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1-‘ Kids First

Data Resource Center

Kids First DRC

Features and Workflows for
Team-based Discovery




Kids First Vision: Alleviate suffering from
childhood cancer and structural birth defects by
fostering collaborative research to uncover the
etiology of these diseases and supporting data
sharing within the pediatric research community.




Kids First DRC Platform Status

DRC Portal

. - (Entrance and work hub)
e 8,000+ participants from 3,000+ families for a PedcBioPortal

total of 900+ TB of released data Cavatica (Cancer data

(double by the end of the year) (Cloud workspace) @ visualization)
e 1,000+ diagnoses harmonized over 30+ studies @

e 600+ portal users with a 50% return user rate Aermline/birth defect
Framework visualization in
Services progress)
e 1,000+ Cavatica users with over 250,000+ (Technical
ana.IyS|s pipelines completed and 13 cloud pilot interoperability) Data Services
projects underway (Data/semantic

interoperability)

e 90,000+ somatic mutations from more than
900+ tumor samples available on PedcBioPortal Gabriella Miller Kids First
Data Resource Center




DRC Portal v o

(Entrance and work hub)
PedcBioPortal

Cavatica (Cancer data

(Cloud workspace) @ visualization)

FAIR

(Findability, Accessibility,
Interoperability, and Reusability)

{t_, S GPTTella piller

Kids First

Interdisciplinary Team

Gabriella Miller Kids First
Data Resource Center
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Resources % o

Contacting the DRC: ‘

» Email support@kidsfirstdrc.org
Kids First DRC Website & Information Materials
+  www.kidsfirstdrc.org

Kids First Data Resource Portal
* Accessible through the website above or at https://portal.kidsfirstdrc.org

Cavatica: Cloud-based Analysis Portal & Data Delivery mechanism

» https://cavatica.sbgenomics.com/

Kids First DRC Genomic Processing pipelines are open source and open for feedback:
*  Alignment workflow: https://github.com/kids-first/kf-alignment-workflow
« Joint genotyping workflow: https://github.com/kids-first/kf-jointgenotyping-workflow
*  Genotype refinement workflow: https://github.com/kids-first/kf-genotype-refinement-workflow
+  Somatic workflows: https://github.com/kids-first/kf-somatic-workflow
*  RNA-Seq workflows: https://github.com/kids-first/kf-rnaseg-workflow



https://kidsfirstdrc.org/
https://portal.kidsfirstdrc.org/
https://cavatica.sbgenomics.com/
https://github.com/kids-first/kf-rnaseq-workflow
https://github.com/kids-first/kf-alignment-workflow
https://github.com/kids-first/kf-jointgenotyping-workflow
https://github.com/kids-first/kf-genotype-refinement-workflow
https://github.com/kids-first/kf-somatic-workflow
mailto:support@kidsfirstdrc.org

Webinar Instructions

Welcome to the Gabriella Miller Kids First Pediatric
Research Program’s Fall Public Webinar!

Every participant is muted upon entry.

To ask public questions, use the Q&A bar (right side of
your screen). We encourage you to save these for the
guestion periods.

You can ask also use the “chat” @ service to send
private messages to the host or presenters throughout

the webinar.

After the webinar, additional program-related
guestions can be emailed to: KidsFirst@od.nih.gov.

This webinar will be recorded.
We will start at noon (EDT)


mailto:KidsFirst@od.nih.gov

Gabriella Miller Kids First
Pediatric Research Program

Public Webinar

September 26, 2019
12:00 pm EDT
The Common
Fund
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Valerie Cotton [C]
Kids First Program Manager
Eunice Kennedy Shriver National Institute of
Child Health and Human Development (NICHD)



How did Kids First get started?

* Initiated in response to the 2014 Gabriella Miller Kids First
Research Act:

— Signed into law on April 3, 2014
— Ended taxpayer contribution to presidential nominating conventions
— Transferred $126 million into the Pediatric Research Initiative Fund

— Authorized appropriation of $12.6 million per year for 10 years to the
NIH Common Fund for pediatric research; first appropriation was for
FY2015

£ 1040 Department of the Treasury—Intemal Revenue Service (99)
i U.S. Individual Income Tax Return

2014

OMB No. 1545-0074 | IRS Use Only—Do not write or staple in this space

For the year Jan. 1-Dec. 31, 2014, or other tax year beginning , 2014, ending ,20 See separate instructions.
Your first name and initial Last name Your soclal securlty number

If a joint return, spouse’s first name and initial Last name Spauae’s social secun'ty number
Home address (number and street). If you have a P.0. box, see instructions. Apt. no. A Make sure the SSN(s) above

and on line ¢ are correct.

