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Tools and Resources for PURA Syndrome Researchers and Clinicians
Updated 9/24/25

This resource provides a comprehensive overview of key tools and data sources to support
PURA Syndrome research and clinical work. This centralized resource is designed to facilitate
collaboration and accelerate research and therapeutic development for PURA Syndrome.

Information was gathered and formatted by Odylia Therapeutics and the PURA Syndrome

Foundation.
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https://odylia.org
https://purasyndrome.org
https://purasyndrome.org

Biobanks

Source Country

Description

Germany

The PURA-Biobank will involve the collection of a combination of
prospective and retrospective samples from consented PURA
syndrome patients globally. The samples will be used for research with
the long-term goal to understand and develop treatment strategies
against PURA syndrome or related disorders that include genomic
deletion or duplication of the PURA gene as well as other neurological
disorders.

Australia

The Australia Biobank is part of a large research program focused on
developmental and epileptic encephalopathies, including PURA
Syndrome. The program aims to identify new genetic causes,
characterize over 900 known disorders, and explore their psychosocial
and health economic impacts. It supports the development of new
standards of care and prepares for precision medicine trials. The
biobank collects specimens from participants, links clinical information
to cellular studies, and generates cell lines to investigate disease
mechanisms.

C
wn
>

The COMBINEDBErain Biorepository is a collaborative initiative aimed at
accelerating research into rare genetic neurodevelopmental disorders.
Managed by COMBINEDBrain, a nonprofit consortium of over 60
patient advocacy groups, the biorepository collects and stores
biological samples—such as blood, urine, and tissue—from individuals
diagnosed with these conditions. These samples are made available to
researchers worldwide to identify biomarkers and develop targeted
treatments.
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https://www.helmholtz-munich.de/en/pura-biobank
https://www.purafoundation.au/deer
https://combinedbrain.org/biorepository/

Patient Data

Data type | Institution/ Contact Description
Organization
Natural University of D.Baralle@soto | The PURA Syndrome Longitudinal Natural
History Southampton | n.ac.uk History Study is an ongoing, web-based
Study registry launched in 2022 to collect
comprehensive clinical data from patients
with PURA syndrome to understand its
long-term progression, management, and
outcomes. Led by the University of
Southampton, the registry allows families and
clinicians to contribute data on the condition's
symptoms, development, and overall health,
providing essential information for managing
the rare genetic disorder and supporting drug
development
Patient Managed by PURA The COMBINEDBrain Patient Registry is a
Registry the PURA Syndrome global initiative designed to accelerate
Syndrome Foundation research and treatment development for rare
Foundation genetic neurodevelopmental disorders.
Managed by COMBINEDBrain, a nonprofit
through consortium of over 60 patient advocacy
COMBINEDBr groups, the registry collects and centralizes
ain health data from individuals diagnosed with

these conditions.

Tools and Resources for PURA Syndrome Researchers and Clinicians 3



https://purasyndrome.org/wp-content/uploads/2023/05/Registry-Research-Protocol.pdf
https://purasyndrome.org/wp-content/uploads/2023/05/Registry-Research-Protocol.pdf
https://purasyndrome.org/wp-content/uploads/2023/05/Registry-Research-Protocol.pdf
https://www.hra.nhs.uk/planning-and-improving-research/application-summaries/research-summaries/pura-syndrome-longitudinal-natural-history-study/
https://www.hra.nhs.uk/planning-and-improving-research/application-summaries/research-summaries/pura-syndrome-longitudinal-natural-history-study/
https://www.google.com/search?client=safari&cs=0&sca_esv=7645c00029e89833&q=University+of+Southampton&sa=X&ved=2ahUKEwj-qZusqvKPAxXVDDQIHdcWOa4QxccNegQIBBAB&mstk=AUtExfAotZOKmbONYWtrjxgBviWkz6hWfB_O-vHvcEBt0FEbey3pm97I5P7BgwuaQH-inR1b9_yWMcqySt-CYNCd_1h9RmGYLlsK9MGi7zbKLoX291lpXaBMW_0OJjLg9fQfoifjSPabCuwyMHZjjbZlF5ScwUjhCuuhNwkKsIuVONEfa3N8JyavUF0jgGgzDVfwXBSf&csui=3
https://www.google.com/search?client=safari&cs=0&sca_esv=7645c00029e89833&q=University+of+Southampton&sa=X&ved=2ahUKEwj-qZusqvKPAxXVDDQIHdcWOa4QxccNegQIBBAB&mstk=AUtExfAotZOKmbONYWtrjxgBviWkz6hWfB_O-vHvcEBt0FEbey3pm97I5P7BgwuaQH-inR1b9_yWMcqySt-CYNCd_1h9RmGYLlsK9MGi7zbKLoX291lpXaBMW_0OJjLg9fQfoifjSPabCuwyMHZjjbZlF5ScwUjhCuuhNwkKsIuVONEfa3N8JyavUF0jgGgzDVfwXBSf&csui=3
https://combinedbrain.org/
https://combinedbrain.org/

