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GA4GH September Connect 2023 Meeting Report

Members of the GA4GH community were invited to attend GA4GH Connect 2023 in San
Francisco, USA, and online from 19 to 20 September. The GA4GH Connect sessions provided
an opportunity for leadership and contributors to advance the GA4GH Road Map and gather
feedback on product development and needs. The two-day meeting included Work Stream
and Driver Project updates, breakout sessions, and themed events.

The next GA4GH Connect meeting will take place in Ascona,
Switzerland, from 21 to 24 April 2024.
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Beacon extensions
Agenda and minutes - Slides « Recording

After the acceptance of Beacon v2.0 as a GA4GH standard in April 2023, many
domains have expressed interest in deploying a Beacon that suits their needs. This
session focused on how Beacon models can be created in order to add more flavours
to domain-specific Beacons.

Cancer Community

Agenda and minutes - Slides « Recording

This session welcomed a significant number of new invited members. To provide
context, the session included an overview of GA4GH, the Work Streams, and the
Cancer Community. Following that, members of standards working groups highlighted
GA4GH standards that are applicable to the field of oncology. There was an
opportunity for participants to provide feedback to inform the direction and content of
future Cancer Community meetings.

Crypt4GH in the wider scope of GA4GH

Agenda and minutes « Slides « Recording

We presented the latest advancements in the Crypt4GH standard as well as
proposed security enhancements. Our discussion included the integration of
Crypt4GH into other GA4GH standards, particularly Cloud API standards, with the aim
of incorporating Crypt4GH as an optional capability to relevant API standards directly.
We showcased a prototype resulting from a collaborative PoC with Indigenous
Genomics Australia, and also heard from GENXT who showed its pioneering work —
where Crypt4GH facilitates secure data delivery to Trusted Execution Environments in
a GA4GH-compliant way via TES and DRS.

Key takeaways and action items for April Connect 2024:
we are working on v1.1 before next Connect;
e unified way of integration with other cloud APIs/AAl;
e encourage Work Streams/leads to view requirements for support across
multiple standards;
e think about GIF project to come up with best solutions to integration.



https://docs.google.com/document/d/1e1m0fqar8V1q5wH3mWmTWdxInKfxJqcqLNuwfz_yP-U/edit?usp=sharing
https://broadinstitute.swoogo.com/ga4gh11thplenary/l/t?u=V0976l2NGTen2jbMphn-sbJyqYrRxTEDBm2l57zKxcjSe9QqVF7oHEd0GACl4rWgX1vFoF3ujNDPuySfVzRF1cZzTiKhZnSnIokIIJkzmK7oQFSSnqbhPKyxhX16COd4a6iiVu9AUnfbPuxrhG1dnFKZ-tlaj9VTfT369xrsetlvq8mMKIv0Rkc9XxrDaaKdTIecKN3smQLWyBzTlLqjfmGG_fr_bwbRQ11h0ixtFMhnr2pS1Klfo8g70pPbUJO75_wJNzddicXJ6P_qug-gWidkxzMjG3tzi4Xazzg3oI4-geH_v8lB7DJaMbSyGiFMjgJblkH4ekz7QrXtpw8d-c3Vt3eYwPY2CUCXSRvgyj-fIzUE9FuIAvBSKO8ipImxO_2wDBFUlJw8gw-wC5b4vRi8x35_CW8t9VqSqn6yrRDp3K4kpLxsvPKH1wwU49uJm1JyozY4Q68%3D&t=https%3A%2F%2Fdocs.google.com%2Fpresentation%2Fd%2F1cqrlbq-COOIkSsVK4qsKsHp1pHhipcgs%2Fedit%3Fusp%3Dshare_link%26ouid%3D110738840763072518407%26rtpof%3Dtrue%26sd%3Dtrue
https://us02web.zoom.us/rec/share/ms2MeaJbhu6ye0UdUvLb5V2wlFVHciyDRlTW6jGM-iFI9qDd9R9tlgmUUWso_BJC.2N0p3D9xjxylQfYo?startTime=1695138468000
https://docs.google.com/document/d/1CuGQe8H5viBrHWmCdIir01DdsftA9V36Ir-c0FjjcrI/edit
https://docs.google.com/presentation/d/1IEgTvJnVyhgP8J6E-GUZGMg8qvItJLbfAdGB1dyQ0xo/edit#slide=id.g240a494b776_0_5
https://us02web.zoom.us/rec/share/EVUCPALSVEwShSunpykexSK4SSUBz2l3dATxiZ1UmGTPvEBIvEi71pJxOAuA6gB0.Yd04M1bpCtYYA-H2
https://docs.google.com/document/d/1MA-u4h1LbcuZHb_gydjtOmtruqIfVkko/edit#heading=h.gjdgxs
https://docs.google.com/presentation/d/1_YlW9Fnr-fkzDxv5vQA06lxsj6TNzmZaKhtejpf7hdo/edit#slide=id.g12114f355b8_1_0
https://us02web.zoom.us/rec/play/99OidtjvHQFTS6msYWxVJoqKV2Q63b0ffEpqBH0DgN0cHrIfkaKQM9X8VVxX0yDzFMayODYNYcrNyA9D.p51vuu4ZclRthTEz?canPlayFromShare=true&from=share_recording_detail&continueMode=true&componentName=rec-play&originRequestUrl=https%3A%2F%2Fus02web.zoom.us%2Frec%2Fshare%2FsRBPLWUgH8kfkpwkPYAj-gXyKmAZcRHmYxVt9fHd9id1DxcflNzh88-xGb0NtpE.pvCC1lfpvE1vDmeT
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GKS: the fellowship of the VRS
Agenda and minutes - Slides « Recording