City, town or post office, state, and ZIP code. If you have a foreign address, also complete spaces below (see instructions).

PP Presidential Election Campaig

Check hera if you, or your spouse if fling
ointly, want $3 1o go to this fund. Checking

t Dy AL Foreign country name Foreign province/state/county Foreign pogal coda abox below will nt change yourtax or
L refund. [] You [] spouse

1.‘ P Ass 1 [ Sinale 4[] Haad of hausshald fwith aualifvin



https://www.congress.gov/bill/113th-congress/house-bill/2019/text?q=%7b%22search%22:%5b%22%5C%22hr2019%5C%22%22%5d%7d&resultIndex=2
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Alleviate suffering from childhood cancer
and structural birth defects by fostering
collaborative research to uncover the
etiology of these diseases and supporting
data sharing within the pediatric research
community.




Why study childhood cancer & structural birth
defects together?

Birth defects
associated with
increased risk of
cancer among
children

Anomaly

Any Respiratory System Defect

Any Heart

From: Association Between Birth Defects and
Cancer Risk Among Children and Adolescents
in a Population-Based Assessment of 10
Million Live Births

Lupo et al, JAMA Oncol. 2019;5(8):1150-1158.
doi:10.1001/jamaoncol.2019.1215

Hazard ratio
[Nt []1.01-5.00 [l5.01-1000 [J>10.00 [ ]Nottested

Any Chromosomal Anomaly -

Any Integument Defect

Any Musculoskeletal Defect

Any Genitourinary Defect

Any Digestive System Defect

Oral Clefts

or Circulatory System Defect

Any Ear, Face, or Neck Defect

Any Eye Defect

Any CNS Defect




NIH Kids First Working Group

Kids First is an NIH Common Fund program coordinated by a trans-NIH Working
Group, which is chaired by four institutes:

7

_ Child Health and Human Development (NICHD)

Eunice Kennedy Shriver National Institute of

7

National Human Genome Research Institute
(NHGRI)

National Heart, Lung, and Blood Institute
(NHLBI)

.

National Cancer Institute
(NCI)

Other Working Group Representation:

NIDCR NIAAA NIDDK NEI NIAID
NIDA NINDS NIEHS NIAMS NCATS

The Common
Fund

1\.[

ORIP
CDC




Kids First Major Initiatives

1. Identify cohorts of children with childhood cancer and/or structural birth
defects, and their families, for whole genome (DNA) sequencing

X01 Childhood Cancer & Kids First
Structural Blrth Defects Cohorts Sequencing Centers

2. Build the Gabriella Miller Kids First Data Resource to empower discovery

4 ‘& 2T Gabrie/ Miller \
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The Kids First Community

X01 Childhood Cancer & Kids First
Structural Blrth Defects Cohorts Sequencing Centers

S A Gabr’@//a Miller \
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Data Resource Center

Adam Resnick, PhD Allison Heath, PhD Vincent Ferretti, PhD
Children’s Hospital of Children’s Hospital of Sainte-Justine University
Philadelphia Philadelphia Hospital
Principal Investigator, Co-Principal Investigator, Principal Investigator,
Gabriella Miller Kids First Gabriella Miller Kids First Gabriella Miller Kids First

Data Resource Center Data Resource Center Data Resource Portal
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Program Officer
Division of Cardiovascular Sciences/Heart
Development and Structural Diseases Branch
(HDSD)
National Heart, Lung, and Blood Institute (NHLBI)
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Program Updates
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Kids First X01 Cohorts (Years 1-4) {;

Disorders of Sex Development (FY15)

Congenital Diaphragmatic Hernia (FY15, 16, 17)

Ewing Sarcoma (FY15, 17)

Orofacial Clefts; Caucasian (FY15), Latin American (FY16), Asian & African (FY17)
Osteosarcoma (FY15)

Structural Heart & Other Defects (FY15, 16, 18) .

Syndromic Cranial Dysinnervation Disorders (FY15) > 26 projects .

