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focuses on male Fabry patients with the aim to explain variations in
lysoGb3. The lysoGb3 value seems to stabilize at a level above
normal even during treatment. The value varies among individual
male patients. It appears that the mutation plays a part, but it does
not explain everything. Chaperone therapy seems to increase the
level of lysoGb3 a lot in one male patient. Antibody formation
appears to influence a rise in lysoGb3. Our male patients with kidney
transplants have lower levels of lysoGb3. We have also compared the
development of lysoGb3 in treated versus non treated brothers. The
result is a clear drop in lysoGb3 in both treated brothers. It also
seems like age of treatment start matters, but antibody formation
rises the level of lysoGb3 again, but not as high as before treatment
start.
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Fabry disease (FD) is an X-linked genetic deficiency of a
lysosomal enzyme, alpha-galactosidase, that causes accumulation of
globotriaosylsphingosine (lyso-Gb3). Most patients with FD report
gastrointestinal (GI) symptoms including diarrhea, vomiting, ab-
dominal pain and early satiety. These symptoms can be severe and
negatively impact quality of life. The mechanisms of GI symptoms in
FD are unclear, but there is increasing suspicion that the microbiome
plays a role. An altered gut microbiome has been associated with
similar symptoms in other populations. Recently, high levels of lyso-
Gb3 were shown to significantly alter gut bacteria composition and
function in vitro. In this small pilot study, we aimed to compare the
gut microbiomes of FD-affected children with unaffected siblings. Six
FD-affected children and five unaffected siblings provided a stool
sample for analysis. Participants also completed ROME IV question-
naires to measure irritable bowel syndrome-like symptom severity.
Microbiome composition was characterized via next- generation
sequencing (Illumina) of the V4-V5 variable regions of the 16S rRNA
gene. Bacterial diversity and relative abundance of the operational
taxonomic units were evaluated using QIIME2 and compared by
ANOVA and Welch's t-tests. Compared to unaffected siblings,
children with FD exhibited increased proportions of
Christensenellaceae R-7 group (p =.012), unclassified genera in
Ruminococcaceae (p =.013), Negativibacillus (p =.014), Meth-
anobrevibacter (p =.043) and Ruminococcaceae UCG-005 (p =
.045), and decreased proportions of Burkholderiaceae (p = .05).
Functional abundance was predicted using PICRUSt2 and differences
in functional pathways were investigated. These intriguing trends
may implicate the microbiome in FD symptoms. While these results
did not achieve significance after correction for multiple testing,
further investigation is warranted. A larger cohort of pediatric and
adult FD patients is likely to better resolve microbiome differences
that may contribute to GI symptoms in FD. This could lead to new
insights into the pathophysiology and treatment of this disease.
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412
Intracerebroventricular cerliponase alfa for CLN2 disease: Clinical
practice considerations from US clinics

Raymond Y. Wang?, Emily de los Reyes®, Lenora Lehwald®, Erika
Augustine®, Elizabeth Berry-Kravis®, Karen Butler®, Natalie Cormier,
Scott Demarest®, Sam Lu", Jacqueline Madden", Joffre Olaya?®, Susan
See?, Amy VierhileS, James Wheless®, Amy Yang', Jessica Cohen-
Pfeffer’, Dorna Chu/, Fernanda Leal-Pardinas’, “Children's Hospital of
Orange County, Orange, CA, United States, "Nationwide Children's
Hospital, Columbus, OH, United States, “University of Rochester Medical
Center, Rochester, NY, United States, “Rush University Medical Center,
Chicago, IL, United States, °Le Bonheur Children's Medical Center,
Memphis, TN, United States, ‘Texas Children's Hospital, Houston, TX,
United States, #Children’s Hospital Colorado, Denver, CO, United States,
hUCSF Benioff Children's Hospital Oakland, Oakland, CA, United States,
iOregon Health and Science University, Portland, OR, United States,
JBioMarin Pharmaceutical Inc., Novato, CA, United States

CLN2 disease, a rare, autosomal recessive, neurodegenerative
lysosomal disorder caused by TPP1 deficiency, is characterized by
language delay, epilepsy, progressive motor and cognitive decline,
blindness, and early death. Intracerebroventricular (ICV)-adminis-
tered cerliponase alfa, a recombinant human TPP1 enzyme, is an
approved treatment for CLN2 disease in the United States and
European Union. ICV infusion represents a novel delivery method for
enzyme replacement therapy. Here, key practice considerations are
presented to facilitate safe administration of cerliponase alfa. 15
healthcare professionals (neurosurgeons, neurologists, hospitalists,
registered and advanced practice nurses) from 9 institutions in the
US met to share current practices in administering ICV-delivered
cerliponase alfa, and preventing and managing associated complica-
tions. Common practices among the participants that were deemed
essential to achieving successful infusions include developing an
institutional protocol for infusions, high sterility standards, and a
multidisciplinary infusion team with a designated staff member to
coordinate care. The use of multiple different cleansing agents as part
of aseptic technique is common. Considerable variations in practice
exist, based on experience, regarding CSF sampling frequency for
infection monitoring and actions taken with a positive culture,
infusion setting, and post-infusion procedures, such as length of stay
and monitoring. Clear communication across departments and with
families throughout the process is critical. The sharing of practices
among institutions familiar with cerliponase alfa has identified
similar as well as differing practices which new institutions may
adapt in developing their policies. Continued sharing of experiences
is essential for developing standards and guidelines for patient care.

