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CuHapom OMeHHa npeacTaBnseT coboi ayTOCOMHO-
peueccmBHoe paTtanbHbIM KOMNMEYCHbIU UMMYHOOEedUUUT, C
PE3KO NOBbILLEHHOW BOCMPUNMYMNBOCTLIO K UHADEKLINAM U

MHOUNBbTPAUNEN KOXU, KNLLEYHUKA, NeYeHN U cene3eHkun T-
nmmMmaounTamu.

Y 6onbHbIX HAboaalTCa apmUTPOAEPMUS,
nuMmgrageHonaTus, renatocnieHomMmeranms
YMOPHbIN NOHOC. B HEKOTOPbLIX Criy4yasax

oOHapy>XeHbl MyTaLun reHOB, KOAUPYHOLLINX
RAG1 n RAG2.




RAG reHbl — rpynna reHoB, AETEPMUHUPYIOLLNX CTPYKTYPY U
bnocnHTes pekoMmbumnHas. 3Tu reHbl, HAXoOsTCA HAa XPOMOCOME
11p13, y4acTBYHOT B npoLieccax comaTtuyeckon NnepecTpouKkm reHoB
TCR (T-KNeTo4HbIN peuenTop) n BCR( B-kNneTo4yHbIN peuenTop).

KogupytoT aBa 6enka — RAG- 11 RAG-2, y4acTBYHOLLMX B
nepecTponkax reHeTU4eCKUX CErMeHTOB, KOAUPYHOLLMX peLenTopbl
MMMYHHbIX KneTok. U perynupytowme V(D)J-pekomMOrHaL .

EcTb ABe popMbil:

o [MonHbIN gedpmunt RAG1/RAG2 BCTpeYaeTCcH peako v npmBoauT K
HapyLUEeHUIO pasBUTUIO OTCYTCTBUIO 3MbiX oopMm T n B
NMMQOLMNTOB,

o MunceHc mytauma RAG1/RAG2 BO3HUKAET He MOMHbLIN
nmmyHogeduumt. N dyHkuma RAG1/RAG2 YaCTUYHO COXpaHeHa.



V(D)J-pekoMbUHauUua — MexaHn3m comatmyeckon pekomonHaumm [HK,

NPOMCXOAALLMN Ha paHHUX STanax AupepeHLUNpPoOBKN NMMMAOLIUTOB U
NpUBOAALLNN K POPMUPOBAHMIO aHTUTEH-PACNO3HALLMX
Yy4aCTKOB MMMYHOIMNo0OYyrnnHoOB 1 T-KNeToYHOro peuenTopa.

[€Hbl UMMYHOTINO0YnMHAa 1 T-KNEeTOYHOro peLenTopa COCTOAT U3

NOBTOPAIOLLNXCA CErMEHTOB, NMpuHagnexallmx K Tpem Kknaccam: V (variable), D
(diversity) n J (joining).

B npouecce V(D)J-nepecTpouku
r€eHHblE CErMEHTbI, N0 OAHOMY U3
KaXkOQoro Kriacca, CoeanHAKTCS
BMmecTe. ObbeanHeHHas
nocnegoBaTenbHOCTb CErMEHTC
V(D)J kogmnpyeT BapuaberbHble
ONOMEHbI KaXXaoun U3

Leneun peuenTtopa unm
MMMYHOINobynuHa.

AHTUreHHble peuenTopbl NnuMmdounToB
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Blk, Fyn, or Lyn

sngnélmg



XPOMOCOM

a
11pd3 CuHtes Ha PHK
RAG1/RAG2 —_— 6enka-
pEKOM6M¢a3bI
npe-BCR n npe-TCR
V(D)J- V(D)J-nepecTpounkm
NnepecTPOouKn

3penbl
eT-
KIeTKN

3penbl
e B-
KIeTKun

npe-B- #

KIeTKMn



Y 6onbHbIX cnHapomom OMeHa rpyaHoro Bo3pacTta
HaXoOAT MOCTOSAHHbLIN NEUKOLIMTO3 C Bbipa>KeHHOW
903NHOMPUNMNEN N MNMAOLIUTO30M, NOBbLILLEHHbLIN
ypOBeHb IgE, HN3KOe coaepxaHue IgG, IgA n IgM B
CbIBOPOTKE, MOYTU NOJSIHOE OTCYTCTBME. B-NnMdounTOB
N yBENMMUYEHHOE YNCNO ayTopeaKTUBHLIX T-
numadoumnToB. [peobnagatoT Th2-KMeTkn ¢ pesko
HapyLLUeHHOWN OYHKLUMW.



B KpoBU DOMbHbLIX MPUCYTCTBYET O4EHb Masno CD4 T-numouunTos, HO
4ymcno CD8 T-NMMAOLNUTOB HOpMarnbHO UMK AaXe MOBbILEHO.
ITnmdproneHnsa BelpakeHa NnLlb YMEPEHHO.

Ha B-numdoumTtax (HecMoTps Ha HopMaribHOE NX YUCII0) U MOHOLMTaX He
yaoaetca ooHapyxuTtb aHTureHos MHC knacca Il (HLA-DP, -DQ v -DR).
OTcyTCTBME 3TUX aHTUTEHNPEACTaBNSAOLLMX MOJSIEKYST HApYLUAET peakumio
Ha pasnun4yHble aHTUreHbl, 1 NO3TOMY Y DONbHLIX OTMEYaETCH
rmnorammarsriooynmHemMus.

