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CTABPONOAbLCKUMU rOCYAQPCTBEHHbIN MEAULLUHCKMA YHUBEPCUTET,
Poccuickas Peaepaums

Innate immunity defects
in the pediatric cohort of the Stavropol Region

Kozmova N. A., Barycheva L. Yu., Minasyan M. M.,

Kuznetsova V. V., Golubeva A. V., Apaguni K. A.

Stavropol State Medical University, Russian Federation

lMpoBeneHo NpocnekTBHOE HabnoaaTeNbHOe uccnenoBaHne 65 NauMeHToOB C BPOXAEHHbIMY AedekTaMmy UMMyHUTETA.
Y 87,7 % petei oTMeYanncb TaxXenble anu3onbl nHdekumin, cpean 53,8 % — comaTnyeckne 3abosieBaHns ¢ NOAMOPraHHbIM
nopaxeHnem. 3aMecTUTeNbHyO Tepanuio nonydann 38,5 % petein, TpaHcnaaHTaLMIo FreMOonoaTn4eckmx knetok — 20 %. Mo
CPaBHEHMIO CO 300POBbIMU PECMOHAEHTAMN MNAUVEHTbI C MEPBUYHBIMU UMMYHOAEDULMTAMU MPOLEMOHCTPUPOBANU CTaTU-
CTMYECKUN 3HAYMMOE CHUXEHME Ka4eCTBa XNSHN.

KnoyeBsbie cioBa: BPOXAEHHbIe ,qed)eKTbl nMMyHUTEeTa, Ka4eCTBO XU3HU, AeTu

The study implied a prospective observational study involving 65 patients featuring innate immune defects. 87.7 % of
the children had severe episodes of infections, while 53.8 % had somatic diseases with multiple organ damage. 38.5 %
of the children received replacement therapy, with another 20 % given hematopoietic cell transplantation. Compared to
healthy respondents, patients with primary immunodeficiencies were found to have a statistically significant decrease in
the overall life-quality score, as well as in the scores reflecting their physical, emotional, social well-being, and academic
performance.

Keywords: innate immune defects, quality of life, children
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BN - BpoxaeHHble AedeKTbl UMMYHUTETA
OHK - ne3okcmpunboHyknemHoBas Kucnorta
KWH - koMb1MHMpOBaHHas UMMyHHas HeAO0CTaTOYHOCTb

MAA - nepBUYHbIA UMMyHOAEDULNT
TKWH - Ts)xenas KOM6UHMpPOBaHHAsi UMMYHHasi HeAOCTaTOYHOCTb

reTeporeHHas rpynna reHeTudecku oGycrioB-

JIEHHbIX PAacCTPOWCTB, HacYUTbiBaloLLasa 6onee
500 3aboneBaHuii [1]. [leTu ¢ NepBUYHBIMU UMMY-
HopednumMTamMm nNoABEPXEHbl TSXeNbiM peunan-
BUPYIOLLMM, MNOTEHUUANIbHO WHBaANIMAU3UPYIOLLUM
MHPpeKUnaM, UMEIOT BbICOKUI PUCK ayTOUMMMYHHbIX,
annepruyeckmx, UMMYHOBOCHNaNUTesNbHbIX 3abone-
BaHMii, 3/10Ka4€CTBEHHbIX HOBOOOpPa30BaHUI U He-
BPOJIOrNY€CKNX OCJIOXXHEHMUIA.