The GKS Variation Representation Specification (VRS) has gone through several minor
revisions since its initial release as a GA4GH standard in 2019, most recently
incorporating genotypes and additional structures for representing copy number
variation in VRS v1.3. Implementations of VRS and the extensions from VRSATILE in
production systems have revealed key considerations for the development of the
second major version of VRS, a primary focus of the VR team in the coming year. This
session reviewed implementations of VRS in major genomic evidence resources such
as MaveDB and gnomAD, highlighting lessons learned and how those have informed
development of the VRS v2.0a model. We discussed the design of this model in the
context of a pilot implementation with the ClinVar and CIViC datasets.

This session is for people who want an in-depth preview and discussion of
implementation of the GKS VRS specification.

Passports

Agenda and minutes « Slides « Recording

AAl and Passports v1.2 provide a means for federated identity to enable easy and
secure access to data. They support systems performing data discovery, providing
interactive analysis services, and executing workflows. Implementation of these specs
allows for better collaboration without implementing one-off access control
mechanisms; by reusing well-recognized authentication and authorisation
mechanisms; and while meeting security requirements of the most restricted data
stewards. Wider adoption of AAlI and Passports will reach more users and speed up
collaboration and research.

Key takeaways and action items for April Connect 2024:

e what steps GA4GH projects can take to adopt or deepen adoption of AAl and
Passports;

e how the AAIl/Passport working group can help with adoption, including future
enhancements to the AAIl and Passport specifications or other advances.

DRS: addressing scalability and cold storage

Agenda and minutes - Slides « Recording

We addressed DRS scalability and cold storage issues.



https://docs.google.com/document/d/1X-bDxxQ_PvffOjEFnPgVAEORHhCKWSYr/edit?usp=sharing&ouid=115105705702266772944&rtpof=true&sd=true
https://docs.google.com/presentation/d/1nDD3HH0NGPcBhXlpz-Wt71MM3ZwpKT-B/edit?usp=share_link&ouid=110738840763072518407&rtpof=true&sd=true
https://us02web.zoom.us/rec/play/-XmJU3v5UZO4-EAvVQ-k5Z2G6lDvegcSJzT1nFKo43hF252t1aP0TviwirngdegFNdKYfshoRp_qCiiI.4_V6ubX6zQqwEy4K?canPlayFromShare=true&from=share_recording_detail&startTime=1695138680000&componentName=rec-play&originRequestUrl=https%3A%2F%2Fus02web.zoom.us%2Frec%2Fshare%2Fn4u-WxSGr_dbzsj-Tnu-l9BTwEqItxJZShfZbMYterkjNRc64gBQ2fROuSZGaib1.hY96wLuAqQUg7UmU%3FstartTime%3D1695138680000
https://docs.google.com/document/d/1Gg3RMNbgC8-bC1sPpZT1VUlFcO2TGKlN6C8-d__uyvg/edit?usp=sharing
https://docs.google.com/presentation/d/1mbJ_n-DVhvLn6__SeiLtGc6yqFJub89e4fM8k0QcjiQ
https://us02web.zoom.us/rec/share/YJzORHIyE5FbDOGNaSIHy8GeAMSvcQMD_mjAtQeYBjq2Taf4_vMn7EZiYoqD8gkT.qv2HqHwpyUer_lOY
https://docs.google.com/document/d/1agOA5HL2Mug0f1qWFKyh8EmhoX0eI9fc/edit#heading=h.gjdgxs
https://docs.google.com/presentation/d/1U33ckKaL8XCEWBlvMslu0c6BxeMoHXcf/edit?usp=share_link&ouid=100161098099316587246&rtpof=true&sd=true
https://us02web.zoom.us/rec/share/uG5iqJfL6aBYNUCgPB8Ay1odU-OjilxB-miaepSvIktnqua9fh0b7HqeycxcvEw.cFt41EGXsoQXYrR5?startTime=1695145967000
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Key takeaways and action items for April Connect 2024:
e finalise bulk PR365;
e cold storage support in DRS v1.5
o issue/feature branch for how to show an object is “accessible/not
accessible” or “cold/hot” in the access mechanism listing;
o issue/feature branch for how to trigger thawing via access mechanism,
keep informed of the status (maybe callback).

Experiments Metadata Study Group

Agenda and minutes « Slides « Recording

The Experiment Metadata Study Group aims to define a set of metadata properties to
be captured to describe sequencing experiments, as those are crucial to make sense
of -omics results made available to the community. In this session, we first had a look
at the use cases to be submitted to the Standards Steering Committee to officialise
this Study Group. Then, we began the technical work to prepare a draft properties
checklist, based on the ENA Experiments Checklist. We got an overview of the work
done at EMBL-EBI on this, and discussed with multiple Driver Project representatives,
and other attendees, to evaluate how well this is fitting their needs in the context of
real projects.

Long-term maintenance of GA4GH products

Agenda and minutes « Slides « Recording

This community discussion worked to develop product maturity-level guidelines and
best practices for maintaining and promoting stable products.

