaucher disease (GD): A case report
	Reduction of heparan sulfate in the brain by pabinafusp alfa results in prevention of neurodege.....
	Comparison of cognitive function in siblings with neuronopathic mucopolysaccharidosis type II: .....
	Long-term safety and efficacy of intrathecal idursulfase-IT in patients with neuronopathic muco.....
	Single-arm, open-label, phase 2/3 substudy and extension evaluating safety and efficacy of intr.....
	Genotype-phenotype findings in patients with mucopolysaccharidosis type II (MPS II): Data from .....
	Tralesinidase alfa (AX 250) enzyme replacement therapy for Sanfilippo syndrome type B
	Direct intercellular cross-correction of α-galactosidase-A deficiency in Fabry disease podocyte.....
	Podocyte globotriaosylceramide (GL-3) content declines sharply within 5 months of agalsidase-β .....
	RGX-121 gene therapy for severe mucopolysaccharidosis type II (MPS II): Interim results of an o.....
	AAV9-hARSA decreases sulfatide accumulation in the aged ARSA− mouse model for metachromatic leu.....
	Scaling a real-world evidence platform for lysosomal diseases
	Development of a gene therapy for Fabry disease using adeno-associated viral vector mediated ge.....
	An algorithm for early diagnosis of mucopolysaccharidosis types IIIA and B
	Drug delivery across the blood-brain barrier and resultant reduction of heparan sulfate in the .....
	Prevention of cognitive decline in patients with neuronopathic mucopolysaccharidosis type II tr.....
	MPS VII �-� extending the classical phenotype
	Joint contractures and clonus as main indications for botulinum injections in adult patients wi.....
	The incidence of acid sphingomyelinase deficiency (ASMD) in cases of suspected Gaucher disease,.....
	Caring for the caregivers: Sensory solutions to CTSD (Chronic Traumatic Stress Disorder)
	Mosaic Fabry disease in a male presenting as hypertrophic cardiomyopathy: When enzyme levels ar.....
	Transition to eliglustat in an individual with Gaucher disease type 1 on antipsychotic medicati.....
	PS gene editing with a novel HEXO construct to treat both Tay-Sachs and Sandhoff diseases
	Immunogenicity, genotoxicity, and efficacy of PS gene editing in treating MPS I mice
	Quality of life of patients with metachromatic leukodystrophy and their caregivers in the US, U.....
	Health-related quality of life in metachromatic leukodystrophy based on a societal utility stud.....
	Clinical utility of a sponsored gene panel testing program for pediatric epilepsy and CLN2 dise.....
	HMI-203: Investigational gene therapy for mucopolysaccharidosis type II (MPS II), or Hunter syn.....
	Validation of a short-form 5-domain Niemann-Pick type C clinical severity scale (5-domain NPCCS.....
	Persistent effect of arimoclomol in patients with Nuemann-Pick disease type C: 12-month results.....
	Development of a novel encapsulated non-viral cell-based therapy for MPS VI
	A meta-analysis of enzyme replacement therapy in late-onset Pompe disease
	RNA-seq analysis of GBA1 haploinsufficiency in brain samples from a Parkinson mouse model
	Impact of SARS-CoV-2 pandemic on the first Spanish national domiciliary enzymatic infusion stra.....
	Oral venglustat in Parkinson disease patients with a GBA mutation: Study design of part 2 of th.....
	Rescue of NPC1 protein by the heat shock response amplifier arimoclomol across multiple genotyp.....
	Characterizing expressive language skills in children with late infantile neuronal ceroid lipof.....
	Characterizing visual function in children with late infantile neuronal ceroid lipofuscinosis t.....
	Human induced pluripotent stem cell models for CLN6
	Evaluation of the effectiveness of hematopoietic stem cell transplantation in multiple sulfatas.....
	Busulfan conditioning allows high engraftment of human genome edited hematopoietic stem cells a.....
	Open-label clinical trial of anakinra in mucopolysaccharidosis type III: Interim analysis
	Examination of a blood-brain barrier targeting β-galactosidase-monoclonal antibody fusion prote.....
	A perspective on research, diagnosis, and management of lysosomal disorders in Colombia: An upd.....
	Repurposing drugs for CLN1 Batten disease: An integrative drug discovery approach
	Intracisternal administration of AAV9 gene therapies to target the central nervous system
	Population-based newborn screening for mucopolysaccharidosis type II: A single center's experie.....
	Update on safety and efficacy results for phase I/II trial of hydroxypropyl betacyclodextrin (H.....
	Migalastat 150 mg every other day achieves bioequivalent exposures in adolescent and adult pati.....
	Development of a GLA nAb assay with a fully-human, neutralizing IgG4 positive control to charac.....
	Study design: Development of an advanced machine learning algorithm for the early diagnosis of .....
	A qualitative study of the experience of venglustat for patients with Gaucher disease type 3 (G.....
	Hematologic malignancies and monoclonal gammopathy of undetermined significance in Gaucher dise.....
	Gaucher disease mesenchymal stem cells showed reduced osteogenesis and increased osteoclastogen.....
	KrabbeConnect patient journey map
	COVID-19 patient impact: A survey of the Gaucher community involving patients, caregivers and f.....
	Chelating effect of flax seed extract in rats overloaded with chondroitin sulfate: A new path i.....
	Modeling potential interactions between oral Gaucher disease treatment and investigational COVI.....
