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Table 3 | A minimal set of immune-system genes in the human xMHC

Category

Antigen processing/
presentation

Immunoglobulin superfamily

Inflarmmation

L eukocyte maturation
Complement cascade
Mon-classical MHC class |
Immune regulation

Siress response

Genes
HLA-A, -8B, -C, -DMA, -DMB, Dﬂﬂl -DOB, -DPAT,
-DPB1, Dﬂ-ﬂ.]‘ -DQAZ, -DOBT, - —D.I'—'bﬂu

-DRBT, -DRB3, -DARB4, -DRBS; PHSS]'E? PSMBS,
PSMBO; TAPT, TAFZ, ]T-ﬂufz‘EFL uBD

AGER, BTN1A1, BTN2AT, BTN2AZ, BTN2A3,
BTN3AT, BTN3AZ2, BTN3A3, BTNLZ, Ceorf25; MOG

ABCFT; AIFT; DAXX; IER3; L5TT; LTA, LTB; NCR3; TNF
DDAHZ, LYBGSB, LYEGSC, LYEG6D, LYBGEE, LYBGEC
BF; C2, C4A, C4B

HLA-E, HLA-F, HLA-G; HFE

NFKBILT, RXRE, FKBPL

HSPATA, HSPATE, HSPATL; MICA, MICEB

Muost of these genes have established functions for innate or adaptive immunity; genes with
remote inks have been excluded. Some genes have been included because they are related by
sequence to a known immune gene family but the precise function of these is still to be
determined. The largest class of immune system genes is invoheed with antigen processang and
presentation, and ncludes classical class | and || molecules, as well as some of the antigen
processing machineny for loading peptdes onto class | molecules. xMHC, extended major

histocompatibility complex.
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Mutazioni di questi geni so
genetiche e/o sono predisp

Table 4 | Genes In the xMHC In which varlatlon has a relatlonship to disease

Gene symbol Relationship to disease”

xMHC extended class I region

HFE Causss hasmochromatosis; associated with arthropathy, multiple sderosis,
hepatocellular carcinoma

LBD Associated with gastrointestinal and gynascological malignancies

MOG Associated with multiple sclerasis

xMHC class I region

HLA-G Associated with Femphigus vulgans in Jewish patients

HLA-A Agsociated with autcimmune diseases; for example, birdshot chonoretinopethy

HLA-E Associated with type 1 Diabefes melifus; also influences age of oreet of disease

MDCT Associated with inadequate DNA damage resporeas oning to MDC1 defidency

CDSN Causss hypotrichosis simplex of the scalp

PSORSTCT Associated with psoriasis

PSORSTC2 Associated with peoriasis

Chorf18 Associated with psoriasis

HLA-C Associated with autcimmune dissases; for example, psoriasis

HLA-B Agsociated with autoimmune diseases; for example, ankylosing spondyitis or
Behcst dzease

MICA Associated with autcimmune dissases; for example, rheumnatoid arthritis and
coeliac disease

Associated with coeliac disease
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xMHC class Il region
HLA-DR loci

HLA-DQ lod
TARZ

TAFP1T

BRDZ
HLA-DOP loci

xMHC extended class Il region
COLTIAZ

TAFEF

Associated with autoimmune dissases; for example, rheurmnatoid arthitis,
type 1 and type 2 Diabetes melltus

Associated with autcimmune diseases; for example, narcolepsy

Causss bare hmphocyte syndrome type | owing to TAPZ-deficiency; associated
with various diseasss; for example, heumataid arthritis

Causes bare hmphocyte syndrome type | owing to TAP1-deficiency; associated
with various diseasss; for example, vitiligo in Caucasian patients that are young in
age at onsst

Associated with juvenile myoclonic epilepey
Associated with autcimmune dissases; for example, dhronic bendlium dissase

Causss autosomal dominant deafness (DFMA13) and several other diseases
Causes bare hmphocyte syndrome type | owing to TAPEP-deficiency