Research Models

(*): Unknown (?): Needs to verified (-): Does not exist

Cell Models
Cell type | Genotype Pl/ Availability/Conta | Publications
Institution ct
Patient-de | * James James.Dowling@p | -
rived Dowling, MD, | ennmedicine.upen
[unknown PhD n.edu
cell type]*
iPSC PURA_A89P JAX Isogenic control -
(H/+, +/-, -I-) (+/+)
Heterozygous
knockout (+/-)
Homozygous
knockout (-/-)
iPSC PURA_F271del [JAX Isogenic control -
(+/+, +/-, -/-) (+/+)
Heterozygous
knockout (+/-)
Homozygous
knockout (-/-)
iPSC PURA G179 JAX Isogenic control -
(+/+, +/-, -/-) (+/+)
Heterozygous
knockout (+/-)
Homozygous
knockout (-/-
iPSC PURA KO (-/-) Dierk dierk.niessing@he | (Bacher et al. 2025)
Niessing, Imholtz-munich.de
PhD
* * Christopher christopher.reid@u | -
Reid. Florey | nimelb.edu.au
Institute
Australia
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https://www.pennmedicine.org/providers/james-dowling
https://www.pennmedicine.org/providers/james-dowling
https://www.pennmedicine.org/providers/james-dowling
https://www.jax.org/jax-mice-and-services?utm_source=google&utm_medium=paid&utm_campaign=2025_jax&utm_content=search&gad_source=1&gad_campaignid=73501088&gbraid=0AAAAAD_EitxlbnHGEOvrA55_MEtJioir_&gclid=Cj0KCQjwrc7GBhCfARIsAHGcW5VC5RcBM9HFegwKbOXTQUKPB8MIZuAC_V_ESE0Oyn1IuIi5LaRcKo8aAhFtEALw_wcB
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003838
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003838
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003834
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003834
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003836
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003836
https://www.jax.org/jax-mice-and-services?utm_source=google&utm_medium=paid&utm_campaign=2025_jax&utm_content=search&gad_source=1&gad_campaignid=73501088&gbraid=0AAAAAD_EitxlbnHGEOvrA55_MEtJioir_&gclid=Cj0KCQjwrc7GBhCfARIsAHGcW5VC5RcBM9HFegwKbOXTQUKPB8MIZuAC_V_ESE0Oyn1IuIi5LaRcKo8aAhFtEALw_wcB
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003844
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003844
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003840
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003840
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003842
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003842
https://www.jax.org/jax-mice-and-services?utm_source=google&utm_medium=paid&utm_campaign=2025_jax&utm_content=search&gad_source=1&gad_campaignid=73501088&gbraid=0AAAAAD_EitxlbnHGEOvrA55_MEtJioir_&gclid=Cj0KCQjwrc7GBhCfARIsAHGcW5VC5RcBM9HFegwKbOXTQUKPB8MIZuAC_V_ESE0Oyn1IuIi5LaRcKo8aAhFtEALw_wcB
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003832
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003832
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003828
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003828
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003830
https://www.jax.org/jax-mice-and-services/ipsc/cells-collection/JIPSC003830
https://www.helmholtz-munich.de/en/stb/pi/dierk-niessing
https://www.helmholtz-munich.de/en/stb/pi/dierk-niessing
https://www.helmholtz-munich.de/en/stb/pi/dierk-niessing
https://www.helmholtz-munich.de/en/stb/pi/dierk-niessing#
https://www.helmholtz-munich.de/en/stb/pi/dierk-niessing#
https://d5bbwq04.na2.hs-service-engage.com/Ctc/ZX+23284/d5bbWQ04/Jll2-6qcW7Y8-PT6lZ3kXW1M_X6G1B1gfDW7P1B25984R-hW6667873yXlwNW3Fj8h565nYD2W16_SHl4MHxkVW4WqJ9k3RjCzjN6ZzPtlZWMjpW6ZC1Vs8GXGZnVhYqqK8JZFshW1rp3tR88NZjkW2lxGVY2lxwzmW6-v0pM9hmn31W3hZ_dK91_qmyW6tmDVL76fqTyW1nn5K62lWVPkW6LVhBR5BxmYmW5cNS_814zNr-V5BtbZ5xDx9ZN3W6jHHHFc4fW5yBSdd4YDBRkV1SMLB42C6pNW4Hyfv585VqD4W7lTr1G99THrrW36tRT836gjq2VMkJDN8cs2z6W9ldkXP88QMqldZ3L1q04
https://florey.edu.au/researcher/christopher-reid/
https://florey.edu.au/researcher/christopher-reid/
https://florey.edu.au/researcher/christopher-reid/
https://florey.edu.au/researcher/christopher-reid/

