
JEM S1

T
h

e
 
J
o

u
r
n

a
l
 
o

f
 
E

x
p

e
r
i
m

e
n

t
a

l
 
M

e
d

i
c

i
n

e

 SUPPLEMENTAL MATERIAL 
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  Table S1.  List of non-reported homozygous variations 

Chromosome Position (hg18 

build)

Ref. base Sample genotype Gene Accession no. Functional impact

1 93474424 A G  CCDC18  NM_206886 Missense (p.Q949R)

4 70190039 T C  UGT2B28  NM_053039 Missense (p.I357T)

6 43121066 G T  CUL7  NM_014780 Missense (p.T972K)

6 43130135 C T  MRPL2  NM_015950 Missense (p.G258D)

8 11179848 A G  MTMR9  NM_015458 Missense (p.N14S)

9 72192526 C T  KLF9  NM_001206 Missense (p.A241T)

9 74018718 A C  GDA  NM_004293 Missense (p.E190A)

10 49986005 C T  C10orf72  NM_001031746 Missense (p.V33M)

11 4059989 G A  STIM1  NM_003156 Splice-3

11 32631333 A G  CCDC73  NM_001008391 Missense (p.F284S)

11 34935598 A C  PDHX  NM_003477 Missense (p.K145T)

11 51372481 C A  OR4C46  NM_001004703 Missense (p.N208K)
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