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«MyAapocTb He B TOM, YTOBLI MHOIO
3HATb.

Bcero 3HaTb MbI HUKGK HEe MOXeM.
MyapocTtb He B TOM, YTOOLI 3HATHL KaAK
MOXHO 6onblue,

a B TOM, YTOOLI 3HATb, KAKue
3HaHUA camble HyXHble, Kakue meHee
U KaKkue ellle meHee HYXHbI»

~atf™D

~ 4 N.H.Toncroir

——



lMepsu4Hbie ummyHoOepuyumsi (MNUL) omHocamca K
2pynne maxycesnbix 2eHemMuYyecKku oemepmuHUpPOBAHHbIX
3a6o0s1e8aHuUli, 8bI38AHHbIX HaPyweHUemM 00H020 Unau
HEeCKO/bKUX UMMYHHbIX MEXAHU3MO8 3aujumeol.

bonbwuHcreo MU paebioTUpyeT B paHHEM AEeTCKOM
BO3pacTe MNOBbIWEHHON CKNOHHOCTLIO K MHPEKLUUOHHbIM
3abonesaHuam.

B HacToAwWwee Bpemsa onncaHo 6onee 100 dopm nepBUYHbBIX
UacC

YacToTa BCTpeyaemocT nepBUUYHbIX UMMYHOAedPULUUTOB B
cpepgHem coctasnsaet ot 1:10000 yenosek.
PaHHAA duaecHOCMuUKa u adekeamHasa mepanus NMNA4C
noseossaem oocmu4o cmabusnbHO20 0buwje20 cocmoaHuUA
60s1bHbIX Npu boabwuHcMee amux 3ab6osnesaHull.




na mHo2ux HO30102UlU Neps8uvyHbIX UMMYHOOegduyumoas
XapakmepHbl «cmepmble ¢popmbi», enepasie
nposenaruwuecs 8 NoOPoOCMKOBOM U 0ax3ce 83pP0C/IOM
go3pacme.

Ana obwel sapuabenbHoli UMMYHHOU HeOO0CMamoYyHoOCMuU,
00CMamoyYHO XapaKmepHbl CUMITMOMbI, 8rnepasie
803HUKWuUe nocsae 20 nem XU3HU.

3HaHuUe nepeuvYHbIX UMMYHOOepUYUMHbIX COCMOAHUU
Heobxo0umMo He MosIbKo neduampam, HO U mepanesmam, U
spa4yam opyaux cneyuanbHocmeu

Hu3Kaa HacTopoXKeHHOCTbIO Bpayen No OTHOLUEHUIO K
nepBMUYHbIM MMMmyHoaeduumuTam obycnaBamBaeT BbICOKYIO
UHBANNUAN3ALUIO U CMEPTHOCTb NALLMEHTOB C NePBUYHbIMU

NAC, Bbi3BaHHYIO MHPEKLUOHHbIMU U APYTUMMU
OCNIOXXHEHUAMM.



OCHOBHAA ®YHKUUA CUCTEMbI UMMYHUTETA -
PAacno3HaBaHME N SNNMUHALMUA YYKEPOOHbIX BELLECTB
aHTUTEHHOMN NPUPOAbI, NPOHUKAOLWKUX B OPraHU3M U3

OKpyrKatowen cpeabl (MUMKPOOPraHU3Mbl) UK
BO3HMKAOLLMX SHAONEeHHO (ONyXoneBble KNETKN).

OYHKLUWNA PEAJIUSYETCA C TOMOLLBIO:

1. ¢pakmopos epoOEHHO20 UMMYyHUMeEMd
(paroumnTtosa, NPOTUBOMMKPODOHBLIX NENTUAOB, benkos
CUCTEMBI KOMNaemeHTa, cuctembl NK-kneTok n ap.)

2. npuobpeméHHO20, Unu A0ANMUBHO20
UumMmMyHuUmema, oCyLLeCTB/ISEMOTO C MOMOLLbIO
K/IETOYHOrO U T'YMOPa/sibHOr0O MMMYHHbIX OTBETOB.

PETYJIUPYETCA aKTUBHOCTb KOMMOHEHTOB MMMYHHOW
3aLLNTbI OPraHU3mMa U UX B3aMMOAENCTBUE C MOMOLLLbIO
LUTOKMHOB N MEeXKKNeTOYHbIX KOHTAKTOB.



AnHamunuyeckue UsMeHeHUA nokasareneun
MMMYHHOMN CUCTEMbI NPOUCXOAAT B OTBET HA
Pa3/InyHble COCTOAHUA OPraHM3Ma:
MHPEeKunun, TpaBMbl, ONYXONW.

dsnaeTca M 31O Nnarosnorven?

B HeKoTopbIX cnyyaax uUsmeHeHusA
MMMYHHOMN CUCTEMbI NpuobpeTaloT
00/120CPOYHbLIU, Namosio2uvecKul
Xapakmep, Takne COCTOAHUA Ha3bliBAKOTCA
nMmmyHoaedUUUTHbIMU



* B KaXKaom U3 KOMNOHEHTOB UMMYHHOM CUCTEMDI
N B MeXaHM3MaXx UX peryaaumm moryt BO3SHUKHYTb
HapyLweHUa, NnpmBoAafALLNe K Pa3BUTUIO
MMMYHOOEPULIUTA

e OCHOBHOE KANHUYecKoe nposAasieHune
MMMYHOLEPULIUTA

- NOBbIWEHHAaA YYBCTBUTENIbHOCTb K BO3byautenam
MHPeKUMOHHbIX 3aboneBaHuUMN.



BapuaHTbl COCTOAHUA UMMYHHOW CUCTEMbI OTHOCUTE/IbHO
NaTo/NI0rMYeCcKnX NpoL,eccos.

¢ Hopma - co6CcTBEHHO MMMYHHAA CMCTEMA NOJIHOLUEHHA U
GYHKLUMOHUPYET B NOSTHOU Mepe.

¢ [lepBuUHbIE UMMYHOAEPULUTDI - reHeTUYecKkmne aedeKTbl
KNeTOK MMMYHHOM CUCTEMbI:

0 CMHAPOMbI C AePUNLNTOM aHTUTEN;

¢ cnHapomsbl ¢ gednumtTom T-"MMPOLNTOB;

0 KOMBUHMPOBAHHbIE T- U B-KNneToyHble UMMYHO4EDULNTDI;
O cMHApPOMBbI C 4ePULMTOM KOMMNOHEHTOB KOMM/IEMEHTA;

O cnHapombl ¢ gedektamu NK-KneTok;

0 cMHApOoMbI ¢ AedpeKkTamun ¢aroumnTos,;

¢ cMHApPOMBbI C AedeKTaMu MOJIEKYN aare3nn.



¢ BropnuyHblie uMmyHoaeduumnTbl (BTOpUYHAA UMMYHHaA
HEeAOoCTaTOYHOCTb) - AUCHPYHKLUMU UMMYHHOU CUCTEMDI,
Bbi3BaHHbIe TAXKENbIMU CUCTEMHbIMU HAPYLUEHUAMMU
UMMYHUTETA, BOSHUKLLUMMU B pe3yabTaTe NaToreHHbIX
BO34EUCTBMU HA OPraHU3M.

K Taknm BO34ENCTBUAM OTHOCAT HECKOJIbKO PAKTOPOB.

- ®aKTopbl, Bbi3biBalOLWMe obpatumble aAnchyHKUUM
MUMMYHHOM cucTtembl (06paTMMOCTb B IAHHOM Cay4ae
OTHOCUTE/IbHAA U 3aBUCUT OT CUbl U NPOAO/TIKUTENBHOCTU
BO34ENCTBMA NATOreHHOro GaKkTopa): 4 YpesamepHoe
ronogaHue unm AePuumT XXU3HEHHO BaXKHbIX KOMMNOHEHTOB B
notpebnsemon nuwe;, ¢ KypabenbHble (M3ne4ynmbie) bonesHu
meTabonmama (caxapHbi anabet, cuHgpom NueHKo-
KywunHra, AMcPyHKUMA NApaLNTOBUAHDIX KENE3 N T.A.); ¢
NCMXmMYyecKana genpeccus; ¢ KypabenbHas oxxorosasa 60s1e3Hb;
¢ BpeMeHHbIN aguccrpecc ntobon npupoabl.



