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What iS SDS? A Congenital Neutropenia

Rare genetic disorder affecting protein production in every cell of the body.

E.g. problems digesting food, compromised immune system...
SDS causes a very high risk of developing leukemia (blood cancer):

® Nearly 100% fatal in SDS patients
® Frequent blood draws and bone marrow biopsies
e Constant fear of leukemia




Why are we here?

We want to give our kids the
opportunity to live a full life —
birthdays, graduation, weddings,
and even starting a family —
without fear of leukemia.




SDS Alliance: Driving SDS Research

e Founded in 2020 by biotech professionals who are also parents of
a child with SDS.

e Mission: Finding a cure for SDS
e First goal: Develop therapies that prevent leukemia.

e Give patients and families the opportunity to live without the fear
of leukemia.



Patients want their data and samples
to have maximal impact and benefit.

What data and resources are missing? = Create it!

How can we maximize the impact of the existing resources?
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1. Create Patient Reported Outcomes / Survey Platform

Coming soon.

Platform the meets regulatory requirements / privacy (FDA, EMEA, GDPR, etc.)
Patient reported data, but structured, using established data dictionaries, etc.
Based on ClinGen and the Common Data Elements developed by the European

Commission.

Validated surveys...to inform the development of outcome measures, quality of life,
patient preference, impact, etc.

Patient will be consented to allow re-contact and sharing.

Let’s discuss GUIDs and Pseudonymization tools.

Goal: Collaboration and sharing! T


https://eu-rd-platform.jrc.ec.europa.eu/sites/default/files/CDS/EU_RD_Platform_CDS_Final.pdf
https://eu-rd-platform.jrc.ec.europa.eu/sites/default/files/CDS/EU_RD_Platform_CDS_Final.pdf

2.

Create Biobank of Renewable Samples

We are building a collection of patient cell lines (LCLs, Fibroblasts, and iPSCs) that can be

easily ordered from a catalogue
cost effective

high quality

comes with rich data
anonymous
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The Coriell Institute and the NIGMS
Human Genetic Cell Repository

CORIELL‘ INSTITUTE
e Non-profit organization dedicated to advance biomedical research, facilitate scientific collaboration, and
work towards the diagnosis, treatment, and prevention of human genetic diseases
® Renowned institution generating, storing, and distributing world-class biomaterials: well-characterized,
high-quality cell lines and DNA since 1972
e Centralized, accessible scientific resource for researchers to both submit samples to make available to the
scientific community and utilize specimens to conduct research
e NIGMS Human Genetic Cell Repository
O Houses libraries of catalogued biospecimens, with associated clinical data
o  Diverse collections of disease-specific and human variation samples
o  Support biomedical research into: genetic investigation and genomic exploration, assay development and
validation, iPSC generation, proficiency testing, therapy development

o  Partners with the rare disease community
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Get Involved with the NIGMS Repository

e Submit samples (blood draw, skin biopsy, cell culture)*

o  Forindividuals affected with rare disease
o  For clinicians working with rare disease-affected patients NIGMS
o *includes “back-to-submitter” sample free-of-charge upon successful submission

® Perform research on biospecimens on catalog-available materials (cell lines, DNA
products)

o  For scientists affiliated with research institution (academic/non-profit, commercial)

e Collaborate to characterize reference materials
o  For researchers able to provide molecular and biochemical characterization of presently
uncharacterized materials (provided free-of-charge)

® Serve on Scientific Advisory Committee overseeing Repository operations

o  For experts in a diverse range of relevant biomedical fields
m E.g. molecular biology, clinical/population genetics, cytogenetics, pharmacogenetics, stem cell, bioethics, and
medicine
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Submitting to the NIGMS Repository

e Affected individual must be diagnosed with a heritable

genetic disease or chromosomal aberration
o  Unaffected family members (e.g. parents / siblings) are also eligible
o Must have clinical documentation of the disorder (e.g. medical records,
genetic test results, physician summaries)
e Sample types accepted
o Whole blood - for lymphoblastoid cell lines, iPSCs, and DNA products
o  Skin biopsy - for fibroblasts, iPSCs, and DNA products
o  Cell cultures (early passages of previously established cell lines)
® Submission process
o Email NIGMS@coriell.org and a team member will assist to provide a donation kit free-of-charge
o  Complete submission forms (informed consent, clinical data summary, submission form)
o  Draw blood/collect biopsy, and return sample with paperwork to Coriell
® Back-to-submitter rights

o  Submitters are eligible to receive one cell line (excluding iPSCs) or DNA product back-in-kind
for each sample donated that is successfully included in the NIGMS Repository catalog 989 swackmanoiamono
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Easy to search and order!

