deHoTUNMYeckas kKnaccuukauuns
NnepBUYHbIX UMMYHOO4EULNTOB.

[1TnaToHoB aHunun
OMmntprnesny

273 rpynna



* [lepBNYHbIE UMMYHOOEMULINTLI Bbi3BaHbI
MyTauuen B reHome, YTo NpUBOAMUT K
YBENMUYEHUIO UMM CHUXKEHUIO SKCNpeccumn
Koaupyemoro benka.

 MyTauun moryT ObITb JOMUHAHTHBLIMW,
peLeccUBHbLIMU, ayTOCOMHbLIMU UMK
CBA3aHHLIMWU C X — XpPOMOCOMOMU, C NOJSTHOWU
NN HENOJTHOW NEHETPAHTHOCTbLIO.

* B pe3ynerarte opraHnam bonbLue
noaBep>XeH pasnmyHbIMN NHAPEKLIMOHHbIM
3aboneBaHnAM, ayTOUMMYHHbIM,
anneprnyecknm, 31I0Ka4ECTBEHHbLIM
NPOSIBNEHNSIMN.



« Ha JaHHbIM MOMEHT BbIABIIEHO 406
pPa3fnNYHbIX PACCTPONCTB, CBA3aHHbIX C 430
BapuaHTaM reHHbIX 4eEKTOB.

* C 2013 roga aKCNepPTHbIN KOMUTET
MexxgyHapoaHOro coo3a MMMYHOSTOrM4YeCcKUx
OoOLLECTB N0 BPOXAEHHbIM
nmmyHogeduuntam onybnukosan
OOHOBMNEHHYIO PEHOTUMNYECKYIO
Knaccudukauuio, KoTopasi ConpoBoOXXaaeT U
OOMNOSNHAET NX rEHOTUMUYECKYIO
Knaccudpukauuio.

» Knaccudomnkauua npegcraBnseTr coobom 10
Tabnuu.



IV.

UmmyHoaecmumnThl, 3aTparnBarowme KNeToYHbIn n
rymopanbHbI UMMYHUTET :

a) Tskenble KOMOUHUPOBaHHLIE UMMYHOOEDULUMNTLI
(annmaouunTtos), numdoneHun CD3 T-NMMJOLINTOB.

b) MeHee Tskenble PopMbl KOMOMHUPOBAHHBLIX
NMMMYHOOEeMPULNTOB.
UmmyHoaedpnumntbl C accoummpoBaHHbIMU UK
CUHAPOMANbHbIMU NPU3HaKaMMN:

a) BpoxgeHHasa TpombounToneHuns, opyrme HapyLueHumus
penapauun OHK, aucnnasmns KOCTHOro Moara, NaTosiornu
TMMYyCa C Ap BPOXAEHHBIMW aHOMaIUsSIMM.

b) [Mnep — IgE cMHapoMm, HapyLueHnst metabonmama vit B12 n
doonnesoun K-Tbl, 9KTOAEpPManbHasa gucnnasuns, gpyrue.

NpeumyuiectBeHHO HepgocTaToK AT:
a) [Mnorammornobynumms.
b)  HOpyrne gedpdektol AT.
3aboneBaHUA C UMMYHHOMN AUcCperynauuen:

a) [emadaroumtapHsin Jinmdgorncroumtos (HLH) n EBV
4YyBCTBUTENbLHOCTb.

b) AyTOMMMYHHbIE CUHAPOMbI U Ap.



V. BpoxpaeHHble aedeKTbl Kon — Ba haroumnTtoB, UX PYHKUUN (UNn
U TOro, u gpyroro):
a) HewnTtponeHus
b) PyHKUMOHanNbHLIE AePPEKTHI

VI.

dedeKkTbl BpOXAEHHOro UMMYHUTETA:

a) bakTepuanbHblie N napasnTnyeckne MHQEKLNMN.
b) MSDM U1 BUPYCHbIE NMH(PEKLUUN.

VIl. AyTo-BOocnanuTtenbHble 3a6oneBaHus:

a) PeunanBupytolmne BocnaneHusi, CACTEMHbIe BOCMNaneHust

KpanueBHULUbI, ApYyrue.
b) CTepurbHOe BOcnasieHne (Ha Koxe, KOCTSX, CycTaBax,
NHTEpepoHonaTun).

Vill. Jedeunt cuctemMmbl KOMNAUMEHTA.

IX. HemocTtaTo4yHOCTb KOCTHOrO MO3ra.

X. ®PeHokonum MNAL.



TsKenble KOMOMHNpoBaHHble UMMYHoAedUnTbI (SCID;
annmdounto3s), numdcgponeHun CD3 T-nuMmdpoLUTOB.