doi:10.1016/j.ymgme.2019.11.421
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Vestronidase alfa (recombinant human beta-glucuronidase) is an
enzyme replacement therapy for mucopolysaccharidosis type VII
(MPS VII), a highly heterogeneous, ultra-rare disease. Twelve
subjects, ages 8-25years, completed a Phase 3, randomized,
placebo-controlled, blind-start, single crossover study (UXO003-
CL301; NCT02230566), receiving 24-48 weeks of vestronidase alfa
4 mg/kg IV. All 12 subjects completed the blind-start study, which
showed significantly reduced urinary glycosaminoglycans (uGAG)
and clinical improvement in a multi-domain responder index, and
enrolled in a long-term, open-label, extension study (UX003-CL202;
NCT02432144). Here, we report the final results of the extension
study, up to an additional 144 weeks after completion of the blind-
start study. Three subjects (25%) completed all 144 weeks of study,
eight subjects (67%) ended study participation before Week 144 to
switch to commercially available vestronidase alfa, and one subject
discontinued due to non-compliance after receiving one infusion of
vestronidase alfa in the extension study. The safety profile of
vestronidase alfa in the extension study was consistent with
observations in the preceding blind-start study, with most adverse
events mild to moderate in severity. There were no treatment or
study discontinuations due to AEs and no noteworthy changes in a
standard safety chemistry panel. There was no association between
antibody formation and infusion associated reactions. Subjects
receiving continuous vestronidase alfa treatment showed a sustained
uGAG reduction and clinical response evaluated using a multi-
domain responder index that includes assessments in pulmonary
function, motor function, range of motion, mobility, and visual
acuity. Reductions in fatigue were also maintained in the overall
population. Results from this study show the long-term safety and
durability of clinical efficacy in subjects with MPS VII with long-term
vestronidase alfa treatment.
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Current Fabry disease (FD) treatments (enzyme replacement
therapy [ERT] and chaperone therapy) show limited symptom
improvement, particularly neuropathic pain (NeP). Their use may
be restricted by mode of administration, immunogenicity, or type of
GLA-gene mutation. Lucerastat, an iminosugar in clinical

development as substrate reduction therapy to reduce the net
globotriaosylceramide (Gb3) load in tissues, has the potential to
alleviate FD symptoms with the goal to delay disease progression.
The MODIFY study (ClinicalTrials.gov: NCT03425539) aims to
determine the clinical efficacy of oral lucerastat monotherapy and
evaluate its safety in subjects with FD. Eligible adults with genetically
confirmed FD diagnosis and Fabry-specific neuropathic pain (FD-
NeP) will enter screening (~6-7 weeks duration). Subjects with
moderate/severe NeP who complete the daily eDiary during
screening will be randomized (2:1) to receive either twice daily oral
lucerastat or placebo. Lucerastat is renally excreted; starting doses
will be adjusted based on individual estimated glomerular filtration
rate. Treatment allocation will be stratified by sex and previous ERT
(no ERT at screening [treatment-naive subjects who never received
ERT and pseudo-naive subjects who stopped ERT =6 months prior to
screening] vs. ‘switch’ subjects who stopped ERT at screening). At the
end of the 6-month double-blind treatment period, subjects may
enter an open-label extension study, to further assess safety and
efficacy parameters. Symptoms will be assessed via a validated
patient reported outcome instrument using an eDiary. Primary
endpoint: response to treatment on FD-NeP (reduction from baseline
to month 6 of >30% in the ‘modified’ Brief Pain Inventory Short Form
Question 3 score, measured daily). Secondary endpoints include
change from baseline to month 6 in plasma Gb3, and, for subjects
with gastrointestinal symptoms at baseline, average daily score of
abdominal pain (Numeric Rating Scale-11) and number of days with
>1 stool of Bristol Stool Scale consistency type 6/7.

doi:10.1016/j.ymgme.2019.11.423
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Fabry disease (FD) is an X-linked multisystem lysosomal disorder,
affecting males and females caused by the deficient of a-galactosi-
dase-A (a-Gal-A) activity. Long-term disease manifestations include
progressive renal failure, hypertrophic cardiomyopathy, cardiac
rhythm disturbances, stroke and death. Two enzyme replacement
therapies (ERT) and an oral chaperon therapy are commercially
available. The clinical benefit of available treatments may not be as
robust as anticipated, especially in the subset of males with ‘classic’
Fabry disease. In the context of ERT, a combination of factors
including dose, dosing interval, presence of anti-drug antibodies,
estimated glomerular filtration rate (eGFR), age at the time of ERT
initiation and proteinuria could explain the less than optimal
responses achieved by the currently available ERT (Schiffmann et
al. 2017). Pegunigalsidase alfa is a novel PEGylated homo-dimer ERT
which is more stable, has a favorable safety profile, potential less
development of anti-drug antibodies, and enhanced pharmacokinetic
profile (~80 h half-life and higher AUC) compared to other available
ERT. Adult FD patients (males and females) deteriorating in kidney
function with annualized eGFR < — 2 mL/min/1-73 m?/year while on
agalsidase beta have been enrolled into BALANCE, a phase-III double-
blind active control study (NCT02795676), and were randomized
(2:1 ratio) to pegunigalsidase alfa or continue agalsidase beta for 2


ctgov:NCT02230566
ctgov:NCT02230566
ctgov:NCT02230566
ctgov:NCT02230566
ctgov:NCT02230566
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
ctgov:NCT02432144
http://dx.doi.org/10.1016/j.ymgme.2019.11.422
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
ctgov:NCT03425539
http://dx.doi.org/10.1016/j.ymgme.2019.11.423
ctgov:NCT02795676
ctgov:NCT02795676

	This link is https://www.nature.com/articles/s41436-0588-,",
	WORLDSymposiumTM 2020 Abstracts
	Extracellular vesicles increase the enzymatic activity of lysosomal proteins and improve the ef.....
	Characteristics of Pompe disease patients with and without the c.-32-13 T &gt/; G (IVS1) varian.....
	Understanding Fabry in Families study �-� The availability of pedigree testing, genetic counsel.....
	Audit of a global rare disease clinical trial support service
	Cross-validation of the Vineland-III with independent assessments of cognition and adaptive ski.....
	A one tertiary centre experience: Is compliance with migalastat an issue in Fabry disease patie.....
	Cell-mediated immunity in Fabry disease patients submitted to enzyme replacement therapy
	Short term effects of migalastat in cardiac structure: A case report
	Development of mucopolysaccharidosis or MPS specific Infant Physical Symptom Score (IPSS)
	Efficacy of cell-type specific rescue in a new mouse model of CLN3 disease
	Clinical utility of total concentration of globotriaosylsphingosine (Lyso-Gb3) and its analogue.....
	Psychological health in adults with Morquio syndrome type A after six months of enzyme replacem.....
	Morquio syndrome type A treatment with non-viral vector
	Pseudoneuronopathic form of Hunter syndrome
	Hematopoietic stem cell transplantation in a patient with mucolipidosis type II �-� A five-year.....