Key takeaways and action items for April Connect 2024:

e outline areas of consideration for establishing a formalised approach to
standard maintenance across GA4GH Work Streams (oversight, evaluation,
governance, alignment with Product Development and Approval Process, etc.);

e establish working group across Work Streams and potentially with GA4GH staff
to support regular discussions for developing recommendations for a GA4GH
product maintenance framework;

e develop recommendations for a framework to maintain stable GA4GH products
across Work Streams that can be either discussed at April Connect and/or
presented to leadership by that time.



https://docs.google.com/document/d/1jwuUS2xkrGIIEsHFuh47RJxxRfhd82GIo2jFEDHPXeQ/edit#heading=h.somgoowwkvaj
https://docs.google.com/presentation/d/1kOy-0LMV7dBcg3abiZkkEIcXTg6Vdb7Kc4Rqyx--idA/edit#slide=id.g12114f355b8_1_0
https://us02web.zoom.us/rec/share/tSsMyhcuuTBmnhhB9VBcSlompN4O1vhy1ewtY6W1wJyEWrcA8Gc_yzSWjFZU3nzm.UtR6pOmqLqn62_f3
https://docs.google.com/document/d/1pvpAGs3ZRhE2hKFXz7wcaRojtoI1lMbaKzZRmeLZzJU/edit?usp=share_link
https://docs.google.com/presentation/d/150pf9hmc8cpohQ3lfj0UcxbqreDO5wCSqlS0nYUsi5A/edit?usp=drive_link
https://us02web.zoom.us/rec/share/sFRute_QQJr04ICGu2R8_5hWsorybuXsqpbG08nBkXc32gZYEdt5hUeUlXVioGQ4.h4Zkltq9080QNMkB
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REWS General Meeting
Agenda and minutes - Slides « Recording

The REWS General Meeting brings together all contributors across all REWS
subgroups to discuss topics relevant to the full Work Stream. This session included a
vote by REWS members on REWS approval of the Diversity in Datasets subgroup's
policy document, subgroup updates, and a discussion around road map directions.

Key takeaways and action items for April Connect 2024:

e Diversity in Datasets policy “Considerations for how genetic and genomic

researchers should approach thinking about diversity in data” is approved by
REWS!

e New draft REWS road map 2024
o continuing projects;
o reinvigorated projects
m Newborn Sequencing;
m Al/ML Bias;

O new project proposals
m measuring the uptake of ethics and data governance policies in
genomics;
m data visiting;
m global ELSI group;
e We are seeking interest in the new proposals — if you are interested, please
add your name to the +1: on the road map document, or email

rews-coordinator@ga4gh.org. Please also add your name to any ongoing or
reinvigorated initiatives you would like to be involved in!

VA data, from alpha to beta
Agenda and minutes - Slides « Recording

The Variant Annotation specification provides a framework to define schema for
different types of variant knowledge statements that are rooted in a common
conceptual model. The VA team has focused on an implementation-driven
development approach wherein initial Statement models are defined directly by
Driver Projects to support working applications with real data. Using the VA
Framework, ClinGen and VICC projects have developed VA-informed alpha models
for Variant Pathogenicity, Therapeutic Response, and Population Frequency
Statements — which will support exchange of ClinVar, CIViC, and gnomAD data
between their variant curation platforms. As these implementation models are tested



https://docs.google.com/document/d/1FAJxo74b8OfqymnCCmix63UzPv29PtNdFAOZkAy5EOc/edit?usp=share_link
https://docs.google.com/presentation/d/1oduLseKdB4Vy-InBwWtZlWPZ-ETNdQNL/edit#slide=id.p1
https://us02web.zoom.us/rec/share/Ut9x1vfuzP98Qj3gukgPHl6at53H6Tvyi2_qWdPu98gAU31dKyUC0byT075pnauy.neO8-RdOt32Siy4-?startTime=1695145921000
https://docs.google.com/document/d/1ygguAa3NPQfuBDtRgPZqhnQCCrl_btkVbX4PSAYUORM/edit#heading=h.ttlyihwh1nkr
https://docs.google.com/document/d/1ygguAa3NPQfuBDtRgPZqhnQCCrl_btkVbX4PSAYUORM/edit#heading=h.8t72bivqc3s7
https://docs.google.com/document/d/1ygguAa3NPQfuBDtRgPZqhnQCCrl_btkVbX4PSAYUORM/edit#heading=h.8t72bivqc3s7
mailto:rews-coordinator@ga4gh.org
https://docs.google.com/document/d/1SBDfSfHe55fh1sB6sWMb3qHxzXAWnYGg/edit#heading=h.gjdgxs
https://docs.google.com/presentation/d/1wmQn9-Su98cdLP0-PPIO8NjnfM_plV8F/edit?usp=share_link&ouid=110738840763072518407&rtpof=true&sd=true
https://us02web.zoom.us/rec/play/3bvohfNii6_quOnZeJvl0ONW3BOjzERyWNLwMJWyDwPswEcFNOlMZ5AE2aunWXeMw4dtvTbRivK6YO-I.vUHQPuRD3HyFlC_x?canPlayFromShare=true&from=share_recording_detail&startTime=1695145714000&componentName=rec-play&originRequestUrl=https%3A%2F%2Fus02web.zoom.us%2Frec%2Fshare%2FP8rXmVZmtIrH4W-PjR44bJ5ZZDUTCh4OrhUT51RnlGYsPQiPOaoaVH4RH1lfUs2O.1DPM19SFph1qmKQo%3FstartTime%3D1695145714000
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and refined in real-world settings, the VA team will oversee their coalescence and
hardening into standard models that can be used by the broader community. This
process will require harmonisation between VA-informed implementation models and
the standard models that VA aims to provide to the community for out-of-the-box
interoperability.