CD 19NL: SCID T- B+ CD 19 |: SCID T- B-

1.SCID T-B+ | 2.SCID T- B+ 3. SCID T- B-

NK- NK+ NK-
1. SCID T- B+ NK-

Mukpouedanus
QO XL, CD132 pgedp., yc oed., IL2RG
0O AR, CD132+, JAK — nedp., JAK3
2.5CID T- B+ NK+

QIL7Ra (IL7R)

QHeTt y/d T-kn (CD3d, CD3¢g, CD3()

QNI y/d T-kn (CD45, PTPRC)

QLAT paed., (TunuyHbie SCID unu MU c ageHonaTusiMu, cnrieHomMeranvem,
ayToMMmmMmyHu3saumen. Boicokum Ig.

QCoronin — 1A ped.

QWinged helix ged. (Taxenbie HpeKLUMUKN, NATONOrMU TUMYCHOIO 3NUTENUS,
AncTpoduns Horren, o4eHb HU3KUMN YPOBEHD Ig, AetheKTbl HepBHOMN TPYOKMN).

4. SCID T- B- NK+




3.SCID T-B-NK-

QADA pged. (xoHapoCcTepHanbHas gucnnasus, rnyxora, Mo nero4YHbIn
anbBeOoNAPHbLIN 6enkoBas ANCTPOpUS, HapyLLEeHNUA KOTHUTUBHbLIX PYHKLUN).

QOPeTukynapHasa aucreHe3ns (HEMTPOMNEHUS, rNXoTa, Y HEKOTOPbIX aHeEMUSA U
TpombOouuToneHus).

OOed. AKTBMpoBaHHOro Rac2. (peumnanBupyrowMmn bakTtepmanbHbIA U
BUPYCHble NH(eKunmn, numconponudepaumns, HeUTpPoneHus).

4.1 SCID T-B-NK+ (Mukpouedanuen)
PaagnaunoHHas YyBCTBUTENbHOCTb
QC nuueBbIM aAncmopcdnaMmom
OedekTbl AHK nurasbi IV
Cernunnos/XLF
Obe3 nuueBoro aucmopcpunsma
HOedektbl OQHK PKcs (BapnabenbHble YPOBHM Ig)

4.2 SCID T-B-NK+ (6e3 mukpouedanunu)
NMoBbIWEHHbLIU PUCK OTTOPXEHUSA TPaHCNJIAHTaTa, BO3MOXHO U3-3a
akTuBaumm NK

CRAG 1/2 ped.

QDCLRE1C ged. (+ pagnaumoHHas YyBCTBUTENbHOCTD).




MeHee Taxenble popMbl KOMOMHUPOBAHHbIX
MMMyHoOe(PULUTOB.
lg YacTo STl
(MHC Il benHbIN

ceKpeuuu oTBeT
) cneundpuny

1. |CD4 (MHC Il cekpeuunm ?)
QOTcyTcTBYeT (Aeth. MHC Il) - pecnupaTopHble U raCTPOMHTECTUHATNbHbIE
UHdeKumnmn, 3aboneBaHnsA NeYEeHN N XenyeBbIBOAALLMUX NYTEMN.
QlMpe3eHTauua coxpaHaeTcs
LCK aedp. - uMMyHHas gucperynsauusi, ayToMuMMyHU3aLua, orpaHnyeHHble T-
KnuTCR
Nonumepasbl & ged. (peunanBUupyrowme pecnupaTopHbie UHEKUUn,
He[oCTaToK Ig)
UNC119 ped.
2. | CD8
QCD8 aedh. — peunguBupyrowme HdeKUnn.
QNI MHC | Ha numdounTax:
ZAP - 70 ped. (MMMyHHas gucperynsuus, ayTouMmMmyHuU3auus)
KomMbuHupoBaHHbIe runomMmopdHbIe MyTalum U NaToriorMm akTuBaLum
(cunbHas ayToUMMyHM3aLus).
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3. | Bc

0O bBaktepuanbHble UHEKLUN, TSKeNble paHHUe KONUThI,
HeUTponeHus, NoOBbIWEHHOoe coaepxaHue IgE, CHUXKeHHoe IgM,
HeaocTaTo4yHoe (pyHKLMOHMpoBaHMe NK.

4.1g4yacTto NL

Q AytoummyHusauus, uHdekumum, numdgomsl, aedekTbl TCR,
NnoBbILLEHHUE YPOBHA Ig.

5. |1g

Q PaHHMe nopaxeHus BUPYyCOM repneca, Hegoctato4yHocTtb AT (ux
pacno3HaBaTeNlbHOM CMOCOOHOCTHU), peunanBupyroiue BUpPYCHbIle,
rpubkoBble, baKkTepuanbHble UHDEKLUN, raCTPO3IHTEPUTDI,
HeuTponeHus, UHEKLNN XenvyeBbIBOAALWMNX NyTeNn, 3aboneBaHusA
neyeHu, Hu3Kaa npoaykuma T-kn LK.

