
Start Date Your Name

Do you work 
for a laboratory 
that offers fee-
for-service 
testing related 
to the work of 
your Expert 
Panel?

Have you made 
substantial 
contributions to the 
literature implicating a 
gene:disease 
relationship that 
relates to the work of 
your Expert Panel?

Do you have any other 
existing or planned 
independent curation 
efforts that will 
potentially overlap with 
the scope of your 
ClinGen work? If so, 
please describe:

Please disclose any other 
relevant conflicts of 
interest (e.g. patents, 
intellectual property 
ownership, or paid 
consultancies related to 
any variants or genes 
associated with the work of 
your Expert Panel):

Open-Ended 
Response Response Response

If yes, please 
list the genes: Open-Ended Response Open-Ended Response

2018-09-17 11:55:42 Ryan Doan No No No

2018-07-24 8:39:41 Michael Evenson Yes No No

2018-06-26 14:52:06 Ghayda Mirzaa Yes Yes

PIK3CA, MTOR, 
PIK3R2, 
CCND2, AKT3, 
CENPE, ARX, 
CDKL5, 
STAMBP, 
KIF11, CDC42

I'm a member of the 
ClinGen Epilepsy Group.

2018-06-19 10:22:16 Yi-Shan Lee Yes No No No
2018-05-04 16:19:35 Abbe Lai No No

ClinGen Brain Malformations Variant Curation Expert Panel



2018-05-01 12:00:42 Jamel No Yes

DCX, TUB1A1, 
TUBB2B, 
TUBB3, TUBB5, 
TUBG1, KIF2A, 
KIF5C, TUBG1, 
DYNC1H1, 
TBC1D23, 
NEDD4L

2018-04-24 21:00:34
Christopher 
Walsh No No

2018-04-24 10:58:47 Heather Mefford No Yes
DEPDC5 (in 
epilepsy) No

2018-04-16 12:28:40 Lance Rodan No No No

2018-04-04 7:22:32

CHRISTELLE 
MOUFAWAD EL 
ACHKAR No No

2018-03-27 13:45:05 David Miller No No

Only the overlap 
between my 
involvement with 
ClinGen ID/Autism and 
ClinGen Brain 
Malformations groups



2018-03-27 8:21:32 Elizabeth C Engle No Yes

KIF21A, 
TUBB3, 
TUBB2B, 
PHOX2A, 
SALL4, CHN1, 
HOXA1, 
HOXB1, ECEL1, 
MYMK, others.

Our research effort is to 
continue to define new 
genetic causes of the 
CCDDs and determine 
the spectrum of 
mutations underlying 
new syndromes.

Any IP is determined by 
Boston Children's Hospital.

2018-03-27 6:32:33 Renzo Guerrini No Yes
MTOR, PIK3R2, 
AKT3, PIK3CA No

2018-03-26 17:24:01
A. James 
Barkovich No Yes

MTOR, AKT, 
PI3K, DEPDCs No

2018-03-20 11:43:39
Annapurna 
Poduri No Yes

AKT3  PIK3CA  
DEPDC5  
mTOR

Epilepsy Panel (Pediatric 
Neurology) n/a

2018-03-20 11:14:59 Tim Yu No Yes

I have 
contributed to 
the 
identification 
of many genes 
for brain 
malformations 
and for autism 
and 
intellectual 
disability No

I do scientific consulting for 
gene discovery and  clinical 
genomic interpretation, but 
not specifically for any 
genes within the work of 
our Expert panel



2018-03-20 9:18:46
Ganeshwaran H. 
Mochida No Yes

ASPM, 
VPS13B, 
TRAPPC9, 
SPART, 
WDR62, JAM3, 
NDE1, 
CHMP1A, 
GRID2, 
METTL23, 
QARS, 
KATNB1, PCLO, 
PYCR2, 
DIAPH1, GPT2, 
AARS, 
DONSON No

2018-03-05 21:41:35
Christopher 
Yuskaitis No No

2018-03-06 9:00:37 Eric Marsh No Yes Arx No

2018-03-06 8:45:52 Lacey Smith No Yes

PCDH19, 
RHOBTB2, 
PACS2 No

2018-03-05 18:35:34 Anne Rochtus No No

2018-03-05 16:47:36 Edward Yang No No No/N.A.

Have done consulting for a 
company (Corticometrics 
LLC) that develops 
computer software for 
detection of cortical 
dysplasia from brain MRI. 
Genetics of brain 
malformations is well 
outside of the scope of the 
company's work.