	TRAZELGA: Preliminary results of the Spanish prospective, multi-center follow-up study and immu.....
	Impact of immunoparesis on Gaucher disease (GD): Results from a network relationship analysis o.....
	Early enzyme replacement therapy in Wolman disease: Challenges and outcomes
	Infantile-onset Pompe disease and CRIM negative status: Immunomodulation with intravenous immun.....
	Preclinical development of SPK-3006, an investigational liver-directed AAV gene therapy for the.....
	The Fabry cardiovascular phenotype: Aortic stiffness in Fabry disease is linked to left ventric.....
	Mass spectrometry approach allowing correlations between podocyturia and glycosphingolipids in .....
	Complicated cases and the need for individualized follow up plans for children diagnosed with P.....
	Extended treatment with VAL-1221, a novel protein targeting cytoplasmic glycogen, in patients w.....
	Effects of enzyme replacement therapy on bone density in late onset Pompe disease
	Clinical characteristics and health care resource utilization for patients with mucopolysacchar.....
	Cardiac rhythm abnormalities �-� An undervalued cardiovascular risk in adult patients with muco.....
	The importance of the autopsy in understanding rare disease: Defining the role of the genetics .....
	Clinical manifestations of lysosomal acid lipase deficiency (LAL-D): The international LAL-D re.....
	Early enzyme replacement therapy in a CRIM positive classic infantile Pompe patient: 11-year fo.....
	A prospective natural history study of metachromatic leukodystrophy: A 20 year study
	Neurodevelopmental outcomes of hematopoietic stem cell transplantation for mucopolysaccharidosi.....
	Characterization of anti-agalsidase beta antibody formation from clinical trials and the Fabry .....
	Extracellular vesicles as drug delivery vehicles for lysosomal enzyme TPP1 to treat Batten dise.....
	Parkinson prodromal features in a large cohort of Gaucher carriers
	Safety and efficacy of rapid intravenous velaglucerase-alfa infusion in naïve patients with Gau.....
	Plasma adiponectin is a potential biomarker for organ involvement in male Fabry disease patient.....
	Predictive biological patterns in Fabry disease revealed by integrative omics machine learning .....
	Parsing the phenotypic landscape of lysosomal diseases using integrative network analysis
	Brain penetrant structurally targeted allosteric regulators for treating GLB1-related disorders
	Transition in health care from childhood to adulthood for lysosomal diseases patients in France.....
	Progressive hearing loss in the α-galactosidase A deficient rat model of Fabry disease
	Systemic high-level IDUA enzyme activity with correction of neurologic deficit in mucopolysacch.....
	Lysosomal acid lipase deficiency and hematologic cancer predisposition
	Delineating the role of myeloid cells and brain microglia in Gaucher disease
	International Niemann-Pick Disease Registry: The characteristics of ASMD and NPC patients
	Long-term clinical outcomes of patients with mucopolysaccharidosis type II: A case series
	Lysosomal acid lipase deficiency across ages: Unraveling the clinical spectrum of an under-reco.....
	Early synaptic dysfunction in MPS IIIC
	Sleep disturbance in children with mucopolysaccharidosis (MPS) types II and III; a review of me.....
	Improvement program in evaluation and management of Gaucher disease
	Gene therapy PR006 increased progranulin levels and improved lysosomal related phenotypes in mo.....
	Cardiopulmonary assessment of adults and adolescents with MPS disorders
	Coenzyme Q10 in Sanfilippo disease
	Long-term ambulatory outcomes in MPS I (Hurler syndrome) patients after HSCT
	Pulmonary function in paediatrically diagnosed MPS I
	Intracerebroventricular sulfamidase delivery to the brain
	Newborn screening for MPS I: The clinical benefit
	High incidence of Gaucher disease in northeast Italy: Results from lysosomal newborn screening
	Long-term treatment with elosulfase alfa has an acceptable safety profile for patients with Mor.....
	Liver expression of secretable GAA rescues advanced Pompe disease at the biochemical, functiona.....
	Fabry disease, differential diagnosis or coexistence with multiple sclerosis? A new mutation id.....
	Development of a conceptual model for variant late-infantile neuronal ceroid lipofuscinoses typ.....
	Gaucheromas a complication in 2 children despite enzyme replacement therapy
	Are genotype and biomarkers enough to initiate enzyme replacement therapy in Fabry disease? The.....
	To develop a fusion protein combined α-galacosidase A and insulin-like factor 2 for treatment o.....
	Mutation spectrum of glucocerebrosidase gene in Pakistani patients with Gaucher disease
	Phenotypic diversity of Niemann-Pick disease type C in Pakistani children
	The lysosphingolipids analysis of sphingolipidoses in high-risk screening
	Preclinical efficacy and safety evaluation of scAAV9/CLN7 gene replacement therapy in rodents
	Development of a new pharmacological chaperone therapeutic strategy for Fabry disease
	Asian hotspot Fabry disease mutation, IVS4 + 919G &gt/; A, evidence for founder effect and orig.....
	Newborn screening for Morquio syndrome: Results from the 8-plex assay for 70,000 newborns
	Enhancing cell culture conditions for MPS IIIB induced pluripotent stem cells: The impact of dy.....
	Validation of ELISA and cellular uptake inhibition assays to detect and quantify antibodies rai.....
	What lies beneath: Unraveling Niemann-Pick disease type C in adults
	Regional manager program of the International Gaucher Alliance: No patient left behind
	A global disease patient registry for neuronopathic Gaucher
	Development of a real-world evidence platform for MPS III
	Glucosylsphingosine for the screening, diagnosis, monitoring and prediction in Gaucher disease
	Hyaline fibromatosis syndrome: Genetic, clinical and biochemical characterization of a large co.....
	Two-tier screening approach for the identification of hereditary angioedema type 1 & 2 patients
	Integrative discovery approach to identification of biomarkers in Fabry disease patient bioflui.....
	LINCE project: A fast diagnosis of CLN2 disease
	Atypical neuronal ceroid lipofuscinosis type 2 (CLN2 disease): A case report
	Brain MRI findings in patients with mucopolysaccharidosis type VI (MPS VI)
	Glucosylsphingosine as a biomarker of disease burden in Gaucher disease
	Cellular and immune response to migalastat therapy in Fabry disease patients
	Agalsidase beta stabilizes cardiac outcomes in Fabry disease patients: A systematic literature .....