-daKTopbl, Bbi3biBalowme GU3NYECKY0 «amnytauuio» (B Toi1 unm
WHOU cTeneHun) hmmdounaHoi TKaHu (n, cheposaTtenbHo,
HeobpaTtumbi ummyHoaednUUNT): ¢ BUY-uHdeKuunna; ¢ noBperkaeHue
NWMMYHHOM CUCTEMBI MPU APYTUX MHPEKLUMOHHbIX 3aboneBaHmAX
(runepcTUmynaumMa UMMYHHOM CUCTEMbI CYNEPAHTUTEHAMM NPU
BUPYCHbIX, TPUBOKOBbIX U BaKTepunasnbHbIX MHPEKLUUAX, @ TaKKe C
y4aCTUEM UHbIX MEXaHU3MOB) - renaTtuTax, MHGEKUMNN, BbI3BAHHOM
BUPYCOM IdnwiTenHa-bapp, uMTomeranoBupycHom MHGEKUUU, KOpHW,
KPacHYXn, CTaPpUIOKOKKOBbIX MHDEKLUAX, TYDEpKynEse, nenpe,
KOKUMAMOMUKO3€E, acCneprunniése n ap.; ¢ MOHU3NPYIOLWAA pagnaums; ¢
XUMUYECKUNE BeLLLEeCTBa C IMMPOTOKCUYECKNM AENCTBUEM; ¢
nmmoonponndepaTtuBHble 3aboneBaHNA U HEKOTOPbIe APYrmne
3/10KAaYeCTBEHHbIE OMYXO0NMN.

e AyTOUMMYHHble 3aboneBaHusa: ¢ UICTUHHO ayTOMMMYHHbIE
3abonesaHus; ¢ 3a60n1eBaHUA C HAPYLLEHMEM CYNPEeCcCUmN UMMYHHOTO
oTBeTa.

e Annepruyeckme 3abonesaHua: ¢ UCTUHHaA anneprma; ¢
ncesBaoannepruyeckme peakumm



NUmmyHoOegpuyum

CHUXXEeHUe KOIMYeCcTBeHHbIX nokasateneu n/vmnu
PYHKUMOHANbHOWN aKTUBHOCTU OCHOBHDbIX
KOMMNOHEHTOB MMMYHHOMN CUCTEMbI, NpUBOAALLEe
K HapyLeHUIO 3aLlUTbl OPraHM3ma OT NaToreHHbIX
MUKPOOPraHM3IMOB U NpoAaBaaloLLeecA
nosbiweHHON MHPEeKUUOHHOU 3aboneBaemocTblo




NEPBUYHbIE UMMYHOAEPULUAUTDLI (MUA) -

HacsnedcmeeHHble 3abonesaHus, obycnosneHHsie
oegpekmamu 2eH08, KOHMPOAUPYHOWUX UMMYHHbIU
omeem.

- 3abonesaHuA, pa3HoOObpa3Hble N0 XapaKTepy U
BbIPaXX€HHOCTU MMMYHHbIX aedeKToB, KAIMHNYECKUX
NPOAB/NEHNUN U MONEKYNAPHbLIX HapyLUEeHUMN.

- 0711 KNAUHUYEeCKOU KapmuHbl XapaKmepHbol
MNoBmMopHbsIe U XPOHUYeCKUue, maxcesno rnnpomexkarowue
UH(heKUUOHHbIe npoyeccol, 8 boavweli cmeneHu
6poHxonéz2o4yHou cucmemsi U JIOP-op2aHO8, KOXCU U
cnusucmeoix 06os04eK; mo2ym pa3sumecs 2HOUHbIe
numegaoeHumel, abcyeccol, ocmeomuenum, MeHUHa2uUm
u cencuc.

Mpu HeKoTopbiXx dopmax UMeloTCA NPOoABAEHUSA
anneprum, ayToMMMyHHbIX 3a601eBaHUN N BO3MOXHO
pa3BUTUE HEKOTOPbDIX 3/10Ka4YeCTBEHHbIX onyXo/seMn.



[To mexaHM3Mam pa3BUTUA BbiAENAIOT 4 OCHOBHbIE
rpynnbl NMAA:

1- npenmywiectBeHHO rymopanbHble, unu B-
KnetouyHble NMAA;

2- KombuHuposaHHbie MU (npu Bcex T-
KNETOUYHbIX UMMYHOAedULUTAX €CTb HapyLUeHue
dYHKUMM B-KNeToK);

3- MU, obycnoBneHHble pedpeKtamu ¢paroumTosa;

4- M, obycnosneHHble apedpeKkTamm B cucteme
KOMMNJIeMeHTa.



Haunbonee yacto BcTpeuarorca gedekrbl
aHTUTEeNnoobpasosaHua - 50-60% cnyyaes,
KombuHuposaHHbie MU - 10-30%,

aedektbl parountosa - 10-20%,
aedeKTbl KomnaemeHTa - 1-6%.

bonbwuHcreo MU manundecTnpylotT B paHHem AeTcTBe,
XOTA BO3MOXXHO U bonee no3gHee Hauas10 HEKOTOPbIX
dopm MU, B YacTHOCTU 06LLEN BapmnabenbHOM
MMMYHO/I0TU4YecKoi HepgoctaTtouHoctu (OBUH).

ANQEKBATHbIE NTABOPATOPHDbIE
UCCNEAOBAHUA
no3ssonfAaoT auddepeHUUpoBaTb NATONOTMNIO HA
ypoBHe AiMm@POounUTOB U NATONOTUIO HA YPOBHE
HeEAMM@OLUTAPHbIX MEXaHU3MOB AECTPYKLUN U
BblBeAeHNA aHTUTEeHOB.



EBponeunckoe
obuwecTtBo no
nmmyHoaedumunuTam
pa3paboTtano
NPOTOKO/1bl paHHEMW
ANArHOCTUKM
NnepBUYHbIX
nMmmyHoaepununToB.

AHamHe3s 3aboneBaHus,
BKIOYasA reHeanorm4eckmm

-

[ DPusmkarnbHbI OCMOTP

-

[ JaHHble

obuweknmHun4yeckoro obecnegosBaHus

-

MpeaBapuTenbHbI AnarHo3

-

MMMYHOI'IOI'I/I‘-IeCKOe o6cnepnoBaHue

-

Bepundukaums gunarHosa

-

MonekynsapHo-reHeTun4eckoe
o6cnenoBaHue

-

Sakno4yuTenbHbIN OnarHo3

N () () () ()
— J O U I I J I




JlabopaTopHble meToabl ANArHOCTUKMN
MMMYHOAEePUNLUTHDLIX COCTOAHUN

OBLWEK/TMUHNYECKUE UCCNNEAOBAHUA
obwmnmn aHanns Kposu
buoxmmmuecKknm aHanus Kposu

CNEULMNDPUNYECKUE TECTDI

OLEeHKa rymopa/ZibHOro 3seHa MMMYHHOM
cucTembl
OLuEeHKa KN1eTOYHOro 3seHa MMMYHHOM CUCTEMDbI
PYHKUMNOHANbHbIE TeCTbl
Apyrue Tectbl ANA OLEHKHU
CONYTCTBYIOLWMX NAaTO/I0TNN



JlabopaTopHble meToabl BblABAEHUA
nmmyHoaedUUnTHbIX 3abonesaHumn
BK/IIOUYAIOT:

OLUEeHKY GPYHKLUOHUPOBAHUA T'YMOPaAJ/IbHOIO U
KJ€TOYHOro 3BeHa MMMYHMUTETA,

CUCTemMbl KOMMNIEMEHTa,
aHanus apyrux spPeKTopHbIX MEXaHN3MOB,
BKAO4YaA ¢paroymnTos
U BOCNaAUTeNIbHble peaKuum.



Imanel nabopamopHo20 UMMYHOM02UYECKO20
ob6cnedosaHuUA Npu NoOo3peHUU Ha
ummyHooegpuyum
- OnpepeneHne pa3BePHYTON GOPMYAbI
KpoBU(0CcOHBEHHO BarKHbl KOs1UYEecmeeHHbIe
noKkasamenu aumgoyumos).

