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Abstract. Members of the European Society for Immunodeficiencies (ESID) and other colleagues have
updated themulti-stage expert-opinion-based diagnostic protocol for non-immunologists incorporating
newly defined primary immunodeficiency diseases (PIDs). The protocol presented here aims to increase the
awareness of PIDs among doctors working in different fields. Prompt identification of PID is important for
prognosis, but this may not be an easy task. The protocol therefore starts from the clinical presentation of the
patient. Because PIDs may present at all ages, this protocol is aimed at both adult and paediatric physicians.
The multi-stage design allows cost-effective screening for PID of the large number of potential cases in the
early phases, with more expensive tests reserved for definitive classification in collaboration with a specialist in
the field of immunodeficiency at a later stage. (Med. Immunol., 2013, vol. 15, N 5, pp 477-492)
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Ilpomokonst duaenocmuxu ITHI]
PID dagnostic protocols

BBeneHue

B 2006 . kimHM4YecKas paboyas rpymiia EBporieri-
ckoro obuiectBa uMmmyHoaeduiuton (ESID) uznana
MHOTOCTYIICHYATblii OUAarHOCTUYECKUI IIPOTOKOJI,
noaxoasiuii s Bcex Bpaveit [1]. [Tporokon Hauu-
HaJICS C KIIMHUYECKO KapTUHBI Y JeTei U B3POCIIbIX
nanueHToB. MHOTHE TepBUYHBIE UMMYHOACHUIIN-
To1 (ITN]]) nmposBasitoTcs B NETCTBE, HO Haubosee
pacripocTpaHeHHbIN KJIMHUYEeCKU 3Hauumbiii [T/
cpeny B3pOCIHbIX, 00Iasi BaprabeabHass UMMYHHast
HenpoctatouHocTh (OB H), nMeeT nuk nposiBiieHUs
BO BTOPOE U TPEThE IECATUWICTUS KU3HN. MHOTOCTY-
MeHYaTasi CTpyKTypa TO3BOJIMJIAa TPOBOIUTH CBOE-
BpeMeHHoe BbIsiBJIeHHMe Bo3MOoXHbIX ITHU]I Bpauamu
Pa3IMUYHBIX CIEUATBHOCTEM, B TO BpeMs Kak OoJice
JOPOTOCTOSIIINEG CJIOXKHBIE WMCCICOOBAaHUSI OCTaB-
JISUIMCh 171t Oojiee TOYHOM mmddepeHIMATEHOMN
IUATHOCTUKM Ha CJICOYIONINX 3Tamax, IPOBOIUMBIX
BMECTe C WMMYHOJIOTOM, CIICIIMAIN3UPYIOIINMCSI
B 00JTaCTH UMMYHOIE(DUIINTOB, I TAHHBIX, TOTyYCH-
HBIX B CIICHIIAIM3UPOBAHHOM J1a00OpaTOPUU.

C 2006 1. 6b11 omMcaH Leablid psia HoBbix TTHUJT;
KoMuTer 3KCHepToB MO MNEPBUYHBIM HMMYHOMC-
duuuTaM MeXIyHapoIHOTO COl03a MMMYHOJIOTU-
yeckux ob6uects (IUIS) uzgan o6HOBIeHUS cBOeit
knaccupukauuu [TU, u mociaemHee 1Mo BpeMeHU
obHoBieHue BohiLio B 2009 1. [2]. B c¢BSI3u ¢ aTUM
ObIJT OOHOBJICH AUArHOCTUYECKU TpoTokoi 2006 .,
c ucnonb3doBaHueM nmyoaukauu [UIS ot 2009 1. u ee
pPEKOMEeHAallMM KaK OCHOBaHUE i nuddepeHIn-
anbHolt nuarHoctuku ITWU]I. B nomosHeHUe K 3TOMY
OBIJT BBITIOJTHEH TTOJTHOTEKCTOBEINM ITOMCK B CUCTEME
PubMed cpenu nmyGaukaluii mo 1aHHOW TeMaTUKe,
Belleamux He paHee 2007 1. B xone nmovicka ObL1 Hai-
JeH psia pabot [3-13], obcyKaaromux AMarHOCTUKY
TTN]/I y GOJIbHBIX C TTIOIO3PEHUEM Ha HUX B MOBCE -
HEBHOM ITpaKTUKE, U BCe OHM 0a3npoOBaIlCh, TJIaB-
HBEIM 00pa3oM, Ha MHEHHMHU 3KCHIepToB. Bce wieHBI
ESID nony4yunu nmpurialieHue y9acTBOBaTh B 9TOM
pab6ote. [CTparernst moMCKa: OH IIPOBOIWJICS B My-
OJIMKALUSX, OTOOpPAHHBIX IO alrOpuTMaM, pazpabdo-
TaHHBIM [IJIsI BBISIBJICHUS ITOTCHIIMAIBHBIX OOJIBHBIX
IIN]] B moBceogHEBHOW KIMHUYECKOW MpPaKTUKE,
OonyOJIMKOBAHHBIX Ha aHTJIMMCKOM SI3bIKE€ B MEXKIY-
HApOIHBIX U3TAHUSIX. AJITOPUTMBI ITOMCKA OBLIN CJIe-
nytomMu: 1. 3anpocsl ‘Related citations’ Ha opu-
TMHaIbHYIO mOyonukanwio [1] (Tpu pelieBaHTHBIX
pe3yibTaTa moucka, padortel [3-5]); ‘Immunologic
Deficiency Syndromes/*classification[MeSH] NOT
HIVNOTAIDS NOT HTLV NOT Simian’? (mom. pe-
JIeBaHTHBIE Pe3yAbTaThl OTCYTCTBYIOT); ‘Immunologic
Deficiency Syndromes/*diagnosisfMeSH] NOT HIV

1

Cesazannbie ccolaku (30ecs u oanee npum. nepes.)
Hmmynodepuyumut  /*knaccucpuxayus [MeSH] mumyc
CITHI] munyc BUY munyc T-arumgpomponnutil eupyc yenoseka
MUHYC eupyc UMMyHoOeguuuma obesvstvt (S1V)

2

NOT AIDS NOT HTLV NOT Simian’? (BoceMb JOII.
peJIeBAaHTHBIX PE3yJIbTATOB, BKJIIOYAs TIEpBOHAYANb-
Hyto ny6aukanuio ESID, pa6otsr [1, 4, 6-11]); eme
JIBe pabOTHI MPEITOKEeHbI yYaCTHUKAMU JAHHOTO UC-
caegoBaHus (padothl [12, 13]).

B TO Bpems kak oO1asi cxema JUarHoCTAYECKO-
To MTPOTOKOJIa ocTajachk 6€3 U3MEHEHUS, B Hee ObLTU
BkirtoucHEI HOBBIe IIM. CoBOKYIHOCTh 3HAHUIA
o I[NNI 3HaunTeNbHO paclIMpPUIaCh;, TO3TOMY BO3-
MOXHBIE TUATHO3bI TeTIePhb MPEACTABICHBI OTAETEHO
OT KJIIMHWYeCKUX MpoTokosoB. [TockonbKy mokasa-
TeabHas 0a3za, noAAepKUBalolIast AUAarHOCTUYECKUE
peliieHusi, BCe elle OorpaHnYeHa, MPOTOKOJbl 0a3u-
PYIOTCS B 3HAUUTEJILHOW CTENEHU Ha KOHCEHCYCe
9KCIIEPTOB.

He 3abbiBaiiTe 0 BO3MOXHOCTW HANM4ms
ML n oTmeYanTe CUMNTOMBI;
3TO MOXET CNacTy XM3Hb

VYuer Bo3dmoxxHocTu TTW/] y manueHTa siBasieTcs
KJIIOUOM K MMOCTaHOBKeE nuarHo3a. K coxaneHuto, Ha-
CTOPOXKEHHOCTh B oTHOolIeHuun [1WU]] y Bpaueit HU3-
Ka, mockoabKy ITW]I cuutaloTcs peAKMMU U CJIOX-
HbBIMU Oose3HssMu. OmHAKO, PacIpOCTPaHEHHOCTH
TTNU, B 3aBUCUMOCTU OT KOHKPETHOI'O JMarHosa,
BappupyeT oT 1:500 m1st vacTo 6€CCUMITTOMHOTO Ie-
¢duuuta ummyHornooynuHa (Ig)A oo 1:500 000 [14,
15]; yactora Bcex I[T1]] B COBOKYIMTHOCTHA MOKET CUU -
TaThest paBHO# 1:2000 [16]. Kak rmpu 11060M Ipyrom
JIMarTHOCTUYECKOM TIpoliecce, TPU3HaKW, BBISIBICH-
HbIe IIpU cOope aHaMHe3a (TabJ1. 1A), Ipu BHEIITHEM
ocMoTtpe (Tabn. 1b) u aHanusbl KpoBu (Tadsn. 1B)
JOJDKHBI HACTPOUTH JII000T0 Bpadya Ha BO3MOXHOCTh
TIN]JL y neteit 1 B3pOCbIX, JaXe €CId Bpay He 3Ha-
KOM C 3TUM JIMaTHO30M.

OTO BaXXHO, MOCKOJIBKY YCHEIITHOE JIeYEHUE pe-
O0eHka ¢ cepbe3HbIM [IM]] Tuma TsKelioro Komou-
HupoBaHHOro uMmyHoaeduuura (TKWJ/L) 3aBucur
OoT OBICTPOTrO pacro3dHaBaHus naroiaoruu [17]. Henm-
MYHOJIOTU — Harpumep, MeauaTpbl o01ero npodu-
JIST — IPU3BaHBI CEITPATh B 3TOM UPE3BBIYATHO BaX-
HYI0 pojb. OnpeaeeHre JeHKOUMTapHOI (OPMYJIbI
W KOHIEHTpaOUil MMMYHOTJIOOYJIMHOB Pa3INIHBIX
M30TUIIOB TIO3BOJISIOT AWArHOCTUPOBAaTb MMMYHO-
neUIMTE B OOJBIIMHCTBE CJIy9aeB; 3TH aHaJIU3bI
JOCTYITHBI BO MHOTMX KJIWMHHKaX. MeHee HEeOTJIOX-
HBIM, HO BCE K€ Ba>KHBIM, €CJIU PeYb UIET O TIPEaOT-
BpaIllcHUM OYOyIIIero MOBPEXKIACHUS OpraHa, a TakoKe
CHMDXKEHMSI Ka4eCcTBa U TIPOIOKUTETBbHOCTH XKU3HMU,
SIBJISICTCSI CBOEBPEMEHHOE paclo3HaBaHUE ITO3MHE-
ro HaCTYyIJICHUSI U MeHee BbIpaxkeHHBIX ¢dopMm [T
y crapmmx aeteii u B3pocibix [18]. 3meck urpawoot
BaXXHYIO POJb Bpauyd HEMMMYHOJOTMYECKUX ITIpO-