Cancer Susceptibility (FY16) » ~10,000 patients
Adolescent Idiopathic Scoliosis (FY16) (+ family members and
Familial Leukemia (FY16) tumors)

Hearing Loss (FY16)

Neuroblastomas (FY16) > 4X01 Cycles
Craniofacial Microsomia (FY17) » 8 released datasets

Enchondromatoses (FY17)

Hemangiomas, Vascular Anomalies & Overgrowth (FY17, 18)
Nonsyndromic Craniosynostosis (FY17)

Patients with both childhood cancer and birth defects (FY17)

Bladder Exstrophy (FY18)

Cornelia de Lange Syndrome (FY18)

Esophageal Atresia and Tracheoesophageal Fistulas (FY18)

Kidney and Urinary Tract Defects (FY18)

Intracranial Germ Cell Tumors (FY18)

Microtia (FY18)

Fetal Alcohol Spectrum Disorders (FY18)

Myeloid Malignancies + overlap with Down syndrome (FY18)
Congenital Heart Defects and Acute Lymphoblastic Leukemia in Children with Down Syndrome (FY18)




2019 X01 Cohorts (Year 5) {;

Structural Brain Defects

Structural Defects of the Neural Tube (Spina Bifida: Myelomeningocele)
Orofacial Clefts in the Philippines
CHARGE Syndrome > 10,000 genomes
Laterality Birth Defects

Kidney and Urinary Tract Defects
Esophageal Atresia & Tracheoesophageal Fistulas
Congenital Anomalies of the Kidney & Urinary tract
T-cell Acute Lymphoblastic Leukemia

Pediatric Rhabdomyosarcoma

Extracranial Germ Cell Tumors

BROAD b5 HupsonALpHa B

INSTITUTE INSTITUTE FOR BIOTECHNOLOGY %&%ﬁfﬁ%‘f{’aﬁ

E
N

Abstracts & Contact Pls listed on: https://commonfund.nih.gov/kidsfirst/x01projects



https://commonfund.nih.gov/kidsfirst/x01projects

Collaborations increase the impact
of the Kids First program

In collaboration with...

The INCLUDE Project (INvestigation of Co-occurring conditions across the

Lifespan to Understand Down syndromE), increase sequencing of:

= Myeloid Malignancies + overlap with Down syndrome

= Congenital Heart Defects and Acute Lymphoblastic Leukemia in Children
with Down Syndrome

NIAAA, increase sequencing of:
= Fetal Alcohol Spectrum Disorders rm“!

The Knockout Mouse Phenotyping Project ™

(KOMP2), creating models to validate variants /\)

identified in Kids First datasets including:

= Congenital Diaphragmatic Hernia I M PC
Structural Heart & Other Defects )

SyndromiC Cranial Dysinnervation Disorders International Mouse Phenotyping Consortium

Enchondromatoses https://commonfund.nih.gov/kids
Adolescent Idiopathic Scoliosis first/collaboration



https://www.nih.gov/include-project
https://commonfund.nih.gov/kidsfirst/collaboration

8 Released Datasets

» Disorders of Sex Development. PlI:
» Congenital Diaphragmatic Hernia Pl:
» Ewing Sarcoma Pl:
» QOrofacial Clefts: Caucasian families Pl
» QOrofacial Clefts: Latin American families PI:
» Structural Heart & Other Defects PlI:
» Cranial Dysinnervation Disorders Pl
» Adolescent Idiopathic Scoliosis PlI:

Eric Vilain

Wendy Chung

Joshua Schiffman

Mary Marazita

Mary Marazita

Christine Seidman (PCGC)
Elizabeth Engle

Jonathan Rios

Kids First DRC website: https://kidsfirstdrc.org/support/studies-and-

access/
NIH Kids First Umbrella BioProject:

https://www.ncbi.nlm.nih.gov/bioproject/338775 > dbGaP links

X01 Abstracts: https://commonfund.nih.gov/kidsfirst/x01projects 17



https://kidsfirstdrc.org/support/studies-and-access/
https://www.ncbi.nlm.nih.gov/bioproject/338775
https://www.ncbi.nlm.nih.gov/gap?Db=gap&DbFrom=bioproject&Cmd=Link&LinkName=bioproject_gap&LinkReadableName=dbGaP+Links&ordinalpos=1&IdsFromResult=338775,318940,318941,324734,324733,329087,329089,335782,348786,394550,394551,394551,348787,329087,324734,318941
https://commonfund.nih.gov/kidsfirst/x01projects

How do I access data?