6. lg B HOpMe, HO beaHbLIN oTBeT cneundudyeckumum AT

O BwupycHble, rpubkoBble, 6akTepuanbHbie UHdeKuumn, manoe
pa3Hoobpa3ue T - KNn: OTCYTCTBYeT pacno3HaBaHue Al, Hu3kas
nponudepauus; B-kn: ysenn4yeHme




UMmMmyHOaepUMLUUNTBLI C acCcoOUMUMPOBaAHHbLIMU UNNU
CUHAPOMAribHbIMU NPU3HaAKaMu:

BpoxpaeHHas AedexThl

TpOMGOL;I,IVITOI'IeHM Eﬁi?ﬁggr:e'

nepevyncneHH
N)'q:]
Tabnuue 1:

MaTonorum
TUMyca c ap

Oucnna3un

KOCTHOIo

MO3ra BPOXAEHHbI

MU
dHOMaJIMAMU

1. BpoxaeHHaa TpoMGounTONEHUN:

O XL: Wisko Aldrich Sd nnu XL rpombountoneHns WAS (LOF).
Peungusupyrowime 6aKkrepuanbHble U BUPYCHble MH(EKUMN; KpoBaBas
Avapes; aKk3ema; nMMM¢pomMbl; ayTOMMMYHHOe 3aboneBaHue; IgA
HecdponaTua; Backynutbl. ManeHbkne TpomoounTbl; CHMXeHue IgM.
yacTo nosbiwaeTcs IgA m IgE. NI Bc. [IporpeccMBHOE YMeHbLUEeHUNe
konunyvectBa T kn; H1u3kune Tc-oTBeTbl Ha —aHTU CD3. lNNauneHTbIC XL-
TPOMOOLUTONEHUEN NO3KE BO3HUKAIOT OCJIOXKHEHUSA U U3HAYanbHO bonee
onaronpusaTHas KapTUHa, HO B KOHEYHOM UTOre pa3BUTb aHaNorn4yHble
OCINOXHEeHUS, KaKk Habnropaetcsa B WAS

@ AR:HepocTtaTOK WIP.
WIPF1, 6enok WAS OTCYTCTBYET. +/- ManeHbkne TpomMoouunThbl;
NoBbIWeHHbIN IgE. Bc: NI / 4O HU3KOro YPOBHS.



0 AR: Defec ve Arp2 / 3-onocpeaoBaHHOe pa3BeTBJieHUe HUTMU.

ARPC1B. Peungunsupyrowme MHBa3nBHbIE NH(EKUNN, KULLEYHbIe, COCYAUCTbIe
3aboneBaHuA. Jlerkaa TpoMoOoUMUTONEHUA, TPOMOOLUNTLI HOPMarbHOIo
pa3mMmepa; ayToAT (ANA, ANCA); ao3nHopunua. Bbicokoe coaepkaHue IgA n
ISE.

2. DedekTbl penapauvu [IHK, kpoMe nepeymncrnieHHbIX B Tadbnuue 1: kKapuotun

O CyuwecTBYHOT pa3nnyHblie BUAbI, B pe3yrnbraTte naTosiorMi BO3HUKAKoT:
BeNMIMYEeHHbIN a-heTonpPoTEenH; NoBbIeHHaA paguov4yBCTBUTENbHOCTD,
XPOMOCOMHast HeCTabUNbHOCTb U TpaHcnoKaunn. CHMXXeHue ypoBHSA
noaknaccos IgA, IgE n IgG nnu e noBbIWeHUe IgM, naTosfiornu nuua
(mukpouedanua) v ap.

3. lucnna3susa KOCTHOro Mo3ra (pas3nnyHbie opmMbl

Q PeHOTUNUNYECKME NMPOABIIEHNA: KAPSIMKOBOCTb , MeTadhu3sapHbIU
AN30CTO3, peaAKUN BONMOCbIl, HeAOCTAaTOYHOCTb KOCTHOIO MO3ra;
ayTOMMMYHHbIe npouecchbl; NpeapacnonoXeHHOCTb K MMM omam n apyrum
BUAaM paKa; HapylwleHHue cnepmMmaTtoreHesa ; HeMpoHanbHasa gucnnasus,
KaTapakTa, bakTtepuanbHble, BUPYCHble, FPUOKOBbIEe MHheKLUH,

numdageHonaTus, CHUXXKeHue cneundrnyHOCTN aHTUTes, NaToNorMu
rPaHysIoOLUUTOB.