3 Hmmynodegpuyumor /*ouaenoz [MeSH] munyc CITHI
munyc BUY munyc T-aumgomponnslii eupyc uenogexa MuHyc
supyc ummyHoOepuyuma obesvsatwt (SIV)
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dueil (Bpauu IepBUYHOIO 3B€HA, MeAUaTPHI OOIIe-
ro npoduist, myabMoHoioru u JIOP-cremanucTern).
TTpumepom stux dopm TN/l gBASIOTCS MAllMEHTHI
¢ gepuuutoM anturen tuna OBUH u nepunmrom
cnenuPUIEcKuXx aHTUTIOJIMCAXapUIHbIX aHTUTEN
(SPAD) [19, 20]. KnuHudyeckue MPOSIBJICHUS] 3TUX
TTNO o0ObIYHO MpeacTaBieHbl MOBTOPSIOIIUMUCS
pecrpaTOpHBIMUA MHAMEKIIUSMHU, YTO SIBJISICTCS] HaM-
0oJiee pacTrpoCTpaHEHHON KJIMHUYECKON KapTUHOM’
TTN/I. K 3aTpynHEHHIO TMAarHOCTOB, C TAKO KIMHU-
YeCKOU KapTUHOU YaCTO CTAJTKUBAIOTCS BPa4Yu B KaX-
JIOTHEBHOM MpakKTUKe, OCOOEHHO y AeTell MJIadllIero
BO3pacTa, HO TakKXKe U y CTapIluX JeTei U B3POCIIbIX
B MpPaKTUKE ITYJIbMOHOJIOIOB M OTOJAPUHIOJIOTOB.
boabmmHcTBO Takux 601bHBIX He cTpamaer ITHMI.
OnmHako Korma y MalyeHTa ITHEBMOHUSI BO3HHUKA-
€T HEOJHOKPAaTHO, IPUCYTCTBYET OpPOHXORKTa3Ws,
a MHGEKIMU He ydaeTcs YCTPaHUTh CTaHIapTHBIM
JIeYeHEeM WJIM OHU MPOAOJIXKAIOT BCTpEeYaTbCsl, HE-
CMOTpPS Ha B3pocjieHUue pebeHKa, He0O0XOAUMbl M-
MYHOJIOTUYECKUE HWCCIEeIOBaHUS, U HACTOSITEJBbHO
PEKOMEHIyeTCsl KOHCYJIbTAllsl UMMYHOJIOTA.
CeMeiiHbIA aHAMHE3 4Ype3BbIYAHO BaXXEH IpU
nuarHoctuke TTMJI. XoTs y mauMeHTOB C peKyp-
peHTHbIMU UHbekussmMu [TU]L BcTpeyatoTcs He ya-
CTO, HaJIWYMe HMMMYyHoOIedUIIMTa CTAaHOBUTCS Ha-
MHOTO 0oJjiee BEpOSTHBIM, KOIla OH HabtogaeTcs
B CEMbe. DTO TaKxKe BEPHO B OTHOIIEHUU B3POCJIBIX
NaUeHTOB, Y KOTOPBIX KIMHUYECKUE MPOSBICHUS
3a00JIEBaHUIT MOTYT MPOSIBUTHCS TTO3KE.

AHanu3s COBOKYMHOCTW CUMIMTOMOB —
OCHOBaA MNOCTAHOBKM AMarHo3a

ITN 1 oO6bIYHO AAOT OAHY U3 BOCBMU PA3IUUYHBIX
KJIIMHUYECKUX KapTUH (Tadj. 2, ctonber 1), onpene-
JIECHHBIX OCHOBHOI1 TtaToJiorueii (ta6Jj. 3). C camoro
Havajia WM B JaJbHENIIEeM y HEKOTOPBIX ITallieH-
TOB MOTYT MPOSIBUTHCS MPU3HAKU Cpa3y HE OHOIO
3a00JIeBaHMS, a HECKOJIBKUX 3a00JIeBaHUI, YTO MO-
JKET 3aTPyIOHSITh MOCTAHOBKY AuarHosa. BeisiBiisie-
Mble MH(EKIIMOHHBIE areHThl (Tabis. 2, cronberr 2)
MOTYT MPOSICHUTh XapakKTep 3a00JeBaHUS, TaK KakK
omnpeneeHHBIE WMMYHOJIOTHYECKIE ae(heKThl Be-
IyT K crieuuduIecKuM KapTuHaMm MHpekuuu [21].
IIpn grnarHoCTHKE MOTYT TaKXKe ITOMOYb CBSI3aHHBIC
¢ 3a00JeBaHUSIMM CUMNOTOMBI (TabJ. 2, crojbell 3)
¥ BO3pACT HACTYIUICHUS 3a00JIeBaHMUS].

bonbmuHcrBo ITW/I nposiBiisieTcsl B IETCTBE, HO
BCJICICTBUE, HAIpUMep, TUITOMOpPGHOI MyTalluu,
TUMMYHAs KapTuHa 3a0o0jeBaHus (IeTcKasl 3a0oJie-
BaeMOCTb) MOXET IIPOSIBUTHCS B 00JIee MO3THIE CPO-
ku [22]. OBHUH — camoe pacripocTpaHeHHOE ITPOsIB-
nenue [T/ y B3pocnbix [5].

B cTonbue 5 tabauibl 2 mpuBeAeHbI METOAMYE-
CKME YKa3aHWsI, COCTABJISTIONINE COOTBETCTBYIOIIMIA
MHOTIOCTYNEHYATbIi IIPOTOKOJ II0 JMAarHOCTUKE
IpearoiaracMoro MMMyHoaeduumTa (IIPOTOKOIEI
1-3; Tabn. 4, 5) ¢ omnopoii Ha KJIMHUYECKYIO KapTh-
HY. B mpoToKojIax ¢ ITOMOIIBIO ITMPOKOTOCTYITHBIX

CKPUHUHTOBBIX TECTOB CHAJajla MCKITIOUAIOTCS TSI-
Xenble medekThl (1mar 1; mpotokonsl 1-3). MeHee
TseKeable popmbl ITU]J] MOryT OBITH IMAarHOCTHUPOBA-
HBI Mo3xXe (1aru 2-4; mpoTokoasl 1-3), mocie Toro
Kak OyIyT UCKJIIOUeHbl 0oJiee YacTble HEMMMYHOJIO-
rudyeckue 3abosieBaHus (Tabn. 2, cronoerr 4). BaxHo
HMCTIOIB30BaTh pedepeHTHBIC 3HAYCHUS J1abopaTop-
HBIX ITOKa3zaTeJieil, COOTBETCTBYIOIIE BO3pacTy Ma-
ueHTa [23-25], 4ToObI HEe JOMYCTUTh HEMPaBUIbHOM’
VHTEepIIpeTallMi pe3yJbTaTOB aHaAu30B, OCOOEHHO
Y MJIQACHIIEB, Y KOTOPBIX OOBITHO HAOIIOOAIOTCS OT-
HOCUTEJIbHBIN TMM@OLIMTO3 U BHICOKHMIT YPOBEHDb Ma-
TEPUHCKUX MMMYHOIJI00YJIUHOB B KpoBU. [lomumo
MEPBOTO I1ara KaxkIoro NpoTokKoJja U BO BCEX ciiydya-
X, Tae nogo3peBaercs Tsokenablid [T/, Hanpumep,
TKHW, HacTOSATEAbHO PEKOMEHAYETCSI HEMEITICHHAs
COBMeECTHas1 paboTa C UMMYHOJIOTOM, YTOOBI BbIOpaTh
NaJlbHEMIIMe OMAarHOCTUYECKME IIaruk U IIOMOYb
C MHTepIIpeTallieil pe3yJIbTaToB.

BropuuHble WMMyHOACHHUILUTHI IO KIWMHUYE-
CKUM TiposBiaeHUsSM mogooHbl TTN]l. Muadeknms,
BbI3BaHHAsI BUPYCOM HMMYHOIe(MUIINTA YeIoBEeKa
(BHY), BcTpeuaeTcss HAMHOTO 0oJiee YaCTO B HEKO-
TOPBIX YacTsIX Myupa. [IoMrMMO 3TOro craTh HPUINHOMN
BTOPUYIHOTO MMMYHOIE(MUIINTA MOTYT JICKApCTBECH-
HBIe MpenapaThbl, 3J0Ka4eCTBEHHBIE HOBOOOpPa30-
BaHMUSI U O0OJIE3HU, BBI3BIBAIOIIME IIOTEpPIO OeyiKa
u/unu mumbountoB. Bropuunbsie M1 C BcTpeuarorcs
yaiie, yeM Hepacrno3dHaHHbI T[T y B3pocabix [5].
BaxkHO UCKITIOUNTDH HAJTMIUE STUX COCTOSTHUU TIepes
MOCTAaHOBKOI OKOHYaTeJbHOro auarHosa [1A/I.

B nmocnennue necaTuieTrs ObLIO OIMMMCAaHO MHOTO
HoBbIX [THU]I, u BeposiTHO JaibHelillee oOHapyxKe-
Hue HoBbIX [1W]I B Gauxkaiiiem OyaylieM, MO3TO-
MYy OAHHBIA MHOTOCTYNEHYAThI TUAarHOCTUYECKUM
IPOTOKOJI OyIeT IOABEPraThCs MEePecMOTPY BpeMms
OT BPEMEHMU.

OCHOBHbIE pekoMeHdaLmm

* OcHoBoli obHapyxeHuss IT1M]Jl moimkHa craTh
aKCcroMa BO3MOXHOCTH €ro HaJIMYMsI.

* [IN]1 mouTH Bcerma XapakKTepU3yIOTCS OTHUM
WIA HECKOJIBKMMHU W3 BOCHBMHM BapUaHTOB KIIMHU-
YeCKOM KapTUHBI, X MOXHO HCITOJIb30BaTh KaK OT-
MpPaBHYIO TOUKY I Hadyaja paOOThI B HY>KHOM JI1a-
THOCTUYECKOM ITPOTOKOJIE.

* TKHU/I siByisieTcs HEOTJIOKHBIM COCTOSIHHUEM.

+ CBOeBpeMecHHOE pacllo3HaBaHUE ae(UIINTa
aHTHUTEJI IIPpEeIOTBpaIlaeT OyayIiee ITOBPEeXICHIE Op-
TaHOB.

* Ecnu ecth nogo3penue Ha [T uiu oH BCTpe-
JaeTcs B CeMbe, OTJIOXMTE IMPUBUBKU XKUBOU OCJa-
OJIeHHOU BaKIIMHOMN W HE3aMeIIUTEIbHO IPOBEANUTE
MMMYHOJIOTUYECKHE 00CTIeTIOBAHMUS .

*[Ipu mabGopaTopHOM 0OCIEeIOBaHUMU UCIIOIb-
3yiiTe pedepeHTHBIE 3HAYEHUSI, COOTBETCTBYIOIIE
BO3pACTy IMallMeHTa, YTOOBI M30eXaTb HEBEPHOTO
WICTOJIKOBAHUSI PE3YJIBTaTOB HMMYHOJOTTYECKOTO
o0cnenoBaHusl.
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Ilpomokonst duaenocmuxu ITHI]
PID dagnostic protocols

EJ'IaFOD,apHOCTb dBTOPCKOro KoJinekTnea

Orta paboTra yacTUYHO (pHMHAHCHUpPOBAJIACh CMe-
TOll (pMHAHCUPOBAHUS LIECHTPOB MEIVNKO-OMOJIOT M-
YeCcKUX MCccienoBaHit HalmmoHaabHOTO MHCTUTYTA
MEIWIIMHCKNAX WCclienoBaHuil BeankoOputaHum
(NIHR, K. Gilmour) u HayuyHoii cetbio PIDNET
MuHucTepcTBa 00pa3oBaHUS U HaykKu IepmaHuu
(BMBF PIDNET, C. Klein), 4To 1O3BOJIUIO TIPO-
BECTM pabOTy HaJ MHOTOCTYIIEHYATHIM JUArHOCTH-
YECKUM IIPOTOKOJIOM JUJISI OTMATHOCTUKMU IIPU I1O-
NO3peHUM Ha Haimuuue umMmyHoneduiura. P. Soler

Palacin 6maromapur ®a6uony Kapakcerun (Fabiola
Caracseghi) 3a ee 0eCIeHHYIO TTOMOIIb B PEICH3M-
POBaHUM PYKOIMCH.

ABTOpPCKUI KOJUIEKTUB Takxke Ojarogaput [pu-
ropust HaymoBuya 3aka, crapliiero mnpernojaaBaTess
Kadenpsl IMIPUKIIATHON JUHTBUCTUKU (PHIIOIOTHYC-
ckoro (akynsrera Poccuiickoro rocyarapcTBeHHOTO
nemarorndyeckoro yHuBepcuteT uM. A.M. TepueHa
(PTITY um. A.M. TepueHa) 3a ero 6eclieHHYIO MO-
MOIIb B MEPEBOJEC OAHHOM PYKOIIMCU HA PYCCKUN
SI3BIK.