# Dashboard File Repository Kids First v @ Valerie v
B 28,810 Files 5,621 part 1,625 Fam S 750.47 TB size
Enterident = ou have not selected any files, al
Q Enter Identifier: Ifyou h t sel d any fil Il
ECEREIEE | Showing 1-20 of 28,810 i Y Filter table Columns & Expor files in your query will be included
° ° in the actions.
=] File ID Participants ID Study Name Proband Family Id Data Type File Format File Size &
lwiﬂ ﬂ File Filters
- [ | GF_WDB3KSHP PT_|8Z4XPKT Congenital Diaphra...  No FM_QBSSFM)8 Aligned Reads cram 15.53GE| @& = Data Analysis
~ Study Name Q
[ | GF_BT35CTYV PT_GSTS16RP Congenital Diaphra... | No FM_JADEN393 EVCF EVCF 4368 @ :
) COPY FILES TO CAVATICA
[T Pediatric Brain Tumors:
ol 15019 (] | GF_PTYBTPZ3 PT_2P1852YW Congenital Diaphra... | No FM_7CXDVHEP EVCF EVCF 594GB| &
°
[ Orofacial Cleft: European [ | GF_RHOAQ4CS PT_SVXGIRA4 Congenital Diaphra... | No FM_8STDAXVF cF CF 49168 @
fl I te r s e a rc h A’HCGSU)‘ ) o . . i - Pownoad
Vi Vi (] | GF_TDPA3Q71 PT_Yj2C44NT Congenital Diaphra... | Yes FM_33MY1VDM Aligned Reads bam 6333G3| &
A = as
e [ | GFWO031CSX PT_RHWOSACA Congenital Diaphra... | Yes FM_FTQZYWR1 BVCF EVCF 537G8| &
visualize
; 0
Dysinnervation (] | GF_BSEMJPER PT_SNV37967 Congenital Diaphra... | No FM_SBFGRVI3 Aligned Reads cram 1687G8| @ £ \GIOSRECIMEN
@ congenital sfect:
Wicangs(it Heaitpeldty 2ol [ | GF_GYB13VKN PT_AZBHFQAM Congenital Diaphra... | Yes FM_HFSQCFX6 Aligned Reads bam 63.74GB| & & CLINICAL
O 1 nore
a t a s et s (]| GF_SAYKAVOW PT_IFVS9EDB Congenital Diaphra... | No FM_DC2C8KOS Aligned Reads cram 207768 &
- Diagnosis Category Q O | GF_8aws2ax PT_QQQaMEPM Congenital Diaphra... | Yes FM_JOSDOXHE #ligned Reads bam 623163 &
i Cancer P (] | GF_OOQN3XSH PT_2BHHBNS7 Congenital Diaphra... | No FM_7CXDVHER Aligned Reads cram 2062GB| &
@ Other 10,831 (] | GF_FEB15QRD PT_QQ31MEW3 Congenital Diaphra... | No FM_FYH2RAI2 Aligned Reads bam 6463GB| &
[ Structural Birth Defect 5479 [ GF_FNMDQSSG PT_D7B67CK2 Congenital Diaphra... | Yes FM_4C6QDAFW Aligned Reads cram 2026G8| &
[ | GF_SY83Q73C PT_ARGHOXBP Congenital Diaphra... | Yes FM_PHSTBST4 Aligned Reads cram 2095G8| &
~ Diagnosis (Source Text) Q -
[ Other medical conditions NOS 7,518 show| 20 ¥ |rows -« 1l 2]3]als i
[ Low-grade

Individual-level sequence data
Investigators must submit dbGaP
Data Access Requests (DARs) and
receive approval from the Kids First
Data Access Committee, before
datasets can be accessed through
the portal

GENOTYPES and PHENOTYPES



https://www.youtube.com/watch?v=39cba0gF2tw&index=3&t=503s&list=PLoXwgZflAe4aMwWpVQU_WVeWHzyhI3BCu
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Health Specialist
Office of Strategic Coordination
Division of Program Coordination, Planning, and Strategic
Initiatives
Office of the Director, National Institutes of Health (NIH)



What is next for Kids First?