McTuHHasa oueHka pacnpoctpaHeHHocTn BAW cywe-
CTBEHHO 3aTpyAHEHA 13-3a OTCYTCTBUS PErMOHANbHbIX U
HaLMOHANbHbIX PEFMCTPOB 1 NOTEHLMNANBHON CMEPTU A0
NOCTaHOBKM AmnarHo3a [2]. BBuay kKnnHMYeckom retepo-
FeHHOCTU, a TakXe HeAoCTaTO4HOW OCBEAOMJIEHHOCTU
Bpayen-neanaTpoB 1 Bpadvel obLer NpakTukn anarHo-
CTMKa NMepPBUYHBLIX UMMYHOAEDUUNTOB HEPeaKo 3adep-
XMBAETCH, YTO MPUBOAMT K MO3AHO HAYATOMY JIEHEHUIO
1 paHHen nHeanuausaunmm [3, 4]. O4eBMOHO, 4TO CcoBpe-
MEHHble MeTOoAbl Tepanuu, BKJoYas TPaHCMAaHTaumo
reMornoaTUYEeCKUX KNEeTOK, MPOoGUIakTUieckKnim rnpuem
AHTUMUKPOOBHKLIX CPencTs, UCMNONIb30BaHNE UMMYHOZOE-
NMPECCaHTOB M MOHOKJIOHAJIbHbIX @HTUTEN, CYLLLECTBEH-
HO YNyYLUMIM NOKa3aTeNn BbDKMBAEMOCTU MNALVEHTOB C
BW, ogHako MHOrMe U3 HUX UMeIoT P NoBOYHbIX ad-
dEKTOB, CEPLE3HO BIUSAIOLLNX HA KA4ECTBO XN3HU 60Jb-
HbIX [2, 5].

HecmoTpst Ha 6e3yCNOBHbIA NMPOrpPecc B NOHUMaHUK
MONEKYNSIPHO-FEHETUYECKMX N AMArHOCTMYECKMX acnek-
T0B BAW, OTCYTCTBYET BCECTOPOHHUIN aHann3 OTAelb-
HbIX CTPaH U PErMOHOB COCTOSAHNS 30,0POBbA N Ka4eCcTBa
XM3HU NALNEHTOB C NEPBUYHLIMU UMMYHOAedMUMTaAMMU,
4YTO 1 ONPEAENno Leb HACTOSLLEro NCCNeaoBaHus.

Llenb nccnenoBaHusa — oLeHKa COCTOSHUS 340P0Bbs
M Ka4yecTBa XWU3HW JeTell C BPOXAEHHbIMU aedekTamu
VIMMYHUTETA.

Martepuan n metoapbl. O6¢cnenoBaHbl 65 naumMeHToB
C BpOXAeHHbIMU aedekTaMmn nmmyHuteta (50 (76,9 %)
ManbunkoB, 15 (23,1 %) neBoyek), BKIIOYEHHbIX B 6a3y
OAHHbIX MNEPBUYHbIX UMMyHoAeduumToB CTaBpononb-
cKoro kpass um HaumoHanbHbin peructp MW Poccuu.
CpenHuii Bo3pacT 60nbHbIX coctaBun — 8,9+0,61 ropa.
OnarHo3 BepnduumpoBaH Ha OCHOBaHUN KPUTEPUEB,
pernaMeHTUpPoOBaHHbIX EBponerickum 06WecTBOM UM-
MyHopeduumnToB (ESID) n noatBepXxaeH AaHHbBIMU MO-
NeKynsipHO-reHeTn4Yeckoro ncenegosaHusa no Cexrepy,
MmeTomnoM NGS (Next-Generation Sequencing), a Takke B
pe3ynbTare NOIHO3K30MHOIO MM MOJIHOFEHOMHOI O CeK-
BeHnpoBaHusa OHK.

Pab6oTa BbiNonHeHa Ha 6al3e OEeTCKOW KpaeBOW Kin-
Huyeckol 6onbHULbI . CTtaBponons B nepuog ¢ 2019
no 2025 r. B an3sariHe NPOCNEKTUBHOIO HEMHTEPBEHLN-
OHHOro HabnopaTenbHOro mccnenoBaHus. ONPOCHUKU
PedsQL 4,0 Generic Core Scales [5] 3anonHsann getun
¢ BOWN n nx pogutenn Bo BpeEMS rocnuranusaumm uam
amOynaTopHOro OCMOTpa BpPayOM aeprosioroM-num-

Bpox(n,eHHble AedekTbl MMmmMmyHuteta (BAU) -

MyHonorom. OcyuwecTBieH aHanna 65 aHkeT poguTenen
n 54 - naumeHTtoB. KoHTponbHasa rpynna Bkatoyana 70
NnpakTU4eckn 300POBLIX AETEN U Obla SKBMBAJIEHTHOM
rpynne BAW no Bo3pacTty u nony.

