
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

2019-08-07 08:55:04 ADELE D'AMICO Yes Yes

ACTA1, TNNT1, 
SEPN1, CFL2, MYH7, 
RYR1,MTM1

2019-07-23 21:33:55 Franesco Muntoni No Yes

FKRP; MSTO1; 
GMPPB; B3GALNT2; 
SCN4A; MICU1; 
MYL1; MEGF10

I assist National Health 
Service England

I do not have any relevant COI 
for the work on this gene 
expert panel

2019-07-23 19:08:50 Marina DiStefano Yes No N/A N/A
2019-07-19 20:07:59 Hui Yang Yes No No

2019-07-18 13:49:09 Sandra Donkervoort No Yes

COL6A1  PIEZO2  
BET1  EXOSC9  FXR1  
ACTN2  CCP1  TTN  
P4HA1  CACNA1S  
PYROXD1  HECW2 no Government employee

2019-07-17 15:54:00 Alan Beggs No Yes

ACTA1  NEB  TPM2  
TPM3  KBTBD13  
KLHL40  KLHL41  
TNNT1  CFL2  LMOD3  
SELENON  MYH7  
RYR1  TTN  MEGF10  
MTM1  DNM2  SPEG  
CCDC76 No

Paid consultant regarding 
development of therapy for 
ACTA1 myopathy.

2019-07-17 13:37:32 Hui Yang Yes No No none
2019-07-17 13:36:17 Casie Genetti No No
2019-07-11 19:10:21 Chandler Douglas No No No

ClinGen Congenital Myopathies Gene Curation Expert Panel



2019-07-08 13:15:02 James Dowling No Yes

RYR1, CCDC78, 
LMOD3, TPM2, 
MTM1, DNM2 No

No COI relevant to this 
initiative. I am on the SAB for 
RYR1 Foundation (small yearly 
honorarium) and the SAB of 
Dynacure (small yearly 
honorarium). Also, I work part 
time for Deep Genomics, a 
biotech developing ASOs for 
rare disease, but not 
congenital myopathies.

2019-06-29 09:12:51 Enrico Bertini Yes Yes

MTM1, DNM2, NEB, 
SPEG, BIN1, RYR1, 
TTN, LMOD3, ACTA1, 
TPM2, TPM3, MYH2, 
TNNT1, STAC3 No No conflicts

2019-06-26 17:38:09 Tom Winder Yes No no none

2019-06-24 12:42:06 Ana Ferreiro No Yes RYR1, TTN, SEPN1

Contributor to the TRIP4 
webpage for Human 
Disease Genes website 
series 
https://humandiseaseg
enes.nl/

2019-06-24 09:28:12 Fabiana Fattori No Yes

CFL2  KBTBD13  SPEG  
ORAI1  BIN1  NEB  
MTM1  DNM2  STIM1  
MYH2  MYH7  POLG  
COL6A  TPM2  ACTA1  
GMPPB

2019-06-22 04:41:44 anna sarkozy No Yes

STAC3, MSTO1, 
ECEL1, a-DG genes in 
particular GMPPB, 
MHY7, TTN  other 
NMD genes in 
particular ANO5, 
FHL1

in am part of the variant 
interpretation and 
curation task force for 
EURO-NMD in SOLVE-
RD none

2019-06-20 18:31:55 Justyne Ross No No
2019-06-20 18:31:09 Shannon McNulty No No No Nothing to disclose.



2019-06-17 14:40:53
Hernan Dario 
Gonorazky No No

2019-06-13 02:16:14 Grace Yoon No Yes FXR1 no none
2019-06-11 12:13:34 Amanda Lindy Yes No No. N/A

2019-06-11 07:24:29 Katarina Pelin No Yes
NEB, ACTA1, TPM2, 
TPM3, LMOD3 No

2019-06-10 20:44:19 Sander Pajusalu Yes No
2019-06-10 20:26:48 May Flowers No No No. N/A

2019-03-21 18:13:29 Ozge Birsoy No Yes
TTN, KLHL40, LMOD3, 
ACTA1
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