Mouse Models

Species Genotype Pl/ Availability/Conta | Publications
Institution ct info
C57/BL6 PURA (+/-), Jennifer (Barbe et al., 2016)
PURA (-/-) Gordon (Mishra et al., 2013)
Temple (Johnson et al., 2006)
University (Khalili et al., 2003)
BALB/c PURA (-/-) Jochen jochen.herms(at)d | (Hokkanen et al.
Herms, PhD, [zne.de 2012)
DZNE
https://www.inform
atics.jax.org/allele/
allgenoviews/MGl:
5305287#MGI1:530
5318
* PURA KO (?) | Dierk dierk.niessing@he | -
Niessing, Imholtz-munich.de
PhD
* PURAKI Christopher christopher.reid@u | -
(p.Phe233del | Reid. Florey | nimelb.edu.au
) Institute
Australia
C57BL/6J PURA (-/-) JAX C57BL/6J-Puraem | -
exon 2 2L utzy/Mmjax
deleted
C57BL/6J PURA cKO JAX C57BL/6J-Puraem | -
exon 2 1Lutzy/Mmjax
deleted
* * Stanley -
lyudurai
Frog Models
Species Genotype Pl/ Availability/Conta | Publications
Institution ct info
Xenopus PURA KO Matt Guile Matthew.Guille@p | -
PhD, ort.ac.uk
University of
Portsmouth
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https://www.foxchase.org/jennifer-gordon
https://www.foxchase.org/jennifer-gordon
https://www.foxchase.org/jennifer-gordon
https://www.foxchase.org/jennifer-gordon
https://www.ibroneuroscience.org/article/S0306-4522(16)30456-0/abstract
https://pmc.ncbi.nlm.nih.gov/articles/PMC3414648/#S2
https://pubmed.ncbi.nlm.nih.gov/16511857/
https://id.elsevier.com/as/authorization.oauth2?state=905059c9-53ef-4757-b9c3-e2f3aefa6b91&ui_locales=en-US&redirect_uri=https://www.scopus.com/pages/callback/url&client_id=SCOPUS&platSite=SC/scopus&response_type=code&scope=openid+profile+email+els_auth_info+els_analytics_info+urn:com:elsevier:idp:policy:product:indv_identity&els_policy=idp_policy_indv_identity_plus&prompt=none&authType=SINGLE_SIGN_IN
https://www.dzne.de/en/research/research-areas/fundamental-research/research-groups/herms/research-areasfocus/#
https://www.dzne.de/en/research/research-areas/fundamental-research/research-groups/herms/research-areasfocus/#
https://www.dzne.de/en/research/research-areas/fundamental-research/research-groups/herms/research-areasfocus/#
https://www.informatics.jax.org/allele/allgenoviews/MGI:5305287#MGI:5305318
https://www.informatics.jax.org/allele/allgenoviews/MGI:5305287#MGI:5305318
https://www.informatics.jax.org/allele/allgenoviews/MGI:5305287#MGI:5305318
https://www.informatics.jax.org/allele/allgenoviews/MGI:5305287#MGI:5305318
https://www.informatics.jax.org/allele/allgenoviews/MGI:5305287#MGI:5305318
https://academic.oup.com/hmg/article-abstract/21/3/473/609708?redirectedFrom=fulltext
https://academic.oup.com/hmg/article-abstract/21/3/473/609708?redirectedFrom=fulltext
https://florey.edu.au/researcher/christopher-reid/
https://florey.edu.au/researcher/christopher-reid/
https://florey.edu.au/researcher/christopher-reid/
https://florey.edu.au/researcher/christopher-reid/
https://www.jax.org/jax-mice-and-services?utm_source=google&utm_medium=paid&utm_campaign=2025_jax&utm_content=search&gad_source=1&gad_campaignid=73501088&gbraid=0AAAAAD_EitxlbnHGEOvrA55_MEtJioir_&gclid=Cj0KCQjwrc7GBhCfARIsAHGcW5VC5RcBM9HFegwKbOXTQUKPB8MIZuAC_V_ESE0Oyn1IuIi5LaRcKo8aAhFtEALw_wcB
https://www.jax.org/strain/038424
https://www.jax.org/strain/038424
https://www.jax.org/jax-mice-and-services?utm_source=google&utm_medium=paid&utm_campaign=2025_jax&utm_content=search&gad_source=1&gad_campaignid=73501088&gbraid=0AAAAAD_EitxlbnHGEOvrA55_MEtJioir_&gclid=Cj0KCQjwrc7GBhCfARIsAHGcW5VC5RcBM9HFegwKbOXTQUKPB8MIZuAC_V_ESE0Oyn1IuIi5LaRcKo8aAhFtEALw_wcB
https://www.port.ac.uk/about-us/structure-and-governance/our-people/our-staff/matt-guille
https://www.port.ac.uk/about-us/structure-and-governance/our-people/our-staff/matt-guille
https://www.port.ac.uk/about-us/structure-and-governance/our-people/our-staff/matt-guille
https://www.port.ac.uk/about-us/structure-and-governance/our-people/our-staff/matt-guille