- OnpepeneHne cbiIBOPOTOYHOTO coAeprKaHUA
nmmyHornobynmHos 1gG, IgM u IgA u ux oyeHKa e
coomeemcmaeuu ¢ 803pacmom

- OnpepeneHune cneunPmMYecKoro oTBeTa Ha
KOHTPOJIbHble aHTUreHbl (CTONOHAK, AndTeputo).

-OnpeneneHne oTBeTa Ha NHEBMOKOKKOBYIO BaKLUHY
(onAa peten 3 neT m cTapuie).

- AHanmn3 cybknaccos IgG



'ymopanbHoe 3B€HO UMMYHHOU CUCTEMDI
1

°06LLME MMMYHOINOOYNNHBI B CbIBOPOTKE

(1gM, 1gG, IgA, IgE)
2
ecybKNaCChl UMMYHOIN00OY/IMHOB
(1gG1, 1gG2, 1gG3, 1gG4)
3
® KOMMNOHEHTbI KOMJIEMEHTA
(C3,C4)



- Mopcuét cybnonynaunn T- u B-numdouurtos.

BbiasneHne nMmeoLnTapHbIX MOBEPXHOCTHbIX
mapkepos: CD3, CD4, CDS§, CD19, CD16, CD56.

-Onpepgenenne nponndepaunm nmmeoumnTos (c
MCNONb30BAHMEM CTUMYIALNN MUTOTEHOM WU
aHTUreHOoM).

- AHanu3 PYHKUMOHANBbHOIO COCTOAHUA ParouuTos
(Hanbonee npocTor N NHOGOPMATUBHbLIN aHANN3 - TECT
Ha BOCCTAaHOBNEHWNE TEeTPA30/IMEBOrO CUHErO0).

-MocTaHOBKa peaKkumnn AbiXxaTeNbHOro B3PbiBa B
HenTpodmaax (Mo NOKa3aHUAM)



OnodepeHumauna T- n B-knetoK yenoseka c yyetom V(D))

pekombunHaumu

RAG1 Artemis BTK CD79A

KoCTHbIWM mo3r RAG2 LIG4 IGHM CD798 KpoBb ‘

ADA DNA-PKcs BLNK L141

00-0-0-&L& A

pro-B pte-B-l latgepr&B-ll smaﬂpre-B-lI ommaue tansiional naivemaue

phsmacell

CrsonoBsasn
KNeTKa

MNpeawecTBeHHUK
nmmoounToB

Front Immunol.
2011:2:12. doi:
10.3389/fimmu.2011.00
012. Epub 2011 May 4.




OueHKa cybnonynaumn nnmooumntos
CTaHAapPTHAaA UMMYHOIOTUYECKana NaHe b
eCD3+ (T-rumdouutbi)
eCD3+CD4+ (T-xannepbil)
¢CD3+CD8+ (T-untoTOoKCHMUECKMNeE)
eCD19+ (B-numdouuntbi)
eCD3-CD(16+56) (HaTypanbHble Knnnepol)



OueHka cyononynauum numdpoumToB

pacllinpeHHad MMMYHOJTOrM4YeCKas naHersb
MapKepbl aKTUBaLUM:
eCD3xHLA-DR+
CD3xCD25+
CD8+CD38+
CD3xCD69+
MapKepbl 3perioCcTu:
eCD4+CD45RA+
*CD4+CD5RO+
CD19+CD27*IgD*
CD19+CD5* (B1 n B2)
CD3+CD127lowCD25+ (Treq)
CD3+afd u CD3+ yd



Cneuyudunuyeckue MMMyHONOrMYECKME TECTbI ANA
onpeaeneHna HeKoTopbix MAAC
*BTK B TpOMbOULMUTAX
- (X-cuenneHHaa arammarnobynnHemusn)
*JKcnpeccua CD40 nnraHpa B akKTUBUPOBAHHDbIX T-
Knetkax - (Mmnep-lgM-cuHgpom)
*JKcnpeccua oben ramma-uenm
-(X-cuenneHHbie TKUH)
*Onpeaenedne WASP B rumopoumntax 1 MOHOUMUTAX
- (Cunppom Buckorra-Ongpuya)



dyYHKUUOHA/IbHbIE TECTbl ANA UCCNeA0BaHUA:
eparoLMTapHOMU aKTUBHOCTHU
® KucnopoaHoro B3pbisa (Burst-tecr)

* MUTOreHHOro oTBeTa
enponndepaunn aimmepounTtos
®LLUTOTOKCMYECKON aKTUBHOCTU IMMPOLUTOB
*1PYyrux 3BeHbeB UMMYHHOMN CUCTEMDI



- OnpeaeneHmne ypoBHA aKTUBHOCTM KOMMNOHEHTOB CUCTEMbI
komnnemeHTa CH50 (obwana aktmeHocTb), C3, C4.

- U3mepeHue akKTUBHOCTU pepMEHTOB aAeHO3UHAE3aMMNHA3bI U
NYPUH-HYKNeoTuAa-dochopmnaasbl CbIBOPOTKMN KPOBMU.

- AHanun3 daroynToB (3Kcnpeccma NOBEPXHOCTHbIX

[IMKOMPOTENHOB, NOABUXKHOCTb, paroumnTos).

-AHaNnN3 ypoBHA UNTOTOKCMYHOCTU NK-KneTok.

- AHanuns ¢aKTopoB aNIbTEPHATUBHOIO NMNYTU aKTUBALUMK
CUCTEMbI KOMMAEMEHTA.

- TectnpoBaHmMe BbIpabOTKM aHTUTEN B OTBET Ha NpeXKae He
BCTPeYaBLUMMNCA aHTUTEH (HEOAHTUTEH).

- OnpepeneHuve Apyrnx noBEPXHOCTHbIX U
BHYTPULMTONNA3MATUYECKUX MOJIEKYT KNETOK.

- U3yyeHune aKkcnpeccmmn peuentopoB LLUTOKUHOB.

- AHanun3 Ha BUY-nHdeKuumto (ecnm ectb BO3MOKHble GaKTOpPbI

PUCKA)

- MpoBeaeHne cemerHbix/reHeTUYeCcKMx nccneqoBaHmim



e 1na mMHOrMX nepBUYHbIX MMMyHoAedULUTOB
OnucaHa XpoOMOCOMHaA I0Kanmsauua
AedeKTHOro reHa, YTo co3aaeT OCHOBY ANA
BbiIBN€HUA TE€HEeTUYECKMX HOoCUTenen wm
npeHatanbHou AanarHoctuku MUAC.

* B HacToflLLlee BpemA NpeHaTaNbHasA
ANArHoCTUKa NPoBOAUTCA Ha 0bpa3uax
deTanbHOU KPOBU, aMHUOTUUECKUX KNeTKaXx
MAn npu bMoncumn BOPCUHOK XOPUOHa.



[eHeTMYecCKoe TecTUPOBaHUE NpU
anarHoctuku NMNAC

eA3yyeHne cememMHOro aHamHesa
¢J/INHEeUHbIN aHaNn3
e3yuyeHUue npoayKkuun matpuyHon PHK
e AHaKTUBaAUUN X-XpOMOCOMbI
oSSCP
o/1HK - cekBeHpoBaHue



[eHeTn4YeCcKme mytauunm npu
HeKkoTopbIx MNAC

Popma nepBUYHOroO
uMmmyHoaedunumuta

[ Mnep-IgM-cMHapom

X-cuenneHHasa aramMarnobynmHeMms
ATaKkcua-TeneaHrmosKTasns
CuHapoM Buckotra-Onapuya
CuHapoM HunmereH

X-cuenneHHasa TKWH

AyTOCOMHO-peLeccmBHaga TKUH

XpOHMYEeCcKaqa rpaHynemMaTo3Has
6onesHb

F'eHbl U KOAUpyeMble MU 6enkn
CD40L (CD40 nuraHpa)

BTK (B-kneTto4Hast TUPO3MHKNHA3a)
ATM (ATM-knHaza)

WASP (WAS npoTeunH)
NBS1(HMOpWH)