4. [MaTonornu Tumyca c Ap BpoxaeHHbIMXA dHOMaAINMnaAMu

O AOucdopmusm nuua, MHTeNnNeKTyanbHasa HegeecnocobHOCTb, Ig B npeaenax
HOPMbI/CHMXEH, NOYeYHble 60ne3Hu, rMyxoTa, aHoMan1Mm cepaua.




UmmyHoaedUUMTLI C aCCOLMMPOBAHHBLIMU UNKU
CUHApPOMaribHbIMU NPU3HAKaMM:

apyLIeHNA

meTtabonuama | SKToOoepmansb
vitBil2 m Had

cdonmneBon K- aAncnnasus

N'vnep - IgE
CUHAPOM

1. [mnep —IgE cuHApPOM.

O 6akTtepuanbHble MHekuum (PypyHKynbl n abecuecchbl nerkoro,) ns-3aS.
aureus, U Ap; anneprum, ak3emMa; CrimsaucTo-KOXXHbIN KaHAUA03;
rmnepakcTeHnpyemMblie CycTaBbl, OCTEONOPO3 U NMeperioMbl KOCTEMU,
CKONnMo3, aHeBpU3Mbl, peTeHL s 3y0oB, CHMXKeHue Apyrux TMnos lg,
ayTOMMMYHU3auusa, OpaxmaakTunusa, 303MHounua, KOrHUTUBHbIE
HapyLweHus (naTtonornm mmenunHa), numeomsl, 6onbLuas LUpKynauus IL-6,
B-KI1 CHMXXEeHbl UNN B HOpMe, Mano B-Kn namMAaTu.

2. HapyuweHunsa metabonusma vit B12 u ¢oonneBom K-Tbl.

O MeranobnactHas aHeMus,, CHUXKeHue Ig, NnaHUUTONEHUS,
MHTenneKkTyanbHasa HeJeecnocobHOCTb, cyaoporu, peuuaneupyrowime
GaKkTepuanbHble UHhEeKUnN.

3. IKToAepManbHaga aucniasus.
0 Pas3nunyHble uHdeKUnn, KonuTtol, AePeKTbl KOXU U BOSIOC, pa3fnyHble

................................ A A T A I Y



4. rue.

Q HOedununTt nypnHoBoun Hykneosunadoccopunasbl
(ayToMMmmyHu3sauma — remonms — aHemMusi, HeBposornyeckue
HapyLueHUsA, CHUXXeHue Tkn)

Q HOedbekTbl Ca KaHana (ayroummyHusauusa, A, nporpeccupyrowjas
MuonaTtus)

0 Pa3nunyHble CUHAPOMbI C FTOPMOHAaNibHbIMU HAPYLUEHUAMM,
TpoOMOOLMTONEHNEN, IK3IEeMON, rMneprammornodoynnHemuen,




NpenmywecTtBeHHO HegocTaTokK AT:
rmrnoraMmmornooynemus

1.0T1cyTcTBUe B-Kn.

O Tsaxenble 6akTepuanbHbie MH(eKUnn (oTcyTCTBME BCEX TUMNOB Ig),
TpomMmbGouuToneHus, aucmopdnsm nuua m ap.

2. B-kn >1%
PasnunyHble nmmyHopedpnumntTHble peHOTUNDbI:
O Jlumconponudepaumnsa, ayTouMMyHU3auus, Taxenble 06akTrepuanbHble
UHdeKunn, NHeBMaHUUN, TPOMOOLIMTO U HEUTPONEHNN, CHUXKEeHUE YPOBHS Ig.

Q Peuuansupyrowme VIH(bEKLI,MM rnmomepynoHecgppuT, CHUXKeHne ypoBHS Ig,
nevkoneHMA M ap. g




[MpeunmyliectBeHHO HepocTaToK AT: [lpyrue aedekrbl
AT.

2. U3otunn, nerkas
uenb Unu
(pyHKLMOHaNbHbIE
HeaoCTaTKu C
00bI4YHO NI Yyncnamm
Bc.

. Cepbe3Hoe

CHUXeHue

3. AkTuBauus NF-kB

C BbICOKMM YNCIOM
BKn.

CbIBOPOTOUYHbIX IgG
nigAc

HOpMaribHbIM UK
NOBbILWEHHbLIM
YPOBHEM Ig n
HOpPMaribHbIM
YUCIOM BKr.
CunHapombl

1. Tsaxenble 6akTepnanbHble NH(pEKUNN, yBeNNYEHHbIe NMMcpaTnyeckme
y3nbl U 3apoAbllieBble UeHTPbI, ceMenHble opMbl paka, U3aMeHeHne
KOHUEeHTpauum Ig.