	Health care practitioners' experience-based opinions on providing care for patients with a posi.....
	Natural history of GM1 gangliosidosis mouse models generated by The Jackson Laboratory Rare and.....
	Single-dose AAV9-CLN6 gene transfer stabilizes motor and language function in CLN6-type Batten .....
	Efficiency of NGS-based gene panels as first-line screening tests for the diagnosis of lysosoma.....
	Hydrocephalus in patients with MPS: A not so unusual complication
	Benefits of prophylactic short-course immunomodulation in patients with infantile Pompe disease.....
	Pulmonary function and functional capacity in patients with mucopolysaccharidosis
	Preliminary data from first clinical trial of enzyme replacement therapy with olipudase alfa in.....
	NEO1 and NEO-EXT studies: Long-term safety and exploratory efficacy of repeat avalglucosidase a.....
	Gaucher disease specific patients reported outcome measures: A mobile phone survey
	Longitudinal behavioral characterization of Gaucher-associated Parkinson murine models
	Preclinical development of SIG-005 for treatment of MPS I
	A rare bird of Czechia: Case of homozygous female Fabry disease patient
	Improved specificity for detection of Niemann-Pick disease type C and other glycosphingolipidos.....
	Triamterene-induced suppression of R227X premature termination codon in Fabry disease
	Exosomes with unique CNS-targeting properties brings novel therapeutic strategy to neuronopathi.....
	Globotriaosylsphingosine (Lyso-Gb3) and analogues in plasma and urine of Fabry disease patients.....
	Cascade screening outcome in a nationwide cohort and genotype-phenotype relationship
	Delineating D409H (D448H) homozygous phenotype-genotype in an international cohort of the Inter.....
	Evidence of problems with “processing efficiency” in attenuated mucopolysaccharidosis type I
	Comparative and correlation study of biochemical substances in serum and urine of lysosomal dis.....
	Gaucher disease type 3: Variability in phenotype among siblings with same mutation
	Presynaptic dysfunction in neurons derived from Tay-Sachs-iPSCs
	Enzyme replacement therapy in Hunter syndrome (MPS II): A systematic review with narrative synt.....
	The Belgian hematology project: Screening for Gaucher and Niemann-Pick disease
	Agalsidase beta slows the progression of renal outcomes in Fabry disease patients: A systematic.....
	Newborn screening for Pompe disease in New York state: Results from 6 year single center experi.....
	Promoting independence and empowering patients on enzyme replacement therapy
	Prenatal diagnosis of non-infantile Sandhoff disease
	Second tier testing for newborn screening: The Michigan experience
	Interim results of Transpher A, a multicenter, single-dose, phase 1/2 clinical trial of ABO-102.....
	Preclinical development of SIG-007 for treatment of Fabry disease
	Association of Fabry disease and cancer: Patient report and literature review
	Role of a specialist nurse in starting substrate reduction therapy in Gaucher disease type 1: O.....
	Understanding the biopsychosocial factors contributing to mental health issues in Fabry disease.....
	Sphingosine-1-phosphate receptor type 5 (S1P5) agonism: A potential new mechanism for the treat.....
	Lentiviral hematopoietic stem and progenitor cell gene therapy (HSPC-GT) for metachromatic leuk.....
	Nasendoscopy findings in adult patients with mucopolysaccharidosis: A tertiary UK centre experi.....
	Changes in the vacuolar transport: Insight into pathomechanism of mucopolysaccharidosis
	Identification of the missing causative mutations in monoallelic cases of late-onset Pompe dise.....
	Predicting Parkinson disease: Statistical profiling of clinical data in an at-risk population
	A universal newborn and diagnostic screening platform for lysosomal diseases and beyond
	Glycosaminoglycan biomarkers in newborn dried blood spots to support newborn screening of MPS d.....
	The benefits, challenges and regional differences of family screening in rare genetic diseases:.....
	AAVHSC characterization for developing treatments for human genetic diseases of the nervous sys.....
	HMI-202: Investigational gene therapy for treatment of metachromatic leukodystrophy (MLD)
	Trends in age of diagnosis and time to treat for MPS I
	Assessing the impact of the five senses on quality of life in mucopolysaccharidosis
	Results from a phase 2 trial of a blood-brain barrier penetrating enzyme (JR-141) in patients w.....
	The correlation of Gaucher disease burden and downstream complement activation
	Rare cause of protein losing enteropathy: Gaucher disease type 3
	Monocyte lineage-specific glucocerebrosidase expression in human hematopoietic stem cells: A un.....
	Effect of losartan and propranolol on cardiac remodeling in mucopolysaccharidosis type I mice
	Follicular helper T-cell and B-cell subsets in mucopolysaccharidosis patients
	Expression levels of the mono carboxylate transporter MCT1 in erythrocytes from patients with F.....
	Vacuolated lymphocytes of blood smears in the diagnoses of lysosomal disorders
	Inflamatory mediators and cytokines in acid sphingomielinase deficiency (ASMD)
	Study of inflamatory mediators in different mucopolyssacharidosis patients
	Intrafamilial variability in late-onset CLN2 disease
	Persistent EBV viremia in siblings with lysosomal acid lipase deficiency (LAL-D)
	Laronidase desensitization protocol in a fluid sensitive child after anaphylaxis during hematop.....
	Population pharmacokinetic of enzymatic activity of glucocerebrosidase in Gaucher disease patie.....
	Effect of intrathecal recombinant human arylsulfatase A enzyme replacement therapy on structura.....
	Cardiovascular manifestations of feline Sandhoff disease after intravenous AAV gene therapy
	Homozygous TBCK mutation: A novel type of lysosomal disorder
	Engineering α-galactosidase A (GLA) to improve protein stability, efficacy and reduced immune r.....
	Comparisons of infant and adult mice reveal age effects for liver depot gene therapy in Pompe d.....
	A new randomized placebo-controlled study to establish the safety and efficacy of velmanase alf.....
	Inhibition of GBA2 may influence the neuronal response to oxidative stress: Implications for Ga.....
	Gene therapy PR001 increased GCase activity and improved neuronopathic Gaucher disease phenotyp.....
