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Supplementary Table 1. Primers used to amplify and sequence GATAZ gene.

Fwd: ATCCCCGAAGTTGAGTGT
INTRON 5 (5"-3') R\;v\(/j: AGgEﬁEAA'I('ECG?TCGCC(';I'GCCC
Fwd: CGGGACTGGTGCTCTTTCT
EXON 3 (5-3') R\;v\(/j: :c?GGAGATchAGGcGTCGgTGACAAA
Fwd: CTGGTTCTGGGAGTCGTGAT
EXON 4 (5-3') Rev: GTCTCGCTCTAATAGECCCC
Fwd: AGACCCTCTCGTCCCTCTTC
EXON 5 (5-3') Rev: GATGTCAGTTGGGGTCGTCT
Fwd: TCCATGGTTCTGAGATGCTTT
EXON 6 (5"-3') R\(/avv: AGGAGGTGGAGCTGGCTAG
Fwd: CTATGAAGGT ACAAT
EXON 7(5-3) R\(’av\(/j: TCTACTGGTG?A(ZTC;?SCCCCCACC




Supplementary Table 2. Monoclonal antibodies.

Antigen Fluorochrome | Clone Company

CCR7 FITC 150503 BD Biosciences
CD107a PE H4A3 BD Biosciences
CD11A PE 25.3 Beckman Coulter
CD11B PE Bearl Beckman Coulter
CD123 PE 9F5 BD Biosciences
CD127 PE Hil-7R-M21 BD Biosciences
CD16 FITC NKP15 BD Biosciences
CD18 FITC L130 BD Biosciences
CD19 PE-Cy7 J4.119 Beckman Coulter
CD2 PE S5.2 BD Biosciences
CD21 PE B-ly4 BD Biosciences
CD25 FITC M-A251 BD Biosciences
CD27 APC-Cy7 M-T271 BD Biosciences
CD27 PE 1A4CD27 Beckman Coulter
CD28 PE CD28.2 BD Biosciences
CD3 APC-AF750 UCHT1 Beckman Coulter
CD3 PerCP-Cy5.5 SK7 BD Biosciences
CD38 PerCP-Cy5.5 HIT2 BD Biosciences
CD4 APC-AF750 13B8.2 Beckman Coulter
CD45 APC 2D1 BD Biosciences
CD45RA PE-Cy7 L48 BD Biosciences
CD56 PE-Cy7 NCAM16.2 BD Biosciences
CD57 PE NK-1 BD Biosciences
CD69 PE TP1.55.3 Beckman Coulter
CD8 APC SK1 BD Biosciences
CD8 FITC SK1 BD Biosciences
CD95 FITC DX2 BD Biosciences
CD95 PE DX2 BD Biosciences
DNAM-1 FITC TX25 Biolegend
GRANZIME A PE CB9 BD Biosciences
GRANZIME B FITC GB11 BD Biosciences
HLA-DR FITC L243 BD Biosciences
IgD FITC 1A6-2 BD Biosciences
IgM APC G20-127 BD Biosciences
NKg2D PE 1D11 Biolegend

NKp44 PE Z231 Beckman Coulter
NKp46 PE 9E2 Biolegend
PERFORIN FITC 6G9 BD Biosciences
TCRap FITC WT31 BD Biosciences
TCRyb PE B1 BD Biosciences




Supplementary Table 3. Clinical score of patients. Described in (9).

HPV  Mycobacterial URTI Lung Autoimmunity Clinical

infection score
P1 0
P2 0
P3 + + 2
P4 + + + 3

HPV (persistent infection of hands, feet, or perineum with HPV); Myco (any history of mycobacterial
infection); URTI (upper respiratory tract infections, more than 3 episodes of recurrent bacterial sinusitis,
otitis, or other URTI); Lung (loss of lung volume or transfer factor ,80% predicted, history of bronchiectasis,
chronic bronchitis, more than one episode of pneumonia, radiologically or pathologically confirmed
pulmonary alveolar proteinosis); Al (autoimmunity:

arthritis, panniculitis, or autoimmune cytopenia).



