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Saturday, May 31, 2025

7:00 AM -1:00 PM Registration - Sonoran Room Foyer

7:55 AM - 12:30 PM Trainee Session - Sonoran Room

7:55 Introduction of the Trainee Session: Stephanie Cologna and 
Eamonn Dickson

8:00 Alex Maya-Romero

Exploring the role of cholesterol sensing by neuronal mTORC1

8:15 AM Shelby Schwarz
Insights Into Understanding the Role of NPC Proteins in 
Cholesterol Transport

8:30 Varshasnata Mohanty

Development of a Targeted LC-MS Assay for Calbindin 1 and 
other CSF Biomarkers for Niemann-Pick Type C1 Disease: Natural 
History and the Impact of Intrathecal 2-Hydroxypropyl-β-
Cyclodextrin

8:45 Shivali Rawat

Base-editing to investigate and repair Niemann-Pick C1 function

9:00 Ines Caria
Could CYP46A1 expression improve autophagic defects in 
Niemann-Pick Type C Disease?

9:15 Ying Yan
Investigation of Clusterin Spatiotemporal Distribution in the 
Cerebellum and its Biomarker Potential in Niemann-Pick Type C

9:30 Sarita Kumari 
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CRISPRi Synthetic Lethality Screen Identified Novel Gene Targets 
Involved in NPC1 Neurodegeneration

9:45 Dominick Pierre-Jacques
Exploring the Elusive Nature of TMEM97 in Neurodegeneration 
Through Endogenous Ligand Interactions

10:00 Sayandeb Mukherjee 
ORGANELLE ENRICHMENT-BASED PROTEOMICS ON 
BRAIN AND LIVER TISSUE OF NPC1-NULL MICE

10:15 Line Lauristen 

Investigating intra- and intercellular cholesterol and oxysterol 
trafficking using fluorescent analogs and ratiometric STED 
microscopy

10:30 Emily Januck 
Integrated multi-omics analysis using MENTOR reveals metabolic 
reprogramming in the Niemann-Pick type C mouse brain

10:45 Olivia Wagner 
Investigation of blood proteomic biomarkers in individuals with 
Niemann-Pick Disease Type C1

11:00 Olivia Klein 
mRNA lipid particles facilitate iPSC neuronal differentiation for 
modeling Niemann-Pick type C1 disease

11:15 Khushboo Singhal 
Investigating the potential mechanisms of APOE isoform-mediated 
pathology in an NPC1 Niemann-Pick disease, type C1 mouse model

11:30 Ruyu Zhou
Mixed-Effects Modeling for Longitudinal NPC1 Biomarker 
Evaluation
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11:45 Vibeke Akkerman

Multimodal imaging reveals a central role for lysosomes in 
cyclodextrin-mediated dissolution of cholesterol crystals by 
macrophages

12:00 Hannah Allen
Stabilization of Neurological Decline in Two Patients Treated with 
Long-Term Adrabetadex for Neimann-Pick Disease, Type C

12:15 Ellen Koufer
Identifying key regulators of I1061T-NPC1 trafficking by Sleeping 
Beauty Transposition

12:30 - 1:30 PM NPC Family Session - Sonoran Room

12:00-1:20 PM Lunch - Grand (Arizona) Ballroom

1:30-1:40 PM Opening remarks

1:40 - 3:20 PM Session #1: Keynote & Novel Therapeutic Approaches

1:40-2:30 PM Fran Platt
Untangling the NPC Pathway: Insights and Implications for 
Therapeutic Strategies

2:30 - 2:50 Marc Patterson - Intrabio
Long-term 24-month findings of N-acetyl-L-leucine for Niemann-
Pick disease type C

2:50 - 3:20 Paul Gissen
Learning about infantile NPC and developing mutation specific 
RNA therapy trial in London



7

3:20 - 3:30 Break

3:30 - 5:10 PM Session #2: Lysosomal Biology & Cholesterol Trafficking

3:30-4:00 Roberto Zoncu
Dissecting and disabling cholesterol-mTORC1 signaling in 
neurodegeneration

4:00 - 4:30 Luis Bonet-Ponce

Role of Leucine-rich repeat kinase 2 (LRRK2) in Lysosome function

4:30- 4:50 Xiaochun Li
Regulations of intracellular phospholipid and cholesterol 
metabolism by Phosphatidylserine Synthases

4:50 - 5:10 Alber Lu
Multifaceted role of SNX13 in cholesterol trafficking regulation 
from endolysosomes

5:15-6:15 PM Reception - Grand Foyer

6:15-7:30 PM Dinner - Grand (Arizona) Ballroom

Sunday, June 1, 2025

7:00-8:00 PM Breakfast - Grand (Arizona) Ballroom

8:00 - 11:40 AM Session #3: NPC biology & novel therapeutic approaches

8:00-8:30 Judy Storch
Lysobisphosphatidic acid (LBPA)/bismonoacylglycerophosphate 
(BMP) as an NPC disease therapeutic.