www.coriell.org

1. Type: Shwachman, for
example, then click Enter.

#) Login | M View Cart

CORIELL INSTITUTE
)R MEDICAL RESEARCH Q ?
BIOBANK L RESEARCH - SERVICES 3 BROWSE = ORDERING ' DONATE * ABOUT US
Search Results for -
Click here to add quotes (and perform an exact match search)
1results Search Help?
Repository: Collection: Product: Affected:
[JNIGMS Human Genetic ... m (O Heritable Diseases (0] aLce m OYes [0}
(JPIGI Consented Sample m

Clear Filter |~ Apply Filter

Click for all categories

[Tl oocuments) @ BExport to Excel

Viewing 1-10f 1 Results  Page Size: Filter by eld: o« > M
O sD 4 Description $ Affected & Product ¢ Source 4 Gene ¢ Mutations % Sex  # AgeatSamp
) GM28311  SHWACHMAN-DIAMOND SYNDROME ... Yes LeL B-Lymphocyte CUBN SBDS CI719AT (L. Female  7YR

‘ »

Viewir§ JO 1 Results  Page Size: v <« « L0

CORIELL INSTITUTE

FOR MEDICAL RESEARCH

BIOBANK = RESEARCH - SERVICES = BROWSE - ORDERING

Description: SHWACHMAN-DIAMOND SYNDROME 1; SDS
SBDS GENE; SBDS

Affected: Yes $105.000us0
Sex: Female .
nge: 7YR (4t samping rich data.
m Characterizations | Phenotypic Data | External Links | Culture Protocols a8
How to Ot

Repository NIGMS Human Genetic Cell Repository

Subcollection Heritable Diseases
PIGI Consented Sample

Biopsy Source Peripheral vein
Cell Type B-Lymphocyte
Tissue Type Blood
Transformant  Epstein-Barr Virus
Race More than one race
Hispanic Ethnicity Not Hispanic/Latino
Ethnicity White and Asian; Hungarian, Ashkenazi, Sephardic

Country of Origin  USA

Family Member
Family History N

Relation to proband
Proband

Confirmation Molecular characterization before cell line submission to CCR
Species  Homo sapiens
Common Name Human

Remarks ~See "Phenotypic Data’ tab

3. Review the o

Scareers | Miogn | Wviewcart
Q 2
DONATE +  ABOUTUS

Pricing

Commercial/For-profit:

$168.00us0

+ Ordering Instructions
+ MTA/ Assurance Form
+ Statement of Research Intent

4, Add to
Related Products c 3 rt to

Same Family
+ 3546

order.

+ DNAon Demand
+ Custom Services

2. Select the result of interest.
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http://www.coriell.org

3. Maximize the Impact of Existing Resources

North American SDS Registry (160/240)

NIH IBMFS Cohort Study (5)

Severe Chronic Neutropenia
International Registry (SCNIR)

Canadian Inherited Marrow Failure
Registry (CIMFR)

Italian SDS registry (121 SBDS)

French congenital neutropenia
registry

Severe Chronic Neutropenia International Registry
(SCNIR) - Europe

UK SDS registry (coming soon)

Greek biobank

00000060000 O

BMF Registry Australia

Studies vs. Resources
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ools to Address:
echnical (and Regulatory) challenges

e RD-Connect

RDCA-DAP (C-Path)
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Let’s work together!

European Commission > EU Science Hub > European Platform on Rare Disease Registration > ERDRI > DOR

ERDRI.dor - European Directory of Registries

Home  Search  Help v

Let’s discuss

V Search

e common data elements e [ ] 0

Basic Research
Rare disease

e pseudonymization tools and GUIDs

16D10 code Eationt
Healthcare planning

e prioritizing (non-renewable) patient samples
Year.afthe ’—‘ Has a biobank

V Search results

Page 101 1. (3 entes found) K o)y
Name

ESID

Severe Chronic Neutropenia International Registry

Spanish Rare Diseases Research Patient Registry

Page o1 1. (3 enies found) K Clov)y
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Why?

We want to give our kids the
opportunity to live a full life —
birthdays, graduation, weddings,
and even starting a family —
without fear of leukemia.

A

Your work gives us hope.
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