This session explored how this harmonisation process will work using real models and
data — with the goal of bringing alpha implementations into alignment with the VA
specification ahead of its v1.0 release.

This session is targeted towards projects that have or plan to implement the VA
Framework to develop application models for their systems, and want to understand
and/or help define the process through which standard models emerge in an
implementation-led paradigm.

Sequence Annotation (SA): raiders of the lost schema

Agenda and minutes « Slides « Recording

The Sequence Annotation (SA) group has been working to identify concordance
among the data models of major annotation providers (e.g. RefSeq, Ensembl, Alliance
of Genome Resources). In this session, we presented our findings along with the first
iteration of our proposed core conceptual model (v0.1). Discussion focused on
identifying potential Driver Projects leading towards a project proposal for a v1.0
GA4GH SA data model standard.

Beacon filters workshop

Agenda and minutes « Slides « Recording

Filters are a key part of Beacon v2.0. Thanks to the feedback provided by
implementers, we have identified areas of improvements, which were discussed
during this session.

This session was divided into three parts, all equally important to improve the Beacon
v2.0 specification:

1. discussion on filtering terms (Tim Beck);
2. discussion on implementing the "OR" operator (Anthony Brookes);

3. discussion on using a Phenopacket as a query (Peter Robinson and his team
members: Baha El Kassaby, Francisco Castellanos, Daniel Danis, Michael Gargano,


https://docs.google.com/document/d/1C6hTWBcgG3DcIub5UzxLNNoYQuv9BjEx/edit?usp=share_link&ouid=115105705702266772944&rtpof=true&sd=true
https://docs.google.com/presentation/d/16jYMpk7lycPUzzxPKgJh0_dlM3TqAA__/edit?usp=share_link&ouid=110738840763072518407&rtpof=true&sd=true
https://us02web.zoom.us/rec/share/z1xnoOIyK1DnChjTIN0MdJ_rNtFJRps5NcrA8CXIF5TRu0Rc416s47yX3HFtOkqI.TjET08pswfLQ8lUz
https://docs.google.com/document/d/1YwpIrGUOYxDCGiU-SwOcHZPY1Kp9vUfbSK_eID_gNKc/edit?usp=sharing
https://docs.google.com/presentation/d/1Zy9VIHKiO_rxKimj1BHLlF0vC_OyzKtV/edit?usp=share_link&ouid=110738840763072518407&rtpof=true&sd=true
https://us02web.zoom.us/rec/share/7lwvKJG31CJWP6nIjO4SlvZi_vhp5qFHwxsoqxeUJ4TBaFLZFv_wvDLQsPMC7zSm.7aZMlVDWpbWpa6Hr
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Camille Liedtka, Chelsea Ferretti).

Ethical Preparedness for Future Pandemics and Epidemics

Agenda and minutes - Slides « Recording

The Ethical Preparedness for Pandemics and Epidemics (EPPE) Study Group launched
in May 2023 after a session attended by the Infectious Disease Community and
Regulatory & Ethics Work Stream at GA4GH Connect. During that session, Anja
Bedeker (PHA4GE) facilitated a discussion on the need for ethical preparedness for
future pandemics and epidemics. This heed was underscored by a presentation
provided by investigative journalist Emmanuel Freudenthal outlining the unethical
handling of blood samples during the West Africa Ebola epidemic. Freudenthal and
members of the group drew comparisons to the recent COVID-19 pandemic
response.

This spurred a conversation regarding the role that standards development
organisations, such as GA4GH and PHA4GE, can play in ensuring ethical conduct for
future pandemics and epidemics. Research conducted during pandemics and
epidemics is crucial for an effective response to disease outbreaks, but also gives rise
to new and complex ethical challenges.

The EPPE Study Group is a PHA4GE and GA4GH collaborative initiative attempting to
create a protocol/framework/policy that will address the ethical challenges that may
occur in genomic research during pandemics and epidemics. The team has dedicated
the last few months to completing a landscape analysis to better understand the
nature and extent of the problem and resources that may possibly assist in
addressing the problem. This is also assisting us in refining the scope of the project.
In this session, we reviewed project progress and outlined steps for moving forward.

GKS: the schemarillion

Agenda and minutes « Slides « Recording

The GKS Variation Representation Specification (VRS) has evolved significantly since
its first release. In parallel, the HL7 FHIR standard for genomic data has undergone
extensive revision. To improve interoperability between these standards, the newest
version of FHIR resources borrowed extensively from VRS data structures. Test
implementations are being developed to demonstrate structural transformations that
permit the expression of genomic variation data in either schema. Ongoing and future
work is needed to continue alignment between the specifications and improve


