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Table 1 List of only those PIDs where screening diagnosis can be made by specific protein detection by flow
cytometry

PID Disease-specific protein detected by flow*

X-linked agammaglobulinemia (XLA)
Wiskott-Aldrich syndrome (WAS) and related allelic varants, X-linked thrombocytopenia
(XLT) and X-linked neutropenia’/myelodysplasia

Bruton's tyrosine kinase (Btk) in monocytes, platelets
Wiskott-Aldrich Syndrome protein (WASF)

X-linked Hyper IgM syndrome (XL-HIGM)

CO0L (CD154) on activated T cells
Hyper lgM syndrome type 3

CD40 on B cells and/for monocytes
[COS (activated T cells), 019, BAFF-R, TAC
Perforin in NK cells and CD8 T cells
SAP (SH2D1A)
KIAFP (BIRCA)
p47 phox, p6Fphox, p22phox in neutrophils
CD18, CD11a, CD11b on leukocytes
CON5 (Sialyl-Lewis ™) on neutrophils and monocytes
IF NyR1
IF Ny R2
IL-12RE1
PSTATT
pSTATS
FOXP3 on regulatory T cells (Tregs, CD4+CD25+F0OXP3+)

CVID-associated defects
Familial Hemophagocytic Lymphohistiocytosis (fHLH)
¥-linked wmphoproliferative disease (XLFP)
X-linked inhibitor of apoptosis (XLP2) disease
Chronic Granulomatous disease (0GD) - Autosomal recesgve
Leulkooyte Adhesion deficiency type 1 (LAD-1)
Leulooyte Adhesion deficiency type 2 (LAD-2)
Interferon gamma receptor 1 deficiency
Interferon gamma receptor 2 deficiency
IL-12 and IL-23 receptor B1 deficiency
STATT deficiency
STATSB deficiency
Immunodeficiency, enteropathy, X-linked (IPEX)

Warts, Hypogammaglobulinemia, and myelokathexis (WHIM) CHCR4 on T cells

O 32 (IL-2RG, IL4RG, IL-7RG, IL-9RG, IL-15RG) on

activated T calls

Common gamma chain (cy chain)
Bare Lymphocyte Syndrome type | and Il (BLS | and 1) MHC class | and |l expression on monocytes, B cells and
cells (activated) respectively
025 (IL2Ra)
CDa6

D59

CD25 deficiengy (IPEXHike syndrome)
Membrane cofactor protein (MCP) deficiency
Membrane attack complex deficiency (MAC)

"Presence of protein as detected by flow cytometry does not rule out an underlying functional mutation, therefore, results have to be correlated with other

laboratory and immunological parmmeters, including functional flow cytometry when applicable, clinical and family history and confirmed by genetic testing for

final diagnosis. Details of these individual defects can be found in “Immunoclogic Disorders in Infants and Children, 5™ Ed, Eds. R. Stiehm, H. Ochs and ..
Winkelstein, 2005, Esevier Saunders).
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Mecmo ezamua:
Omicn. ‘ Teem | Pesynemam ‘ Ed.uamepenun | Pechepenmustii unmepaan
MMMyHOIOTMYECKOe MCCaedoBaHMe
JIeMKOLMTEL 15950 wn/Mra {(6100.00-11400.0)
SPUTPOLMTE 3.97 1076/ MrT
TeMoTJIOBMH 95 o/m
I'emMaToKpUT 30.9 %
TpoMBOLMTE 247 1073 /mrm
JId oL TE 8 % (36.00-43.00)
JImvboumTe (aBc) 1276 wn/Mri {(2000.00-2700.00)
I'paHyIOUMTEL 88 % {(37.00-61.00)
I'panynounte (abc) 14036 wn/mMra {1520.00-6060.00)
MOHOLUMTH 4 % (2.00-7.00)
MoHoumMTH (abc) 638 xia/MKI {0.00-800.00)
CD3+ (T-nmmMpoLMTH ) 28 % {66.00-76.00)
CD3+ (T-nmumpoumTe) (abc) 357 wkn/MKIa {1400.00-2000.00)
CD3+CD4+ (T-xeJsnepst) 19 % {33.00-41.00)
CD3+CD4+ (T-xemnnepr:) (abc) 242 wn/Mri {(700.00-1100.00)
CD3+CDB+ (T-umMmTOoTOKC . ITMMD . ) 9 % {(27.00-35.00)
CD3+CDB+ (T-umroTokCc .MM . ) (abc) 115 wn/Mria {600.00-900.00)
CD19+ (B-nmMPOLMTEL) 6d % {(12.00-22.00)
CD19+ (B-numdoumnTe) (abc) 817 wmn/mMri {300.00-500.00)
CD3-CD(16+56+) (HK-xrneTKM) 9 % {(4.00-26.00)
CD3-CD(lo+56+) (HK-xneTku) (abc) 115 xn/Mri {96-1330)
CD3+CD(16+56+) (T-HK-rIeTKM) 5% {0.00-10.00)
T-xemnneps/T-UMTOTOKC (MMMYH. MHIOEKC) 2.11 {(1.10-1.40)
IgM 1.87 o/m {0.80-1.80)
IgG 8.37 o/n {7.00-11.80)
IgA 2.37 v/n {0.90-1.90)

Omsemcmsennsii:  CmupHoBa A.C.,Cuaoposa J1.H.
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28 %
42 (86)
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Table 11 Schematic representation of detected potential B-cell differentiation blocks in the study group in context of currently known B-cell matumation defocts
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