Strategic Planning

Year |MV|V|@/|V| 20 21 |22 |23 |2
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: I<:ds First

PEDIATRIC RESEARCH PROGRAM
Data Resource Centerj




What is next for Kids First?
2018 Strategic (Re-)Planning Exercise:

2018 Program Survey launched
at ASHG

* Kids First Steering Committee

* Kids First Program Consultants

e DRC Admin & Outreach Core

(feedback from the public, patients,
foundations)

* NIH Kids First Working Group




7 Consensus Recommendation Themes Emerged

1. Innovation: Resource, infrastructure, or tool development. y
Activities: Data Visualization tools; other tools for clinical/phenotypic data N\

2. Clinical/phenotypic data extraction, harmonization, & curation.
Activities: Collect, extract, organize, curate, harmonize, and submit deep clinical « A
and phenotypic data; annotate variants with pathogenicity, ClinGen scores.

3. Collaborative validation and discovery.
Activities: Building synthetic cohorts; identify structural variants; test pipelines. O

*Engage trainees in data analysis projects**Bring users to the platform* =

4. Integration and interoperability of external pediatric datasets. Q
Activities: Using DRC workflow and best practices to harmonize external pediatric 0
datasets; Building tools that can operate across multiple spaces g /

5. Consent and data sharing.
Activities: Re-consenting cohorts in line with our data sharing expectations P‘

6. Validation with model organisms.
Activities: validating KF findings/variants, deep phenotyping of animal models

omics. Reissues of: https://grants.nih.gov/grants/guide/pa-files/PAR-19-104.html

7. Continue WGS & data generation, invest in long-read, consider other — s


https://grants.nih.gov/grants/guide/pa-files/PAR-19-104.html

Get involved with Kids First!

Connect with and provide feedback to the DRC:
support@kidsfirstdrc.org

Contact the program for questions or feedback:
kidsfirst@od.nih.gov

Learn more about the program:
https://commonfund.nih.gov/kidsfirst

Search data available through the Kids First Data Resource
Portal: https://portal.kidsfirstdrc.org/



mailto:support@kidsfirstdrc.org
mailto:kidsfirst@od.nih.gov
https://commonfund.nih.gov/kidsfirst
https://portal.kidsfirstdrc.org/

What funding opportunities are available?

» Kids First cohort sequencing opportunity (X01):
— 2 more reissues of PAR-19-104 for 2020 and 2021

* Analyze Kids First data with support from:
» “Kids First R03”: https://grants.nih.gov/grants/guide/pa-files/PAR-19-375.html
* NIH Parent R03: https://grants.nih.gov/grants/guide/pa-files/PA-19-052.html
* NIH “Parent” RO1: https://grants.nih.gov/grants/guide/pa-files/PA-19-056.html
* Validate variants with support from:

— ORIP’s Development of Animal Models and Related Biological Materials for Research
(R21): https://grants.nih.gov/grants/guide/pa-files/PA-16-141.html

— Mechanistic Studies of Gene-Environment Interplay in Dental, Oral, Craniofacial, and
Other Diseases and Conditions (R01) (PAR-19-292).

— Development of Novel and Robust Systems for Mechanistic Studies of Gene-
Environment Interplay in Dental, Oral, Craniofacial, and Other Diseases and Conditions
(R21) (PAR-19-293).

A\
— To pursue collaborations with the T
Knockout Mouse Phenotyping Program (KOMP2),
contact: KidsFirstkOMP@nih.gov /\ >/

* To receive updates about future Kids First opportunities, sign up for the listserv:
* https://commonfund.nih.gov/kidsfirst/register



https://grants.nih.gov/grants/guide/pa-files/PAR-19-104.html
https://grants.nih.gov/grants/guide/pa-files/PAR-19-375.html
https://grants.nih.gov/grants/guide/pa-files/PA-19-052.html
https://grants.nih.gov/grants/guide/pa-files/PA-19-056.html
https://grants.nih.gov/grants/guide/pa-files/PA-16-141.html
https://grants.nih.gov/grants/guide/pa-files/PAR-19-292.html
https://grants.nih.gov/grants/guide/pa-files/PAR-19-293.html
https://commonfund.nih.gov/komp2
mailto:KidsFirstKOMP@nih.gov
https://commonfund.nih.gov/kidsfirst/register

