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Supplementary	  Table	  1:	  Fetal	  Hemoglobin	  and	  Erythrocyte	  Adenosine	  Deaminase	  
(eADA)	  Testing	  
	  

Individual	   eADA	  Level	  (EU/grams	  of	  Hb)	   HbF	  (%	  of	  total	  hemoglobin)	  
II-‐1	  (at	  age	  5	  years)	   0.72	   8.4	  
I-‐1	   0.53	   Not	  done	  
I-‐2	   0.49	   Not	  done	  
Notes	   Normal	  range	  is	  0.33	  -‐	  0.96	   Normal	  range	  is	  <	  1	  %	  
	  



Supplementary	  Table	  2:	  Details	  of	  Exome	  Sequencing	  in	  Two	  Siblings	  with	  DBA	  

Sample	   Individual	  II-‐1	   Individual	  II-‐3	  
No.	  of	  bait	  DNA	  bases	   44,870,454	   44,870,454	  
No.	  of	  target	  DNA	  bases	   32,950,014	   32,950,014	  
Total	  Reads	  	   124,859,508	   134,892,718	  
Purity	  Filtered	  (PF)	  Unique	  Reads	   82,422,497	   85,541,405	  
PF	  Unique	  Reads	  Aligned	   75,799,490	   78,493,355	  
On	  Target	  Bases	   3,035,025,577	   3,167,638,694	  
Fold	  Enrichment	   51.39	   51.54	  
Target	  Bases	  2x	  %	   97.33	   97.32	  
Target	  Bases	  10x	  %	   93.13	   93.58	  
Target	  Bases	  30x	  %	   83.05	   84.31	  
Total	  SNPs	   19,528	   19,607	  
Percentage	  in	  dbSNP	   96.71	   96.57	  
No.	  of	  SNPs	  in	  dbSNP	   18,886	   18,934	  
Identified	  Variants	  After	  Filtering	  Variants	  in	  dbSNP	  Build	  132,	  1000	  Genomes	  Project,	  and	  95	  Exomes	  
from	  NIEHS	  Environmental	  Genome	  Project	  
Total	  Number	   287	   289	  
Silent	   99	   90	  
Missense	   188	   197	  
Nonsense	   0	   2	  
Readthrough	   0	   0	  

	  



Supplementary	  Table	  3:	  Summary	  of	  Genotyping	  in	  the	  DBA	  Family	  
(Variants	  are	  highlighted	  in	  yellow	  and	  genotyping	  failures	  are	  highlighted	  in	  red)	  



Supplementary	  Table	  4:	  Hematologic	  Parameters	  for	  DBA	  Patient	  with	  GATA1	  chrX:	  
48,649,736	  Deletion	  
	  
	  

Age	  (years,	  months)	   6	  weeks	  old	   3.5	  years	  old	  
WBC	  	  x	  10^9/L	   6.8	   9.3	  
ANC	  X	  10^9/L	   1.564	   2.697	  
HGB	  g/dL	   3.5	   10.9	  
Platelet	  x	  10^9/L	   362,000	   250,000	  
Fetal	  Hemoglobin	  %	   83.9	   Not	  done	  
Erythrocyte	  
Adenosine	  deaminase	  
EU/g	  hemoglobin	  

0.81	   Not	  done	  

Notes	   Time	  of	  first	  presentation	   Receiving	  corticosteroids	  
for	  over	  2	  years	  

	  

	  

	  


