OnpepgeneHne nNoHATUA U
KIaccumpuUKaLma NepBUYHbBIX
MMMYHOAeDPULINTOB



[MepeuYyHbIie uMMyHOOeguUUMHbIe
COCMOSIHUS

(NMAC, Nid, BNL) — aTo reHeTU4eCcKku
oeTepMnHUpoBaHHbIe 3aboneBaHus, 0bycrnoBneHHble
HapyLLEHMEM CITOXXHOMo Kackaga peakuum,

HeobXoaMMBbIX AN ANIMMUHALUK YYXXePOAdHbIX areHTOB U3
opraHm3ama un pasBUTUSA afeKBaTHbIX BOCNANMUTENbHbIX
peakuun.

Ha cerogHswHum aeHb n3ectHo 6ornee 200 dhopm
reHeTn4eckn noareepXxageHHoix MNAL.

UacToTa BcTpevaemoctn 1:500 — 1:500 000 B 0oOLLEN
nonynsymu.



XAinked chronic granulomatous disease (CCI)

Properdin deficiency
| Wiskott-Aldrich syndrome (WAS)
t—— Xlinked severe combined immumnodeficiency ﬂqueKTbI B nOKycax X
' XPOMOCOMbBI U CBA3AHHbIE C

Humum TTN O

Xdinked agammaglobulinemia (Briston’s tyrosine kinase)

i
= + Xlinked hyperIgM syndrome (XHM)

!
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OcHOBHbIe MapKepbl UMMYHHOU
Hedocmamo4yHocmu
* NHdbekunm (100% MiA0)

— XPOHWYECKOE UNWN PELVaNBUPYIOLLIEE TEYEHME,
CKINMOHHOCTb K MPOrpeccupoBaHunto

— MYNbTUJOKaNbHOCTL
— NOSIN3TUONOINMYHOCTb

— HEenornHoTa OYULLIEHNS opraHn3Ma OT Bo3byauTenen
NN HEMOMHbIN 3P EKT NeYeHns

« Annepruyeckue nopaxeHusa (17% IAL0)
* AYTOMMMYHHbIE nopaxeHus (6% ML)

« 3nokadyecTBeHHOe HoBOOOpasoBaHue (2% INAL)



IlepBHYHBIE HMMYHOAE(DHIIHTHI:
HaCTOpaxKHBAaIOUIHE NPH3HAKH

e MHOrOKpaTHO IIOBTOpsAIOUIHECA HH(PEKIHH PEeCIHPATOPHOrO
TpaKTa

* TsaxxeAble HH(EKIHH, BEI3BaHHbIE HEOOBIYHBbIMHE (YII)
BO30yaHTeAIMH

e [IoBTOpPAIOLINECS MHOT€eHHbIEe DaKTepHaAbHbIe HH(PERIHH
(kozkHBIE abcuecchl)

e luapesi, orcraBaHHEe B (PH3HIECKOM /IICHXHYECKOM
pa3sBHTHH

 9K3eMa, ayTOHMMYHHBEIE 3a00AeBaHHusA, B-KAeTOUYHas
npoaudepalus, reMaTOAOrHYE€CKHE PaCCTPOHCTRA

e CeMeHHBIH aHaMHe3 o nosoay ITH



IlepBHYHBIE HMMYHOAEeDHIIHTEI

T AHMGOIIHTBI 20%
B AxMbonHuTbI 70%
HdederTnl haromuroza 10%

KomMmnaemeHT <1%
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IlepBHYHBIE HMMYHOAEeDHIIHTEI

T AHMGOIIHTBI 20%
B AHM) O HTEI 70%
HdederTnl haromuroza 10%

KomMmnaemeHT <1%



NMMMYHOL4E®OUUNTBI C
NPENMYLECTBEHHBIM HAPYLLIEHUEM
NPOAYKLUNU AHTUTEI]I

X-CUEMMNEHHAA ATAMMATTNIOBYIIUHEMUA

OBLLAA BAPUABENbHAS UMMYHHASI HEQOCTATOYHOCTb
(OBUH)

AYTOCOMHO-PELECCUBHBIE N'MMNEeP igM CUHOPOMbI
(HIGM2, HIGM4, HIGMS)

CENEKTUBHbIN OEOULAT IgA
AOEOULUNT CYBKITACCOB IgG C UM BE3 OEPULIUTA IgA

TPAH3UTOPHAA MNNAOEHYECKAA
rTMNONMMYHOITMOBYJIIMHEMUA



Oduddepenmuposka B aAumdboinuTos

Pre BCR BCR

T IgM
NK / CD19 ! CD19 ?i

Pre B Immature B
@/ Lymphoid
precursor

Hematopoietic
stem cell

Agammaglobulinemia

KocmHulil M032

Memory B cell

cD27

IgM
CD19

IgM
IgG

IgA

Mature B
IgE

IgM

Plasma cell

BmopuunHble num@pouoHsble Op2aHbsl



AraMmMarao0yAHHEMHSI

-« YacToTa: 1/200 000

« YyBCTBHTEABHOCTD K OGaKTEepHAABHEBIM (H YHTEPOBHPYCHBIM)
nHbpeKUIHAM, HaYHHasI ¢ 6 Mmec.