	Disease correction by intraparenchymal or cisternal delivery of a modified AAV8 capsid expressi.....
	Alternative agalsidase beta dosing strategies in a combined cohort
	Velmanase alfa enzyme replacement therapy for alpha-mannosidosis improves patient outcomes over.....
	Puberty, fertility and pregnancy in patients with mucopolysaccharidosis and mucolipidosis: A mu.....
	Brain delivery and efficacy of an intravenously-administered lysosomal enzyme using a blood-bra.....
	Arterial stiffness assessment in naïve patients with Fabry disease
	Development of a plasma lyso-Gb1 clinical assay and its application to Gaucher and Krabbe disea.....
	Biliary atresia and Niemann-Pick disease type C: Coincidence or a mimic?
	Patient-centered development of a pretest genetic counseling video for Fabry disease
	Improvement of Fabry disease-related gastrointestinal symptoms in significant proportions of cl.....
	Chart review of the management of late-onset Pompe patients diagnosed through newborn screening
	Inflammation and its alleviation in a fly model for neuronopathic Gaucher disease
	DNA methylation study of GLA gene and its association with autophagy and clinical severity of h.....
	Adherence to international and local guidelines in Irish Morquio syndrome type A patients
	Longitudinal assessment and immune response to recombinant GAA in CRISPR-Cas9 generated Pompe d.....
	Molecular diagnostic findings of lysosomal diseases as a result of “Detect Lysosomal Storage Di.....
	Pegunigalsidase alfa, PEGylated α-galactosidase-A enzyme in development for the treatment of Fa.....
	A phase I/II multicenter gene therapy clinical study for Fabry disease
	Prompt initiation of agalsidase alfa therapy is associated with improved cardiovascular and ren.....
	First-in-human study of a liver-directed AAV gene therapy (FLT190) in Fabry disease
	The International Niemann-Pick Disease Registry (INPDR): A beacon for rare diseases
	Rescue of NPC1 protein and effect on biomarkers by arimoclomol treatment in Niemann-Pick diseas.....
	Innovative gene therapy for lysosomal neuraminidase 1 (NEU1) deficiencies
	Clinical spectrum and molecular variants in Gaucher disease presenting in early infancy
	Sequencing-based screening for lysosomal disorders in a multi-ethnic biobank
	Deep phenotyping proteomics analysis of CSF from CLN2 patients undergoing enzyme replacement th.....
	Utility of gene panel testing in children with seizure onset after 2 years of age: Results from.....
	Methodologies that lead to conceptual strength and representation in rare disease qualitative r.....
	Neurodevelopmental outcomes in patients with mucopolysaccharidosis type I (MPS I)
	The impact of providing rare disease educational programs in resource-limited settings
	Exposure-response of migalastat in support of extrapolation of efficacy from adults to children.....
	Airways abnormalities in adult patients with mucopolysaccharidosis: Single institute experience
	Analysis of heparan sulfate and heparan sulfate non-reducing ends in mucopolysaccharidosis type.....
	Intra-articular AAV9 α-iduronidase gene therapy in mucopolysaccharidosis type I canine model
	Platelet and myeloid cell phenotypes in a rat model of Fabry disease
	PQ interval, QRS duration and QTc interval increased in Fabry disease patients treated by enzym.....
	First signs for lysosomal disorders (LD) �-� kidney ultrasound
	Abnormalities in the cerebral cortex in Gaucher disease type 1: Findings from the ENIGMA storag.....
	Synergistic chaperone activity of N-acetylcysteine and its metabolite L-cysteine in Gaucher dis.....
	Challenges for newborn screening and rare disease diagnostic initiatives in Europe
	Combined biochemical and targeted-next generation sequencing panel for differential diagnosis o.....
	The value of biochemical enzymatic testing for the rapid identification of early-onset Pompe di.....
	GALC-folding assistant molecules as potential therapies for Krabbe disease
	Psychosine-reducing molecules as potential therapies for globoid-cell leukodystrophy or Krabbe .....
	Analysis of urinary sphingolipids in patients with rare genetic diseases using a tandem mass sp.....
	Assessment of various routes of AAV administration in achieving CNS transduction
	Combination AAV delivery to target vision loss and CNS manifestations in CLN3 disease
	A novel AAV capsid with improved tropism to heart, kidney and PNS for treatment of Fabry diseas.....
	Intravenous delivery of a novel AAV capsid with improved PNS tropism reduces underlying Pompe d.....
	Whole-body MRI in late-onset Pompe disease: Clinical utility and correlation with functional me.....
	Higher dosing of alglucosidase alfa improves outcomes in children with Pompe disease
	Study of a novel neuraminidase 1 knockout mouse links the pathology of sialidosis in the nervou.....
	Development of high sustained IgG antibody titers and corresponding clinical decline in an adol.....
	Quantification of cerebrospinal fluid chitotriosidase in a clinical laboratory is validated for.....
	A patient-reported outcome validation study of concept elicitation and cognitive debriefing to .....
	Antisense oligonucleotide targeting glycogen synthase (GYS1) in a Pompe disease mouse model
	Case report of the first patient treated with ex-vivo autologous haematopoietic stem cell gene .....
	Using machine learning to identify chaperones for sialidosis
	A phase 1 study of gene therapy with ACTUS-101 in late-onset Pompe disease
	Germline variants of lysosomal disease has increased risk of cancer
	Mucopolysaccharidosis type III in mainland China: Natural history, clinical and molecular chara.....
	A new look at an old disease: Is Pompe disease a neuromuscular disorder with CNS involvement?
	Mini-COMET study: Safety, immunogenicity, and preliminary efficacy for repeat avalglucosidase a.....
	Quantitation of glycosaminoglycans in amniotic fluid by liquid chromatography tandem mass spect.....
	Quantification of glycosaminoglycans in mucopolysaccharidosis type IIID: The first Brazilian pa.....
	Quantification of glycosaminoglycan species in patients with multiple sulfatase deficiency by l.....
	Newborn screening for six lysosomal diseases: Pilot study in Brazil
	Home infusion therapy with agalsidase alfa for patients with Fabry disease in Germany and Austr.....
	Longitudinal change in the urinary biomarkers of young pediatric patients with pathogenic varia.....