2. CenektuBHbin gecpnunt IgA/M, npuobpeTteHHan
rmnorammarnooynmHemMusa y mnageHues, aedpvumT IgG, cneundmnyecknmn
Aecpnumt AT c HopManbHbIM Kon-BoMm BKkn, MyTauum B TAXenbIX Lenax Ig
n ap. (M6 peunanBupyrowme baktepmanbHble MH(peKUnn,
ayTOMMMyHM3auuns, 5eCCMMNTOMHO).

3. CnneHomeranusa, numcageHonaTuen, nryioxas peakuma Ha BakKUMHbI.



3aboneBaHUA C UMMYHHOW aUcperynsauyuen:
NemadharountapHbin numcporncrountos (HLH) n EBV
YyBCTBUTENbHOCTD.

EBV

NemacdparoumnTapHbIn NMMEPOrncToUnNTOS3.
(b H P (b H YYBCTBUTEJIbHOCTD.

CemMenHbLIN

remacdaroumTapHbIn
M'MnonurmMeHTauus tharou P

nMmMmdpormcToumnTos3H
biIl CUHOPOM.

1. TunonurmeHTauus.
YacTU4yHbIN anboMHN3M. CHuxXeHue NK u CTL akTUBHOCTb (LUUTOTOKCUYHOCTL U /
unu gerpaHynauums). B-kn n T-kn NI.

QCuHppom Ynamnaka Xaracu (cBsizaH ¢ HapyLlleHUeM gerpaHynsauum
HenTpodwmnos), c-Mm Npucuennu, c-m l’epmaHckoro - Nypnaka
(okonornasHon anbOUHU3M, TSXKeNnasa HeNTPONeHUs, peunanBupylroLime
UHdekunmn, dndpos nerkux).

2. CemeuHbIN remadharoumTapHbIN TMMEGPOrMCTOLUUTO3HbLIN CUHOPOM.

QJInxopapka, HSM, uutoneHus, Nl Bc. YBenimyeHne akTUBMPOBaAHHbLIX T-Kn.
YMmeHbweHo/otcyTcTBMe HK 1 LITJ1 akTBHOCTb (UMTOTOKCUYHOCTb U / UNKN




3. EBV YyYBCTBUTENTIbLHOCTb

0 PeunguBupyrowasa nHeBMOHUS, repnec, EBV — accoumnpoBaHHble
numogpmbl, cCHUXKeHne pyHKumm NK, numcpoma XooxknHa vn gp.

4. EBV accoumnpoBaHHbIN € HLH

Q Jlumdonponudepaumns, annactuyeckas aHemus, numdoma,
HapyLlleHne UMTOTOKCU4YHOCTU NK, cnneHomeranus, KosfiumT, renaTtumr,
rmnorammornooynemusi.

Jnureiin — bapp Bupyc, cTpyKkTypa
M ero JHarHoCTU4YeCKHe MapKeépbl

JTHIIOIIPOTCHHOBAs obomouka

N ‘,; 7 ¢ THreHEI 06010uku (EA)
iy - anmu-EA IgM, IgG
=Y S "
7 gt HEA S 2 : KaIlCHIHBIH
% = — RGN A ' aatured (VCA)
o — RS\ A = . 2 anmu-VCA Ig M, IgG
=3 = BaEaxy N -
,? HyKiIeokancug (EBNA)
e anmu-EBNA IgM, IgG



3aboneBaHuUs ¢ UMMYHHOMU AUCperynsaumen:
AyTOMMMYHHbIe CUHAPOMBLI U Ap.

AyTONMMYHHbIE C-Mbl: YBenn4ieHue CD4- UMMyHHasn
CD8- TCR aff + (ABOUHbLIE OTpULaTeNbHbIE auncperynsauusa c
(DN) T-kneTtku)? KOJINTOM

Aa (ayTOMMMyHHbIN HeT (HapyLweHue

numﬂlo::lg;ncvﬁ)epm perynauum T-kn ?)

0 XpoHuyeckasn O Oa - AyTomMmMmyHHast NoNM3HAOKPMHONATUA C
ageHonaTus KaHOUO030M U 3KToAepmarnbHaa guctpodua n ap.
cririeHomeranus, (rmnonapaTtupeonausm, amadet, AMCYHKUMA roHaa,
anonTto3 avapes, renatuT, raMMornooyneMus, LUTONEHUN,
numgounTos, ayTOMMMYHMU3aLUunsl, XPOHNYECKME A3BbI Ha KOXe,
LMTONEeHus, 3K3ema).

