ClinGen Epilepsy Gene Curation Expert Panel
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for a
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offers fee-for-
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related to the
work of your

Have you made
substantial
contributions to the
literature implicating
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of your Expert

Do you have any
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curation efforts that
will potentially overlap
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Date Your Name|Expert Panel? |Panel? please describe: of your Expert Panel):
Open-
Ended If yes, please list |Open-Ended
Response |Response Response the genes: Response Open-Ended Response
2019-04-30 10:13:29|Kelly Toner |No No No N/A
Madeline
2019-04-25 11:51:00[Hughes No No No
| participate in gene-
condition curation
activities for my
company as part of my
2019-02-05 17:34:18|Erica Smith [Yes No employment. none




NEUROD2 (PIMD
30323019) TLK2
(PIMD 29861108)
NTRK2, GABRB2,
CLTC, DHDDS, NUS1,
RAB11A, GABBR?2,
and SNAP25 (PIMD
29100083) MED23
(PIMD 27311965)

We have creatine deficiency
disorders expert panel that
| chair, recently accepted by

Saadet FRRS1L (PIMD ClinGen/ClinVar as expert
2019-02-05 9:29:04 (Andrews No Yes 27236917) panel.
2019-01-03 17:26:47|Colin Ellis  [No No No
Benjamin | do not have any relevant
2019-01-02 15:52:36(Kang Yes No No conflicts of interest
Tanya
2018-05-08 15:37:08 Bardakjian |No No no none
SCN2A, SCN3A,
KCNA2, CHD2,
GRIN1, GRIN2A,
2018-05-07 13:55:32(Ingo Helbig |No Yes STXBP1, STX1B no none
| curate LOVD
databases for some of
TBC1D24, the genes above:
ATP6V1B2, PIGN, TBC1D24 and
Philippe PIGC, PIGP, GPAA1, |http://www.gpibiosynt
2018-04-26 19:16:59|Campeau No Yes FHF1, KCNH1 hesis.org/




| work for an academic
hospital (Western
University, London Health
Sciences) as a lab director.
Lab performs testing for

Bekim numerous genetic disorders
2018-04-20 9:24:38(Sadikovic  |Yes No including genes involved in
David ASAH1 SYNJ1
2018-03-23 13:20:50(Dyment No Yes NALCN SCN1A No | have no conflicts
PCDH19 KCNQ2 brain malformation
KCNT1 SCN2A panel--minimal overlap
Annapurna PRRT2 GABRG2 (DEPDCS, for example)
2018-03-23 11:44:01|Poduri No Yes DNM1 may exist none
Maria
Roberta
2018-03-22 6:32:06|Cilio No Yes KCNQ2/3 KCNT1 No
The European COST
consortium has a
project aimed at
curating genes
ARX, CDKL5, PIK3CA, |associated with brain
MTOR, AKT3, malformations - many
DEPDCS5, CENPE, of which overlap with
Ghayda STAMBP, PIK3R2, isolated epilepsy
2018-03-20 16:45:02 (Mirzaa Yes Yes CCND2 phenotypes.
Involved in gene
discoveries of
GABRB3, ALG13,
DNM1, SLC1A2 and Employee of AstraZeneca
Slavé GNB1 through (outside of epilepsy
2018-03-19 18:05:26 |Petrovski No Yes consortia efforts. No research).




2018-03-19 14:49:22|Erin Riggs |No No N/A N/A
Carrie-Anne
2018-03-12 14:09:55|Barry No No N/A N/A
Currently also a member of
the ClinGen Hearing Loss
Gene and Variant Curation
efforts, the ClinGen
ID/Autism Gene Curation
efforts, as well as Variant
Rebecca K Discrepancy Resolution
2018-03-12 8:18:19(Siegert No No efforts.
| assist with variant
curation for clinical
testing sent to GeneDx.
| don't have any other
existing or planned
curation efforts outside
Elizabeth of my normal daily job
2018-03-09 13:42:21(Butler Yes No responsibilities.
CDKL5, DEPDCS,
LGI1, ARHGEF9 and
multiple genes
within the
Karl Martin EuroEPINOMICS
2018-03-09 11:10:42|Klein No Yes consortium no none
2018-03-07 15:54:58 |Erika Axeen [No No no none
Jacy
2018-03-07 14:49:38Wagnon No Yes SCN8A No Nothing to disclose.




CHD2, SLC6A1,
GRIN2A, CACNA1A,
SLC1A2, PPP3CA,

Heather GABRB3, DNM1,
2018-03-07 14:07:46|Mefford No Yes ALG13, SYNGAP1 No
KCNQ2 and KCNQ3
variants for benign
Tristan T. familial neonatal
2018-03-07 13:04:34|Sands No Yes epilepsy
DNM1 KCNA2
GRIN1
NEXMIF/KIAA2022
SCN3A SLC6A1
SPTAN1 GRIN2B
PCDH19 SCN2A
Katherine GABRA1 STXBP1
2018-03-07 11:02:14|Helbig No Yes SYNJ1 N/A N/A
| have done/will do
curation for the EIEE,
ID/Autism, RASopathy,
Andrew and Hearing Loss
2018-03-07 10:54:06(Grant Yes No working groups
2018-03-07 10:50:35[Kristen Park [No Yes KCNQ2 No
Pasquale SXTBP1, KCNQ2,
2018-03-07 10:50:04 Striano No Yes SCN2A NA
Courtney
2018-03-07 10:47:34|Thaxton No No
Khalida | work for Quest
2018-03-07 10:46:25|Liaquat Yes No NO Diagnostics.