https://docs.google.com/document/d/12AG7HHqcemij5h_w29JV0OPShV76WFQYba8v2qgzxKg/edit#heading=h.somgoowwkvaj
https://docs.google.com/presentation/d/10oTo1PaUtL0UhWgJiJG2LyhPI3yhxtexuxzx4Cv2QuQ/edit#slide=id.g12114f355b8_1_0
https://us02web.zoom.us/rec/share/GnXx4P5-oz7QtfNTog-CO0r4zkpIuDlVUkqRMhYW9M2QRJqybtkpirgVca2_rJzr.DxMs7s6Ek9P0PrlS
https://docs.google.com/document/d/1VRuQpNbVzjPqgnZnX6KLRt52Jk26Dbqp/edit?usp=share_link&ouid=115105705702266772944&rtpof=true&sd=true
https://docs.google.com/presentation/d/1J3mxouheMGahDf9CSUbqtyzZlXNh6cvU/edit?usp=drive_link&ouid=111839331529563354664&rtpof=true&sd=true
https://us02web.zoom.us/rec/share/B6QAsOT1dSxt0nFVraFqYQMO4hxwMLmzGyF2Ha8W2XyrPO9ZRifDBk0Etrs_I2TC.B9Qt9epCSUJJa7iL?startTime%3D1695157046000&sa=D&source=editors&ust=1695359504183488&usg=AOvVaw3WniJiUGGcyhUlZLbvwdoH
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interoperability among research systems that implement GKS standards, including

public knowledge-bases such as ClinVar and CIViC, and clinical systems that support
FHIR APIs.

This session reviewed areas of close alignment between the two specifications and
highlighted areas where further work is needed to improve mappings so that data can
flow more seamlessly. The results of these discussions may inform future
road-mapping, encourage cross-pollination among the two organisations, and
ultimately lower barriers for implementers.

This session is for people who are deeply familiar with GKS VRS and/or clinical
genomic testing, and who want to understand the current and potential future state of
harmonisation between VRS and FHIR.

Key takeaways and action items for April Connect 2024:

e identify gaps in VRS that should be supported by future versions;
e identify primary touch points between VRS and FHIR that should be maintained
to support interoperability between the two specs.

Sequence Collections: a standard for unique identifiers and
compatibility of reference genomes

Agenda and minutes « Slides « Recording

The goals of the session were to advertise and invite collaboration on the Sequence
Collections draft specification.

Key takeaways and action items for April Connect 2024:
e tooling needed:
o compute an identifier for a reference fasta;
o main human references available on a server somewhere (who would
host this, since these references would span providers? AnVIL?).

DRS v1.5 road-mapping and discussion

Agenda and minutes - Slides « Recording

This session focused on discussing the direction and updates that will be included in
the DRS v1.5 release. Attendees brought their thoughts and ideas for the upcoming
year of working on the DRS standard.

Key takeaways and action items for April Connect 2024:
e |ist of priorities will be turned into a Cloud road map.


https://docs.google.com/document/d/1Ei3dXvIvPc57weVQBl1vI9zb0Bub8FoE/edit?usp=sharing&ouid=115105705702266772944&rtpof=true&sd=true
https://docs.google.com/presentation/d/1J3mxouheMGahDf9CSUbqtyzZlXNh6cvU/edit?usp=drive_link&ouid=111839331529563354664&rtpof=true&sd=true
https://us02web.zoom.us/rec/play/sV2OD14G1HwHkFukpCSwQ3iehnbX6RN5RL70d4p3SENG0JIriDWrfkHzqx0QN4CCFR6SU0RBA5diIx65.oL5WXUgdifRspcfk?canPlayFromShare=true&from=share_recording_detail&continueMode=true&componentName=rec-play&originRequestUrl=https%3A%2F%2Fus02web.zoom.us%2Frec%2Fshare%2F61irdPMl2CpB3w7ch3LqsZbardbPpLqgvSY88bejuF2qyWf5W3cBNlOIWbkrNu3_.Iif49I9QStatlSGl
https://docs.google.com/document/d/1JF3VPGJi99PTCE1yu8Zoe_zyRr7Ey5bT/edit?usp=sharing&ouid=115105705702266772944&rtpof=true&sd=true
https://docs.google.com/presentation/d/1KkzsdZOAnKuYduTknpIMe-94y6or1oJ0/edit?usp=share_link&ouid=100161098099316587246&rtpof=true&sd=true
https://us02web.zoom.us/rec/play/Ph2XGQu5_Ti01Qu8Vg9h5tLwVwYk8BBGvs2hO1kvzDuSVuDaSLpKKZqfqumMh6Q3R6X2zFyneb2vx2bs.rMk4H5gg65zmEIGL?canPlayFromShare=true&from=share_recording_detail&startTime=1695163578000&componentName=rec-play&originRequestUrl=https%3A%2F%2Fus02web.zoom.us%2Frec%2Fshare%2FTnKeRoFvwAFHTmXjn9hh-qXKpKsMLbDWSGFSQ7XaVMFph5DgtMPFMeWrNliDm5Ab.QgVY4dkViUt3-NQ5%3FstartTime%3D1695163578000
https://easyretro.io/publicboard/Zq5HrNVDVgfGoGFKj4htJTgg8mn2/a58426ea-7a10-4fd9-8bcc-b3a66749dd39?sort=votes
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Equity, Diversity, and Inclusion (EDI) Strategic Plan session

Agenda and minutes - Slides « Recording

This session presented the first draft of the EDI Strategic Plan. Participants provided
real-time feedback and engaged in discussions about the anticipated impact of stated

goals.

Preventing group harms in genomic research —
brainstorming session

Agenda and minutes « Slides « Recording

Most research ethics frameworks focus on potential harms to participants of research
studies. There is, however, increasing focus on potential harms to those not directly
involved in research, but who might nonetheless be harmed indirectly by the research
because of scientific claims made about the groups those individuals are members of.
This session consisted of dynamic brainstorming about the 2024-2025 activities of
the REWS Preventing Group Harms subgroup, which proposes to develop tools to
assist in making the genomic research environment less vulnerable to occurrences of
group harms.