Kpowme Toro, B-numdoumntel, nuuweHHsle aHTureHoB MHC knacca I, He
CTUMYNUPYIOT ansioreHHble KNeTKkM B CMeLLaHHOW KyrnbType NenkounToB.
[1ponndepaTnBHbIN OTBET IMMAOLIMTOB HA MUTOIMEHbI COXPaHAETCA, HO
OTBET HA aHTUIEeHbl OTCYTCTBYET.

XapakTepHa peskas runonnasugd Tumyca n apyrmx nuMqonaHbIxX
opraHoB. OtcytcTBme mornekyn MHC knacca |l HapyLlaeT npoLlecchl
cenekuumn B TUMyCe U U3MEHSIET 3KCnpeccuto komnnekca TCR-CD3 Ha CD4
T-numgouymTax.



KnMHn4ecKkne npoaBneHns

*['eHepann3oBaHHagd
apuTpoaepmMmusa

['enarto-cnneHomMeranus
Jlnxopagka

» XpOHM4ecKkaa aunapes
*[1noxasa npnbdaBka Mmacchl Tena

UacTasa 3aboneBaemMoCTb-
9HTEPOBUPYCHbLIMN NHPEKUUSAMN,
KaHango3 v ap.

sannoneymu




[1pn no NonHomM geduunte
RAG1/RAG2 (TKMQO)

ol'lpn BakunHaumm bBLIXK-
aucceMuHaumst MHeKU M.

ollpu nepennBaHne He 0bTy4YeHHOM
KPOBW pa3BuTue peakuumn
«TpaHcnnaHTaT NpoTuUB XO3ANHa».
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[1lpn no yacTu4HOM geduunTte

RAG1/RAG2

o Passutne guccemmnHauum nocne
npusuneku bLIXK He npoucxoaut

o He pasBuBaeTcsa peakuum
«TpaHcnnaHTaTt NpoTuB
XO35nHa.

o Pa3Butne reHepann3oBaHHOIo
oTeka.

o BblpaxeHHaqa BocnanutenbHas
MHOUNBTPAaLUUSA NPUBOAOUT K
Pa3BUTUIO CKINepoaepMun.



TabopaTtopHble nccrnegoBaHUA

B obLem aHannse KpoBu
*aHEMUS
* TPOMOOLMTONEHUSA

*IEUKOLIUTO3 C BblpaeHHOW 303nHOPUNnNEnN (KOHMMNEHCaATOPHOWU) U
NMM@POLNTO30M (3a CYHET Th2 —KNETOK).



B buoxmmmnyeckmm aHanma KpoBU

*Pa3finyHble YPOBHN aKTUBUPOBaAHHbLIX LNPKYJITUPYOLLNX T- KNEToK C O4EHb

HU3KMM OTBETOM Ha CTUMYIAUUNIO aHTUTEHAaMUN U Pa3JIM4HbIM OTBETOM Ha
OrA.

*OTCYTCTBME UM OYEHb HU3KNN YPOBEHbL B-KMNeTok.

*OnpenensaeTca rmnonpoTenHemms, rmnorammarnabynmHemums (A. M. G),

Npu NOBbILLEHHOM YPOBHE 00LLErO IgE, YpoBeHb CbIBOPOTOYHbIX IgA, IgM, 1gG
3HaA4YNTEJIbHO CHNXEH.



CneunanbHble nccriegoBaHus

*Ha peHTreHorpame Tumyc runonnasnpoBaH, Co 3HAYUTENbHbLIM
NCTOLLEHNEM NMMMAONOHOIO KOMMNOHEHTA U 4YaCTO OTCYTCTBYOLLMMM
Tenbuamum ['accans.

[1pn buorncum KoXxkm obHapyXmBarT NMIMMAOoLMNTaPHbIE
MHUNLTPaThl, UHOrAA OOHAPYXXNUBAKT MTMCTUOLUTLI U 303UHOMUILI.
NumapounTapHbie MHPUNLTPATbLlI COCTOAT aKTUBUPOBAHHLIX T-
KrneTtok (CD45R0, DR), HekoTOpbIe Takxke akcnpeccupytot CD 30.

*YBENUYEHHbLIX NMMdaTUYECKNX y3nax OTCYTCTBYHT OONNUKYIbI,
McToLLEeHa nonynauna HopmMmarsnbHbIX TMMJOLUUTOB U YBENNYEHO
KONM4YeCTBO 303NHOMUINOB U PETUKYMAPHbIX KIETOK.



JleyeHne

[1na nevyeHnsa Ncnonb3yoT pasnmyHble UMMYHOCYNPECCUBHbIE NpenapaThbl.
Hennoxon adpdekT nokasano npuMeHeHNe LUMKNoCnopuHa A,
[TpmeHeHune cteponaoB ManoaddeTnBHO,

[Toka3aH NonoXWUTeNbHbIN 3PMEKT OT exxegHEBHOro npumeHeHmns MHO-y
OOHOro pebeHka, YTo ConpPOoBOXAaNnoCh KNMUHUYECKUM YITyYLLEHNEM,
CHMXXEeHMEM 303MHOUINOB U yCcuUneHne nponudoepaTtnBHOIO OTBeTA
NMMM@OLNTOB HA MUTOTEHBI.