[eH obLen raMMa-Lenn peuenTtopos
IL 2,4,7,9,15

ADA,PNF Artemis,Jak3,RAG1/RAG2,CD
45

CybbeamHuubl LMToxpomMa B



Cnocob6 ANarHOCTUKM COCTOAHUA UMMYHHOMN CUCTEMDI NALMEHTA U
Habop npaimepoB, 30HA0B U CTaHAAPTHbIX 06pa3LoB AN
KonnyectseHHou oueHKn [JHK monekyn TREC, KREC u KonnuecrtBa

reHom aksusaneHtos AlHK

MeTtoa nposeaeHUA MYyNbTUN/IEKCHOWU NOIMMEPA3HOU
LEenHoON peaKkuumn B peXXmme «peasibHoro BpemeHun»
ANnA KonndecrtseHHoro aHanmnsa monekyn AAHK TREC u
KREC -cKpuHUHrosbin gna amarHoctukn TKUH m

X-cuensneHHOU arammarnobynamHemmm B LLeNbHOM
KPOBU U B CYXUX NATHAX KPOBU

TREC2fo
TREC2re
TRECp2
KREC3
KREC4P
KREC4
IL17RA-U
IL17RA-R

5’-GTGATGCCACATCCCTTTCAA-3’
5’-ACGGTGAATGAAGAGCAGACA-¥
5-FAMCTCTGGTTTTTGTAAAGGTGCC-BHQ-3’
5S-GTTCTCTTTCCCTTAGTGGCA-3’
5’-R6G-CCAGCTCTTACCCTAGAGTTTCTG-BHQ-3’
5’-CTGGGTGGGACTCCAGGA-3’
5“CTTGATGCTCTCGCTCTTCG-3'
5S'TGTAGCCCTGGTCAGACTG-3'



MNpeawecTBeHHUK MpealwecTBEHHUK
T-KneTku PeapaHKMpPOBKa B-kneTku
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OnpepeneHnmn KonnyecTsa HausHbiX T-numepouuntos n B-numopouuTos, T.e.
KNIETOK, eLle He KOHTAaKTUPYHOLWMUX C aHTUTEHOM U He BCTYNUBLUUX B
WMMYHHDbIN OTBET.

Bo Bpems co3peBaHUA B TUMYCE NPU NepecTtpomnKke reHoB T-KNIETOYHOro
peuenTtopa B TUMOLMUTAaX obpa3yeTca nocnegoBatesibHOCTb Konbuesoit |HK,
uwnu TREC (signal joint T-cell receptor rearrangement excision circle: sjTREC
wnun TREC).

TRECs npeactasnsatoT cobor HEXPOMOCOMHbIE Hepenanumpytolnecs
Konbuesble AHK npoayKTbl pekomburHaumm BapmabenbHbIX CEFMEHTOB FrEeHOB,
kogmpytowmx TCR a u b uenun, B npouecce co3peBaHMa T-KNETOK, KOTOpas
NPUCYTCTBYET B HaUBHbIX T-numdoumtax nepmdepmnyeckon Kposu.
[lpegnonaraeTca, YTo 3Ta HEXPOMOCOMHaA Konbuesaa AHK He penanunpyeTtca
B MUTO3€ U B NpoLecce Ae/IeHNA KNETKU NepexoanT Anllb K O4HOM U3
A0YEePHUX KNETOK.

NU3mepeHune konnuectsa TREC metoaom KonnuectseHHOMU
NO/IMMEPaA3HOU LLeNHOMN peaKLunm No3BONAET BbIABUTb KNETKMU,
HeAaBHO Bbilwealune U3 TMmyca, u oueHnTb GYHKLUOHAIbHYIO

AaKTUBHOCTb TUMYCA

[Douek DC, McFarland RD, Keiser PH, Gage EA, Massey JM, Haynes BF, Polis
MA, Haase AT, Feinberg MB, Sullivan JL, Jamieson BD, Zack JA, Picker LJ, Koup
RA. Changes in thymic function with age and during the treatment of HIV
infection. Nature. 1998 Dec 17; 396(6712):690-5].



KonnuecrteseHHbit aHann3 TREC akTMBHO NpumeHAeTca ANA OUueHKN PyHKLMK TMmyca
U HeoreHe3a T-KNeToK

Ucnonb30BaH A9 AUNArHOCTUKMU MMMVHOAG(I)MLI,MTOB [Amariglio N, Lev A,
Simon A, Rosenthal E, Spirer Z, et al. (2010) Molecular assessment of thymus capabilities in the

evaluation of T-cell immunodeficiency. Pediatr Res 67(2): 211-216], A/1A HEOHATA/ZIbHOTO

CKpuHUHra NN y HoBopoXXAeHHbIX [Puck JM (2007) SCID Newborn Screening
Working Group. Population-based newborn screening for severe combined immunodeficiency:
steps toward implementation. J Allergy Clin Immunol 120(4): 760-768]

Kak npeaukrop BocctaHoBAeHUA T-KneTouHou GyHKLUMM nocne

nepecagaku KOCTHOrNro moa3ra [Roifman CM, Somech R, Grunebaum E (2008) Matched
unrelated bone marrow transplant for T+ combined immunodeficiency. Bone Marrow Transplant
41(11): 947-952].

KBaHTndmKauma TREC c nomoubto real-time PCR n KoHCTpynpoBaHue nnasmunabl, HecyLuen
dparmeHT TREC, Heobxoanmom ansa NnoCcTpoeHUa KanmbpoBoYHOM KpmnBomn, bbina onncaHa Douek
D.C, c coaBTopamu euwe B 1998 roay. B ganbHenwem pa3ninyHble BapmaHThbl real-time PCR
(MOHOMNEKCHbIE N MYNBTUNJIEKCHbIE C MULLEHbIO, OTPAXKatoLWEen KONMYecTBO reHOM
3KBMBaJieHTOB B uccneayemon AHK) 6b11mn npeanoxkeHbl, Ana HEKOTOPbIX Oblna NpoBeaeHa
AOCTATOYHO TWATeNbHAsA aHAa/IMTUYECKAA N KIMHUYEeCKaa Banmaauus.

OnpepgeneHune konnyectesa TREC ucnonb3ylot ana oueHKU BKaa4a
TUMONO33a B BOCCTaHOBNeHMe T-KNeTo4YHOoro nyaa Ha nepudepum
nocne annoreHHoOM TPaHCNNAAHTaUUKU CTBONI0BbIX KPOBETBOPHbIX

KN1IeTOK UJIN KOCTHOTO MO3ra [Farge D, Henegar C, Carmagnat M, Daneshpouy M,
Marjanovic Z, Rabian C, llie D, Douay C, Mounier N, Clave E, Bengoufa D, Cabane J, Marolleau JP,
Gluckman E, Charron D, Toubert A. Analysis of immune reconstitution after autologous bone
marrow transplantation in systemic sclerosis. Arthritis Rheum. 2005 May; 52(5):1555-63.].



CKpuHunHrosoe nabopatopHoe nccnegosaHue Ha MU

HauyuHaeTca ¢ obwero aHannsa Kposu u
nccnepoBaHnNA KOHUEHTPaAULUU MMMYHOrnobyamHos
IgM, 1gG, IgA,

C NnocneayrowmMm KONNYecTBEHHbIM onpeaeneHnem
OCHOBHbIX KN€TOYHbIX NONYyAAUMN "MMPOLNTOB -T-
nMmooumnTos, B-numpoumnToB, eCTECTBEHHbIX KNINEepOoB

CbIBOpPOTOYHAA KOHLUEHTPaUunMa MMMYHOrN1006yanHOB, a
TaK)Xe CoOoTHOoLWeHue cybnonynaumm amnmeooumntos
3aBUCAT OT BO3PacTa U KIMHUYECKOro COCTOAHUA
60nbHOro, NO3TOMY NPU OLLEHKE nccneaoBaHus
Heo6XoaMMO yuYnTbIBaTb BO3PACTHbIE HOPMbI.



Cneyuanusupos8aHHOe UMMYHOs102U4ecKoe
obcnedoesaHue npo8ooOUMCA 8 UMMYHO102U4YeCKUX
nabopamopusix.

buomapkepeo! NN

ObweknuHu4yecKkue nabopamopHbie memookwil,
noseonawuwjue sanodospume UAC Ha paHHem amane:

CmolKasa numgoneHus

(cHuMteHue yucaa aume¢gpoyumos meHee 1500 8 MKn),
0CcobeHHO Yy AeTeN MNaallero Bo3pacta, Kak Npasuno,

aBnaetca npusHakom NIAC c noparkeHnem KNeToyHoro

3BeHa MMMYHUTETA.