TABITULA 1. CUMOTOMbI U NPU3HAKU TOIO, YTO MOXET YKA3bIBATb HA BO3MOXHOCTb NMA

(A) AHamHe3

OmnuyumensHas Yyepma MU uHgekyuu

B BO3pacTe nauueHTa)

[nvTenbHaa unu peunanempytollas amapes

dekums)

U3yqume cemeliHbili aHamHe3s!
BrninskopoacTeeHHble 6paky B ceMbe

Unu gpyrasi icHas KapTuHa HacneaoBaHus)

[pyaue npusHaku (Mo2ym c¢hakyrnbmamueHo yka3bieameb Ha [1/])
Annasusa unu runonnasns Tumyca (peHTreH)
AHIMOHEBPOTUYECKNI OTEK

CKNOHHOCTb K KPOBOTEYEHUAM

3apepxka oTnageHus octatka nyrnosuHbl (> 4 Hegernb)
OTCpOoYEHHOE BbiNageHne MOMoYHbIX 3y6oB

MporpeccuBHas 3agepxka pa3BuTns
TpyaHble Ansa neveHns obCTpyKTUBHbIE 3ab0NeBaHnn nerkmx
Ok3ema, gepmaTuT (TsSKenblid, aTUNUYHbIN)

IpaHynembl

Femonun3

[MNep4yBCTBUTENBLHOCTbL K CONTHEYHOMY CBETY
M'nokanbumemuyeckune cyooporu

BocnanutenbHble 3aboneBaHns KULWEYHVKA (aTUNNYHbIE)
Onyxonu (B OCHOBHOM NMAOMbI)

Mnoxoe 3axwviBneHve paH, pyoLos

Mepuopunyeckas nuxopaaka

AHomanuu pebep unu gpyrue ckeneTHble aHoManuu (PeHTreH)
Tumoma

Backynut

Mepuoguueckme nosTopsitoLmecs baktepmnanbHble MHPEKUNN, BEPOATHO, BakTepmanbHon atuonorum (bonee 4acto, 4em 06bIYHO
Bonee yem ofHa Tskenas MHMeEKUMSA (HanpuMep, MEHUHIUT, OCTEOMMUENUT, MHEBMOHUSI, CENcuc)

MHdekumm, koTopble NPoTEKaT HETUMUYHO, HEOOBLIYHO TSXENbIMU UM XPOHUYECKUMU, UMK HET 3phEKTUBHOCTU NpK CTaHAapT-
Hol Tepanun (0cobeHHO ecnu BHYTPUBEHHOE BBEAEHWE aHTUOMOTUKOB HEOOX0AMMO)

AbcLecchl BHYyTPEHHUX OpraHoB; Nepuoanyeckne noakoxHele abcLeccol (0CO6eHHO y aeTen)

WHbekumm, BoizBaHHbIE HEOBBIYHBIMU UMM OMMOPTYHUCTUYECKMMU NaToreHaMu (Hanpumep, NHEBMOLMCTON)

Tsxenble Unu AnUTenbLHO NepcucTupyrolmne 6opoaaskm, reHepanv3oBaHHbIN KOHTarvo3HbIN MOMHOCK

BblpaxeHHbI kaHAMA03, Nepuoanyeckas MoOMoYHMLA NONocTu pTa y AeTen ctapwe 1 roga
OcnoxHeHust nocne BakumMHaumm (auccemmnHaumst LK nnu BeTpsiHow ocnbl, napanMTnyYeckmin NofMoOMUENnuT, poTaBUpyCHas UH-

HeobbscHMMbIE paHHUE criyYan MageHYecko CMEPTHOCTH, CMEPTHOCTU B pe3yrbTaTte MHADeKLMK
MM B ceMbe; cemeliHoe BO3HUKHOBEHWE NOAO0GHBIX CUMNTOMOB (3aboneBaHve MyX4vH, NepeaaBaemMoe Mo XEHCKOW JIMHUK,

AyTOVIMMyHHbIe 3aboneBaHVs UnNy remaTtonoruyeckne Onyxonn y HeCKOJTIbKNX 4NeHOB ceMbi

AyToMMMYHHble 3aboneBaHus (0cobeHHO ayToOMMMYyHHbIe LumToneHnn,CKB)
BpoxaeHHble cepaeyHble aHomManum (B OCHOBHOM KPYMHbIX COCYA0B )

XpOHI/I‘-IeCKaSI Aanapes, HapylleHue BcacblBaHUA, HEAOCTATOYHOCTb no,q»(eny,qquoﬁ xenesbl

[o6aBouHble 3yGbl MK Apyr1ue aHoManuu (HanpuMep, KOHUYECKUe peaLbl, FMNonnasus amanm)

OTcTtaBaHue B husmyeckom passutum (pebeHka) nnm noteps Beca (Ans B3poCrbiX)
Peakuuun «TpaHcnnaHTaT NpoTMB X03AMHa» Nocne nepenmBaHns KPoBm

HeobbscHMblE BPOHX03KTas3bl, MHEBMOOLIENIE, MHTEPCTULMATIbHBIE 3a60NeBaHns Nerkux

(B) O6BeKTUBHbIN OCMOTP

Koxa v npuaartkm

FmnepnurmeHTaums

AHOManbHble BOMNOCHI Unu 3ybbl. Jk3ema. SpUTpoaepMUsa HOBOPOXAEHHbIX. (YacTnyHbIN) anbbuHM3Mm.
BrnenHas koxa. lunonurmeHTtauus. Auctpodus Hortelr. PacnpocTpaHeHHble 60poaaBky UM MOIITOCKM.
BpoxaeHHasa anoneuus. Butunuro. MNeTexun (paHHee Havano, XxpoHnyeckune). XonoaHsle abeLeccsl.

483



D. Jle Bpu3s u op.
E. de Vries et al.

Meduyunckas Ummynonoeus
Medical Immunology

Tabnuya 1 (oKoH4YaHue)

MNonocTtb pTa

TMHMMBWTBI M cTOMaTUTLI (Tspkenble). MNeprnoagoHTUTLL. AdThl (NoBTOPSAIOWMECS). MMraHTCKMe 3Bkl BO PTY.
[o6aBoyHble 3yObl. KOHMYeckne pesLbl

masa

MopaxeHnsa ceTyaTkn. TeneaHrnakrasum

JInmdbonaHas TkaHb

OTtcyTCcTBUE NUMMaTUYECKUX Y3M0B U MUHAANWH. BeipaxxeHHast ageHonatus. OpraHomeranus (neyeHb, ce-
neseHka)

HeBponoqueCKme

Atakcus. Mukpouedanusa. Makpouedanms

Opyrve

Ortek KBuHke (6e3 kpanueHuubl). BapabaHHblie nanoykn. Jucmopdusm. 3aMmeaneHHbIn pocT Ui Henponop-
LIYOHanbHbIA pocT

(B) AHanu3bl KpoBU

W Apyrve BocranutenbHble napameTpbl Npy MHgEeKLMsxX

lemaTonorusa MpaHynoumToneHns, NMMMOLMUTONEHUSt UMK HeWTpodunes. Jo3mHounus. MraHTckne rpaHynbl
Wnn OTCYTCTBME rpaHyn B charoumTax. Tenbua Xonnu B aputpounTtax. TpomboumTonenus. Manbsie pasmepsl
TpoMGoLmTOB. AHEMUSI (@annacTuyeckasi, reMmonuTnyeckas)
Xvmng Mnokanbumemus. MmnodgpnbprnHoreHemus. MnepTpurnuuepuaemus. MnepdepputHemus. Huskuin CPB

TABJULA 2. PACMTO3HABAHUE MPU3HAKOB B COBOKYMHOCTW AAET HAMPABNEHWE OUATHOCTUYECKOMY

NPOLIECCY

KnuHuyeckas kapTuHa

BbisBnsemble
naToreHbl

Oco6ble CUMNTOMbI

HeunmmyHonornyeckum
AnddepeHUnanbHbIN
AnarHos

OuarHocTtuye-
CKUWA NpoTOKOn

1. NoBTOpSsitOLWLMECH MHDEK-
uun JIOP-opraHoB u Abixa-
TenbHbIX NyTen (B T.4. BpoH-
XO3KTa3us).

Y GonbLUMHCTBA NaLUEeHTOB
M0 otcytcTeyeT. Jaxe npu
Hanvunm NG, oH peako
YTrPOXaeT XW3HW B KpaTKo-
CpOYHOW nepcrnekTvee (HO
MOXET BbI3BaTb OTCPOYEH-
HOEe MopaKeHne OpraHoB).
CHavana ucknounTb 6onee
YacTble HEeMMMYHOIOru-
Yyeckue npobnemsl, kKpome
KaKk npy HanMuum crnyyaes
M B cemenHOM aHamHese.
BbINonHUTE UMMyHOMOMM-
Yyeckne aHanu3bl B cryyae
BOpPOHX03KTa3nu, Npu Konuye-
CTBE NMHEBMOHMUN > 1 unu npu
aHOMarnbHO ANUTENbHbIX
JIOP-nHdpeKumsx

MmaBHbIM 06pa3om BHe-
KINeTouYHble GakTepun,
Takue kak Haemophilus
influenzae,
Streptococcus
pneumoniae, Moraxella
catharralis.
WHorpga: 3onotu-
CTbIl CTAOUIOKOKK,
Neisseria meningitidis,
CTPENTOKOKKU rpyn-
nbl A, Mycoplasma
pneumoniae,
Ureaplasma
urealyticum,
Campylobacter jejuni,
Helicobacter pylori.
Ownapes, Bbi3aBaHHas
Giardia lamblia.

BpoHxoakTrasusi. Mo-
BTOPSIOLLMECH BPOHXUTBI
y Hekypswmx. Heobb-
SICH/MBbIV XPOHWUYECKUIA
KaLlenb. XpOHNYeCKUn
CUHYCUT
(SHTEpoBUpPYCHBIN Me-
HUHroaHUedanuT sBns-
€TCA TSKENbIM OCNOoXHe-
HWeM MNpv HeafeKBaTHO
3aMeLLeHHo arammarmo-
BynuHemmn)

Yacro, y geten: obbluHas
yacToTa MHGEKUMIA Y Ma-
NeHbkux aeTten (nocelleHne
siCnen, NaccMBHOE Kype-
HWE), ’MNeppeakTUBHOCTb
BbpoHxoB, anneprusi, act-
Ma, rmnepTpocumst ageHo-
MAoB, XenesogedvumTtHas
aHeMmusi, XXenyao4Ho-nuLLe-
BOZHbIV pedprioke.
Yacro, y B3pocnbix: XOBJ1.
HeuvacrTo, y oeten: KUCTos-
HbI MBpPO3, NHopoaHoe
Teno B AbIXaTenbHbIX
nyTsiX, BPOXAEHHasi aHoma-
s, NeroyHas ancnnasus;
notepst 6enka novkamu
N KNLLEYHWKOM.
HeuvacTo, y B3pocnbIX: ku-
CTO3HbI KbpPO3; NoTepsi
6enka noYkamu 1 KuLey-
HUKOM.

Pepako, y neten n B3poc-
NbIX: LununapHas guc-
KvHesus, gednumnt al-
aHTUTpUMCKHa

Mepewitn k Npo-
Tokony 1

2. OTcTaBaHve B pa3sBuTun
C paHHero Bo3pacTa (B T.M.
TPYyAHOYCTpaHUMas anapesi,
TshKenas ak3ema).
VWb y HEMHOTWX K3 3TUX
neten ML, Ho 3apepkka
B NOCTaHOBKE AnarHosa
1 NevYeHnn nepecaakomn
CTBOSOBBLIX kneTok (SCT)
CUINbHO YMEHbLLAET Bbl-
X1BAEMOCTb. BbinonHuTb
VMMYHOMOrMYeckune aHanmsbl
BMECTe C ApYriMu1 aHanusa-
MW A5 onpeaeneHust HbIX
NpWYMH Hebnarononyyusi

[MaBHbIM 06pa3om BY-
pycel (CMV, EBV, VZV,
HSV, ageHoBupyc,
HHV8, HPV, molluscum
contagiosum, RSV),
rpubKu (MOBEPXHOCTHbIE
Candida, Aspergillus,
Cryptococcus,
Histoplasma,
Pneumocystis jiroveci/
carinij), npocTei-
wwe (Toxoplasma,
Microsporidium,
Cryptosporidium)

N BHYTPWKIETOYHbIE
BakTepun, Hanpumep
Mycobacterium spp.