NOBbILWEHHbIV B O Hert - MonuaHaokpuHonatus, omabeTt, aHeMus,

KpOoBM ypoBeHb FasL,  TpombouutoneHusi, HegoctaTtok n / unu HapyLwieHue

runorammornobdynem  ¢yHKUMM perynaTopHbix T-kn CD4 + CD25 + FOXP3 +

un. (Tregs), HapyweHue nponudepauumn T-nMMmdpoLUTOB,
3HTEepPUTbI, MOHUXEHHbIN IgG, AepmMaTos,
DeuvaAVBUubvoLuve nHbekuviv.



3. AMMyHHaa ancperynaums ¢ KOMTOM.
Q PeunanBupyrowme pecnmpaTtopHbie MH(EeKLUn, HeT
dyHKUMOHanbHoro IL-10, apTpuThl, NMMdoMbI, MUKpouedanus,
OTCYTCTBME YYBCTBUTENbLHOCTM nenkounToB K LIK.

LifeHackk.com



BpoxaeHHble gedekTbl Kor — Ba paroyutoB, UX

dbyHKUMM (MNn n Toro, u apyroro): HemtponeHunsa

C-m lliBaxmaHa — lammoHaa
(HeMTponeva " 3K30KpV|H|-|aﬂ
HeAOoCTaTO4YHOCTb NoAXesyao4YHOMN
Xenesbl)

0 bone3Hb HaKOMJIEHUA FMIUKOreHa
TMnNa 1b (rmnornukemus,
rlakToauuaos, runepnunuaoemMums,
renaTomeranus).

O C-m KoaHa (Ancmopdusm,

YMCTBEHHaA OTCTarnoCTb, OXKUpeHue,

rnyxora).

Q0 3-mMeTunrnytakoHoBasi aumaypus
(HempoKkorHMTUBHbIE HapyLUEeHUNA
pa3BuUTUA, MUKpouedanus,

rmnornnkemMums, rMNOTOHUA, aTaKCuUsl,

CcyAoporu, Katapakra)
0 C-m Bapra

C-m accoummnpoBaHHbIe C-m HeaCcCoOLUMMNpPOBaAHHLIE

0 OeduvuuTt annacrasbl (nemkemums,

HenTponeHus)

0 Bone3Hb KoctmaHa (KorHUTUBHBbIE
U HeBpororunyeckue aedeKrobl,
JNIeNKo3)

O X-cuenneHHas HEUTPONEeHUs
(Mnenoaucnnasus,
MOHOLMTONEHUSA, Ppas3fninyHble
numdounagHblie aHoOMannu)

O HenTponeHus c coyeTaHHbLIM

uMmMmyHoneduUMNTOM (rerkas

TpomoouutToneHus. JinmdoneHuns).




BpoxaeHHble aedeKTbl Kon — Ba (haroumntoB, nx
dyHKUMU (MK 1 TOro, n apyroro): pyHKUUOHasNbHbIE
AedeKTbl

C-m C-M HeaccouMMpoBaHHbIe (aHanu3 DHR ?)
accouMMpoBaHHbIe

o

1. C-m accoummpoBaHHbIe
KuctosHbin ¢onbpo3 (HegoctaTtouHOCTL NoaXesnyao4YHOM Xene3bl,

pecnupaTtopHble NH(EeKUMN, NOBbIWEeHHbIN Xropuaa B NoTy)
Papillon-Leféevre (nepuUOOOHTUT, TMNEepKepaTo3s)

JlokannsoBaHHbIN KOBEHUNbHbLIU NEPUOAOHTMUT.

B-aKTUH (yMCTBEeHHas OTCTanoCTb, HU3KUWN POCT)

Oednumnt nenkoumntapHomn aare3mm (KoXxXHbole nHceKun pa3snBaloTcs B
KPYNHbIe A3Bbl, IEMKOLUTO3 C HenTpodunuen)

LAD I/1l/1ll (nepnopoHTUT; aucmopdunsm nuua, HU3KUU POCT, YMCTBEHHas
OTCTaNOCTb; TAXesble 0akTepuanbHble MH(EKUUUN N TAXenoe
HapyLweHue CBepTbIBaeMOCTU KPOBM).

o 0000 O



2. C-m HeaccoUMUPOBaAHHbLIE
O DHR-Hopma

BocnpnnmMunBOCTb K MUKODAKTEpPUAM, NannUnsiomMe;
Muenogucnnasus, mano NK, nopaxeHbl aribBeonsipHble
Makpodarn).

(0 DHR-He HOpMma

MpaHynembl, NpensATCTBYOLWME AbIXaHUIO, 3HTEPUTLI; NaTOreHbI:
0ObIYHO KaTanasa oTpuuaTenbHble 6aKkTepuu (S. aureus n




HedekTbl BpOXXAeHHOro UMMyHUTeTa:
bakTepuanbHblie U napa3uTnvyeckme NHeKuumn.