3HayumesnbHoe CHUMeHUe 2amma-ppakuyuu
Ha anekTpodoperpamme obulero benka moxxer
CBMAETENbCTBOBATb O HAPYLUIEHUAX CUHTE3]
MMMYHOTNOOY/INHOB.



OEOEKTbl UMMYHOINOBY/IMHOB
TpaH3MTOpPHaA rmnorammarnobynimHemus y aertem

CeneKTuBHbIN AedULUT UMMYHOrNobynnHa A

CenektusHbi agedpuunut ummyHornobynmHa A (SD IgA -
Selective Deficiency of IgA) pasBuBaeTca B pe3ynbrate gedekKra
reHa tnfrsf13b nam p).

Pasnn4yatloT He4OCTaTOYHOCTb IgA cenekTnBHylLo, T.e.
3aKatovatoLLytoca B aedpuuunte ogHoro U3 nogknaccos (30%
cnyyaes), n nonHyo (70% cnyyaes). ledumumnt nogknacca IgA2
npnBoAUT K Honee BblparKeEHHOW KIMHUYECKOM KapTUHE, YEM
nedbnunt noaknacca IgAl. BoamoXKHbl U coveTaHmna gedunumnTa
IgA c ApyrMmmn HapyweHnamu: ¢ gepektom bmocnHTesa IgG u ¢
aHomMmanmamu T-n1mmeoumnToB.

[laHHble NabopaTopHbIX nccneaoBaHUN.

CHUXXeHMe KOHLeHTpaLuum cbiBopoToyHoro IgA ao <5 mr/gny
peten ctapwe 4 nert; IgG u IgM B HOpme, KONNYECTBO U
COOTHOWeHue cybnonynaumn inmepounToB U UX
PYHKUMOHANbHAA aKTUBHOCTb MOryT bbITb B HOpMe.



CeneKtusHbin aedpuumr
MMMYHOTN0obynuHa A
 Kputepuem guarHosa ABAAETCA CHUXKeHue

YPOBHA CbIBOPOTOYHOrO MMMYHOI106y/IMHA
A HMXe 5 mr/an y peteu ctapue 4 ner.



ArammarnobynmHemus ¢ gedpuumutom B-kneTok
X-cuenneHHaa arammarnobynnHemus (6onesHb bpyToHa)

BonetoT manbumKmn, cbiHOBbA ( ,Xp) HOocuTenbHUL, aedeKTHoro reHa btk (Xq21.3-q22),
Kogupyouwero cneunduyHyio ana B-nmmdpountoB npoTeMHTUPO3NHKMHA3yY Btk
(Bruton's tyrosine kinase - Tupo3uHknHasa bpyToHa).

B pe3ynbrate AedeKkTa NPOUCXOANUT HapyLLEHMUE BHYTPUKAETOUYHbIX CUTHAbHbIX NYTeMH,
PEKOMBOMHAUMA TAXKENDBIX Lenen UMMYHOrobynnHos, anddepeHunposKa npe B-
KNeToK B B-numdouuntsi.

B HacToALWee Bpema onncaHo 6 reHeTuYecKux aedeKkros, BKAKOYAA MONEKYbl npe-B-
K/NIeTOYHOro peuenTopa, LMTon/1a3MmaTUYeCcKoro aaanTopHOro NnpoTtenHa B-knetok
(BLNK) m reHa Leucine-Rich Repeat-Containing 8 (LRRCS).

JlabopaTtopHble 6BoMapKEpbLI.
OtcyrtcrBYIOT Nnepudepuyeckmne B-numepountbl. B KOCTHOM mo3re

NPUCYTCTBYIOT Npe-B-KneTku ¢ pH-uenbio B uutonnasme. Yucno T-

nmMmeoumntTos U PyHKUMOHANIbHbIE TeCTbl HAa T-AMmMm@PoUnUTbI MOTYT
6bITb HOpMe.

IgM u IgA B KpOBM BbIAABUTb He yaaeTtca; IgG moKeT npuUcyTcTBOBaTh,
HO B masnbix Konuyectsax (0,4-1,0 r/n).

HeT aHTUTEN K aHTUreHam rpynn KPoBU U K BAaKLUMHHbIM aHTUTEHaM
(ctronbHAYHOMY, gUdTEPUMHOMY TOKCUHaAM U A4p.).
Mo>KeT pa3suBaTbCA HEUTPONEHMUA.

[McTonornyeckoe ucciegoBaHne NMMPOUAHON TKAHW: B IMMPOUAHBbIX GONANKYNAX
HEeT rePMUHATUBHDbIX (3apOoAbILEBbIX) LEHTPOB U NJ1Ia3MATUYECKMUX KNETOK.



ArammarnobynuHemus

* Kputepuem gnarHo3sa ABNAKOTCA CHUXKEHUe
KOHLUEeHTpauua cbiIBOPOTOYHOro IgG meHee 2
r/n npu otcytctBum IgA, IgM u
LMpKyaupyrowmux B-numopouyuntos



O6uw,an BapnabenbHaa ummyHHasa HeaoctaTouHocTb (OBUH) - rpynna cnHapomos,
XapaKTepusyowmxcsa 4ePeKTOM CUHTEe3a aHTUTEN U KIETOYHOTO0 MMMYHUTETA.
DocTtoBepHbIK agnarHocTtuuecknm Kputepu OBUH - 3HauutenbHoe CHMUXKeHune
copepXXaHuA UMMYHOINO6yIMHOB ABYX MU TPEX OCHOBHbIX U30TUNOB Y 1nL, 06oero
No/1a B COYETAHUWN C OAHUM U3 HUXKENepevyncaeHHbIX NPU3HAKOB:

e nebrotom 3aboneBaHMs B Bo3pacTe cTaplue 2 neT;
® OTCYTCTBMEM N30remMarrItoTUHUHOB U/NAN HU3KMM OTBETOM Ha BaKLUMHALMUIO;
® MCK/IIOYEHUN APYTUX NPUYMH arammarnobynmHemum.

Y HeKoTopbiX 60nbHbIX NpHUuMHa pa3sutna OBUH - myTauum reHoOB, KOAUPYIOLLUX
MOJ1IEKY/1bl, BOBZIEYEHHbDIE B NpoLeccbl CoO3peBaHUA N BbXXKnBaHuA B-knetok: BAFF-R
(B-cell Activating Factor Receptor), Blimp-1 (B-lymphocyte induced maturation
protein-1) u ICOS (Inducible costimulator).

MponcxoanTt HapyweHue cnocobHocTn B-numopouutos andpdpepeHumpoBaTbCca B
naasmaTuyecKkue KNeTku, passusalotca gedektbl aHTUTeNno006pasoBaHnA, BO3MOXKHA
AancoyHkuma T-numepouuntos, HabntogaeTca NOBbILEHHAA CKIOHHOCTb K
NHPEKUMOHHbIM 3aboneBaHuaAm. CUHAPOM MOXKET NPOABIATLCA B PAaHHEM AETCTBE, B
NOAPOCTKOBOM BO3PAacTe UM Y MONOAbIX NOAEMN.

JlabopaTopHblie bBuomapKepbi.

Cyw,ectBeHHO CHUXeHbl YPOoBHMU IgG u IgA (npumepHo y 50% 60oabHbIX) U IgM
(BnnoTb go HeBbiABAAEMbIX KoanuecTs). Yucno B-numdpouutos B Kposu
COOTBETCTBYET HOPME MU CHUXKeHO. Yucno T-nmmdouuntos y 60nbLunHCTBA 6ONBbHDBIX
B HOpMe. Y TAXKENbIX 60/1bHbIX BO3MOXKHO pa3Butue ammeoneHun (meHee 1500x103
Knetok B 1 n Kposu). Yucno NK-knetok cHu»KeHo. BbipaboTka cneundpuueckux
AaHTUTEN B OTBET HA MMMYHM3ALMUIO CHUXKEHa unum otcyrtcreyert. Npoaudepauma
numdouunutoB n obpasosaHue UJ1-2 nog aencTtBUEM MUTOreHOB U aHTUFEeHOB
3HAYUTENIbHO HapYyLUEHbI.