1 canbMoHennbl

TpynHoycTpaHumas
avapes Npu Hanu4um
BbISIBIIEHHOTO NaToreHa
unu 6e3 Hero.
HeobbI4Hble MHpekumm
B0 HEOBLIYHO TsKe-
noe TeveHne MHAEKLMIA,
WNHEKLMN, BbI3BaHHbIE
YCINOBHOMATOrEHHOWM
MUKPOOIOPOW.
Peakuusi «TpaHcnnaH-
TaT NPOTUB XO3AMHa»
CO CTOPOHbI MaTEPUHCKUX
T-numcbounToB nmbo
B pesyrkraTte nepesnu-
BaHWs HeObny4YeHHoM
KPOBW.
Tskenas ak3ema.
doToceHcnbunusauus

Llenbii psig racTposHTe-
POSIOTNYECKNX, MOYEYHBIX,
CepaeYHO-NEroYHbIX,
SHOOKPUHHBIX, HEBPOSIOTU-
Yeckux, MeTabonmyeckmnx
1 BPOXOEHHbBIX MPUYMH.
3roKa4ecTBEHHbIE ONYXOny.
XpoHunyeckoe oTpaBrneHne
cBuHUOM. [NepuHaTanbHas
nHpekums. Tsxenoe Ha-
pyLleHne nuTaHus (CMm.
COOTB. PYKOBOACTBA)

MepewTtn k npo-
TOKOMYy 2
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Tabnuya 2 (npodormkeHue)

HeummyHonornyeckum
BbisiBnsiemble . AwnarHocTtuye-
KnuHuyeckas kapTuHa Oco6ble cCUMNTOMBI AnddepeHLManbHbIN .
narToreHbl AMarHos CKWI NPOTOKON

3. HeogHokpaTHbIe rHOMHbIE
nHdeKuum (B T.4. rpaHynemMa-
TO3HOE BOoCnarneHue, Nnoxoe
paHO3aXuBMNeHNe).
OedekTbl harountapHon
dyHKLMM PEAKM N HeYacTo
npeacTaBnsaloT Henocpea-
CTBEHHYIO Yrpo3y XU3HW.
Bonee obbl4Ha 1 nerko ava-
rHOCTMpyemMa HeNTponeHus

MmaBHbIM 06pa3om 30-
TNOTUCTbIN CTadOUITOKOKK,
nHoraa Buabl Klebsiella,

Escherichia coli,

Enterobacter, Serratia,

Pseudomonas,
Salmonella,
Chromobacterium
violaceum, Burkholderia.
MHBa3nBHas rpubkoBas
nHdeKunsa (MHoXe-
CTBEHHbIE NOopaXKeHWs!
rpubkamu Candida,
Aspergillus, Nocardia)

WHdbekumn noBepxHocTem
Tena (koxwu, pta, cnu-
3KcTbIX), abcLecchl BHy-
TPEHHVX OpraHoB (Nerkux,
neyeHn, NMgoy3nos,
KMLLEYHUKA) N KOCTEN.
HeobbsAcHnmoe rpaHyne-
MaTo3HOe BOCraneHue.
Mnoxoe paHo3axwene-
Hve. AdThbl. MpaHynema-
TO3HbIN KOMUT C TSHKESbIM
nopaxeHnem npsmoi
kuwku. MosgHee otaene-
HWe, OTpbIB MYNOBUHBbI (>
4 Hepenb)

nekapcTtBamu; anfionm-
MYHHadA, ayTOMMMYHHasA;

Yyeckas aHemusl. TpaH3au-
TOPHasi HeWTPONeHns no-
cne (BUpycHOM) nHdeKLnm
Oedunumt BuTammHa B12/
hONMeBON KNCNOTHI.
MopaxeHuns koxu (3k3ema,
oXoru)

HeviTponeHus, Bbi3aBaHHas

3rokayecTBeHHaa annacTtu-

MepewTtn k npo-
Tokony 3

4. HeobblYHble MHekummn
B0 HEOBLIYHO TsPKenoe
TeyeHve nHdekumin (HeBbI-
SICHEHHOW 3TMONOMMN — Nepu-
OfMYeCKMEe NOLLEMbI TEMMNE-
paTypbl, CM. 6)
HeobbluHas kapTnHa 06bIY-
Horo 3aboneBaHus Gonee
pacnpocTpaHeHa, YeM He-
ob6blvHOe 3aboneBaHue (Ha-
npvmep, MMMyHOAeULT).
OpHako pekomeHayeTcst
paHHUIA UMMYHOSOTUYECKUIA
CKPUHVHT 13-3a Yrpo3bl XKU3-
HU NPY HaNUYMK Nexallero
B OCHOBE COCTOSIHUSI UMMYHO-
nedvunTa

MmaBHbIM 06pa3om
BHYTPUWKIETOYHbIE
BakTepun, Hanpvmep,
Mycobacterium spp.
1 canbMOHEeNbI, BU-
pycel (CMV, EBV, V2V,
HSV, JC, HPV), rpnbkun
(Candida, Aspergillus,
Cryptococcus,
Histoplasma,
Pneumocystis jiroveci/
carinij) n npocten-
wue (Toxoplasma,
Microsporidium,
Cryptosporidium)

MoryT nposiBnATbCS He 'y
netei. PaHHee Hayano;
COMPSHKEHHOCTL MHOXE-
cTBa CUMMTOMOB; aTUNnNY-
Has YCTOMYMBOCTb K pas-
NNYHBIM BMOAM NEYeHnst;
YCNOBHO-MAaTOreHHbIE
nHpekumn

BupyneHTHbIN LuTamm
nartoreHa, nrnoxoe obLuee
COCTOsIHME BONbHOrO,
BeayLLee K BTOPU4HOMY
UMMyHofeuumTy (3noka-
YeCcTBEHHOe TeYeHue, Ha-
pyLUEHWe NUTaHWUSA, XPOHW-
Yyeckas 3abornesaemocThb).
MMmyHocynpeccuBHas
Tepanusa. BUY

[MepenTn K npo-
ToKony 2

5. HeogHokpaTHble MHMEK-
L OOHVM 1 TEM Xe BUAOM
natoreHa.

Y MHorux naumeHTos M4
HET, HO HEOAHOKPATHbIE UH-
heKLmMn MOryT yrpoxaTb >u3-
Hu. MNMoaTomy pekomeHayeTcs
CKPVHWHT

BHyTpukneToyHble 6ak-
Tepun, Hanpuvep, canb-
MOHenbl, MUKobakTe-
pun Neisseriae, Hanpu-
MepP MEHWUHTOKOKKN.
Lpoxokn, rpubkn, Ha-
npumep, KaHauapl.
KancynbHble 6aktepuu,
Hanpumep, NHeBMO-
KOKKW.
Bupycebl

OO6bIYHO Apyrve He-
OOHOKpaTHbIE NHeKUMn
He GecnokosT.
OTcyTCTBYE UNK 3a0EPXK-
Ka nogbema Temneparypbl

unu ysenuyexnst CPB:
nedounumt nosenerHns NF-
B (aedmumtbl IRAK4,
NEMO-ID, IxBa).
Cencuc, Bbi3BaHHbIN Karn-
CyrnbHbIMW BakTepusMu:
acnneHus.
MHoxecTBeH-

Hble 6opoaasku:
epidermodysplasia
verruciformis, WHIM,
DOCKS.
lepnecsupychbl: ge-
durumt NK-KneTok.
X-cuenneHHbINn M-
donponudepaTUBHbI
CYHOPOM

BHauUTenbHbIN KOHTaKT
C UCTOYHUKOM 3apaxeHus,
coBnageHve. Hegocra-
TOYHOE NeYeHne nepsom
MHeKUMn. AHaToMmye-
CKuI AedekT (Hanpumep,
ducryna). KonoHnsaums.
MackupoBaHHas [ckpbiTasi]
MHpekuus B kadecTse
pesepByapa (Hanpvumep,
3HAokapauT, abeuecc).
AcnneHus

BHyTpukneTou-

Hble BakTepuu:

nepemnTn K npo-
ToKony 2 war 26
(B3avmopencTemne
T-numdoumnT—ma-
Kpodpar Ans npo-
OYKUMW LIMTOKUHA,;

ayToaHTuUTEena

K IFNy).
Neisseriae: nepe-
NTW K NPOTOKONY
1 (aedovunT KOM-
nnemeHTa, nHorga
nepuumnT aHTu-
Ten).

Lposokn, rpnbku:
nepewnTun K NpoTo-
kony 2 (nedovumnt
T-numcpoumnTos,

CMC, MPO).

KancynbHble
BakTepuu: nepe-
NTW K NPOTOKONY

1 (medoyumr
aHTuTen, geduumnt
IRAK4, neconumntbl
KOMMnemeHTa).
Bupychbl: nepentu

K mpoTokony 2
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Tabnuuya 2 (OKOHYaHuUe)

Knununyeckasn KapTUHa

BbisBnsembie
naroreHbl

Oco6ble CUMNTOMbI

HeummyHonornyeckumn
AnddepeHUnanbHbIN
OnarHos

OwarHocTtuye-
CKWW NMPOTOKON

6. AyToMmMMyHHble nnubo
XPOHUWYECKUE BOCManuTesnb-
Hble 3aboneBaHus; numdo-

nponudepaums.
BonblunHCTBO ayTonMMyH-
HbIX 3aboneBaHuUii, XpOHM-

Yyeckve BocranuTerbHble
3aboneBaHusi 1 NMMA@onpo-

nudpepaums He accoumm-
pOBaHbl C HEOAHOKPATHLIMM
MHpekumamu. Ecnu Bctpe-

YyaeTcd coyeTaHve, nnbo
B aTWUMUYHbIX Cryyasix, nnbo
B HExapaKTepHOM Bo3pacTe
BEpOsSiTHEE MMMyHoAehuLmUT

Mpw coveTaHum knu-
HUYECKMX NMPU3HAKOB
HECKOIbKMX COCTOSIHWN
nckaTb B ;AHHOM Ha-
npaeneHnn. OBbIYHO
ayToBoCnanuTenbHbIe
paccTponcTea He npea-
CTaBnSIOT CEPbE3HbIX
MH(EKLIMOHHBIX MPO-
6nem

YeTkne coveTaHus Knm-
HUYECKNX NMPU3HAKOB,

B T.4. @yTOMMMYHHblE
3aboneBaHus, peakTaHTbl
ocTpo chasbl, Numdo-
nponudepaums. dva-
FHOCTMKa MO CUMMTOMaM.
ATUNWYHBIN rEMONNTUKO-
YPEMUYECKUIN CUHAPOM.
Femonua HesAcHoN aTn-
onorum

(Cm. cooTB. pykoBoacTBa)

Havatb ¢ npo-
ToKomoB 1, 2 nMbo
3 B 3aBUCUMOCTM
OT rocrnoacTByo-
LWen KNMHUYECKON
KapTuHbl (1-5, cm.
BblLLE).