Small Research Grants for Analyses of Gabriella

Miller Kids First Pediatric Research Data
(RO3 - Clinical Trial Not Allowed)

a0,
PAR-19-375 G
5

Purpose: support analyses of Kids First X01
datasets and appropriate tools development
 NICHD, NCI, NHLBI, NIAAA, and NIDCR

e Standard Receipt Dates (after Open Date): Feb 2020

e Combined direct cost budget for the two-year project
period may not exceed $200,000

e Contact IC representative or James Coulombe
(coulombej@mail.nih.gov)

25


https://grants.nih.gov/grants/guide/pa-files/PAR-19-375.html
mailto:coulombej@mail.nih.gov

Small Research Grants for Analyses of Gabriella

Miller Kids First Pediatric Research Data
(RO3 - Clinical Trial Not Allowed) C\ (')

PAR-19-375 C@D
FOA Updates 10,

* Data and Resource Sharing Plans:

— “data..., tools, workflows, and/or pipelines created or used ...will be
provided to the Kids First Data Resource Center to be shared with
the wider scientific community... in a timely manner that would
enable other researchers to replicate and build on the analyses for
future research efforts.”

— For applications that aim to co-analyze Kids First X01 data with
non-Kids First genomic datasets, describe:
= the database through which the non-KF data are accessible, or

= ability & willingness to submit the non-KF sequence data to an NIH-
approved repository (e.g., dbGaP)

26


https://grants.nih.gov/grants/guide/pa-files/PAR-19-375.html

Kids First
Second Chance

Community Engagement for Analysis of
Data Generated by the
Gabriella Miller Kids First Pediatric Research Program

o
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The value of Kids First datasets will be amplified
when researchers use and analyze these data to
make discoveries that will ultimately improve
prevention, diagnostics, and therapeutic
interventions for these conditions



Researchers are accessing Kids First data!

# Dashboard File Repository Kids First v @ Valerie v

e am » acios

| 28,810 e 5,621 par 1,625 Fam 750.47 TB =iz=

Q Enter Identifiers If you have not selected any files, all

N Uiteaniog [ Showing 1-20 of 28,810 i Y Filter table Columns & Expor files inyour query will be included
users R
] File ID Participants ID Study Name Proband Family Id Data Type File Format File Size
lwiﬂ ﬂ File Filters

e

~ [ | GF_WDB3KSHP PT_J8Z4XPK7 Congenital Diaphra... No FM_QBESFM)S Aligned Reads cram 1553Ge| @ Data Analysis
° ~ Study Name Q
[ | GF_BT35CTYV PT_GSTS16RP Congenital Diaphra... | No FM_JADEN393 EVCF EVCF 4368 @ :
) COPY FILES TO CAVATICA
[T Pediatric Brain Tumors:
o2 15019 (] | GF_PTYBTPZ3 PT_2P1852YW Congenital Diaphra... | No FM_7CXDVHEP EVCF EVCF 594GB| &
[ Orofacial Cleft: £ [0 | GF_RHOAQA4CS PT_SVXGIRA4 Congenital Diaphra... | No FM_8STDAXVF cF CF 49168 @
A,ncezr:ma eft: European S 2 Q: _SVXGf 1E¢ & R BV L Downioad
(] | GF_TDPA3Q71 PT_Yj2C44NT Congenital Diaphra... | Yes FM_33MY1VDM Aligned Reads bam 6333G3| &
8 st contic ik as
[ | GFWO031CSX PT_RHWOSACA Congenital Diaphra... | Yes FM_FTQZYWR1 BVCF EVCF 53768 &
& Syndromic Cranial e
; 0
Dysinnervation (] | GF_BSEMJPER PT_SNV37967 Congenital Diaphra... | No FM_SBFGRVI3 Aligned Reads cram 1687G8| @ £ \GIOSRECIMEN
@ congenital sfect:
2 o 1 8 Wicongerite] Healt Defects 2R [ | GF_GYB13VKN PT_AZBHFQAM Congenital Diaphra... | Yes FM_HFSQCFX6 Aligned Reads bam 63.74GB| & & CLINICAL
Q1 nore
(]| GF_SAYKAVOW PT_IFVS9EDB Congenital Diaphra... | No FM_DC2C8KOS Aligned Reads cram 207768 &
~ Diagnosis Category Q [ GF_8y3aws22x PT_QQQ3MBPM Cengenital Diaphra..  Yes FM_J0SDOXHE Aligned Reads bam 6231GE &
fiancen P (] | GF_OOQN3XSH PT_2BHHBNS? Congenital Diaphra... | No FM_7CXDVHER Aligned Reads cram 2062GB| &
@ Other 10,831 (] | GF_FEB15QRD PT_QQ31MEW3 Congenital Diaphra... | No FM_FYH2RARR Aligned Reads bam 6463GB| &
[ Structural Birth Defect 5479 [ GF_FNMDQSSG PT_D7B67CK2 Congenital Diaphra... | Yes FM_4C6QDAFW Aligned Reads cram 2026G8| &
[ | GF_SY83Q73C PT_ARGHOXBP Congenital Diaphra... | Yes FM_PHSTBST4 Aligned Reads cram 2095G8| &
~ Diagnosis (Source Text) Q =