	Generating pluripotent stem-cell derived organoids to model Gaucher disease type 2
	CNS-targeting exosomes: A strategy to treat neurological lysosomal disorders
	Comparing developmental outcomes of children with CLN2 disease receiving cerliponase alfa to a .....
	Venglustat combined with imiglucerase positively affects neurological features and brain connec.....
	Cerliponase alfa for the treatment of CLN2 disease in a patient cohort including children young.....
	In utero enzyme replacement therapy in fetuses with lysosomal diseases: A phase I clinical tria.....
	Phlebotomy in the treatment of hemosiderosis associated with Gaucher disease
	Metab-Latam, four months of experience in the email discussion group
	A decade of molecular diagnosis of mucolipidosis II and III in Brazil: A pooled analysis of 32 .....
	Brazilian patients with Gaucher disease: Haplotype analysis
	COVID-19 pandemic impact on Brazilian patients with lysosomal diseases: A patient's perspective
	Impact of COVID-19 on treatment and follow-up in patients with selected lysosomal diseases in a.....
	Clinical utility of a sponsored, no-cost skeletal dysplasia gene panel testing program: Results.....
	New insights in the TRAZELGA project for the adult type 1 Gaucher disease patients treated with.....
	Novel regulatory function of GCN5L1 in lysosomal tubulation and biogenesis
	PR001 gene therapy increased GCase activity and improved neuronopathic Gaucher disease phenotyp.....
	PR001 gene therapy increased GCase activity and improved Gaucher disease type 1 phenotypes in m.....
	Modulation of the endocannabinoid receptor CB2 as a novel treatment for the lysosomal diseases
	Diagnostic yield and clinical utility of genetic testing in children with seizure onset after t.....
	Molecular basis of mucopolysaccharidosis type IVA (Morquio syndrome type A): A review and class.....
	Clinical characteristics and journey to diagnosis in patients with mucopolysaccharidosis type V.....
	Ex vivo lentiviral transduction of hematopoietic stem cells in mucopolysaccharidosis type II (M.....
	Therapy for mucopolysaccharidosis type II with an intravenous blood-brain barrier-crossing enzy.....
	MPSBase: Comprehensive repository of differentially expressed genes for mucopolysaccharidoses s.....
	Dual therapy with migalastat and agalsidase-beta in a patient with Fabry disease with progressi.....
	A survey of statistical study design and analysis methods for rare disease development programs
	Long-term outcomes in adult patients affected with fucosidosis: Psychosis as a new complication
	Cardiac surgical interventions in MPS I and VI patients in adulthood
	Prevalence of hearing problems in adult mucopolysaccharidosis
	RANSIP newborn screening program: Working to bring early diagnostics, inclusion, and therapeuti.....
	Novel mechanism of SRT and ERT on recovering the function of mitochondrial and autophagy-lysoso.....
	Genotype-phenotype correlation of MPS II: A meta-analysis
	Non-clinical evaluation of a blood-brain barrier-penetrable N-sulfoglucosamine sulfohydrolase i.....
	AVR-RD-01, an investigational lentiviral gene therapy for Fabry disease: Overview of clinical d.....
	SIG-018: Novel encapsulated non-viral cell-based therapy for MPS II
	Production and characterization of a recombinant alpha-N-acetyl glucosaminidase enzyme in the P.....
	Development of a Fabry disease screening tool for chronic pain patients �-� step 1: Categorizat.....
	Long-term hematopoietic stem cell gene therapy corrects neuromuscular manifestations in preclin.....
	Two siblings with attenuated MPS II form: Long term enzyme replacement therapy
	Mild forms of mucopolysaccharidosis type I (MPSI)
	Oregon's experience with newborn screening for Fabry disease, Gaucher disease, Pompe disease an.....
	Neuronal ceroid lipofuscinosis assessment utilizing virtual visits during a pandemic
	Neuro-networks investigating the neurological impairment of mucopolysaccharidoses using a syste.....
	PREDIGA project: Preliminary results of the Spanish multicenter epidemiological and medical edu.....
	First in-human intracisternal dosing of RGX-111 (adeno-associated virus 9/human α-L-iduronidase.....
	Adults with chronic acid sphingomyelinase deficiency show significant visceral, pulmonary, and .....
	Canadian Fabry disease registry study group: Report on the A143P Nova Scotia genotype
	Lyso Gb3 and Gb3 analogues in Fabry disease patients with A143P genotype: A cross-sectional ana.....
	The chloroquine-induced phenocopy of Fabry disease keratopathy
	Newborn screening for metachromatic leukodystrophy in Northern Germany- a prospective study
	Informing patients with rare diseases about COVID-19: Creation of the “Beto and the Coronavirus.....
	Lyso-Gb1 levels in sisters with Gaucher disease type 1: A case report
	Development of a novel gene therapy for Fabry disease: Engineered alpha-galactosidase A transge.....
	Exploration of the role of whole exome sequencing variants in GBA1-associated &INS;Parkinson di.....
	Hearing loss in Fabry disease: A 16 year follow-up study of the Danish nationwide cohort
	Assessment of cognitive development in patients with neuronopathic mucopolysaccharidosis type I.....
	Caregiver experiences of intrathecal idursulfase-IT treatment in pediatric patients with neuron.....
	A longitudinal report of neurocognitive abnormalities and their impact on quality of life in no.....
	A comprehensive analysis of rare diseases in China through questionnaire and interviews
	Functional connectivity alterations in MPS I mouse brain at the laminar level revealed by resti.....
	Safety of intracisternal administration of AAV9 based gene therapy: Case series of PR001 in inf.....