[Mpn comHeHUn
BbIMOSTHUTb CO-
yeTaHue aHanu-
308B B Lwarax Ne1
13 BCEX TPEX Npo-
TOKONOB

7. XapakTepHble coveTaHus
KIMUHUYECKNX NPOSIBNEHNIA
(MMeHHble CMHOPOMBI).
MHorwue, rmasHbIM 06pa3om
HeVMMYyHomnormyeckue, CuH-
OpPOMbI UMEIOT YepTbl UMMY-
HogedwmumTa. CM. xapakTep-
HblE CUMMTOMbI U NPU3HAKN
B Tabnuue 1

Pa3nunyHble cMHOpOMBI
acCCOLMUPYHOTCS C KOH-
KPETHbIMK hopMamMu
nMmmyHodeduumta
1 COMyTCTBYHOLLMMM
MHEKLMOHHBbIMK 3260~
neBaHusIMK

NpeHTudurumposatb
CYHAPOM MO KIMHUYECKUM
NPOSBNEHNAM

(Cm. cooTB. pykoBOACTBa
Mo XapakTepUCTKaM HerM-
MYHOIOMMYECKNX CUHOPO-
MoB. Cm. paborty [26])

Cneposartb co-
OTB. MPOTOKONY,
PYKOBOACTBYSICb
rocnogcTByoLLEei
KITMHUYECKOMN
KapTuHown (1-6,
CM. BbiLe). Bobl-
MOSHUTL aHanu3bl
B COOTBETCTBUM

C KOHKPETHbIM
CUHAPOMOM.
B coMHUTENBHbIX
cny4asix BbInor-
HUTb covYeTaHve
aHanu3oB B Lare
1 13 Bcex Tpex
NpPOTOKONOB
MepenTn K npoTo-
kony 1 war 26

8. AHrMOHEBPOTUYECKMIN -
oTek

CB$i3aH C UHULMMPYIOLLW-
MUK dhakTopamm (Hanpwu-
Mep, CTPECCOM, TPaBMOW,
MeHcTpyaumen). CumnTo-
Mbl OOBbIYHO COXPaHSAOTCA
> 24 4. He nogpaetcs
Ne4eHnto AaNMHePUHOM
/ @aHTUrMCTaMUHHBIMU
npenapatamu / KopTu-
KocTepovaamu. Moxet
CUMYNMUpOBaTb OCTPbIV
XMBOT

Anneprusi, 3anoka4ecTBeH-
Hbl€ OMyXonu, ayTOUMMYH-
Hble 3aboneBaHus.
Tepanusi HrIMBUTOPaMU
Alo.
MpounonaTtuyeckni

OcHoBa Tabnuupl — ctonbupbl 1 1 5, N X MOXHO MCMONbL30BaTb AN NPSMOro NEepexofa K COOTBETCTBYHOLLEMY AMArHOCTUHECKOMY Mpo-
TOKOIY, PYKOBOACTBYSACh UCKMIOUUTENBHO KIMHUYECKOW KapTuHOM y nauueHTa. Ctonbubl 2 n 3 cogepart AONOMHUTESNbHbIE CBEAEHNS, KO-
TOpble MOTYT NPUroAMTLCH, HO KOTOPbIE UCMONb30BaTh Heobsi3aTenbHo. Ctonbel 4 cogepXuT CBEAEHUS MO HEMMMYHOMOMMYECKON And-
depeHumansHon anarHocTtuke. ACE: angiotensin-converting enzyme — aHrMoTEH3MH-KOHBEPTUPYLOLWMIA chepMeHT; BP: bronchopulmonary
dysplasia — neroyHasi gucnnasus; CMC: mucocutaneous candidiasis XpOHUYECKUI — CIM3NCTO-KOXHBIN kKaHanao3; CMV: cytomegalovirus —
uutomeranosupyc; COPD: chronic obstructive pulmonary disorder — xpoHuyeckasi o6cTpykTMBHas 6onesHb nerkux (XOBT); CRP: C-reactive
protein — C-peaktuBHbIN 6enok; EBV: Epstein-Barr virus — Bupyc SnwreriHa—bapp; HHV8: human herpes virus 8 — Bupyc npoctoro repneca
1n 8; HIV: human immunodeficiency virus — Bupyc nmmyHogedumumta yenoseka, BUY; HPV: human papilloma virus — Bupyc nanvnnomsl
yenoBeka; HSV: herpes simplex virus — Bupyc npocToro repneca; HUS: haemolytic uraemic syndrome — reMmonuTMkoypemMm4eckuin CUHOpOM;
IRAK4: interleukin-1 receptor-associated kinase 4 IRAK4 (knHasa 4, accoummnpoBaHHas ¢ peuentopom uHtepnevikuHa-1); JC, JC virus JC-
Bupyc (Bupyc [bxoHa KaHHuHrema); MPO: myeloperoxidase — mvenonepokcugasa; NEMO-ID, X-linked mutations in nuclear factor (NF)-xB
essential modulator with immune deficiency u often ectodermal dysplasia with anhydrosis (EDA, runormgpotuyeckon aktogepmanbHOW guc-
nnasuein) nmmyHopedmumt NEMO, T.e. cuenneHHble ¢ X-xpomocomoii MyTaumm B NEMO (HeoTbeMnemMoM MoaynsTope siAepHOro TpaHc-
KpUNUUoHHoro daktopa «kanna-6u» (NF-kB), perynsatopHon cybbeamHuue depmeHTa I-kanna-B-kuHasbl (IkappaB-Kinase, IKK)) ¢ ummyHo-
[euumMToM 1 YacTo BCTpeYaroLLencs runormapoTuyeckon aktogepmansHon avcnnasvent; NF-kB, nuclear factor kappa-light-chain-enhancer
of activated B cells — TpaHckpunumoHHbii daktop NF-kB (apepHbin daktop «kanna-6m»); NK: natural killer — ectectBeHHbIn kunnep; PID:
primary immunodeficiency disease — M[ nepBuyHbIn uMmyHoaedmumT; RSV: respiratory syncytial virus —pecnmpaTopHbIi CUHUMTUANbHbIN
Bupyc yenoseka; SCT: stem cell transplantation — nepecagka ctBonosbIx knetok; VZV: varicella zoster virus Bupyc varicella zoster — Bupyc
repneca 3 tuna, WHIM: warts, hypogammaglobulinemia, infections n myelokathexis syndrome — cungpom WHIM — muenokarekcuc (Ha-
pyLueHue Bbibpoca NENKOLIMTOB U3 KOCTHOTO MO3ra C XPOHUYECKOW HEWTPONEHMEN), MHAEKLMSMN BEPXHUX AblXaTenbHbIX MyTen n 6opoaas-
Kamu no Bcemy Teny.
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TABJTULA 3
KnuHuyeckue Mpegnonaraemblie kaTeropum Bo3moXxHbIN UMMyHOnornyeckun guarHos [3] ] (tor
nposiBneHus nmmyHopaeduuutoB [3] (B Tom e NopsAaAokK U 0603HaYeHus, kak B Tabnuuax IUIS; XupHbIm

Xe nopsigke, kak B Tabnuuax IUIS;
XUPHbIM WPUGTOM BbigerneHbl
HaubGornee YacTo BCTpe4vaembie)

wpucTom BblAeneHbl Hanbornee YacTo BCTpeyaeMble)

1. NoBTOpSsiOLLMECS UH-
dekuun NNOP-opraHoB

1 AplxaTenbHbIX NyTen
(Heo6bsICHNMast BPOHXO-
3KTa3wns)

KombuHupoBaHHble T- 1 B-kneTtouHble
UMMyHoAEeULNTBI.
UmmyHopedmumTel ¢ npenmyiye-
CTBEHHbIM HapyLleHMeM CUHTe3a
aHTuTen

DOCK8

3HaunTenbHoe CHPKeHNe BCEX N30TUMOB MMMYHOMMOBYMUHOB Cbl-
BOPOTKU C 3HAYUTENBbHBIM CHVDKEHWEM UK OTCYTCTBMEM B-kneTok
(Btk, n heavy chain — HapyLueHusi TsXkenow ueny MMMyHOrnooynm-
HOB, A5, Iga., 1gB, BLNK, TuMoma ¢ uMMyHogedhunumMToMm).
3HaunTenbHoe CHYPKeHWe Kak MUHMMYM [BYX U30TUMNOB CbIBOPO-
TOYHbIX UMMYHOTMOGYNMHOB C HOPMarbHbLIM WU CHMKEHHbIM KO-
nunyectsom B-knetok (CVIDs, ICOS, CD19, TACI, BAFF-R).
3HauuTenbHoe CHkeHue B cbiBopoTke IgG and IgA ¢ Hopmanb-
HbIM UMK NOBbILLEHHBIM YpOoBHEM IgM 1 HopManbHbIMU Konnye-
ctBamu B-knetok (CD40L, CD40, AID, UNG).

l'ymopanbHble MMMyHoAePULMTBLI NN AedULMTbI NErknX Lenen
C HOpMarnbHbIM KONM4ecTBoM B-kneTok (AedonumT Tskenon uenm
MMMyHorno6ynuHa lg, Aecdnuut kanna-uenen, M3oNMpPoBaHHbIN
npednumt cybknaccos IgG, pecouuut IgA ¢ aecduumtom cy6-
knaccoB IgG, cenekTuBHbIN Aeduumt IgA).

DOedumumnt cneundmyeckux aHTUTEN C HOPMarnbHbIM YPOBHEM
KOHLeHTpauuu IgG B CbIBOPOTKE C HOPMaribHbIM Konuye-
cTBom B-kneTok.

TpaH3uMTOpHasA runoraMmarnobynmHeMus aeten mnapliero
BO3pacTa C HopManbHbIM KonuyecTtBom B-kneTok

JOpyrue xopoLuo naeHTMpuUMpyemble
UMMyHOAEULMTHI

PMS2; aytocomHopeueccuBHble runep-IgE cuHapomel

BpoxaeHHble HapyLleHWs yncna
unu pyHKUMM daroumnToB (Mnu coye-
TaHue obenx NpuynH)

P14; anbBeonsapHbIN NPOTENHO3 NErknMX

HedekTbl BpOXAEHHOr0 MMMYyHUTETa

NEMO-ID; IRAK4; MyD88; (6opoaaBku, rmnorammarnodynmHemums,
nHdekumn, mmenokaxekcns) (WHIM)

ﬂe(bVILlI/ITbI CUCTEMbI KOMMJ1eMeHTa

HedunumTsl dhakTopoB cuctembl komnnemerTa (Clg, Clr, C4, C2, C3,
factor |, MBP, MASP2); ummyHoaedmumuTbl acCoLMnMpoBaHHble € ae-
umymTom hmkonunH-3

2. OTcTaBaHue B pa3Bu-
TWUU C paHHero Bo3pacTta
(B T.u. TPyAHOYCTpaHUMast
avapes, Tsxenas aksema)

KombuHupoBaHHble T-
1 B-kneTtoyHble uUMMyHOAEULNTBI

T-B + TKUH (yc, JAKS, IL-7Ra, CD45, CD358, CD3e, CD3¢, Coronin-
la); T-B — TKWH (RAG1/2, DCLRE1C (Artemis), DNA PKcs, ADA,
peTukynspHas gucreHeans); Omenn syndrome; DNA-ligase 1V;
Cernunnos; PNP; CD3y; CD8; ZAP-70; Ca** channel; MHC class I;
MHC class Il; winged helix (nude), FOXN1; CD25; STAT5b

[pyrve xopoLuo naeHTuduumpyemoie
UMMYHOAEULUTBI

HedekTbl TUMYyca (DiGeorge, 22qll.2 deletion, 10p deletion); nm-
MYHO-KOCTHasi gucnnasms (runonnasws xpsilen n sornoc, Schimke);
Comel-Netherton

BpoxaeHHble HapyLleHWs yucna
nnn yHKUMK haroumToB (MNn code-
TaHne obenx NpUYnH)

Neduunt peuentopa-1IFNy (Yawe peunccmBHoe 3abonesaHuve)

3aboneBaHns MMMYHHOW Aucpery- IPEX
nauum
OedekTbl BpoXaeHHoro ummyHuteta | NEMO-ID

3. HeogHokpaTHble rHom-
Hble MHPEeKLWK (B T.u.
rpaHyneMaTo3Hoe BOC-
nareHue, nNyioxoe paHo-
3aXVBIEHNE)

Opyrne xopoLuo naeHTUUUMpoBaH-
Hble UMMyHOZEeULINTBI

AyTOCOMHO-AOMUHaHTHbIN runep-IgE cuHapom (Oxo6-cuHapom)
(STAT3)