[ Other medical conditions NOS 7,518

[ Low-grade

Individual-level sequence data
>70 Data Access Requests
approved by the Kids First Data
Access Committee across 8 Kids
First genomic datasets available

& vzaP

GENOTYPES and PHENOTYPES




X
1" Kids FlrS[ # Dashboard  (EEREIEEELEEY Kids First v @ Valerie v
“Data Resource Canter
Filters ALL FILTERS » Actions
28,810 ril= 5,621 r 1,625 e 750.47 TB
Q If you have not selected any files, all
h t c s files in your query will be included
UPLOAD IDS < bils - N - ° R
in the actions.
File ID Participants ID Study Name Proband Family Id Data Type File Format File Size &
.Emlﬁ ﬂ File Filters
GF_WDB3KSHP PT_|SZ4XPK7 Congenital Diaphra..  No FM_QBB5FM)8 Aligned Reads cram 1553GB @ Data Analysis
~ Study Name Q
GF_BT35C7YV PT_05T516RP Congenital Diaphra...  No FM_JADBN593 gVCF gVCF 43GE @
it Brain T - COPY FILES TO CAVATICA
Pediatric Brain Tumar:
cBTTC 15.019 GF_PTYBTPZ3 PT_2P1852YW Congenital Diaphra... No FM_7CXDVHEP EBVCF BVCF 594G8 &
GF_RHOAQ4CS PT_SVXGIRA4 Congenital Diaphra...  No FM_88TD4XVF cF (3 491GE @
# i £ i Download
GF_TDPA3Q71 PT_YJ2C44N7 Congenital Diaphra... Yes FM_33MY1VDM Aligned Reads bam 62.33G8 @
& MANIFEST
GF_WV031C5K PT_RHWOSACA Congenital Diaphra... | Yes FM_FTQZYWR1 2VCF 2CF 537GE @
>
GF_BSEMJPER PT_SNV37867 Congenital Diaphra... No FM_SBFGRV]3 Aligned Reads cram 1687GE @ 7 (BISSPECIMEN
GF_GYB13YKN PT_4ZBHFQAM Congenital Diaphra... Yes FM_HFSQCFX6 Aligned Reads bam 63.74GE @ & CLINICAL
- SAYKAVOW PT_FVO9EDE Congenital Diaphra... No FM_DC2C8K0S Aligned Reads cram 07768 &
| svaws2ox PT_QQQ3M8PM Congenital Diaphra... | Yes FM_JOSDOXHE Aligned Reads bam 6231GB @
l " ' " | noQnaxsH PT_2BHHBNS7 Congenital Diaphra... No FM_7CXDVHEP Aligned Reads cram 2062G8 &
FES15QRD PT_QQ3TMEW3 Congenital Diaphra...  No FM_FYH2RA2 Aligned Reads bam 6463GE &
| FNMDQSSG PT_D7B67CK2 Congenital Diaphra... Yes FM_4C6QD4FW Aligned Reads cram 2026GB @
| svs3qzac PT_ARGHOXEP Congenital Diaphra... | Yes FM_PHSTBST4 Aligned Reads cram 09568 @

esearchers can analyze Kids First data with support from
* NICHD-led “Kids First” RO3 (PAR)
e Other NIH RO3s
* NIH RO1s
e Other NIH grant mechanisms



Small Research Grants for Analyses of Data for

the Gabriella Miller Kids First Data Resource
(RO3 - Clinical Trial Not Allowed)

Past: PAR-16-348 ; PAR-18-733,; PAR-19-069

Purpose: support analyses of Kids First XO1 datasets

* Since 2016 through FY2019
» 37 RO3 applications
* 11 have been funded
e 26 were not funded