- HenTponeHus

- Pe3xoe CHHIKEHHE HAH OTCYTCTBHE ChIBOPOTOYHBIX Ig and B

AHM@POUHTOB
' Contro | = Patient
100% N ) = o

D 5° E

3 = =5

————————— = o CIE
l : 10 HJLDEW LT mﬁlgm 1w
>

IgM Ig6 1IgA cD19



HdedekT B 5KCIIPEeCCHH HAH aKTHBaIlHH pre-BCR
A€XHT B OCHOBE araMMAarAOOyAHHeMHH

BTK BpyTOH- TUpO3UHKUHAa3a



JdedexThl T'YMOPAABHOI'O 3B€Ha HMMYHHTETA

Memory B cell

cD27

CD19

Pre BCR

T cp1o cp1o  IgM CDI;QM
\ IgG
g
IgE

Pre B Immature B | Mature B
@/ Lymphoid
precursor

IgM
Hematopoietic OO0 uH
stem cell -
BapHaOeABHBIH
Plasma cell
HMMYyHozme(pHIIHT
(OBHH)

Kocmmnuli mo32 Bmopuunsble tum@pouodHsble Op2aHbsl



OO1ass BapHabeAbHasI HMMYHOAOTHYECKAS
HenocTaTodHOoCTh (OBHH)

YacToTa: 1/25 000 - 1/100 000

BakTepHasbHble HHekuuu (BAIl u nuIneBapHTEABHBIH TPaKT),
HaunboAee 4aCcTO B MOAPOCTKOBOM BO3pacTe

BupycHbI€ H napa3sHTapHbIe HHpEXIHH (g9 N

CHHKEHHEe KOHIEHTPAIIHH CHIBOPOTOYHBIX lﬂ_l:l_L:{

IgG +/- IgM +/- IgA IgM  Ige IgA

- CHHIKEeHHEe IIPOAYKIIHH aHTHTEA
- HopMmaAbHOE HAH CHHXKEHHOE KoAH4YecTBO B AumdounuTos

s AYTOCOMHO-PEIIECCHBHBIE ®OPMBI - myTauuu B reHax BAFF-R,
Blimp-1, ICOS (HHAYKTOP-KOCTHMYAATOP T-KAETOK)



dedeKThl T'YMOPAABHOI'O 3B€HAa HMMYHHTETA

Pre-BCR

CD19 ! CD19 I?ME

Pre B Immature B

@/ Lymphoid
precursor

Hematopoietic
stem cell

KocmHulili M0o32

Memory B cell

—

cD27

CD19
-
IgM
IgG
IgA
IgE

Plasma cell

IgM
CD19

Mature B

I'unep-IgM curapom

BmopuuHble num@pouoHsble Op2aHbl



Antigene




I'unep-IgM cuHapomM

YacroTa: (1:500,000 HOBOPOKAECHHBIX)

ChIBOPOTOYHBIH YPOBEHSH Ig: No switched B cells

CD19+CD27+

100%

. AT 1 _[—
Ig Ig Ig Ig
M G A E

HedexkT T/B KAeTOYHOH Koomnepauuu (50%)
HdedexT B xaeToxk (5S0%)
MyTaunus CD40L (100%)



Apyrue nedeKkThbl ryMOPAABHOI'O 3B€HA HMMMYHHTETA

TpaH3uTopHas
runorammornobynuHemus
HOBOpPOXAEeHHBIX: 4%

HepeKkT nepeknroueHus
cuHTesa Ig: 4 %

IgG cybknacc peqekt: 8%

Obuwasn BapuabenbHas UMMyHonorudeckas HeaoctatouHocTs: 30%

IgA HepocTaTouHOCTb: 44%




IlepBHYHBIE HMMYHOAEeDHIIHTEI

T AUMPOILHTEI 20%
B AxMbonHuTbI 70%
HdederTnl haromuroza 10%

KomMmnaemeHT <1%