NMpeppacnonoXxeHH
OCTb K
napasMTU4YeCKUM v
rpuoKoBbLIM

NMpeppacnonoXxeHH
OCTb K UHBa3UBHbIM
OakTepuanbHbIM
UHeKumnam

UHeKumnam
O NMpeobnapatowme Q XpoHuyeckue
M/0: S. pneumoniae, KaHOAWAOo3blI,
S. aureus U BUPYCHbIE
Pseudomonas rpubkoBbIe
aeruginosa UH(eKuuum, rnybokue
AepMaTtoPUTO3bl,
MaKpOornoccus.

Apyrue

QO MpamopHas 6one3Hb
(ocTeoneTpo3),
cynnypaTtuBHbIN
rmapoAeHUT, ocTpas
ne4yeHo4Has
HeAOCTAaTOYHOCTb,
3HuedanonaTusa n gp.



HdedeKTbl BpOXAEeHHOro UMMyHUTeTa: MSDM #
BUPYCHbIEe UH(PEeKLUUNMN.

MSDM
(npeppacnonoXeHHOCTb
MUKoOaKTepuarnbHbIM
Oone3HsAM)

Tsaxenas

YmepeHHasn

MpeapacnonoXXeHHOCTb K BUPYCHbIM

Jnunaepmo

aucnnasusa

Beppyumd
OpMHas

(BMY)

UHeKumnam

NMpoctomn
repnec,
3HUuedanurt
bl

K Tsixenom
BUPYCHOM
UH(eKunm

Q MopaxeHune [ Octeomuenunt,d UHdekunn 1 NMNosbiweHHaal JoMMHUPYHOLWNA -
KOCTEeW, KOXXHN, KanbuuduKkaum m pak KoOxm,

Nerkux
MUKooGaKkTepu
AMU

1 KOCTHOIroO
MO3ra,
YyBCTBUTESIbH
OCTb K
BUPYCHbIM
UH(EeKUUaAM n

Ap.

rurnnorammor
nooynemwus,
HenTponeH

U, HU3KUN

YypOBEHbL B

Kn.

yyBcTBUTENbH HSE (3HUedanus),

OCTb K paHHee
BUpycawm, uHcpnuupoBaHue.
TAXenas

OonesHb

rpunna v ap.



AyTo-BOCnanuTenbHble 3a6oneBaHuUs.

CucremMHoe
BOCnarneHue npu
KpanuBHULUeE

Peuungunsupyrowime
BocnaneHue

1. PeunauBupyouime BocnaneHne cemenHas cpeaunseMHOMOpPCKast
nuxopanaka (ammnounaos, apuremanmceposur); aedpeKkTbl MeBarioHaT KUHas3bl

(wenHbIN

INInmdbapeHnT, anapesn, aunaypus); TNF-peuenTop-acCounMnMpoBaHHbIN
nepnoanyecKkumn

CuHpapom (anuTenbHasa nuxopaaka, nepmopouTanbHas agema).

2. CncremMHoe BocnaneHue npu KpanmBHULE - CEMEeNHbIU ayTo-
BOCnanuTenbHbIU CUHAPOM nNpocTyAabl (CAPS), Cuigpom Makna Yannca,
HeoHaTanbHOe MynbTUCUCTEMHOE BOocnanutesribHoe 3abonesaHne (NOMID)
U XPOHNYECKUN MHMDPAPKT HEBPOSTOrMYECKUX KOXXHbIX U CUHAPOM
nopaxeHus xenyaka (CINCA) (HeoHaTanbHas Cbifnb C MOCTOAHHOW
NINXOpaaKou, XPOHNYECKUN MEHUHIUTDbI) U ap.

3. AyTOMMMYHHbIEe BocnanuTtenbHble 3aboneBaHus, NanbmonnaHTapmo3Has



AyTo-BOCnanurtenbHble 3a6oneBaHus:

CTepunbHoe BocnaneHue (Ha Koxe / KocTu 1TuUn
/ cycTaBax) UHTepdgepoHonaTumn

(nporpeccupyrowian

A lNMuoreHHbIE d C-m bnay, DITRA 3HuedanonaTus,
CTepUulnbHbIe apTPUTHI, (aedouunT uepebpanbHas atpodus,
nmoaepMus, raHrpeHos, aHTaroHucra TpomMmbouunToneHus,
yrpesas cbinb (PAPA), peuenTopa IL-36), nenkopguctpodcpusn).
rmnepuuHKeMus. PaHHAA aunapes m CnoHannoaHxHAapoAaucn
XpoHn4yeckuum NopaxeHUs KOXWU, nasmsa UMMyHHoOM
peunanBUpYyOLLUA TAXernble Aucperynsiumen.
MHOroo4aroBbIi 6akTepuemun, Oetckasa CKB m gp.
OCTEOMMENUT U HeoHaTanbHas
BpoXAeHHas peunanBupyroiasn
AN3epuUTponoasus. nuxopaaka,
DIRA (aedonumnt apTpanrus,
aHTaroHucrta R IL-1) nunogucTtpocpuun.