Key takeaways and action items for April Connect 2024:
e considering potentially a discussion document first before a policy document;
e information gathering stage: next steps to plan meetings where people with
experience addressing group harm give presentations on their approaches.

GKS: the two toolkits

Agenda and minutes « Slides « Recording

High-throughput annotation using VRS requires high-performance tools for sequence
retrieval, variant normalisation, and variant identification. In this session, we described
recent updates to the Biocommons Toolkit for high-throughput sequence retrieval and
alignment operations, including a discussion of the use of the LSG Work Stream's
refget v2.0 and draft Sequence Collections specifications for building a federated
ecosystem of sequence collections. We discussed how these updates improve
high-throughput, federated VRS annotation of variant collections using the GA4GH
VRS-Python Toolkit, and how recent changes to VRS-Python further improve variant
representation performance.

This session is targeted at implementers seeking to apply GKS in large-scale


https://docs.google.com/document/d/19GbOTazF-bwDhW20lP_eJE7OwlASsZOkpmQE0uJsJMw/edit?usp=share_link
https://docs.google.com/presentation/d/1qy-9y0IyVt6gPgDBKepUwJU7cvzBGns3_CHfxVDabN0/edit#slide=id.g12114f355b8_1_0
https://us02web.zoom.us/rec/share/BJFn0Q9jLgb-7oF3Ya6y9nHviaTIGGDiXCDsPX4Tu5MwVrWflUG-NGItdDcBpsa9.RJV_rGFDnRdwG_3a
https://docs.google.com/document/d/1WPyYFzE0RheLBLPlVc_P8g87XGHYL_Vp5Hz451SRglY/edit?usp=sharing
https://docs.google.com/presentation/d/1nIROiHyiItesD9Of_u07G_aSrGrSTjKR/edit#slide=id.g27e616714da_0_0
https://us02web.zoom.us/rec/share/I0bbsov2UrjKJwd9wH-vSH9WLMehSDH88883A4ITIgSJgsw-TClkP9IvkY528SX1.0wOFuSJfRMtpB8vo?startTime=1695163053000
https://docs.google.com/document/d/1GEFEWYdWlhHFzCYmK3K5CnNZBOT_YTxb/edit?usp=sharing&ouid=107343627969425557656&rtpof=true&sd=true
https://docs.google.com/presentation/d/1qNxTpijD0hW5Th3abJfOPWu463mdvmKq/edit?usp=share_link&ouid=110738840763072518407&rtpof=true&sd=true
https://us02web.zoom.us/rec/play/w-EYAQDKimVBTo1eO7D30k4H0I6R-3hXGnGcEHvJ4QTiy3TOiy3x8YJqQDRUuUYLlQw_w-q7hOHOEt9a.y5Z63myH_Bd5CUeW?canPlayFromShare=true&from=share_recording_detail&startTime=1695163961000&componentName=rec-play&originRequestUrl=https%3A%2F%2Fus02web.zoom.us%2Frec%2Fshare%2FFsNluw6Suc9YYNPJJPb8KN3V6yb4xQeAvVfucFQ2TsvCjYdsOALRZrDPC-2e3mWn.90jNxqHkYsGiczOm%3FstartTime%3D1695163961000
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genomics applications using open-source community tools.

Federated variant-level matching

Agenda and minutes - Slides « Recording

This session furthered progress toward the completion of the GIF goals: to establish a
federated variant-level matching platform with registered access, using GA4GH
products, and with an initial set of nodes within the network.

Key takeaways and action items for April Connect 2024:

e |aunch one or more federated variant matching platform(s);
e define ways to expand the federated variant matching platform.

Wednesday 20 September 2023

Data Models and Schema Consensus (DaMaSC) Study Group
— interoperability across Work Streams

Agenda and minutes - Slides « Recording

GA4GH Work Streams gather experts from particular areas of interest to develop
standards, frameworks, and tools. Work Streams operate independently and often
define vocabulary and data representation (schema) standards. This workshop
explored some of the challenges encountered when bringing together products from
different Work Streams, assessed whether core vocabulary across Work Streams
would help ease interoperability challenges across products/Work Streams, and
brainstormed ideas for accomplishing this.

Genetic discrimination subgroup working session

Agenda and minutes « Slides « Recording

The meeting brought together members of the Genetic Discrimination subgroup of
the GA4GH Regulatory & Ethics Work Stream and of the Genetic Discrimination
Observatory (GDO). Presenters updated both groups on the work of the Genetic
Discrimination subgroup and discussed key findings from a Delphi study conducted
by these groups on the elements of an optimal genetic discrimination policy.



