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Associated
features

Inheritance Circulating Circulating

Genetic defect/
presumed pathogenesis T cells B cells

Disease

1. T-B* severe combined immuncdeficiency {(SCID)

(a) yc deficiency Mutation of ILZRG XL Markedly decreased Normal or Decreased Markedly decreased

(b) JAK3
deficiency

(c) IL7Ru
deficiency

(d) CD45
deficiency®

(e) CD33
deficiency

(f) CD3e
deficiency®

(g) CD3z
deficiency®

{h) Coronin-1A
deficiency?

Defact in y chain of receptors
for -2, 4, -7 9, -15, -21

Mutation of JAK3
Defact in Janus-activating
kinase 3

Mutation of IL7RA
Defect in Il-7 receptor a chain

Mutation of PTPRC
Defaect in CD45

Mutation of CD3D
Defect in CD33 chain of T call

antigen receptor complex

Mutation of CD3E
Defact in CD3e chain of T cell

antigen receptor complex

Mutation of CD37
Defect in CD3¢ chain of T cell
antigen receptor complex

Mutation of COROTA
defective thymic egress of T
cells and defective T call
locomotion

Markedly decreased

Markedly decreased

Markedly decreased

Markedly decreased

Markedly decreased

Markedly decreased

Markedly decreased

increased

Nommal or
increased

Normal or

increased

Normal

Normal

Decreased

Decreased

Decreased

Decreased

Decreased

Decreased

NK cells

Markedly decreased
NK cells

Normal NK celis

Normal /3T cells

Normal NK cells
No y/aT cells

Normal NK cells
No y/3T cells

Normal NK cells
Noy/aT cells

Detectable thymus
EBV associated B call
lymphoproliferation




Aedunut o01en y-renmn

0 DTUOAOTUSI:

MyTalus (Xq13) reHa MyTauus B ramma-Lenu reHa
: peuentopa UJ1-2 npuBoauT K TsHXKENOMY
,ZI,eCl)eKT Y- Lellen P KOMOUHUPOBAHHOMY MMMYHOAEDULUTY
o0 X-cIleriaeHHOe HacC
(pezeccuBHOE);
ToyeyHan
1 Oco0eHHOCTH: CHU MyTauma Xq13

A OO0 SESESES KOO0

CBIBOpOTOYHBIX VI B X-CUenneHHbIi
peLeccuBHbLIN peuentop UN-2 4
CHIICKEHIEe codepKa e i

xearnepos), NK-ka.
YBEAMYEHHOIO YMICA:



Aepunut JAK3

0 DTUOAOTUSI :

reHeTmdeckum gedekr (19q) Janus- akTMBUPYIOIIeN KMHA3LI 3

(mocpeaHVIK TPaHCAYKLI UMTOKMHBI
IIeIIb) OOILETO AEVIKOLLVIT J

0 HacaeaoBaHme ayrq
MY >K4YMHDBI 1 JKEHITTVMTHDbI

uMTonnasma

1 OCO0OeHHOCTU: cHu
CHIIKEHHOEe 4lCA0 T-KA
4yTh IIOBBIIIIEHHOTO YM(

AAPO KNETKU



Aepunut a-nienu perentopa
-7

0 DTUMOAOTUSI : reneTndeckuii gedekr (5q) a-merm R IL-7
(0a0kaga AaHHOTIO pelernTopa)

o0 HacaeaoBaHye ayTOCOMHO-perieCCMBHOE;

0 OCOOEeHHOCTM: CHIKeHNE Yrcaa ChIBOPOTOUHbIX VT,
PE3KO CHVDKeHHOe 4rca0 T-ka., koangectso NK-ka.
HOpMaAbHOe, Ha (pOHEe HOPMaAbHOIO AU Uy Th
IIOBBIIIIEHHOTO Yncaa B-ka.



inactive primed
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0 DTUOAOTWSL: My Tk & _
s\" T N
(Leukocyte Comm | m; ol B e trans-autophosphorylation
Csk

(HeoOxoAVIMa A5l TI€ 1V csk

(inactive) &  (active) Zap70

KAeTOK) ' (inactive)

1 HacaeaoBaHmue

0 Oco0OeHHOCTI: @GUEVACIE | 0
CHIV>KEHHOE YMCAO St
HOPMAaABHOIO NAU

Csk

(inactive)



Aepunurer CD3vy,-0,-¢

0 DTUOAOTUS: reHeTUIYeCKUI AedexT B V,0, ¢ nerrsax T-
KA€TOYHBIX peLleIITOPHBIX aHTUTeHHBIX KOMIIAEKCOB;

o0 HacaeaoBaHye ayTOCOMHO-peLrjeCCMBHOE;

0 OCOOEHHOCTN: CHUKEHIE YIcAa CHIBOPOTOYHBIX
I, pe3ko cHmkeHHOe uncao T-ka., koangecrso NK-
KA. HOpMaabHOe, Ha (POHE HOPMAAbHOTO AU YYTh
TIOBBIIIIEHHOTO Y1CAa B-KA, COBEPIIEHHOTO OTCYTCTBIASI
YO-KA.



Wild-type mice

Coronin 1-deficient mice

MHC class | or
MHC class ll-
eptide complex
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a ; Pro—surwval genes
Nucleus W/ 2N/ NN/ NN
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/leyenue

0 TpancriaanTanys rarta0MACHTUYHOTO KOCTHOTO MO3Ia
nav KM, B3saToro ot go0Hopa ngentnanoro o HLA (c
yAaaeHHbIMU T-/10 )

0 3amecturteAabHas Tepanus B/B VII', nHTeHCUBHOE
aHTHOaKTepuaAbHOE, IIPOTUBOIPUOKOBOE U
IIPOTUBOBYIPYCHOE A€4eHIIe