XepyBu3m.



Nedeunt cncremMmbl KOMNAMMeEHTa (BOCNPUUMYUBOCTDb K
UH(eKUunam).

Bbicokas Hu3kasa

CKB-
NoAoOHbLIN
CUHAPOM. | ATUNUYHDbI
UHdekuun n
C reMosiIuTUK
UHKancynu | oypertunyec
pPOBaHHbLIM KWUWU C-M
MUKpoopra
HU3MbI.

Q OtcyTcrBytoT O JedekT O Oed.C1-2,4 Q0 Oed. QC1
CH50 n AH50 oncoHmsauun WHdekunn PakTopa B, UHIMounTop,
reMoryimyeckass w uHKancynupoB H, |, aepuunT
aKTUBHOCTb. FyMOpasibHOr aHHbIMU M/O, TpoMOOMO MAK,
dedekTbl C5-C9. 0 OTBETA, MHOXEeCTBEeHH AyfuHau aepuunT
Q JedeKkTbl akKTuBauuum ble ap. CD55 u ap.
c¢dakTopa D, anbTepHaTMB ayTOMMMYHHbI
nponepavH HOronyTMm e
a. . 3aboneBaHus,

OuccemuHu
poBaHHasA
Hencepuan
bHas
UH(peKuus

Peunausup
ylouime
NMUOreHHbIe
UHdpeKuumn




HepnocTtaToO4YHOCTb KOCTHOIMO MO3ra

HapyweHue
AHemus BpoXxaeHHbIN paboThl
PaHKOHU ANcKeparTos KOCTHOro |D| per €
moa3ra SD
0 MopaxeHun 0 KopoTtkue 0 Muenogucnnasua,ll AHomanus
ckeneta, UHC, TerioMepbl, Hepoctato4yHOCTb roHap,

KOXW, UH(APKT, Muenoamcnsasm KOCTHOMoO MO3rauM  HefoCTaTOYHOCT

ypOoreHuTanbHbl A. BPOXAEHHbIN b

€ aHoManum, Mukpouechanua, HepBHaA rmyxoram HaAno4Ye4YHUKOB,

NaHUUTOMNEHwUS, JNleroYHbIN ap. KpoOBOTe4YeHUs

Gonblue WwaHc ¢dbnodpos, XKT,

MyTauumn naHUMUTONEHuUs, BHYTpU4YepenHo
npeapakoBas n
3510Ka4YecTBeHHa Kanbundpunkaums
A NNIeMKonJiakus. , aHOMarsbHble
Hoyeraal-Hreidarss TernomMepbl.

on Syndrome



deHokonuu NMAL.

AccounnpoBaHHble C

AccouunpoBaHHble ¢ ayTo - AT
COMaTU4YeCKUMMN MyTaLUAaMU unump y

O CnneHomeranusa, numdaneHonatusa, [ XpOHUYECKUMN CIIU3NCTO-KOXKHbIN

ayTOMMMYHHasa uuToneHus. KaHanaos3 (K 1L-17/22),
HapylweHHbIW anonTo3 UMMyHoaAePULUMNT Y B3POCHIbIX C
numdounTos. npeAapacnonoXeHHOCTbIO K

RAS — accoLUUMPOBaHHbIE MukoOGakTepuam (K IFNg),
ayTOMMMYHHbIE peunanBupyroLLne KOXHble
numconponucdepaTuBHbie 60ME3HMU. nHdekuuum (K IL-6), neroyHble
KpuonunpnHonartum, anbBeosNIfipHbIe OenKkoBble
f'Mnep3o3nHoOUNbHbIN CUHOPOM anctpodgpunn (k GM-CSF),
BCNneacTBUE COMaTUYECKUX NpPUoOpeTEeHHbIN

My TaLun. aHrMOHEeBPOTUYECKUM OTeK (K C1

MHIIMOUTOpPY), aTUNNYHbIN
reMonIMTU4YEeCKUMN YpeMnYecKum
cuHapom (kK dpaktopy H), TUMOMa C
rmnorammMmarnooynmHemmen (K
pa3nuyHbimM LK).



CnncokK ncrnonb3yemMmoun
nutepartypsbl.

* Ctatbst «Human Inborn Errors of Immunity:
2019 Update of the IUIS Phenotypical
Classification»






