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Studying Rare Diseases at Sanford
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BATTEN DISEASE

Batten Disease (Neuronal Ceroid Lipofuscinoses)

s a family of diseases with >10 variants
caused by mutations in 14 different genes

OVERALL INCIDENCE IS:

COLLECTIVELY 1: 100,000

MOST COMMON
NEURODEGENERATIVE LIVE BIRTHS

PEDIATRIC DISORDER WORLDWIDE

INGURABLE THAT RESULTS IN
DISEASE PREMATURE DEATH

- Retinopathy leading to blindness
- Motor abnormalities

Variants have

H - Seizure
overlappl ng : - Synaptic degeneration, cortical atrophy,
clinical and path0|og|ca| neuronal loss, and glial activation

Sym ptoms - Dementia

- Sleep disorders
- Premature death

FINDING A CURE
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TRANSCRIPTION & TRANSLATION

« Science speak for:

How our body makes
proteins to carry out
everyday functions

Transcription

Trans\oXion

— ATGATCTCGTAA
TA CTAGAGCA TT

¢ DNA

ATGATCTCGTAA

AVGAOC u’ RNA
TACTACAGCATT -
= AUGAOCUCGURAA Tvowmscviph
1 (RNA)

Het Tl - Sec  folypeptide

https://www.khanacademy.org/science/biology/gene-expression-central-
dogma/transcription-of-dna-into-rna/a/overview-of-transcription
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Affected Gene Therapy Gene Therapy Spreads
Individual Delivered throughout central
Intrathecally nervous system




Affected Gene Therapy Gene Therapy

Individual Delivered Spreads
Intravenously throughout body




Affected Gene Therapy Gene Therapy

Individual Delivered Spreads throughout
Intracranially the brain




m> U.S. National Library of Medicine

ClinicalTrials.gov
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ClinicalTrials.gov is a database of privately and publicly funded clinical studies
conducted around the world.
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https://www.brineura.com/about/

O Lysosomes

The TPP1 enzyme is missing or not working properly in
children with CLLN2 disease. This leads to a buildup of
storage materials in their lysosomes, associated with cell
damage in the brain.1-3

When Brineura is delivered to a child with CLN2 disease,
it helps replace the missing TPP1 enzyme.4

A Storage material @) TPP1 enzyme


https://www.brineura.com/about/
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FDA approved, Brineura, for CLN2- Batten Disease is introduced to patients every 2 weeks
through a port inserted in their skull.

https://www.brineura.com/wp-content/themes/jupiter-child/assets/pdfs/resources/Brineura-Dosing-and-Administration-Guide.pdf
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Completed

Stem Cells Incorporated
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You keep hearing about
astrocytes and microglial
Inflammation of the brain

« Compounds that are anti-
iInflammatory

* Mycophenolate
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EXxisting Drugs or
New Drugs? ‘

* Modulate activity of CLN-

products

* Clear storage material
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We know In all Batten disease that lysosome
function is compromised....SO LETS FIX IT.

* PH modulation

e Calcium modulation
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Symptomatic Treatments
» Carnitine / o)

* Fish Qll
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