	Use of flotation-REST (restricted environmental stimulation technique) therapy in treatment of .....
	Long-term efficacy and safety of vestronidase alfa enzyme replacement therapy in subjects with .....
	Relative contribution of acid ceramidase and alfa-galactosidase a to lyso-Gb3 and severity in F.....
	Inhibition of fatty acid amide hydrolase prevents pathology in a mouse model of acid sphingomye.....
	Cell modeling and assay development for Krabbe disease
	Ethical and psycho-social implications of mucopolysaccharidosis type I identified by newborn sc.....
	Longitudinal characterization of the Cln8mnd−/− mouse model of CLN8 Batten disease fine motor p.....
	Fabry stabilization index (FASTEX): Clinical evaluation of disease progression in Fabry disease.....
	Neutralizing anti-drug antibodies inhibit endothelial enzyme uptake and activity in Fabry disea.....
	Selective screening for lysosomal disorders in a large cohort of minority groups shows higher i.....
	Assessing mast cell cross-talk with dendritic and natural killer cells for clinical management .....
	Switching from agalsidase alfa to pegunigalsidase alfa for treating Fabry disease: One year of .....
	A new platform technology for next generation lysosomal enzyme replacement and potential gene t.....
	Development of an AAV5-based gene therapy for Fabry disease
	Successful ambroxol treatment in Gaucher disease type 2: Age-appropriate neurocognitive develop.....
	A case report of successful treatment of teenage patient with lysosomal acid lipase deficiency
	A prospective natural history study of Krabbe disease in a patient cohort with onset between 0 .....
	Serum protein electrophoresis pattern alterations on lipidoses patients
	In silico identification of pharmacological chaperones for mucopolysaccharidosis type IIIB
	Infertiliy in Fabry disease: An overlooked feature in alfa-galactosidase deficiency?
	Late-onset Krabbe disease: Findings from a cohort of Brazilian patients
	Amyloid deposition in a patient with the complex Gaucher disease/Parkinson disease
	Quantification of glycosaminoglycans by liquid chromatography tandem mass spectrometry is a use.....
	Comparison of tripeptidyl peptidase 1 (CLN2) measurement by fluorometry and tandem mass spectro.....
	Targeted-population screening for mucopolysaccharidoses: Results of the assessment of &gt/;9000.....
	Survey assessing the prevalence and severity of neuropsychiatric manifestations in patients liv.....
	New biomarkers for MPS IH: Plasma iduronidase and urine non-reducing ends
	Combination intrathecal and intravenous gene therapy reveals a dominant role for treatment age .....
	Assessing upper extremity limitations of late-onset GM2 gangliosidoses with the Neuro-QOL Item .....
	Multiplex measurement of lysosomal disease enzyme activity using LC-MS/MS
	Hamburg Late Infantile neuronal ceroid lipofucinosis scale (H-LINCLS) vs. the Unified Batten Di.....
	CLN1 disease natural history data: Prospective and retrospective analysis
	Age-at-onset of core features of CLN3 disease: A cross-sectional and longitudinal natural histo.....
	The CLN3 Disease Staging System (CLN3SS): A tool for stratification based on disease severity
	Pre-clinical safety and efficacy findings of AT845, a novel gene replacement therapy for Pompe .....
	Strategies to shorten diagnostic delays for late infantile neuronal ceroid lipofuscinosis type .....
	Safety, tolerability and preliminary evidence of biopotency in Transpher B, a multicenter, sing.....
	Prospective study of the natural history of chronic acid sphingomyelinase deficiency in childre.....
	Iduronidase-transposed human B lymphocytes correct enzyme deficiency and glycosaminoglycan stor.....
	Analytical and diagnostic performance of a DBS based assay for GM1 and GM2
	Lyso-sphingomyelin as biomarker for Niemann-Pick disease type A and B patients
	Investigating the suitability of high-resolution mass spectrometry for newborn screening: Ident.....
	Facial phenotyping in Fabry disease using Face2Gene
	Home infusion therapy with velaglucerase alfa for Gaucher disease type 1 in Germany and Austria
	Cross-sectional and longitudinal quantification of CLN3 disease progression
	One-off liver directed AAV gene therapy achieves long term uptake of acid beta-glucocerebrosida.....
	Individual patient responses to eliglustat in treatment-naïve adults with Gaucher disease type .....
	Expanding the phenotype: Acid ceramidase deficiency presenting with features of SMA-PME and Far.....
	Farber disease (acid ceramidase deficiency) natural history study: Prospective and retrospectiv.....
	Long-term clinical outcomes of patients treated with elosulfase alfa: Five-year real-world resu.....
	The pharmacological chaperone N-(n-butyl)deoxygalactonojirimycin enhances beta-galactosidase pr.....
	Chronic myocardial edema in Fabry disease is linked to myocardial injury and left ventricular v.....
	Bone impact of a late diagnosis in Gaucher disease
	Pompe disease: PAS-positive lymphocyte vacuoles as diagnostic screening test
	Stroke characterisation and description of identified risk factors in a Fabry disease large coh.....
	Chronic immune thrombocytopenia refractory to treatment in a patient with Gaucher disease with .....
	Long-term clinical outcomes of patients with Morquio syndrome type A treated with elosulfase al.....
	Podocyte globotriaosylceramide (GL-3) content in female adult patients with Fabry disease and a.....
	Use of biomarkers to follow up positive lysosomal diseases in newborn screening
	Intraspinal space restriction at the occipito-cervical junction alters cervical spinal cord dif.....
	Impact of extended post-HSCT enzyme replacement therapy (ERT)�on linear growth in mucopolysacch.....
	Current understanding of language development in late infantile neuronal ceroid lipofuscinosis .....
	Targeting GLB1 in mice by CRISPR/Cas9 genome editing: Establishing a novel model for type II GM.....
	Neuroinflammation in mouse models of two different lysosomal diseases
	Parkinsonism in a Canadian population of patients with type 1 Gaucher disease
	Early detection of the irreversible cardiac damages in the adults with late onset Fabry disease.....
	Development of a gene therapy for Fabry disease using adeno-associated viral vector mediated ge.....
	Circular RNAs expression profiles and their phenotype associations in Fabry disease: A pilot st.....