8:30 - 9:00 Fred Maxfield

Testing chaperone modulation in NPC1 mutant cell lines
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9:00 - 9:20 Daniel Wustner
Membrane properties and intracellular trafficking of neurosteroids 
and cholesterol are stereospecific

9:20 - 9:40 Eamonn Dickson
Novel role for OSBP-mediated cholesterol transport in regulating 
synaptic function: Implications for Niemann-Pick Type C disease

9:40 - 9:55 Break

9:55 - 10:25 Sabina Tahirovic
Endo-lysosomal dysfunction mediated by the loss of NPC1 leads to 
neurodegeneration

10:25 - 10:45 Rajat Rohatgi
Mapping the sequence-function landscape of NPC1 and NPC2 
using tiled in situ mutational scanning

10:45 - 11:05 Zhenya Ivakine

SHINING THE CRISPR LIGHT ON RARE DISEASES: A 
JOURNEY FROM GENETIC VARIANTS TO TAILORED 
THERAPIES

11:05 - 11:25 Noam Zelcer
VPS41 governs lysosomal cholesterol egress by regulating trafficking 
of NPC1 to the lysosome via LAMP-carriers

11:25 - 11:40 Frank Pfreiger

Pathologic changes in the retinal pigment epithelium of NPC1-deficient mice

11:40 AM - 12:40 PM Lunch - Grand Ballroom

12:40 - 2:05 PM Session #4: Biomarkers and Characterization
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12:40 - 1:00 Denny Porter & Sampled

Formation of a NPC Biorepository - A Proposed Partnership with 
Sampled

1:00 - 1:15 Anastasiya Kuznetsova
CSF-based proteomic analysis reveals novel proteins implicated in 
NPC1 cellular proteostasis and energy dysregulation

1:15 - 1:30 Wenping Li

A proteomics study of Niemann-Pick disease, type C1 cerebrospinal 
fluid biochemical biomarkers evaluated during treatment with 
intrathecal 2-hydroxypropyl-beta-cyclodextrin

1:30 - 1:45 Stephanie Cologna

An Update on NPC Protein Biomarkers in Cerebrospinal Fluid

1:45 - 2:05 Critical Path Institute

2:00-5:00 PM Break

5:00-6:30 PM Poster Session - Grand Foyer

6:30-7:30 PM Dinner & Trivia Night - Grand Ballroom

Monday, June 2, 2025

7:00 - 8:00 AM Breakfast

8:00 - 11:15 AM Session #5: Novel Therapaeutics, Targets & Tools

8:00-8:30 AM Suzanne Pfeffer
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Exocytic release of accumulated cholesterol by NPC1-deficient cells

8:30-8:50 Mark Schultz

Screening approved drugs to enhance I1061T-NPC1 trafficking

8:50-9:10 Thomas Grewal
Small molecules to elevate Rab7-GTPase activity and overcome 
cholesterol accumulation in NPC1 disease

9:10-9:30 Kevin Vaughan

Contributions of STING to the Neurodegeneration in NPC Disease.

9:30 - 9:50 Chris Patzke

Genetically engineered human neurons derived from induced 
pluripotent stem cells (iPSCs), in combination with NPC1-mutant 
or wild-type astrocytes, to study the underlying cell biology of NPC

9:50- 10:05 Break

10:05 - 10:25 Charles Vite

Update on the feline NPC1 colony

10:25 - 10:45 Maria João Nunes
A Brain Therapy with Systemic Impact: In vivo Delivery of 
CYP46A1 Benefits NPC Liver Phenotype

10:45 - 11:00 Valentina Pallotini
Exploring BET Proteins as Therapeutic Drug Targets for Niemann-
Pick Type C1 Disease

11:00 - 11:15 Swetha Gowrishankar
Small molecule modulator of lysosome positioning resolves 
Alzheimer’s Disease-linked pathologies
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11:15 - 12:15PM Lunch - Grand Ballroom

12:15 - 2:15 PM Session #6: NPC Therapy Development updates

12:15 -12:45 Solomon Mbua - INPDR
The International Niemann-Pick Disease Registry – Leveraging 
Registry Data to Advance Research in Niemann-Pick Diseases

12:45-1:15 Ross Fredenberg

Update on NPC1 Stabilizer Drug Development Program

1:15 - 1:45 Elizabeth Berry-Kravis

Long-Term Benefits of Adrabetadex

1:45 - 2:15 Clinician Panel Discussion
Participants: Dr. Elizabeth Berry-Kravis, Dr. Denny Porter, Dr. 
Ian Rossman, Dr. Paula Schleifer

2:30-5:00 PM BREAK

5:00-6:30 PM Poster Session - Grand Foyer

6:30-8:00 PM Closing Dinner - Grand Ballroom

Tuesday, June 3, 2025

7:00-8:00AM Breakfast - Grand Ballroom
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