BpoxaeHHble HapyLleHusi Yucna
mnu dyHKumMm charoumToB (Mnu co-
YyeTaHue 06enx NPUYMH)

Taxenble BpoxaeHHble HeTponeHun (ELA2, GFI1); Annasus
KocTmaHHa; HelTponeHus: ¢ NopokaMu pasBuTUsi cepaua n Move-
nonosoMn cuctembl (G6PC3); bonesHb HakonneHus rmukoreHa 1.;
LMKnMYeckasi HeUTponeHus; X-cuenneHHasi HemTponeHus/Muenoan-
cnnasusi; P14; LAD1; LAD2; LADS3; rac2; B-actin; nokanu3oBaHHbIN
I0BEHUINbHbIN NapogoHTuT; Papillon—Lefévre cungpom; pedpmunt
crneundunyecknx rpaHyn; cuHapom LLBaxmaHa—[avimoHaa; XI'b
(X-cuenneHHas, CYBB; aytocomHas, CYBA, NCF1/2)

G6PD, MPO

HedekTbl BpOXAEHHOrO UMMYyHUTETa

NEMO-ID; 6opoaasku, runorammarnobynmHeMusi, MHpekumm, Mue-
nokaxekcus) (WHIM)

OedununTbl kOMINEMeHTa

OedununTsl KomnnemeHTa (C3, daktop |); MMyHOAEULNT, acco-
LMNPOBAHHbIN ¢ PUKONMH-3-aednLmToM
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Tabnuya 3 (mpodosmkeHue)

KnuHnuyeckue
nposiBreHust

MNpepnonaraembie KaTeropumn
mMmmyHoaeduumToB [3] (B Tom
e nopsigke, kak B Tabnuuax IUIS;
XUPHbIM WPUTOM BblAen€eHbI
Haubornee 4YacTo BCTpeyaemble)

Bo3MOXHbIN MMMyHoORoruyeckun aguartos [3] ] (tor
e nopsAAoK U 0603HavYeHus, Kak B Tabnuuax IUIS; XupHbim
wpucToM BblaeneHbl HAaMGonee YacTo BCTpeyaeMble)

4. Heobbl4uHble MHEKLMM
Nnbo HeobbI4HO TsKenoe
TeyeHne MHAEKUMI (He-
BbISICHEHHOE — Nepuoau-
Yyeckre nogbembl TemMre-
paTtypbl, cM. 6)

KombuHupoBaHHble T- 1 B-kneTouHble
MMMYHOAEeULUTBI

T-B + SCID (yc, JAK3, IL-7Ra, CD45, CD358, CD3g, CD3(, Coronin-
IA); T-B- SCID (RAG1/2, DCLRE1C (Artemis), DNA PKcs, ADA,
peTukynspHasi gucreHeaus); Omenn syndrome; DNA-ligase 1V; Cer-
nunnos; CD40 ligand; CD40; PNP; CD3y; CD8; ZAP-70; Ca** chan-
nel; MHC class I; MHC class Il; winged helix (nude), FOXN1; CD25;
STAT5b; ITK; DOCKS.

[pyrve xopoLuo naeHTUPMLNpPOBaH-
Hble UMMYyHOAEPULINTBI

CwuHgpom Buckotta—Ongpuya; ummyHogeduumT ¢ LEHTPOMEPHON
HecTbunbHoCcTbIo 1 aHomanuamu nuua (ICF); nedekTbl TUMYCa
(DiGeorge, 22qll.2 deletion, 10p deletion); MMMyHO-KOCTHas
aucnnasus (rnonnasus xpswen n sonoc, Schimke); Comel-Neth-
erton; rvunep-IgE ; renato-BeHOOKI03MBHOE 3a60neBaHne ¢ UMMY-
HogeduumTom (VODI); X-cuenneHHbIn BpOXAEHHbIV AuckepaTos
(Hoyeraal-Hreidarsson cuHgpom).

3aboneBaHns MMMyHHOW Ancpery-
naumMmn

FHL; XLP

HedekTbl BpOXAEHHOrO WMMYHUTETA

NEMO-ID; (6opoaasku, runoraMmarnobynmHeMusi, MHekumn, Mme-
nokaxekcus) (WHIM)

5. HeogHokpaTHble WH-
eKLMM OQHUM U TEM
e BUAOM naToreHa

[Opyrne xopoLuo naeHTMnLMpoBaH-
Hble UMMyHOAeULINTBI

AyTOCOMHO-AOMUHaHTHbIN runep-IgE cuHapom (Oxo6-cuHapom);
AyTOCOMHO-pPeLMCCHBHbIN runep-IgE cMHAPOM; XPOHUYECKNIA KOX-
HO-CNMU3UCTbIV KaHaANO03

BpoxaeHHble HapyLleHWs yncna
unu pyHKUMM daroumnToB (Unu code-
TaHue obenx NpuynH)

IL-12 n IL-23 peuenTop B1 uenu; IL-12p40; IFNy-peuenTop 1/2; AyTo-
COMHO-AOMUHaHTHBIV runep-IgE; rvunep-IgE (STAT3, TYK2); MPO

HedekTbl BpOXAEHHOrO NMMYHUTETA

Onuaepmoancnnasus 6opogasyaTas; HUeanuT, BbI3BaHHbI
BMpYycoMm npocToro repreca (HSE); TpunaHocomos (APOL-1)

OednumTbl KOMNNEMeHTa

Oeduuntel komnnemeHTa (C2, C3, C5, C6, C7, C8, C9, nponep-
OVH)

6. AyTOUMMYHHble nNnbo
XpOHWYeckve Bocnanu-
TenbHble 3aboneBaHus;
numdonponudepauns

KombuHuposaHHble T- 1 B-kneTouHble
UMMyHOOeULNTBI

CuHgpom OmenHa; CD25; STATSb; ITK

MiMMyHogeduunThl ¢ npenmyLe-
CTBEHHbIM HapyLUEHNEM CUHTe3a
aHTUTen

OBWHBbI

[pyrne xopoLuo naeHTMdnLmpoBaH-
Hble UMMyHOAEMULNTBI

CwuHppom Buckotta—Ongpuya; Cungpom Humerena; PMS2

3aboneBaHuss UMMyHHOM AUcpery-
nauum

MMmyHogedvumT ¢ runonurmeHTaumen (Yegnak—Xvram cuH-
apowm, Mpucuenn cuHapom, Tun 2, XepmaHckoro—llyanak cuHapom,
TUN 2); ceMelHbI remodarouuTapHbii numdgornctuoumtos (FHL)
cuHapombl (Perforin, UNC13D, Syntaxinll, STXBP2); numdonpo-
nudepatunBHble cmHapombl (XLP1 (SH2D1A), XLP2 (XIAP), ITK);
CUHOPOMbI C ayTOUMMYHHBLIMU NPOSBNEHNAMM, ayTOUMMYHHbI
numdonponudepatusHbin cuHapom (ALPS) (CD95, CD95L, cas-
pase 8, caspase 10, activating N-ras defect); APECED; IPEX

BpoxaeHHble HapyLleHWst yucna
nnn yHKUUM charoumTon
(Mnn coyeTaHne obenx NpPUYKH)

X-cuenneHHas HeUTPONeHWA/MUEeNoANCNNa3nst; NErOYHbIN anbBeo-
NSPHBIAN NPOTENHO3

AyToBOCNanMTenbHble CUHAPOMBI

FMF(cemenHan cpegu3eMHomMopckasa nuxopagka); TRAPS
(CvHapom, accoummnpoBaHHbIn ¢ peLenTopom-1 dhakTopa Hekposa
onyxonen, (Tumor Necrosis Factor Receptor 1 — Associated Pe-
riodic Syndrome), runep-IgD cuHgpowm; cuHgpom Makn—-Bennca;
CeMenHbI XOnooBoW ayToBOCNanNUTENbHbLIN CUHOPOM; MINaAeH-
yeckoe nepuoamyeckoe MyrnbTMCUCTEMHOE BOCNanuTernbHoe 3a-
6oneaHue (NOMID) / (CINCA); rHoOVHble CTepUrbHbIE apTPUTHI
,raHrpeHo3Has nuogepmusi, PFAPA (periodic fever with aphthous
stomatitis, pharyngitis and adenitis: nepnoguyeckasn nnxopagka

€ adTO3HBIM CTOMaTUTOM, (PAapPUHIUTOM U ageHnToM; briay-cuk-
OPOM; XPOHUYECKUI peLmanBupyoLwni MynstudokanbHbIn 0CTeo-
MWENUT 1 BPOXAEHHas ANcapuTponoatnyeckas aHemus (Majeed-
cvHapoM); aedumumt aHTaroHucrta IL-1 peuentopa (DIRA)

HednumnTbl KOMNNemMeHTa

HedunumnTbl KOMNoHeHTOB KomnnemeHTa (Clq, Clr, Cls, C4, C2, C3,
C5, C6, C7, C8, C9; PNH (CD55/CD59 pecouuur)
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Tabnuya 3 (oKoH4YaHue)

KnuHuuyeckue
nposiBneHusi

Mpeanonaraembie KaTeropuu
nmmyHogeduumtos [3] (B TOM
Xe nopsigke, kak B Tabnuuax IUIS;
XUPHbIM WPUPTOM BblAeneHbI
Hanbornee 4YacTo BCTpevaemblie)

Bo3MOXHbIN MMMyHonoruyeckun auartos [3] ] (tor
e NnopsaoK U 0603HavYeHus, Kak B Tabnuuax IUIS; XupHbim
wpudToM BblgeneHbl Hanbonee YacTo BCcTpeyaeMble)

CMHOPOMbI)

7. XapakTepHble co-
YeTaHUs KITMHUYECKNX
NpOSIBNEHNI (UIMEHHblE

KomGuHmpoBaHHble T- 1 B-kneTouHble
uMMyHogepuLmnThI

[Opyrue xopoLo naeHTuduumpoBaH-
Hble UMMYHOAEMULINTBI

CuHgpom OmenHa ; DNA-ligase IV; Cernunnos; PNP; winged helix
(nude), FOXN1

ATtakcus TeneaHrnaKTasus; atakcus TeneaHrmakTasus nogobHoe
3aboneBaHue (ataxia telangiectasia-like disease (ATLD); Cungpom
HumereH; Bntom-cuHAPOM; UMMyHOAEULNT C LLEHTPOMEPHOMN
HecTbunbHoCTbI0 M aHomanusmu nuua (ICF); An-[xxopXu cuH-
APOM; UMMYHO-KOCTHasi AMCnnasus (rmnonnasus XpsiLen n Bonoc,
Schimke, Comel-Netherton); X-cuenneHHbI BpoXAEHHbIV ANUCKe-
pato3 (Hoyeraal-Hreidarsson cuHgpom)

MmmyHogeduumT ¢ runonurmeHTaumen (Yegnak—Xurawm cun-
apom, Mpucuenu-cuHapom, Tun 2, XepmaHckoro—llygnak cuHapom,
™n 2).

P14; LAD2; B-actin; LLBaxmaH—[lanmoHA cMHApPOM

3aboneBans UMMYHHOW aucperyns-
umm

BpoxaeHHble HapyLleHns yncna
nnn PyHKUMK haroumToB (MNn code-
TaHve obenx NpuynH)

ﬂ,e(beKTbl BPOXOEHHOINo UMMYyHUTETA

NEMO-ID
NOMID / CINCA, bnay, Magxug cuHapombl

AyTOBOCI'IaJ'II/ITeJ'IbeIe CUHOPOMBI

oTeK

8. AHIMOHEBPOTUNYECKIIA

HedurunTbl KOMMNEMeHTa Aeduuut Cl-uHrnbuTopa

OTa Tabnuua coaepXuT AOMOMHUTENBHYO MH(OPMALIMIO AS TEX, KTO MHTEPECYETCS; 3Ta MH(OPMaLIMSi HEe HyXXHa Ans Havana AuarHocTu-
Yyeckoro npouecca. [insi pasbsiCHeHUs OTCbINIaeM YnTatens k opurmHansHon 1UIS 2009 ny6nvkauum u cebinkam. Cnoeo «aedunumt» B 6onb-
LUIMHCTBE CryyaeB ObINo onyLLEeHO B KOMOHKe 3.