Zebrafish Models

Species Genotype Pl/ Availability/Conta | Publications
Institution ct info
Danio rerio | puraa®mde28 | Bettina https://zfin.org/ZD | -
Gt? Schmid B-ALT-250402-2#s
DZNE ummary
https://www.ezrc.ki
tedu/
Danio rerio | purab"mde29 | Bettina https://zfin.org/ZD | -
Gtr Schmid B-ALT-250415-1
DZNE
Danio rerio | Puraa (-/-); James James.Dowling@p | Data presented at
purab (-/-) Dowling, MD. | ennmedicine.upen | 2024 PURA
PhD n.edu Syndrome
Conference
Worm Models
Species Genotype Pl/ Availability/Conta | Publications
Institution ct info
C. elegans plp-1 (-/-) James James.Dowling@p | Data presented at
Dowling, MD, | ennmedicine.upen | 2024 PURA
PhD n.edu Syndrome
Conference
Fly Models
Species Genotype Pl/ Availability/Conta | Publications
Institution ct info
D. UAS-PURA? | Shinya yamamoto@bcm.e | -
melanogaste | G179Wfs*22” | Yamaoto, du
r DVM., PhD
D. UAS-PURA? | Shinya yamamoto@bcm.e | -
melanogaste | AB9P* Yamaoto du
r DVM., PhD
D. UAS-PURAMF | Shinya yamamoto@bcm.e | -
melanogaste | 231C* Yamaoto du
r DVM., PhD
D. UAS-PURAAF | Shin yamamoto@bcm.e | -
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https://zfin.org/action/profile/view/ZDB-LAB-030923-2
https://zfin.org/action/profile/view/ZDB-LAB-030923-2
https://zfin.org/action/profile/view/ZDB-LAB-030923-2
https://zfin.org/ZDB-ALT-250402-2#summary
https://zfin.org/ZDB-ALT-250402-2#summary
https://zfin.org/ZDB-ALT-250402-2#summary
https://www.ezrc.kit.edu/
https://www.ezrc.kit.edu/
https://zfin.org/action/profile/view/ZDB-LAB-030923-2
https://zfin.org/action/profile/view/ZDB-LAB-030923-2
https://zfin.org/action/profile/view/ZDB-LAB-030923-2
https://zfin.org/ZDB-ALT-250415-1
https://zfin.org/ZDB-ALT-250415-1
https://www.pennmedicine.org/providers/james-dowling
https://www.pennmedicine.org/providers/james-dowling
https://www.pennmedicine.org/providers/james-dowling
https://www.youtube.com/watch?v=OIfqwylP8Gc&t=1112s
https://www.youtube.com/watch?v=OIfqwylP8Gc&t=1112s
https://www.youtube.com/watch?v=OIfqwylP8Gc&t=1112s
https://www.youtube.com/watch?v=OIfqwylP8Gc&t=1112s
https://www.pennmedicine.org/providers/james-dowling
https://www.pennmedicine.org/providers/james-dowling
https://www.pennmedicine.org/providers/james-dowling
https://www.youtube.com/watch?v=OIfqwylP8Gc&t=1112s
https://www.youtube.com/watch?v=OIfqwylP8Gc&t=1112s
https://www.youtube.com/watch?v=OIfqwylP8Gc&t=1112s
https://www.youtube.com/watch?v=OIfqwylP8Gc&t=1112s
https://www.bcm.edu/people-search/shinya-yamamoto-33456
https://www.bcm.edu/people-search/shinya-yamamoto-33456
https://www.bcm.edu/people-search/shinya-yamamoto-33456
https://www.bcm.edu/people-search/shinya-yamamoto-33456
https://www.bcm.edu/people-search/shinya-yamamoto-33456
https://www.bcm.edu/people-search/shinya-yamamoto-33456
https://www.bcm.edu/people-search/shinya-yamamoto-33456
https://www.bcm.edu/people-search/shinya-yamamoto-33456
https://www.bcm.edu/people-search/shinya-yamamoto-33456
https://www.bcm.edu/people-search/shinya-yamamoto-33456