O6wan BapnabenbHaa MMMYHHasR
HEeAO0CTaTOYHOCTb

Kputepuu gnarHosa sHauntenbHoe
CHU}XeHue Tpex, pexe ABYX OCHOBHbIX
Knaccos ummyHornobynuHos (IgA, 1gG, IgM)
NPU HOPMANbHOM UJIN HECKOJIbKO
CHU}XEHHOM Yyucne UuMpKyampyrowmx B-
KNeTOK, HapyweHua cneymndpunyeckoro oTeeTa



[nnep-1gM cnHapom

* rpynna reHeTUYeckn pasHopoaHbIX 3aboneBaHUM co
CXOAHbIMUN KNAUHUYECKMMU N NabopaTopHbIMMU
NPOSBNIEHUAMMU.

* B ocHOBe CMHAPOMA MOJIEKY/IIPHbIE HAPYLIEHUNA NYTH
B3anmoaemnctema peuentopa CD40 Ha B-nnmdpoumTax c
CD40-nuraHgom Ha T-KneTkax, npuBogAalwme K HapyweHuUio
nepexknoyeHna cuHtesa IgM Ha apyrue Knaccol
nMMyHornobynmHos. B 70% cnyyaax 3aboneBaHune
HacneayeTca X-CLUENnAeHHO, B OCTa/lbHbIX — ayTOCOMHO-
peLeccmBHo.

* OCHOBHbIM KpuUTepuem NOCTaHOBKU auarHo3a fmnep IgM -
CMHAPOMA ABNAETCA pe3Koe CHUXKeHMEe KOHUEeHTpauuim
CbIBOPOTOUYHbIX I2G 1 IZA npyn HOPpMAaNbHOM UAU BbICOKOM
cogepaHum IgM. Konndectso uupkyaupymowmux Tum B
NMMPoLNTOB KaK NPaBUI0 HOPMAJIbHO



HePeKTbl KZ1IeTOYHOIro 36eHa U
KoMmbuHmnpoBaHHble aedeKTbl

MMmmyHOAEPUUNTBLI C NOparKeHnem T-KNeToYHOro 3BeHa
NMMMYHUTETA Pa3HOOOPa3Hbl U BapbUPYIOT MO TAXKECTU
MHPEKLUMNOHHbIX NPOABNEHUN N HAIMYUIO CONYTCTBYHOLLLEN
HEUMHPEKLMOHHOM NATONOTUMN.

bonbHble NnoaBepXeHbl ONMOPTYHUCTUYECKUM UHPEKLUAM,
BbI3BaHHbIM npocteiwmnmm, supycamm (Herpes simplex, Varicella
zoster, Cytomegalovirus) nam rpmbamu. Yacto ctpapatot
nporpeccmpytowem NHEBMOHNEN, BbI3BAHHOU BUPYCOM
Maparpunna 3 Tmna, UMB nam Pneumocystis carinii.

MoparkeHne To M UHON pyHKuUKU T-nMmdPouUnTOoB, KaK
npasuno, BegeTt K HapyLwweHuo cneunduruyHoCTU U rymopasibHOro
OTBeTa, TaK KaK ¢yHKuuu B-numdpounTtos 3aBUCAT OT
HopmanbHOU PYHKUUN T-numdPpounToB. XapaKTepHbl
NOBbILWEHHAA YaCTOTa aYyTOUMMYHHbIX HEUTPONEHUMN,
TpombouuToneHum.

K 3aboneBaHUAM 3TOM rpynnbl OTHOCATCA TAXKenas
KOMOUHMpPOBaHHAA MMMYHHaA HegocTaToYHocTb (TKUH), cnHapom

On[xopaxun, n apyrue



Taxkenaa KOMOUHUPOBAHHAA
MMMYHHas HEAOCTAaTOYHOCTb

* Kputepmamu amarHosa ana scex popm TKNH
ABNAOTCA: rMnonaasna IMMPONUAHON TKaHM,
nmmdoneHusa, ebiparkeHHoe CHu}XeHue CD3+
nMmoounToB, 3HaUYNTENIbHOE CHUXKEHUEe
KOHUEHTPaLUUN CbIBOPOTOUHbDIX
UMMYHOIN06YyNIMHOB, paHHEee HavyaNo TAXKenbixX
uHdeKuun. B 3aBucumoctu ot popmbli
3abonesaHua uucno B n(umdouutos Bapbupyer ort
Hynesbix (T-B-) 40 HOpmanbHbIX 3HaYeHuu (T-B+),
OAHAKO BO BCeX CaAy4anax ux PyHKUUA pe3Ko
HapylweHa. NMpu HeKoTopbix dopmax TKUH

onpepenaerca HopmanbHoe yucno HK ammdounrtos
(HK+).



Cunppom Aull:KoparKu - B OCHOBE CMHAPOMA
XpOMOCOMHaA abeppaumna — aeneuma 22q11.2,
npuBoAALWAA K HapyweHUo popMUPOBaHUA OPraHoOB,
npoucxoasawmx n3 3 xabepHon ayru (tmmyca,
NnapawWwmnTOBUAHOM Kenesbl, KPYnHbIX COCYyA0B U AP).

[eH, HenocpeacTBEHHO OTBEeYaloLLMM 33 pa3BUTUE
NAaHHOro CMHAPOMA, He U3BECTEH.

JlabopaTtopHble bBuomapKepbl CUHAPOMA
AnxxoparKu
numeoneHus pasnuvyHol cmeneHu co CHuxceHuem T
aumgoyumos, HapyweHue ux Mumoz2eHHO020
omeema, noebliweHHoe uau HopmasabHoe Yyucsao B

aumgoyumoas, pasnuyHaa cmeneHsb CHUXeHus
YypPOBHA UMMYHO2106ynuHos.



 CuHapom Buckorra-Ongpuua (CBO) X-cuenneHHoe
3aboneBaHune, xapakTepusyruieeca KOMOMHUPOBAHHbIM
NMMMYHOA4EePULNTOM B COYETAaHUN C TPOMOOUUTONEHUEN U
3K3emoun. 3aboneBaHune ABNAETCA pe3ynbTaToM MyTaLum
reHa, Koampytouiero 6enok WASP, KoTopbi npuHUMaeT
y4yacTme B NnoAnMmepu3aumm akTmHa u opmmnpoBaHum
umtockeneta. OtcyTtcTBme 6enka WASP B nnmdoumtax u
TpomboumnTax 601bHbIX NPUBOAUT K PA3BUTUIO
TPOMOOUUTONEHUN, HAPYLLUEHUIO GYHKLUMN T-KNETOK U
perynaunum CUHTe3a aHTUTeN.

* JlabopaTtopHble U3MeHeHUA - OTHOCUTENIbHO HecneunPuuHbI
U npeacrasneHbl anmooneHmneun, B OCHOBHOM 3a cuyert T-
nmmeoumnTos, CHUXKeHuem PyHKLMOHA/IbHOU aKTUBHOCTU T-
KNeTOK, HOPpMa/ibHbIM UN CHUXKeHHbIM ypoBHem IgG,
nosbilweHHbiMm ypoBHeMm IgA u IgE, u cHuXXeHHbIm IgM,
HapyLweHHON NpoayKuueim aHTuTen, o0cobeHHo K
noancaxapuaHbiMm aHTUreHaM.



e Atakcua-tenbaHrnakrasua (A-T) (cungpom Jlyn-bap) -
CMHAPOM C ayTOCOMHO-PELECCUBHbIM TUNMOM
HacNneao0BaHUA, XapPaAKTEPM3YIOLLLMNCA NPOrpeccmpytoLlem
MO3E4YKOBOW aTaKCUeU, NOABAEHUEM MENKUX
Te/IbaHIM3KTa3nn, 0cobeHHO Ha bynbbapHbIX
KOHBIOHKTMBAX U KOMBOUHMPOBAHHBIM UMMYHOAEPULINTOM,
MyTauum reHa ATM, koaupyrowero 6enoK, y4yacrTesyrowmm
B penapauuun asyxueno4vyeyHbix paspbios 1HK n
perynaumm KNeTouHoro uukna.

* JlabopaTopHblie bBuomapKepbl- NOBbILLEHUE
anbdaderonporemnHa.