	Audit on cardiovascular risk in Fabry disease
	Validation of an expert system-generated checklist for the early diagnosis of mucopolysaccharid.....
	Principal component analysis (PCA) based data fusion approach for a mouse model of CLN8 Batten .....
	Therapy for mucopolysaccharidosis type II with an intravenous blood-brain barrier-crossing enzy.....
	Successful prevention and stabilization of cognitive decline in Japanese patients with neuronop.....
	Long-term outcomes in adults affected with mucolipidosis type III �-� A two-centre experience
	Diagnostic strategy for females suspected of Fabry disease
	Differential diagnosis for mucopolysaccharidoses (MPSs)
	Differential diagnosis of Niemann-Pick disease types A and B in cases of suspected Gaucher dise.....
	Parent prioritization of meaningful treatment targets for Sanfilippo syndrome
	PROVIDE: Video-based patient-reported outcomes for Sanfilippo syndrome: A new and innovative ap.....
	First case report of Gaucher disease and Graves' thyroiditis
	Findings from a first international newborn screening meeting for MPS I
	High dose hematopoietic stem cell transplantation leads to rapid hematopoietic and microglial r.....
	Migalastat therapy for Fabry disease; real-word clinical outcomes comparing those previously tr.....
	A retrospective outcome analysis of chaperone therapy in Fabry disease: Clinical outcomes after.....
	The clinical features of advanced Fabry disease: A single centre, twelve-year experience
	Effect of enzyme replacement therapy on the innate and adaptative immune response in patients w.....
	Frequency of epilepsy in neuronopathic mucopolysaccharidoses
	Liver-targeting gene editing achieves significant neurological benefits in MPS I mice
	Correction of both Tay-Sachs and Sandhoff diseases with the PS gene editing system
	Disability experience of a women with Morquio syndrome type IVA
	miR-143 regulates lysosomal enzyme transport across blood-brain barrier and improves CNS treatm.....
	Caregiver-reported impact on quality of life and disease burden in patients diagnosed with meta.....
	Update on a no-cost epilepsy gene panel for seizure onset between 2 and 4 years of age: Results.....
	Efficacy and safety of arimoclomol in patients with Niemann-Pick disease type C: Results from a.....
	Impact of early diagnosis by NBS on existing genotype phenotype correlations for Pompe disease
	An overview of the reproductive system in mucopolysaccharidosis and case control study to ident.....
	Safety, pharmacokinetics, and pharmacodynamics of oral venglustat in Parkinson disease patients.....
	Maroteaux-Lamy syndrome (mucopolysaccharidosis type VI): Symptoms and the impact on function an.....
	Disturbancy in the efficiency of macromolecule degradation systems as one of the unknown aspect.....
	Disease burden and treatment considerations in Krabbe disease: The caregiver perspective
	LRRK2 findings in a family with GBA1 mutations: A case study and implications for genetic couns.....
	Growth, bone, and joint outcomes in non-neuronopathic mucopolysaccharidosis type II over 10 yea.....
	Fabry patient-reported outcome-gastrointestinal (FABPRO-GI): A new Fabry disease-specific gastr.....
	High prevalence of pseudodeficiency for MPS I and MPS II and the impact on newborn screening
	Umbilical cord blood transplant is the preferred stem cell source in children with MPS IH (Hurl.....
	Gene editing to treat GM1-gangliosidosis by heterotopic insertion of GLB1 in a murine model
	Perspectives into the spatial organization of HGSNAT protein structure for Sanfilippo syndrome .....
	Combining machine learning and in vitro approaches to identify potential chaperones for lysosom.....
	Translating a novel fetal therapy for lysosomal diseases into clinical care: The race for appro.....
	Recombinant hexosaminidases conjugated to magnetite nanoparticles: Alternative therapeutic trea.....
	Relevance and comprehension of patient-reported outcome measures of mobility, physical function.....
	Next generation sequencing is useful for the diagnosis of mucopolysaccharidosis type III in Rus.....
	Skeletal muscle abnormalities in Pompe disease can be reversed by enzyme replacement therapy
	Routes to diagnosis of Fabry disease according to patient age and geographic distribution
	High risk screening for mucopolysaccharidosis type III B in Colombia: Application of a micromet.....
	Family survey results of 7 children with atypical neuronal ceroid lipofuscinosis type 2 (CLN2) .....
	Results of a family survey on healthcare resource needs in children with neuronal ceroid lipofu.....
	Lyso-Gb1 as a biomarker of treatment outcomes in Gaucher disease: An evaluation of data from th.....
	Tay-Sachs disease carrier screening: Comparative analysis of NGS-based sequencing and enzyme te.....
	Natural history of late-onset GM2 gangliosidosis: Four years of data collected at NTSAD annual .....
	Perspective of patients and caregivers on the disturbance of the disease manifestations of Gauc.....
	“Little people, big world”: Morquio syndrome type A (MPS IVA) in adult life
	FGF-23 and osteocalcin levels are not associated with cardiovascular manifestations in Fabry di.....
	Hyperferritinemia in Fabry disease: Higher serum TNF-α levels and elevated frequency of hyperli.....
	Profile of classic Fabry disease patients with history of recurrent fever
	Access to enzyme replacement therapy and to ancillary tests in Brazilian Fabry disease patients
	Early retirement in classic Fabry disease patients: Clinical aspects in a Brazilian cohort
	Kidney transplantation in classic Fabry disease patients: Low diagnostic yield in kidney biopsi.....
	Chronic back pain in Fabry disease patients: Association with vertebral fractures
	Deterioration of bone strength as assessed by HR-pQCT in male Fabry disease patients
	Novel alpha-galactosidase A mutations compatible with classic Fabry disease: Clinical character.....
	Scoliosis in chronic neuronopathic Gaucher disease: Characterization in the treatment era
	Sanfilippo syndrome type A (MPS IIIA) with attenuated genotype manifesting in infancy with dyso.....
	Development of neuropathological model using Niemann-Pick type C patients derived iPSCs
	Assessment of the diets of Fabry disease patients correlated with reported gastrointestinal sym.....
	Effects of cyclodextrin analogs on psychosine cytotoxicity
	Development of a human 3D midbrain organoid model for investigating the link between glucocereb.....