NPOTOKON 1

LWar 1

WcknounTb TsHxenble p,ed)I/ILWITbI aHTuTen n HeﬁTpOI‘IeHMlO

Lar 2a

BeinonHuts | AHanus kpoBu 1 nevikouutapHas dopmyna (npoBepstoT 06bem TpombounToB, abCcontoTHOE YMCNOo NMMMAOLUTOB,
HenTpodunos n ao3nHogunos). IgG, IgA n IgM

Cnegywowumn | HelimponeHusi: navte K npotokony 3, war 2. AecammaenobynuHemusi: naute k wary 4. [unozammaanobynuHeMust:

war nauTe K wary 2a. [jpyeoe: ngute k wary 26.

MpeumyLecTBeHHO AeULMTBI aHTUTEN

Lar 26

runoramma- | Ecnu cHuxXeHue uMmyHO2106yr1UHO8 He 06yCrI08/1eHO NPUEMOM JieKkapcme, UM@OUOHOU OryXOosbio, MUMOMOU,
rnobynuHe- | momepeli umMmyHo2106ynUHO8 (¢ MOYOU UU KasioM): BbIMOMHUTL U OLEHWUTL OTBET Ha BakLMHaLUWIO (CTONGHSIK, He-
mus KOHbIOrMpOBaHHas NMHEBMOKOKKOBAs BaKLMHA, ecrnin pebeHok cTaplue 2-3 neT, NoBbilleHne TUTpa cnycta 3-4 Hegenu
riocne NpMBMBKW, COOTBETCTBYIOLLIEE A5t BO3PACTa BbiLLEe ONPEAENEeHHOro YPOBHS, HY>KHO CHUTATb NOMOXWTENbHBIM
OTBETOM;
onpedenums: IgG-nogknaccel (ecnu IgG > 4g/l) 1 M-npoteuH
Cnepytowmi | Mepentu k wary 4
war

MpeumyLuecTBeHHO AeULNTBI aHTUTEN Unu AepuunTbl KOMNNEMeHTa

LWar 3

Hopmanb-
Hble pe3yrb-
Tatbl

LWara 1

unm 2

Lar 4

HeHop-
MarbHble
pesynberarbl
wara 1

Mpw Hop- lNpu nonoxumernsHoOM cemeliHoM aHaMHe3e Unu CmouUKoU KITUHUYeCKOU KapmuHe 6bInoIHUMb: onpeaeneHne
ManbHbIX nocTnpmBmMBoYHbLIX aHTuTen, CHy, u APy, paccmompems cnepytolme Bonpochl: IgG-nogknacel u M-npotenH, MBL,
pesynbratax | acrnneHuio.

wara 1 B cny4ae omeka KeuHke: ypoBeHb C1-uHrmbutopa, C4 Bo Bpemsi ataku

Cnepytowmn | HopmarbHbie pe3ynbmamei: xauTe n Habnogante. MNoetopute onpepenexHue yposren IgG-, IgA-, IgM- 1 IgG-

war nogknaccel nocne 1-2 net (6 mecsiues, ecnu < 1 rog BO3pacT) U TUTPbI NOCTNPUBMBOYHBLIX aHTWUTenN nocne 3-5 ner.

PaccmotpuTte war 3. PaccmoTpute cybcoctaB numdountoB (Tabn. 4), paccmoTpuTe npoTokon 3.
Pesynbmamel, ebigeuswue HapyweHuUs: noiauTte B war 4

[pyrvue Bo3MOXHble NepBUYHbIE UMMYHOAEDULNTHI

Kozda npusHaku unu 3Haku u3 mabnuysi 1 npucymcmeytom: KOHCYNbTUPYNTECh C UMMYHOMOrOM, YTObbI onNpeaenvTb
onpeaeneHHbIv xoa AencTBuiA. [pyrie noteHumanbHble 06bSCHEHUS TEKYLUMX MHEKLMIA He BCeraa aBToMaTU4ecku
uckntovatot M0

OkoHYaTenbHbIN AnarHo3

AzammaenobynuHemus: cybnonynsauum numdounTos (Tabn. 4), pyHKUMOHanNbHbIe TeCTbl NMumdoumnToB (Tadn. 4),
aHanu3 co3peBaHus B-kneTok B KOCTHOM Moa3re. leHeTuveckoe onpeaeneHne gedekta, ecnv aTo BO3MOXHO
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lMpomokon 1 (OKOH4YaHuUe

HeHop- Hecpuyum IgG-nodknaccos, dechuyum IgA, HapyweHue ¢popmuposaHuUsi MOCMIIPUBUBOYHbIX aHmuUmes u/unu auro-
MarsibHble 2ammaaiobynuHemusi: cy6cocTaB NMMmMdoLnToB (Tabn. 4), hyHKUMOHanbHbIE TecTbl NnMdouuToB (Tabn. 4), xpomo-
pe3ynbraTthl | COMHbIVM aHanus, a-deTonpoTenH. leHeTnyeckoe onpeaenexHve aedekTa, ecnm BO3MOXHO. Eciu 0eghekm He Hau-
wara 2 OdeH: paccMoTpuTe Lar 3; paccMoTpute npotokon 3; nosTopute onpeaenexue IgG-, IgA-, IgM- n IgG-noaknaccel
nocne 1-2 neT n TUTPbI NOCTNPUBMBOYHBIX aHTUTeN nocne 3-5 ner.
UsmeneHusi CHy, u/unu AP5,: onpeaeneHne otaenbHbIX KOMNoHeHToB komnnemeHTa (C1q, C2, C4, C5-C9, nponep-
OvH, daktop B/I/H). AHTUHYKNeapHble aHTUTena.
B cniyyae aHauo3adembi: yHkums C1-uHmbutopa (ecnu ypoBeHb HopmareH). FeHeTuyeckoe onpeaeneHve gedekra,
€Cny BO3MOXHO
HeHop- CniepyviTe 3a onpeaeneHHbIM X0A0M AeNCTBUS, HanpaensemMbIM KMMHUYECKUMU NPEACTaBNEeHNaMM 1 NabopaTopHbl-
MarnbHble MU pesyneTatamu. FfeHeTnyeckoe onpeaenexune gedekra, eCrnv 3T0 BO3MOXHO
pesynerarhl
wara 3
Mpumeuyanue 1. Mpotokon 1. ANA — aHTu-saepHble aHTuTena, C — gononHenns; CD - knactep anddepeHumposki; Ig — iMmyHornobynuH; PID — nepBuyHbIit

uMmyHogeduuuT; MBL — mannose binding nektuH
3alLTprXoBaHHbIE fYeiikN NPOTOKONA: KOHCYNbTaLMK C UMMYHOMNOTOM HACTOSTENBHO PEKOMEHYIOTCS.

NPOTOKON 2

Lar 1
BbINonHUTL

He 3abyapste ucknioumte TKUH n CMNO

AHanu3s KpoBu 1 nenkounTapHasa opmyna (MpoBepstoT 06beM TPOMOOLMTOB, aOCOMOTHOE KOMK-
4YecTBO NMUMAOLMTOB, HEWTpodunos 1 3o3uHocdunos; IgG, IgA, IgM, IgE; Cybcoctas numdoumTos
(Tabn. 4); Tectbl Ha BUY

Cnepytowimn war

Llar 2a
BbINnonHuTh

BUY-nonoxumernbHbIl: Ne4uTe COOTBETCTBEHHO. AcammazniobynuHemust, TuMgboyUMOrneHusi: Noan-
Te B war 2a. HopmaribHble pe3ynbmamal, HO Hem MonoxumerbHolU GuHaMuKu U Opy2o20 duasHo3a:
nonauTte B wwar 2a.

BoamoxHocTb TKNH — ypesBblvaniHas cutyaums!

PaHHas TKM MOXeT cnacTu KusHu

KombuHupoBaHHble T- 1 B-kneToyHble MMMyHOAeULUTDI

Cy6nonynsuum numdoLmToB 1 nponudepaTnBHble TeCTbl (Tabn. 4). B onpeneneHun cybnonynsuuii
NMMAOLIMTOB PEKOMEHAYETCA MCMonb3oBaTh Bonee pacluMpeHHbIVi MPOTOKOS, YeM yKasaH B Tabnuue 4.
lunozammaaobynuHeMusi: pacCMOTPUTE BTOPUYHbIE NPUYMHBI; AobaBbTe IgG-nogknaccesl, TUTPbI
MOCTNPUBMBOYHBIX aHTUTEnN, M-NpoTenHbI

Cnepgytowmn war

LLlar 26
BbIMOMHUTL

HeHopmaribHble pesynbmamal: uauTe K wary 4. HopmarbHble pedynbmamal: paccMoTpuTe Lar 3, pac-
CMOTpUTE NpoToKon 3

Waentnduumpynte T numdounTt-makpodar KOMMYHUKaLMOHHbIE AedeKTbI

Onpegenenve T nuMmdounT-Makpodar KOMMyHUKaLMOHHBIX AedekToB (IL-12, IL-12-peuenTtop, IFNy-
peuentop, STAT1) B pechepeHTHOM crieLmanm3vpoBaHHOM LIEHTpe

Cneaywownn war

Lar 3

HopmanbHble peaynbratbl
wara 1un2

LWar 4
KnuHunyeckun cratyc

HopmarbHble pesynbsmamai: ugute K wary 1. Paccmotpute war 3. PaccMoTpute npotokon 3.
HeHopmarbHbie pesynsmamai: FTeHeTudeckoe onpegerneHve gegekta ecny BO3MOXHO.

[Opyrue BosmoxHble ML

lMpu Hanuyuu cuMNMOMO8 UsuU NMPU3HaKo8 u3 mabnuybl 1: KOHCYNETUPYUTECH C UMMYHOSIOTOM, YTOObI
onpenenuTb KOHKPETHbIE HanpaeneHus obcrnenoBaHust. [pyrve Bo3MOXHbIe 0ObsSICHEHUSI peLyanBu-
pyHLLMX MHPEKUMIA He Bcerga aBToMaTnyecku ucknroyator Mg

OkoHYaTenbHbIA uarHo3

TecTt onpepeneHust XxuMeprama NMMMAOLUTOB (MCKINYUTL MatepuHckme T-numdounTsl). AHanm3

1 leYeHne BO3MOXHbIX MHADEKLUI (paccMoTpeTb BUpYCHble MHdekumu: MLP / Kynstypa / ceponorus,
OpOoHX0anbBEONSAPHbIN NaBaK, OPraHOBMONCKIO AN FIMCTOMNOINMYECKOro NCCNeA0BaHNS U KynbTyparb-
HbIX NCCNEA0BaHUIA; UCKaTb YCMOBHO-NATOreHHble MUKPOOPraHM3Mbl COOTBETCTBYIOLLMMI METOAAMM);
Ceponoruyeckne TecTbl B JAHHOM Crlyvae HeHaAeXHb!!

MMMyHHas cuctema

OnpeagennTb NPOAYKUMIO LIMTOKWUHOB in Vitro, in vivo NpoBeCTU (PYHKLUMOHamMbHbIE TECTLI (Hanpumep,
CTUMYNAUMSA HeoaHTUreHoM, Tectbl PPD unu koxHble TecTbl ¢ Candida), aHanna KocTHoro Mo3ra, 6u-
oncusa NMMAaTNYecKmX y3nos.