* UMmmyHoONOrn4yeckue nsmeHeHun Hecneundunueckme m
BK/IIOYAIOT CHUXXeHue Konmndyectsa U GYHKLMOHANIbHOMU
akKTMBHOCTU T-"MmPpounNTOB, MHBEPCUIO COOTHOLLEHUA
CD4+/CD8+, cHu»XeHue unu otcytcreme IgA, 1gG2, 1gG4 n
IgE, peXKe BbIABNAIOTCA KOHLUEHTPaLUM
UMMYHOrNobynnHos, 6ansKmne K Hopme Unu
ANCUMMYHOTN06ynMHeMUA B BUAE PE3KOro CHUXKEHUA
IgA, 1gG, ISE v 3HaunTenbHoro nosbiweHus IgM.



CuHapom HuMmereH xapakTepusyetca HaJIMYNEM Y
6ONbHbIX XapaKTepHOro peHoTmmna v
MMMYHoAePUUUTA.

B ocHoBe 3aboneBaHmAa nexxmnt mytauma reHa NBS1,
Koaupytouwero 6enok HMbpuH.

HnbpuH NnpnHMMmaeT yyactme B BOCCTaHOB/IEHUM
ABYXHUTEBbIX pa3pbiBoB [HK.

Ona 60nbHbIX XapaKTepHO HapyweHue GyHKUumm T-
KnetoK. KoHUeHTpauumn CbiIBOPOTOUHbDIX
MMMYHOIN06YNIMHOB Y 6ONIbHDBIX C CMHAPOMOM
HunimereH Konebntorca ot cybHopmanbHbIX 3HaAUYEHUN
A0 arammarnobynuHemumn.

KnnHnyeckn y 6onblunHCTBA 60NbHBbIX OTMEYatoTcA
Pa3/INYHbIE NHPEKLUNN, XapaKTEPHble AN
KOMBUWHMPOBAHHbIX AePEKTOB MMMYHUTETA



AyTOMMmMmyHHbIM numdonponudepatusHbiii cuHapom (AJINC) -
nepBuYHble AedeKTbl anonTo3a IMMPOLMTOB, YTO NPMBOAMUT K NoTepe
KOHTPOANA HaA nponundepaumnent "MMmOONAHbIX KNETOK U HEraTUBHOW
cenekunem nmmeoumnTos.

3aboneBaHne UMeET MNONNTEHHYIO NPUPOAY, N CBA3AHHO C HapyLUeHUem
byHKUMM 6enkoB Fas-onocpenoBaHHOro NyTn anonto3a. Bce n3BecTtHble
Ha HACTOALLMMA MOMEHT AePeKTbl HaCNeayHTCA ayTOCOMHO-PEeLLeCCUBHO.
Onarno3 AJINC MoXHO NpeanosioKUTb NPU HAaIMYMKM Yy BONbHOTO
NOJIMKNOHANbHOU rMNEepUMMYHOrnobynmHemum (nosbilieHbl 0OAUH UAN
HECKO/IbKO K/1aCCOB CbIBOPOTOUYHbIX MMMYHOINN0O6YANHOB), Bblpa*XeHHOT0
yBeNNYEHNA NUMPOY310B, renatocnjaeHoMeraamm (Mpm NCKNtoYeHnm
APYrUX, B T.4. OHKONOTUYECKMX MPUYMH 3TUX CUMNTOMOB). XapaKTepHbIMm
nabopartopHbim 6Momapképom AJINC asnaeTca HaaMuMe 4BOUHbDbIX
HeratuBHbix CD3+CD4-CD8- numopoumntos, B HOPpMe OTCYTCTBYIOLLUX B
nepudepunyeckon Kposu. OgHaKo NoATBEpPXKAEeHUEeM AUarHo3a ABAAETCA
BblAiBNIeHUe aedeKTa anonTosa in vitro.

OCHOBHbIMU KNNHU4YecKnumun npoasnaeHnamm AJINC asnatoTca:
nmmdageHonaTmsa, renatocnaeHomMmeranuna, ayTouMMyHHble
reMouUTONEHNN B BUAE FEMOJINTUYECKON aHEeMUU u/mnu
arpaHynoumnTosa n/mnm TpomboLUTONEHNU, U APYrue ayTOUMMYHHbIE
paccTponcTea (Hecneyunduryecknin A3BEHHbLIN KONUT, apTPUT, y3n0BaTan
3puUTEMA, CMAN0aAeHUT N ap.). Y 6onblinHCTBa 60/1bHbIX BbIABAAIOTCA
ayTOaHTMUTENA K PA3IMYHbIM KNETKAM 1 TKAHAM OpraHmM3ma.



CuHapom runepummyHornobynmHemum E

* MoneKynspHaa npupoaa cuHapoma (rmnep-Ige cunapom) oo
HACTOALLLErO BPEMEHU HE U3YYeHa.

 Tun HacnepoBaHUA, BEPOATHO, ayTOCOMHO-KOAOMUHAHTHbIN.

* [unep-Igk cnHapom xapaKTepusyetca NoBTOPHbIMU (0ObIYHO
CTaPMNOKOKKOBbIMM) abcLeccamn NOAKOKHOM KNETUYATKM,
nerkmx (NpusBoaALwwmMx K 06pa3oBaHMIO NHEBMOLLENE),
NAapeHXMMaATO3HbIX OPraHOB, a TAKKE aHOMAJIUAMU CKeNeTa,
rpyobiMn yepTamm inua (rmneptTenopmsm, LMPOKas
nepeHocuua), AepMaTUTOM, MOBbILLEHHOM CKNOHHOCTbIO K
nepenomam Kocten. UMMyHONOTMYECKUN MEXAHU3M
3aboneBaHuA He BblAcHeH. [1nA 3abos1eBaHMA XapaKTepHblI
303UHOPUNNA, KpaiiHe BbICOKUN YPOBEHb CbIBOPOTOYHOIO
IgE, HapyweHne xemoTaKkcuca HeuTpodpunos.



* CKpuHuHrosoe nabopartopHoe uccnegoBaHue
npu noao3peHnmn Ha UMmyHoaedpuunT
HauyMHaeTcA ¢ obLero KAMHNMYECKOro aHanun3a
KPOBU N nccnepoBaHUA KOHUEHTpaUUu
nMmmyHornobynmHos IgM, IgG, IgA, c
nocaeayrowmMm KONNYECTBEHHbIM
onpeaeneHnem OCHOBHbIX K/IETOYHbIX
nonynaumn anmdouutos: T-rmmopouunrtos, B-
NMmM@oLunTOB, eCTeCTBEHHbIX KUNNepoBs.

* CblBOPOTOYHAA KOHUEHTpauuna
MMMYHOINobynnHoOB, a TaKXe COOTHOLLIEeHUue
cybnonynauum nnmeoumuTos 3aBUCAT OT
BO3pacTa U KIMHUYECKOTo COCTOAHUA 6onbHOrO,
NO3TOMY NPU OLEHKe nccnenoBaHusA
HeobxoanMmo yuntbiBaTb BO3pPacTHble HOPMbI.



Wccnenosanue. Hopma Hopma Hopma Hopwma Hopma Hopma Hopma
1-3 mec. 4-12 mec. 12-24 mec. 2-5 ner. 6-8 net. 9-11 ner. Crapuue 12 neT.