Supplementary Table 4. Surface and Intracytoplasmatic markers in CD564im NK
cells

Controls P1 P2 P3 P4

cD27 3,78 2,28 32,80 11,18 <0,0005 44,80 10,41 <0,0005 51,98 4,21 <0,0005 24,47 2,07 <0,0005

Perforin 87,31 8,09 8360 6,75 0,461 40,75 30,76 <0,0005 67,43 15,32 0,005 534 557 <0,0005

GZMB 69,27 11,51 33,25 29,91 0,007 14,95 2,47 <0,0005 34,50 29 0,002 6,78 5,95 <0,0005

CD69 3,56 3,71 18,20 18,78 0,035 34,95 13,03 <0,0005 49,06 39,82 0,002 54,23 25,45 <0,0005

CcD8 35,23 13,64 67,22 6,07 0,001 7511 1,20 <0,0005 85,14 3,34 <0,0005 68,63 13,62 0,006

DNAM1 96,66 2,11 93,64 2,89 0,047 72,63 5,71 <0,0005 82,56 7,86 <0,0005 89,67 0,47 <0,0005

NKg2D 94,82 5,92 9579 4,74 0,794 81,10 1693 0,020 91,89 9,21 0,543 9242 7,71 0,609

NKp46 70,08 13,09 80,28 12,64 0,237 63,72 16,04 0,471 71,16 164 0911 83,81 14,58 0,190

CD11b 99,03 0,70 97,35 1,74 0,011 88,09 4,02 <0,0005 9395 0,08 <0,0005 97,50 3,54 0,102



Supplementary Table 5. Surface and Intracytoplasmatic markers in NKT cells.

Controls P1 P2 P3 P4

CD27 42,49 25,62 8291 3,16 0,019 63,41 5,75 0,133 72,72 9,62 0,132 21,51 2,11 0,282

Perforin 59,49 29,74 75,50 2,23 0,504 74,06 3,90 0,543 73,00 11,41 0,577 38,74 6,94 0,397

GZMB 57,28 26,53 41,40 20,47 0,476 61,99 7,81 0,821 55,76 10,81 0,942 61,68 7,79 0,833

CD69 8,87 5,60 2,95 3,85 0,196 22,23 4,07 0,004 55,67 41,95 0,003 42,39 29,37 0,004

cD8 70,10 16,91 61,49 16,14 0,433 84,31 4,33 0,178 75,47 3,03 0,670 64,62 3,71 0,664

DNAM1 93,90 6,22 91,31 2,33 0,496 75,60 3,58  <0,0005 89,94 5,75 0,408 97,82 1,13 0,400

NKg2D 86,03 10,84 95,71 3,36 0,155 85,72 9,41 0,964 79,20 22,63 0,466 81,28 7,81 0,565

NKp46 3,29 4,00 1,12 0,77 0,374 1,03 1,03 0,356 1,15 1,39 0,476 16,16 22,80 0,033

CD11b 74,70 15,26 87,10 7,36 0,198 69,11 12,42 0,564 89,99 1,39 0,191 91,00 12,72 0,175



Supplementary Figure 1. CD8 and NK cells cytolytic molecules and NK cell
cytotoxicity in GATA2 deficient patients.

(A)Percentage of perforin, granzyme A and granzyme B in CD8 T
cells(B)Cytotoxicity of NK cells; the results show the percentage of K562 cells
incorporating propidium iodide (PI). (C) Percentage of perforin, granzyme A and
granzyme B in CD56dim NK cells. (D) Percentage of CD16+ cells in CD56dim NK
cells represented in accordance to clinical score from patients. CS=0 n=2, CS=2
n=1, CS=3 n=1.Lines represent mean and bars represent the standard error of the
mean (SEM). *P<.05; **P<0.01; ***P<0.001

Supplementary Figure 2. Representative dot pots of CD564m stains. CD27,
CD25, CD69, DNAM1, CD16 and CD8 expression in CD45+CD3-CD56dim cells from

patients and controls.