https://docs.google.com/document/d/1IOghiD3GLqzdY038T1XKx5yQPMTwiA3a/edit?usp=sharing&ouid=107343627969425557656&rtpof=true&sd=true
https://docs.google.com/presentation/d/1LlJPeIiC-MEjic0iXn3_JAiJ6RwBfThD/edit?usp=sharing&ouid=104143901223602405625&rtpof=true&sd=true
https://us02web.zoom.us/rec/share/VyS_RbA6T1ZVUqmOvvyCmNeCIt3swWg3OwvEwGuB0Unm9bfOK4Mg7DpGnG20SHzN.ueoTECxMz__Ybu_D
https://docs.google.com/document/d/10us6d2Ao79gbT0S54ec4zXTR11jEaNTW/edit?usp=sharing&ouid=110738840763072518407&rtpof=true&sd=true
https://docs.google.com/presentation/d/1diDZKZbYS_ZG_oaNdg1dj2THQ6O2vkHn/
https://us02web.zoom.us/rec/share/6KhBdoO8A539aOmRDLhGTa3gejwtRiMkMg95MY24B7Yn588ylTC-b7DUdCZ4jpek.csukmwnd7AftRUUt
https://docs.google.com/document/d/1Yaoll3ge4xDwPLRTZ5hH6aZ6J4PFG0huHvbrBp7YJLQ/edit?usp=sharing
https://docs.google.com/presentation/d/1zLhZCI4PJDTzTYc5_X8Q8hDB359_j6wZInnHgaD4WyE/edit#slide=id.g12114f355b8_1_0
https://us02web.zoom.us/rec/play/zZE41_gpeom5-zMOYZi9JVoY2JvDHjGfm12j6d1iVp8ax0WiXeRirW4w5wRgVmFXM0FNf5GQAus3WzMJ.zaZA87vRDWO7keO6?canPlayFromShare=true&from=share_recording_detail&continueMode=true&componentName=rec-play&originRequestUrl=https%3A%2F%2Fus02web.zoom.us%2Frec%2Fshare%2FunVJngqCo14Jejkt_tenCV8w6haV4iPEC96bGqsrTnw-HEp-_4qpyDS75YMNBdM.tcBlfWHyY2DfLXG2
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Key takeaways and action items for April Connect 2024:
e a draft manuscript will be shared with the group in December;
e all contributors can fill out the list of contributors table. A copy of the key
findings report has been shared. Comments to the document were collected
through 9 October.

GKS: return of the road map
Agenda and minutes - Slides « Recording

This session recapped the other sessions relevant to GKS activities covered at
Connect 2023, and included cross-team planning (Variant Representation, Variant
Annotation, and Sequence Annotation) for the 2023-2024 Q4/Q1road map. Some
specific VR topics covered included incorporating models from the Structural Variation
SIG into VRS v2.0a, advancing VRS v2.0 models to a community beta, and progress
on a Study Group for categorical variation. VA and SA plans were discussed, as were
plans to align work with external communities (e.g. HL7). Participants included those
with an interest in developing and applying the GA4GH genomic knowledge
standards.

Neuroscience Community Study Group
Agenda and minutes - Slides « Recording

This was an exploratory meeting to gauge interest in developing a GA4GH
Neuroscience Community of Interest. The session consisted of brief introductions to a
variety of Canadian neuroscience groups interested in interfacing with the
neuroscience data sharing standards community. They provided feedback on
potential opportunities and challenges associated with the development of a GA4GH
Neuroscience Community of Interest.

The Task Execution Service

Agenda and minutes « Slides « Recording

This session focused on developing the TES API, and working on issues around
implementation and engines that use it.

Key takeaways and action items for April Connect 2024:

e goal of TES community development (workflow engines and servers) for the
next year;



https://docs.google.com/spreadsheets/d/1F6PW44o-jIOVHdjvdKwmtxoCczy-KRWbjubzX70G3-E/edit#gid=0
https://docs.google.com/document/d/1exerx0OQGTtw3CfkVE5VXKFi9qqlxdg8GvVmpn1H_Xk/edit
https://docs.google.com/document/d/17SafAW9czqAC8Nw9WDPhl-kblS2Eq4e1/edit?usp=share_link&ouid=115105705702266772944&rtpof=true&sd=true
https://docs.google.com/presentation/d/1tcMcIK79o3SU4UYLcvgs8ljbuoO1p7QC/edit?usp=share_link&ouid=110738840763072518407&rtpof=true&sd=true
https://us02web.zoom.us/rec/play/cXtLbrrv4TlX2Ond7XVSdhE82qJwngzaeDOC0lcm8hln7qj0F_iWydMpUUn9xgyAzZrYBkzwF1n2Jhm7.BIv9bwrZCxnfUEDl?canPlayFromShare=true&from=share_recording_detail&startTime=1695225149000&componentName=rec-play&originRequestUrl=https%3A%2F%2Fus02web.zoom.us%2Frec%2Fshare%2FjaETZHVzPhIpkhhzZNZ8IuJBLB7cWhmKhyU7eq6lmkZiy6cS5QnEHnLslQsp-f2J.160tGZV_vlWJ0h7a%3FstartTime%3D1695225149000
https://docs.google.com/document/d/1_65ryMoomV4YBPZSGAjfk8RFhYc6gPWsPJAEP23RTko/edit?usp=share_link
https://docs.google.com/presentation/d/1ScNs1PFAkAY7WKZlu7GUWd2pOXebUhXRAB0zO4Lmypw/edit#slide=id.g12114f355b8_1_0
https://us02web.zoom.us/rec/share/CorLZGTNhvS2QNkqEop0fRMAivjiwIwoNzzxZvqRPSd6i6fg1DkVFVgX0M_idlgH.ugF3qtqCFZKQio0-
https://docs.google.com/document/d/1-pe-5aa0dkgwLo7r_mVqmJFaDzacxbk9/edit#heading=h.gjdgxs
https://docs.google.com/presentation/d/1KG4ucwNp0BOB23q-LJY6s4YS8F8CfpcrsKPcVUEDpOs/edit?usp=sharing
https://us02web.zoom.us/rec/share/XFhr1bXJf0AQvKf3nxa71GiBlhThuE-69qg4t5QKzpBEulZCirMCrTdBGuU7Qswn.f1srDFd1kfFBT5bD?startTime=1695225242000
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e goals for TES v1.2;
e plan for developing authentication/authorisation elements for TES.