melanogaste | 233del” Yamaoto du

r DVM., PhD

D. UAS-PURAMF | Shinya yamamoto@bcm.e
melanogaste | 271del? Yamaoto du

r DVM., PhD

D. Pur-a®CR713 | FlyBase https://flybase.org/
melanogaste | 82-KO-kG4* reports/FBal03998

r

08
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https://www.bcm.edu/people-search/shinya-yamamoto-33456
https://www.bcm.edu/people-search/shinya-yamamoto-33456
https://www.bcm.edu/people-search/shinya-yamamoto-33456
https://www.bcm.edu/people-search/shinya-yamamoto-33456
https://www.bcm.edu/people-search/shinya-yamamoto-33456
https://flybase.org/reports/FBal0399808
https://flybase.org/reports/FBal0399808
https://flybase.org/reports/FBal0399808

Antibodies

(*): Unknown

Antibo | Catalo | Host Clonality | Species Applicati | KO Publication
dy g# specie Reactivity | ons validated (s

s
Anti-P | ab7993 | Rb Polyclonal | Human, WB, IF * (Gao et al.
URA 6 Mouse 2021)
Anti-P [ ab1252 | Rb Polyclonal | Human P * (Gao et al.,
URA 00 021)
PURA | 3F10 Ms Monoclon | Human, WB, * (Kuo et al.
Antibo al Mouse, ELISA, 2020)
dy Rat ICC/IF
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https://www.abcam.com/en-us/products/primary-antibodies/pura-antibody-ab79936?srsltid=AfmBOooxaaGqZNHwtWh7gReL4v0fNKxkSCNPfux7x72akXT9O-lhdeaI
https://www.abcam.com/en-us/products/primary-antibodies/pura-antibody-ab79936?srsltid=AfmBOooxaaGqZNHwtWh7gReL4v0fNKxkSCNPfux7x72akXT9O-lhdeaI
https://www.sciencedirect.com/science/article/pii/S0304383520305620#appsec1
https://www.sciencedirect.com/science/article/pii/S0304383520305620#appsec1
https://www.abcam.com/en-us/products/primary-antibodies/pura-antibody-ab125200?srsltid=AfmBOop7o5Yimlr4Nz6Cc6RFi7vpB9CsYTiyUqTQY0ebAuqV_lRMkyTQ
https://www.abcam.com/en-us/products/primary-antibodies/pura-antibody-ab125200?srsltid=AfmBOop7o5Yimlr4Nz6Cc6RFi7vpB9CsYTiyUqTQY0ebAuqV_lRMkyTQ
https://www.sciencedirect.com/science/article/pii/S0304383520305620#appsec1
https://www.sciencedirect.com/science/article/pii/S0304383520305620#appsec1
https://www.novusbio.com/products/pura-antibody-3f10_h00005813-m01#PublicationSection
https://www.novusbio.com/products/pura-antibody-3f10_h00005813-m01#PublicationSection
https://www.novusbio.com/products/pura-antibody-3f10_h00005813-m01#PublicationSection
https://www.sciencedirect.com/science/article/pii/S0006291X2031963X?via=ihub
https://www.sciencedirect.com/science/article/pii/S0006291X2031963X?via=ihub
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