—of these 10 were discussed/scored,
"GP but missed payline



X01 Cohorts 2 Whole Genome & Phenotypic Datasets
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Disorders of Sex Development.
Congenital Diaphragmatic Hernia
Ewing Sarcoma

Orofacial Clefts: Caucasian families

Orofacial Clefts: Latin American families

Structural Heart & Other Defects
Cranial Dysinnervation Disorders
Adolescent ldiopathic Scoliosis

Pl: Eric Vilain

Pl: Wendy Chung

Pl. Joshua Schiffman

Pl. Mary Marazita

Pl. Mary Marazita

Pl: Christine Seidman (PCGC)
Pl. Elizabeth Engle

Pl. Jonathan Rios

....25+ more datasets in the pipeline!
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Community Engagement

Foundations and other organizations have expressed
interest in working with the NIH to support pediatric
research, particularly in areas that coincide with the
mission and goals of the organization(s).

Additionally, foundations are strongly "”“
%,

supportive of the Kids First program’s
emphasis on data sharing and
collaboration.

>
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Connecting Community
Organizations & Researchers
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1. Organizations agree to be contacted by researchers g o
seeking an additional chance for funding to analyze 2,
Kids First data

2. Researchers apply for NIH grant(s) to analyze Kids First ‘ﬂ
datasets
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. Organizations & researchers follow normal procedures
to establish agreements
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improve the lives of children and families m
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Kids First
Second Chance

https://commonfund.nih.qov/kidsfirst/secondchance



https://commonfund.nih.gov/kidsfirst/secondchance

Q&A

* To ask public questions, use the Q&A bar
(right side of your screen).

* You can ask also use the “chat” @ service to
send private messages to the host or
presenters throughout the webinar.
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“How do I join the program?”

Apply to have DNA (and RNA) samples from childhood cancer
and/or structural birth defects cohorts sequenced and shared

by Kids First: https://grants.nih.gov/grants/guide/pa-files/PAR-19-
104.html

Search data available through the Kids First Data Resource
Portal: https://portal.kidsfirstdrc.org/

Apply for dbGaP access and analyze Kids First sequence data.
Attend events and webinars

To receive updates about future Kids First opportunities, sign
up for the listserv: https://commonfund.nih.gov/kidsfirst/register



https://grants.nih.gov/grants/guide/pa-files/PAR-19-104.html
https://portal.kidsfirstdrc.org/
https://commonfund.nih.gov/kidsfirst/register

Upcoming Event

Kids First Poster Session at ASHG in Houston:
Accelerating Pediatric Genomir< Re<cenrrh

through Collaboration & "\SI IG

e October 15%, 6-9pm CT

* Free and open to the public

e 40+ posters are planned representing Kids First X01 cohort
projects, sequencing centers, and the DRC, as well as a variety of
current and new collaborators, including other NIH programs.

* Registration and details: https://www.eventbrite.com/e/kids-
first-poster-session-accelerating-pediatric-genomics-research-
through-collaboration-tickets-65121015711

American Society of Human Genetics

Lo
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https://commonfund.nih.gov/kidsfirst/x01projects
https://commonfund.nih.gov/kidsfirst/x01projects
https://www.eventbrite.com/e/kids-first-poster-session-accelerating-pediatric-genomics-research-through-collaboration-tickets-65121015711
https://www.eventbrite.com/e/kids-first-poster-session-accelerating-pediatric-genomics-research-through-collaboration-tickets-65121015711

Email Additional Questions and Comments to
the Kids First Mailbox: kidsfirst@od.nih.gov

w < G2Dieljg Miller

‘ |<'dS FlrSt

PEDIATRIC RESEARCH PROGRAM



mailto:kidsfirst@od.nih.gov

Individual-level sequence data

* To learn more about submitting dbGaP Data
Access Requests (DARs) watch:

https://www.youtube.com/watch?v=39cbalgF2tw&index=3&t=503s&list=
PLoXwgZflAedaMwWpVQU WVeWHzyh|3BCu

awEaP

GENOTYPES and PHENOTYPES

H&g Submitting an Approvable
Q 5! dbGaP Data Access Request
f:ﬁ%s Vivian Ota Wang, Ph.D
’“3.‘* Office of Data Sharing

NCI

¢



https://www.youtube.com/watch?v=39cba0gF2tw&index=3&t=503s&list=PLoXwgZflAe4aMwWpVQU_WVeWHzyhI3BCu
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