OnpegeneHve HK kneTo4yHon LMTOTOKCUYHOCTM

Jlexawun B ocHoBe ae-
dekt

OnpepeneHve moyeBon kncnotbl, ADA, PNP, a-heTonpoTenHa, peHTreHorpadums ANnHHbIX Tpyb4yaTbix
KOCTEN, Np1 HU3KOM POCTE UMW HEMPOMOPLMOHaNbHOM pocTe, OfnpeaeneHne pasmepoB TUMyca (PeHT-
reH rpyaHon knetku, Y3M), XpOMOCOMHbIN aHanus, TECTbl Ha pagnodyBCTBUTENBHOCTb, aHanus 22q11,
TECTbl Ha KINOHamNMbHOCTL (Mcnonb3oBaHue VB-reHa).

OnpepenexHne reHeTM4eckoro gedekra, ecnm 3T0 BO3MOXHO

Mpumeyanue 2. Mpotokon 2. ADA — apeHo3uHae3amnHasbl; CMIAL - cuHapom npuobpeTeHHoro uMmyHopeduumta; BAL — GpoHx0anbBEONSIPHOro faBaxa;

CD - knactep auddeperumauim; BUY — Bupyc nummyHopednumta yenoseka; Ig — ummyHornobynuh; IFN — nHtepdepon, IL — nhtepneitkut; H.K. — ectecTeHHbIX
kunnepos; MM — nepBuyHbIi MMyHoaeduumT; PNP — nypuH Hykneoaus cocdopunasbl; PPD — ounieHHbIn 6enkoBblit fepuaT; TKUH — Tsxenblit
KOMBMHUPOBaHHBI UMMyHOAEUMUMT; SCT — TpaHCNNaHTaLWs CTBONMOBLIX KNETok; STAT — curHan JaT4MKOB W aKTUBATOPOB TPAHCKPUMLMM.

3aLTPUXOBaHHbIE SYEiiKN MPOTOKOMA: KOHCYNbTaLMW C MIMMYHOITOrOM OYeHb PEKOMEHAYIOTCS.

NPOTOKON 3

MaeHTndunumpoBaTtb HEUTPOMEHMUIO

BbInonHuTb

AHanu3a KpoBu 1 nemnkounTapHas popmyna (abconoTHoE KoNMYeCcTBO HEUTPOMUIIOB, MUKPOCKONMYECKas OLeH-
Ka; ruraHTckme rpaHynbl, bunobapHeie sapa, Tenbua XXonnm).ObcneayiiTe HEOAHOKPATHO B Criyvae LyKnnye-
CKOW HENTpONeHnn unv TemnepaType u nHdekumm 3 pasa B Hefgeno TedeHne 3-6 Hegenb
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lMpomokon 3 (okoH4yaHue)

Cnepytowmii war | HelimponeHrus: nante k wary 2. Heldimpodgpunus: waute K wary 3. HopmarnbHsle pedynbmamei: onpepenute IgG,
IgA, IgM, CH;;; ecnn Hopma, ngute K wary 3; ecnv He HopMma, uauTe K npotokony 1

Lar 2 MHaeHTMmumpyiTe NpuYnHy HEMTPONEHUN
M3onupoBaHHas Paccmompemb 8mopuYHbIe MPUYUHbI: YNIOTPEONEHNE NeKapcTB, ayTOMMMYHHbIE 3a6oneBaHusi, annouMMyHU-
HEeWTponeHus TeT (y HOBOPOXAEHHOIO), BUPYCHbIE MHAEKLMM, arammarnobynmHeMus. BoinonHuTe: aytoaHTuTeNna, anioaH-

TuTena (y HoBopoxaeHHoro), IgG, IgA, IgM, oueHuts ANA, C3/C4, P®, ANCA, BbinonHuTb peakumto Kymbea.
Ecnu HopmarbHble pe3ynbmamsai: aHanu3 KOCTHOrO Mo3ra (Mopdonorusi, LMTOreHeTUYECKNe NCCrefoBaHus).
PaccmoTpeTb MMMYHHbIE HapyLUeHUs, CBA3aHHbIE C HapyLleHMeM obMeHa BeLeCTB U BbIMOMHUTL COOTBETCTBY-
foLme TecTbl (OLeHKa BHELLHECEKPETOPHOW OYHKLMM NMOMXKENYA04HON Xenesbl, 3Xxokapanorpadusi, BUsyanuaa-
L1 rofioBHOTO MO3ra, ayAnMEeTpUYECKMe TECTbI, aHanmn3bl KOXU 1 BOMOC).

MepenguTe K wary 4

MaHuuToneHuns AHanu3 KocTHoro mosra (Mopconorus, LMToreHeTM4eckne NccrnegoBaHusl, UMMyHOEHOTUNNPOBAHNKE).
CoTpygHuYyainTe ¢ remaTosiorom

LWar 3 MpaeHTndnumpynte gedekTbl yHKUMM haroumTos

BbinonHntb HopmaribHoe Konuyecmeo Helimpoghusios: BbINONMHUTL (OYHKLMOHamMbHbIE TeCThl dharoumToB (Tabn. 5). Onpege-

NUTb B CbiBOPOTKE IgE. BbINOMHWUTL 3MEKTPOHHYI0 MUKPOCKONMIO, UCCrEAOBaHNE BONOC. Helimpogurius: BbINOM-
HUTb nccrnegosaHus CD11b/CD18, Slex, kindlin3 (MeTogom NpoToYHOW LUMTOMETPUM)

Cnepytowmn war | HeHopmarnbHble pedynbmamel: nepenanTe K wary 4. HopmansHsle pedynbmamel: NepenTu k npotokony 1. Pac-
CMOTPETb BO3MOXHOCTb CUHAPOMA NEPUOANYECKON

nuxopagku; onpegenutb Ig D, CPB, CO3, LMTOKMHBI, MEBANOHOBYIO KUCIOTY B MOYE BO BPEMS aTakui; Mpu BO3-
HUKHOBEHWUM aHOMarbHbIX PE3YNLTaToOB NepenauTe K wary 4

LWar 4 OKOHYaTenbHbIN AnarHo3s

BbinonHutb OnpegenvTe reHeTu4eckunii AedekT, ecrn BO3MOXHO

Mpumeyvanue 3. Mpotokon 3. ANA — aHTu-HykneapHble aHtutena; ANCA — aHTUHENTpOdMbHbIE LuTonnasmaTnieckue aHtutena; C — KOMNOHEHTa KOMMIEMEHTA;
CD - knactep auddeperumaumm; CRP — C-peaktusHbii 6enok; ESR — ckopocTb oceaanus aputpouyutos; GCSF - rpaHynouuTapHbIi KOMOHECTUMYMMPYIOLLMIA
cbakTop; Ig — ummyHornobynuH; P — peBmaTounaHbIit chaktop.

3aLLTpKUXOBaHHbIE NONS: KOHCYMbTALMW C UMMYHONOTOM HaCcTOSTEMbHO PEKOMEHAYIOTCA.

TABJIMLIA 4. OCHOBHOW NPOTOKON ANl NABOPATOPHOIO ONPEAENEHWS CYBNONYNALMUA MUMOOLUTOB U UX
OYHKUUA

(a) onpenenntb abcontoTHoe Yucno cnegyrowmx Cy6I'IOI'IyJ'IF|Ll,VIl7I NUMEOLNTOB U CPaBHUTL pesynbraTbl C I'IO,EI,06paHHbIMVI no Bospa-
CTYy 3TaNnOHHbIMN 3HAYEHUAMU

CcD3* T-numdoumnTbl

CD3*/CD4* xennep-T-numdounTsl
CD3*/CD4*/CD27*/CD45RA* HavBHble xennep-T-nMmMgouUTbI
CD3*/CD8* uuToToKCHYeckme T-nMMaoumnThl
CD3*/HLA-DR* aKTMBMpOBaHHble T-NMMAOLNTbI
CD3*/TCR-ap*/CD4-/CD8 ‘Ay6nb-HeraTuBHble’ TCR-0.* KNETKM
CD3*/TCR-y8* TCR-y8* nogrpynna T-numdountos
CD19* or CD20* B-numdoumnThl
CD19*/CD27+/IgM-/IgD- B-kneTtku namaTtn

CD3/CD16* and/or CD56* HaTyparnbHble Kunmnepbl

(6) Onpenenuts nornotenve [*H]-TumuanHa (unu CFSE unm mapkepoB akT1BaLUm) U CPaBHWUTb Pe3ynbTaThbl C KOHTPOSILHOM rpyn-
NOMW, XenaTenbHO CONOCTaBUMOW NO BO3PacTy nocre CTumynsauumn mutoreHamm (Hanpumep ®rA, PMA * noHomuumHa, PWM)
Mcnonb3yiiTe MOHOKNOHanNbHbIe aHTuTena (Hanpumep, CD2 + CD28, CD3 + CD28)

AHTUreHbl (Hanpumep, ctonbHska, nocne sakunHaumu; PPD, kananga)

He 3abyabTe annoreHHble KneTku

YacTb (a) MoxeT ObITb BbIMOMHEHA BO MHOMMX BonbHMLUax, YacTb (6) BbINONHSAETCSA TONbKO B CreuuannsnpoBaHHbIX nabopaTtopusx.
[na npaBunbHON MHTEPNpPETaLMM Pe3ynsTaToB, COBETHI UMMYHOMOra-creyuanucta B 06nactm MMMyHoOAeUUUTOB U /Unn COTPYAHU-
4YeCTBO CO creuman13vpoBaHHo nabopatopuert HacTosTensHo pekomeHayetcs. CD — knactep auddepeHumpoku; CFSE — kap-
6okcudpnyopecuenHa cykunHuMmmann agup; HLA — yenoseyeckne nenkoumtapHble aHtureHbl; NK — HaTypanbHble kunnepsbl, PHA —
dutoremarrnoTMHnH; PMA — dpop6bon-mupuctat auetarta; PWM — pokeweed mutoreH; TCR — T-KneToYHbIN peLenTtop.

TABJINLA 5. MPOTOKON AnA ONPERENEHUA ®YHKLWX TrPAHYNOLMTOB

(a) OkucnuTEenbHBIV B3PbIB 1 NMPOTOYHAS LIUTOMETPUS

MpoTtoyHas untomeTpus ¢ ncnonb3osaHnem dihydrorhodamine (DHR)
HutpocuHero Tetpasonus Tect (HBT) co ctumynatopamu (PMA, LPS)
XemunioMmHecLeHumn Tect

MmmyHodeHoTunmpoBaHue (CD18, CD11b, sLeX, kindlin3)

(6) XemoTakcuc, cogepmMmMoe rpaHyn, 6akTepuarnbHbIi KUNMWHE, darountos
Mwurpauums Ha xemoatTpakTaHT (Hanpumep, fMLP)

MIMMYHOLIMTOXMMUSI COOEPXMMOTO rpaHyr, aneKTPOHHas MUKPOCKOMNUSE
BakTepranbHbIN KUNMWHT (Hanpumep, 30M0TUCTOro CTadUITOKOKKA)

darountos (Hanpumep, 3umo3saHa, FITC KOHbIOrMPOBaHHbIX NATEKCHbIX YacTuL)

YacTb (a) MOXeT ObITb BbINOMHEHA BO MHOMMX GonbHMLUAXx, YacTb (6) BbINOMHSAETCS TONbKO B CNeuuann3npoBaHHbIX nabopaTtopusix.
[ns npaBMIbHON MHTEPNPETaUMmn pe3ynsTaToB COTPYAHNYECTBO C MMMYHOMOMOM-CNeumManucTomM B 06nacTv nepBUYHbIX UIMMYHoZe-
UUUTOB U/MnK cneumanvanpoBaHHo nabopaTtopuel HacTosiTenbHo pekomeHayeTcsi. CD — knactep auddeperHumposku; FITC —
dnyopecueunH nsotnounanara; FMLP — dopmun-meTt-Leu-Phe, 6aktepuansHbin nentug; JINMC — nunononucaxapua, PMA — dop6on-
MuUpucTaT-aLeTar.
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Pasrnaluexve nHgopmasmm

He comepxuTt MmateprasioB, He MOIIEKAIINX Pa3IAIICHUIO.
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