Tracing ethical provenance for genomic and related health
data across the research life cycle: concepts, strategies, and
next steps

Agenda and minutes - Slides « Recording
This session:

1. highlighted the pathways by which individuals and communities communicate their
preferences for data reuse, and how research institutions and repositories execute
these preferences through data access, transfer, and use agreements in a process we
refer to as ethical provenance;

2. identified the existing practical and policy challenges for tracing ethical provenance
across the research data life cycle from the perspectives of institutional data

stewards, including signing officials;

3. demonstrated how software, large language models, and other computational tools
can support the synthesis of legal texts and granular development of
machine-readable terms for data reuse.

Key takeaways and action items for April Connect 2024
e next steps for evidence-based development of contractual clauses for:
o data access agreements;
o data access requests;
e identify inter-group synergies with Data Use and Researcher Identities (DURI)
Work Stream, Data Access Review Standards (DACReS) subgroup, and
Regulatory and Ethics Work Stream (REWS).

Cohort building from diverse phenotypic data

Agenda and minutes - Slides « Recording

This session identified continuing cross-Work-Stream themes from the Computable
Cohort hackathon in 2023, such as:

—DARathon: how to make a successful data application;

—developing shared understanding of GA4GH and other standards, and how they



https://docs.google.com/document/d/1kzVpFOUuBpoLWCLyvb5RwmgKeAQM-tok/edit
https://docs.google.com/presentation/d/1K7zMBYPW4CGs1RciBtjjYO0ryRwwyPH9/edit#slide=id.p1
https://us02web.zoom.us/rec/share/aaCj2MbEtPyeLQe6EKz69BrwPS5vx2zqp-jRbv96ADOmt9YbXV28Hl6rpC_uQiCy.HXGjWuj5aUNGwNYz?startTime=1695232116000
https://docs.google.com/document/d/11YvaZPauK5TYSZatyQ_qEF8uxdNqv6we/edit?usp=sharing&ouid=110738840763072518407&rtpof=true&sd=true
https://docs.google.com/presentation/d/1MD3yZEMNsVsT30TW1aVg7fYTaekhKrPL/edit?usp=sharing&ouid=110738840763072518407&rtpof=true&sd=true
https://us02web.zoom.us/rec/share/HZeziOQcDkBI9MONtgtLuhkcyQF0c8sIePy2jkTBKrUXRJ0gV6nLftEHUdFzzsju.REPW8u0Eqc7npyet
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allow assembly of cohorts based on domain-specific phenotypic and sample data
(Data Connect, Beacon, Phenopackets, FHIR);

—continuing with the asthma example as test case, and identifying up to two scientific
use cases that would benefit from aggregating data or workflow results from dbGap,
EGA, and JGA;

—planning a GIF Project and/or hackathon as future collaborative activities.

Key takeaways:

e clear desire from multiple people/groups to have a proof-of-concept project
building a cohort from diverse data sources to answer a real-world scientific
question;

e potential scientific areas of interest from those in attendance include
neurodegenerative disorders (e.g. Alzheimer's disease, Parkinson's disease),
rare diseases, and healthy cohorts followed over longitudinal studies.

Rare Disease Community: challenges in representing,
acquiring, and sharing rare disease phenotypes

Agenda and minutes - Slides « Recording

The GA4GH Rare Disease (RD) Community aims to promote global cooperation, data
sharing, and collaborative rare disease research through identifying the need for new
standards, and/or implementing existing GA4GH standards. This mission will be
accomplished by collaboratively defining scientific rare disease use cases that may
benefit from global cooperation, by a commitment to advancing those use cases
through either the development or implementation of GA4GH standards, and by
providing practical examples and guidance for rare disease sharing and analysis.

The RD Community Connect session focused on one of the most critical dimensions
of RD diagnosis and care coordination: phenotypes. Deep phenotyping of patients
suspected of or diagnosed with a RD — using the Human Phenotype Ontology — has
become standard practice in the last ten years. And while the adoption of
standardised terminologies and an increasing willingness to share data internationally
have laid the foundation for progress in the RD field over the course of the last few
years, for many patients the diagnostic odyssey will ultimately be futile: more than
50% of RD patients do not receive a molecular diagnosis.

This session covered some of the challenges underpinning further progress, including


https://docs.google.com/document/d/1zRmEjplHRIjAIKeIUtYsxcGLpuJSiUfckxEdKJ-Pplg/edit
https://docs.google.com/presentation/d/1jBDgr86nBXbcbIyoJmrE3B6u3kUdOstTjXDWvzmrVzk/edit#slide=id.g17e3fb8ab1a_0_7
https://drive.google.com/file/d/1KrCUvsYvPfua0kc4EhUxyztlOLegA9J1/view?usp=drive_link
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the encoding of longitudinal phenotypes, the communication and exchange of

phenotypes in human language, and the definition and sharing of statistical data on
phenotypes in diagnosed cohorts.



