SUPPLEMENTARY INFORMATION In format provided by Durandy et al. (JULY 2013)

Supplementary table 1 | PADs related to B cell-intrinsic defects

B cell-intrinsic defects

I-B cell development defects

agammaglobulinemia A5, Cy, Iga, IgP, Pi3K (p85a), AR B
BLNK
BTK XL B
SCID ADA, RAG AR B+T
AK2 AR B+T+PMN deafness
components of NHEJ AR B+T
Dyskeratosis congenita Telomerase or shelterin complex AR or XL B+T multi-organ defects

(Hoyeraal-Hreidarsson) (cerebellum defects)

‘MonoMAC’/DCML deficiency GATA2 AR B+T+monocytes+
dendritic cells+NK
cells

11-B cell survival

Common variable immunodeficiency BAFFR/TACI AR/AR or AD B
TWEAK AD B (DN T,NK?)

V-CSRD

| CD40 | AR | B+T+monocytes |

AID AR (AD) B

| UNG | AR | B |
AT, NBS PMS2 AR B+T multi-organ defects

| ATM, MRE11, NBS1, RNF168 | AR B+T | multi-organ defects
SCID Components of NHEJ AR B+T
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SUPPLEMENTARY INFORMATION

AD: autosomal dominant, AR: autosomal recessive, AT: Ataxia-Telangiectasia, CSRD: class switch recombination deficiencies, CVID: common variable
immunodeficiency, DCML-deficiency: dendritic cell, monocyte, B and NK lymphoid deficiency, DN T: double negative T cells, FILS: facial dysmorphism,
immunodeficiency, livedo and short stature, HL: haematopoietic lineage, ICF: immunodeficiency, centromeric instability, facial anomalies, MonoMAC:
monocytopenia, mycobacterial infections, NBS: Nijmegen breakage syndrome, NHEJ: Non homologous end joining, PMN: polymorphonuclear cells, SCID: severe
combined immunodeficiency, WHIM: wharts, hypogammaglobulinaemia, infections and myelokathexis, XL: chromosome X-linked.
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