IgE (wmr/n) 0-30 0-30 0-45 0-100 0-100 0-100 0-100
Ig G (mr/an) 33-9.1 32-128 46-14.6 8.8-15.4 9.7-11.7 9.4-16.6 9.7-20.0
Ig A (Mr/mn) 0.1-0.2 0.1-04 0.1-1.0 03-15 09-1.9 09-29 1.0-2.3
Ig M (mr/mn) 0.4-12 04-08 0.6-1.8 08-1.6 0.8-1.9 0.6-2.0 0.6-2.0
Opurpouutsl, abe. 10%*6 3,8-5,4 3851 3,7-5,0 3,951 40-5.2 40-5.2 4.1-53
T'emorno6u (r/n1) 110-140 110-135 110-135 115-135 115-155 115-155 120-160
T'emarokpur, % 44 33-39 33-39 33-42 3545 3545 3649
TpomGorytsy, abe. 10**3 150400 150400 150 -400 150 -400 150400 150 400 150400
Jle#komuTsl, abc. 7000 -13000 7000 -12000 7000 -12000 6100 -10000 4800-9000 4800-8000 5200 -8000
I'panynomwrst, % 18-36 2040 23-43 34-56 43-59 43-59 45- 61
I"panynouuTs! .a6c. 1260-4680 1400-4800 1610-5160 2074-5600 2064-5310 2064-4720 2340-4880
Monowuter, % 4-8 4-8 4-8 4.8 4-8 4-8 4-8
MowonuTs, abe. 285-500 285-500 285-500 285-500 285-500 285-500 285-500
Jlnvouursl, % 55-78 45-79 4-72 38 -64 3643 3643 36 --43
JlnvcouuTsl, abc. 2920 -8840 3610-8840 2180 -8270 2400 -5810 2000-2700 2000-2700 2000-2700
T - mmdormrsr, % 55-78 45-19 53-81 62 -80 66-76 66 -76 66 -76
T - mamdorusr, abc. ( KMk ) 2070 6540 22806450 1460 -5440 1610 -4230 1400 -2000 1400 -2000 1400-2000
B — mvdorursr, % 19-31 19-31 19-31 21-28 12-22 12-22 12-22
B - mamdormtsi, abe. (k/mx) 500-1500 500-1500 500-1500 700 -1300 300-500 300-500 300-500
CD4,% 41-64 36-61 31-54 35451 3341 3341 3341
CD4, abe. (x1/mKi) 1460-5116 1690 —4600 1020 -3600 900 -2860 700-1100 700-1100 700-1100
CD8, % 16-35 16-34 16-38 22-38 27-35 27-35 27-35
CD8, abc. (kn/vks) 650-2450 720-2490 570-2230 630-1910 600-900 600 -900 600-900
CD4/CD 8§ 1,3-3,5 1.2-3.5 1,0-3,0 1,0-2,1 1.1-14 I,1-1,4 1.1-14
CD16/56, % 52-173 6.2-18.2 75-18,7 7,5-19,5 10.6-22.4 10.6-22.4 9.9-22.9
CD16/56, abc. 319-1142 381-971 276 -896 276 -896 257-619 257-619 129-557




Ta6auua 2. Bospactasie Hopmst TREC Ha 10° kieTok neHKouHToB.

0-1 roa 1-6 net 6-12 ner 12-18 ner
Makc 1.6x 10° 32x10° 79 x 10° 25x 10
M 12x10° 1.4x10° 7.3 x10° 23x10°
Cpennee 1,40 x10° 3,38 x 10* 3,86 x 10* 1,36 x 10*

Tabauua 3. Bozpacrueie HopMbl KREC Ha 10° KJIeTOK JIeHKOUMTOR.

O-18 z1er
Maxkc 1.0x 10°
Muu 1.0x 1 o’
Cpeanee 1,0 x10*




Mpocekosa E. B., Cutaunkosa T. C., Aonrononos M. C., TypaHcKas A. U., CabbiHbiu B. A., 3abennHa H. P..
MOHWUTOPUHI NABOPATOPHbIX MOKA3ATEJIEM MMMYHHOIO CTATYCA 340POBbIX ,EI,ETEM, MPOXMBAKOLLKX B YCTOBUAX
HANPAXEHHON MMMYHOTPOMHOWM 30HbI MHOYCTPUANNBHOIO NMOPOAA

Ne TTokazareiTku, CIIUHHUIIBI e 3-6 ster (N=49) e 7-11 yxer (N=49) Kpur
/11 HU3IMEPESHMUST YIASIIBHOTO cepuia
Beca 1 aOCOJIFOTHOT O CTBE 1T
guMciia eHara
M +—m T M +—m JI1 T
1. JIenKOoOILIMTHIL 107°%/ 6,75=+0,30 6,25-7,26 8,07+0,42 7,37-8,78 2,522
2 JTuMPOITHATHI %0 44,32+0,84 42,93-45,72 40,47=+1,56 37,87-43,08 2,163
10°"9/1x 3,01+0,13 2,79-3,22 3,19+0,11 3,01-3,38 1,091
T- %0 75,70+0,94 7A4,17-77,26 66,35+1,16 64,42-68,27 6,268
I M@POITHTHI KJII/MKJI 2361,50+97 2199,19- 2119,30+79 1988,13- 1,926
CcCD37/CD19 , 78 2523,82 ,02 2250,47

4. B- %0 14,32+0,38 13,69-14,95 14,95+1,06 13,20-16,70 0,560
I M@POIIUTHI KJI/MKJI 439,80-+27, 393,39- 464,25+ 404,27 - 0,535
CcCD3/CD19" 96 486,21 36,13 524,23

5. T- xerrepbI ) 38,46+0,58 37,50-39,41 37,411,008 35,61-39,20 0,855
cpD3/CD4™* KJT/ MKJT 1149,35+39 1083,97- 1143,20+43 1070,42- 0,106

47 1215,03 , 86 1215,98

6. T- %06 31,42+1,52 28,89-33,95 27,07+=1,19 25,09-29,04 2,253
LI TOTOKCHUYE KIT/ MKJT 1041,45+40 o974,27- 859,10-=t49, 776,36- 2,840
CKHEe a7 1108,63 84 941,84
cD3/CD8™"

7. AKTHBUPpORBAa 20 3,05+0,21 2,70-3,39 2,900,339 2,25-3,55 0,339
HHBICc T- KJI/MKJL 92,7+7,51 80,23- 89,00=+10,1 72,17~ 0,293
KIISTKH 105,16 4 105,83
CD3"/HLA-

DR™

8 AKTHBHUPpOBAa %06 13,19+0,52 12,33-14,06 16,55+1.,21 14,54-18,56 2,547
HHBIC KJISTKH KII/MKJI 427 ,50+33, 371,80- 527,35+38, 462,78- 1,943
CD3 /HLA- 56 483,20 90 591,92
DR™"

o. AKTHBUPpORBAa 20 5,58+0,24 5,18-5,98 6,79+t0,29 6,30-7,27 3,181
HHBIC T - KJII/MKJT 157,45+3,8 151,11~ 218,45+12, 198,25~ 4,782
KJICTKH 2 163,79 17 238,65
cD3/CD25"

10. IIluToTurTHUude %0 8,40+0,47 7.,64-9,16 8,35+0,48 7.,55-9,15 0,075
cxkue NKT - KIT/ MKJIT 245,35+9,5 229,53~ 266,00=+19, 233,74~ 0,954
KIJIISTKH 3 261,17 43 298,25
cpD37/7CD16"

CcD56™"

11. ITurosturHUugae 20 6,33+0,64 5,27-7,39 15,420,933 13,61-16,87 7,599
cxkue NK- KJI/ MKJT 225,30+24, 184,81- 485,65+40, 417 ,90- 5,475
KiaerTxku CD37/ 39 265,78 82 553,40
cpil16™
CcD56™"




* JlabopaTopHasa oueHKa COCTOAHUA UMMYHHOM
cucTembl NnauueHTa No3BoONAET CBOeBPEeMEHHO
AWNArHOCTUPOBATb HapyLeHNA MMMYHHOrO CTaTyca
OpraHu3ma yenoBeKa, oueHusaTtb 3PPeKTUBHOCTb
MEeToA0B IeYeHNA U NeKapCTBEHHbIX CPeAacTs, a
TaK)XXe NPOTUBONOKAa3aHUA K X NPUMEHEHMIO,
NPOrHo3npoBaTb pa3BuTtue 3aboneBaHnm u
3P PEeKTUBHOCTb BaKUMHALUUN U T.M., YTO UMmeeT
6onbliOe 3HauUeHUe Ana pasnndyHbIX obnacreu
MmeAULUMnHDbI



Bce B aanbHeuwem 3asucut ot
B3rNaAa,
HeT HenpasunbHbIX B XU3HU
pelweHuu,
Ho ecTb cOTHU pasnuUYHLIX MHeHUMU,
Xopolwo 3T0 unm NNoxo.

N korpa He novmelwb, YTO AenaTth,
| - HyxHo cepaue csoé cnywars,
XyAoxHMUa Mapuana Ho Hukak He y3HaTb, YTO Nyulwe,
Kanauésa (Mariana Kalacheva) nOKG BCE He l'lleI.l.lJ'lOCb u3sBeaaThb
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