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Supplementary Figure 1: Analysis of clinical parameters including only patients with at least 5 patients in 
every IBMFS and at least one case with CNVs; grouped by cases with CNVs versus other mutations.  A. Age at 
presentation, color bars representing corresponding median; B. Age at diagnosis, color bars representing 
corresponding median; C. Non-hematological organ system involvement, color bars representing corresponding 
median; D. Developmental delay; E. Short stature.

CNV

Non-C
NV

1

10

100

1000

A
ge

 a
t d

ia
gn

os
is

(m
on

th
s,

 lo
g 

10
)

CNV

Non-C
NV

1

10

100

1000

A
ge

 a
t p

re
se

nt
at

io
n

(m
on

th
s,

 lo
g 

10
)



0 100 200 300 400 500
0

50

100

Age (months)

S
ev

er
e 

cy
to

pe
ni

as
 (%

)

CNV
Non CNV

0 200 400 600 800
0

50

100

Age (months)
S

ur
vi

va
l (

%
)

CNV
Non-CNV

B.	  A.	  

p=0.8p=0.6

Supplementary Figure 2: Analysis of clinical parameters including only patients with at least 5 patients in 
every IBMFS and at least one case with CNVs; grouped by cases with CNVs versus other mutations. A. Age at 
onset of severe cytopenias; B. Overall survival.