	Long-term enzyme replacement therapy for MPS VI: 8-year follow up of a Colombian patient
	Transcriptomics characterization of lyso-Gb3 impact on cultured wild-type human podocytes
	Genomic correction of Pompe disease knock-in mouse myoblasts via CRISPR-Cas9 homology-directed .....
	Validation of the GED-C point-scoring system in true Gaucher disease patients
	Selective screening for nephropathic cystinosis among high-risk contingents of the children pop.....
	Lyso−Gb3 is not a predictive biomarker of treatment response in migalastat-treated patients wit.....
	Venglustat combined with imiglucerase positively affects neurological features and brain connec.....
	Cerliponase alfa for the treatment of CLN2 disease in an expanded patient cohort including chil.....
	Persistent treatment effect of cerliponase alfa in children with CLN2 disease: A &gt/; 4 year u.....
	Development of the “Hamburg best practice guidelines for ICV-enzyme replacement therapy (ERT) i.....
	Coagulation parameters in adults patients with type 1 Gaucher disease
	Natural history of untreated patients with type 1 Gaucher disease
	Alteration in redox homeostasis in early-onset Tay-Sachs disease mouse model
	Analysis of rare variants in lysosomal pathway genes in patients with Gaucher disease with and .....
	Role of 3-dimensional (3D) reconstruction of radiology images and virtual endoscopy in the asse.....
	Key signs and symptoms associated with GLA variant detection in relatives of an individual with.....
	Increasing awareness and earlier testing to improve MPS patient outcomes: Simply Test for MPS e.....
	Morphological evidence for hepatic canalicular dysfunction in ERT-treated patients with Gaucher.....
	Smoldering myeloma as the initial presentation of Gaucher disease type 1
	What do researchers, clinicians, industry employees, advocacy leaders, 30 million with rare dis.....
	Scientific, clinical, social, and policy status and considerations for implementing newborn scr.....
	Baseline patient characteristics of followME, a new, patient-centric, prospective, observationa.....
	SAAMP 3.0©: Computational biology to predict the phenotype of a missense mutation for lysosomal.....
	A novel approach to CNS dysfunction of Pompe disease with a fusion protein consisting of anti-t.....
	Fabry disease patients' perspectives on multidisciplinary clinics
	Supporting adults living with mucopolysaccharide (MPS) diseases: Understanding current experien.....
	Prevalence of intestinal disease as terminal event in mucopolysaccharidosis type III – A study .....
	Does the hormonal replacement therapy (HRT) increase the risk of cerebrovascular events in fema.....
	Long-acting glyco-design (LAGD) for improved kinetics and distribution of α-galactosidase A
	Newborn screening for mucopolysaccharidoses: Measurement of glycosaminoglycans by LC-MS/MS
	Cochlear implantation in a patient with mucopolysaccharidosis type IVA
	Safety study of sodium pentosan polysulfate for adult patients with mucopolysaccharidosis type .....
	Therapeutic options for mucopolysaccharidoses: Current and emerging treatments
	Activity of daily life in patients with mucopolysaccharidosis type II after hematopoietic stem .....
	Mixed safety signals as a result of use of the INN “imiglucerase” for three different products .....
	Novel FACS based method demonstrates CNS cell-type distribution and efficacy of a BBB penetrant.....
	Family with the rare GLA-Thr410Ala mutation
	Respiratory system involvement in Russian patients with mucopolysaccharidosis: Effects of enzym.....
	Beta-glucosidase analysis in dried blood collected on filter paper (DBS), report of a new metho.....
	Diagnosis of 4 novel cases of adult acid sphyngomielynase deficiency by screening with next-gen.....
	AVR-RD-01 lentiviral gene therapy reduces Gb3 substrate in endothelial cells of renal peritubul.....
	Shortening the time between symptom onset and diagnosis for CLN2 disease: Results from Behind t.....
	The unmet need in Fabry disease: A retrospective analysis of healthcare claims in the United St.....
	Lyso-Gb3: A valid follow-up marker of treatment in male Fabry disease patients?
	A comparison of the gut microbiome in children affected by Fabry disease and their unaffected s.....
	Intracerebroventricular cerliponase alfa for CLN2 disease: Clinical practice considerations fro.....
	Long-term safety and efficacy of vestronidase alfa, rhGUS enzyme replacement therapy, in subjec.....
	Rationale and design of the MODIFY study: A phase 3 multicenter, double-blind, randomized, plac.....
	Pegunigalsidase alfa, a novel PEGylated ERT, evaluated in Fabry disease patients with progressi.....
	Reducing false positives in newborn screening for lysosomal disorders
	ScreenPlus: A comprehensive, dynamic, multi-disorder newborn screening pilot program
	Underestimated aspect of mucopolysaccharidosis pathogenesis: Global changes in cellular process.....
	A comparison of clinical outcomes and transplant complications/morbidity with early (<4 months .....
	Natural history of white matter development in infantile Krabbe disease
	Cerliponase alfa for the treatment of atypical phenotypes of CLN2 disease: A retrospective case.....
	Newborn screening for Fabry disease in the state of Illinois has led to the development of a un.....
	Phase 2–3 gene therapy trial using adeno-associated virus vector for patients with mucopolysacc.....
	Histological characterization of rod-cone retinal degeneration in a mouse model of mucopolysacc.....
	Correcting dynamic foot abnormalities improves gait and function in mucopolysaccharidosis type .....
	An update on biomarkers of 7-ketocholesterol, lysosphingomyelin, bile acid-408 and glucosylsphi.....
	Extrapolation of migalastat tissue concentrations in mice as a predictor of human tissue concen.....
	A case of myeloma cast nephropathy complicated by Fabry disease after withdrawal from dialysis
	A rabbit model of nephropathic cystinosis
	Long-term neurodevelopmental, neurophysiological, and neuroradiological outcomes of hematopoiet.....
	Characterization of dermatan sulfate and chondroitin sulfate in tissues from a mouse model of m.....
	ABL1 kinase inhibitors for the treatment of Niemann-Pick disease type A
	The therapeutic effect of progranulin derived Pcgin on neuronopathic Gaucher disease
	Russian patients with GM1-gangliosidosis
	Methods for quantitative gait analysis in CLN3 disease
	Real life data on the safety and efficacy of ambroxol for patients with Gaucher disease or GBA-.....