MpoBegeHo uccnenoBaHne GU3NYECKOro U MCUX0-
coumanbHOro JOMEHOB 340P0Bbs. s OueHKN NHOeK-
LUMOHHOM 1 HeunHdeKUNoHHOW 3abosieBaeMoCcTy AeTei
OCYLLECTBNIEH aHanM3 MeaULMHCKOW [O0KyMeHTauuun
(ambynaTopHble KapTbl MNALMEHTOB, BbLIMUCKA U3 UCTO-
puin 6onesvn NbY3 CK «KAKB» n denepanbHbIX K-
HUK — OIBY «HMWL, ArOU nm. Om. Poravesa», PraQy
BO PHUMY um. H. WN. Muporoea). MNpu o6paboTke gaH-
HbIX YYUTbIBANNCb CEPbE3Hble 3NU30A4bl NHMEKLMOH-
HbIX MPOLLECCOB, Bk/OYas OakTepuanbHble WUHOEKLMN
JIOP-0opraHoB 1 Nerkux, KoXm n nogkoXHOM KneTtdyaTku,
nMM@aTUYecKmx y3noB, XeNnyao4yHO-KULLIEYHOro TpakTa,
noyek, a Takxe reHepann3oBaHHbIE BUPYCHblE MHDEK-
LMun, cencuc n octeommnennt. ViccnegosaHne ogo0bpeHo
aTnyeckum kommutetom GreOY BO C1TMY MuH3gpasa
Poccun.

[aHHble Obinn cTaTUucTUYeckn ob6paboTaHbl ¢ MOMO-
wbto naketa nporpamm SPSS 16,0 (IBM, CLLA). Yucno-
Bbl€ MepPeMEHHbIE MPOBEPEHbLI HA HOPMaJIbHOCThL pacnpe-
LeneHns 1 npencTaBsfieHbl B BUAE CPEeOHEr0 3HA4YEHNS U
CTaHOAPTHOrO OTKJIOHEHUS, KaTeropuasbHble NepemMeH-
Hble — B BUAE 4YaCTOThl M NpoLeHTa. [Jna cpaBHeEHUs ABYX
nokasatener n3 2 HeCBA3aHHbIX rPynn MUCMOb30BaNCs
HenapameTpuyecknin Kputepum MaHHa — YUTHu.

PesynbTatbl nobcyxaeHue. Y 12,3 % geteid, BKO-
YeHHbIX B UCC/Ie0BaHNE, YCTAHOB/EHA TsxXenas KomMou-
HMPOBaHHas MMMYyHHas HegocTaTodHOCTb (TKUH) mnnm
KOMOUHMPOBaHHbIN MMyHogeduunt (KMH), 35,4 % —
CUHOPOMAanbHbIA MMyHogeduunT, 15,4 % — HepocTa-
TOYHOCTb KonnyecTBa/PyHKUMUN HenTpodunos, 13,8 % —
nedekTbl npoaykumn antuten, 12,3 % — HapyweHus B
CUCTEME KOMMNEMEHTA, 4,6 % — NOIOMKM UIMMYHHOW pe-
rynsuum, 6,2 % — HeguddepeHuMpoBaHHbIN UMMYyHOLE-
duuunT. CpenHuin Bo3pacT MaHudecTaunm 3aboneBaHus
coctaBun 2,5+0,4 roga, Bpems OO yCTaHOBMEHUS Ama-
rHosa — 3,2+0,42 ropa. NMpenapaTbl BHYyTPUBEHHbIX/MOA-
KOXHbIX UMMYHOrno6ynuHoB nonyyanu 38,5 %, aHTnbak-
TepuanbHble 1 NpoTusorpmnbkosele cpeactea — 53,8 %,
MMMyHogenpeccaHTbl — 13,8 %, cTUMynaTopbl Neiiko- n
remonoasa 10,8 %. TpaHcnnaHTauuto CTBONIOBbLIX FEMO-
noatunyeckux knetok nepexunm 20,0 % (13) neten. NH-
BanMaamu AeTCTBa Ha MOMEHT aHKETMPOBAHUS NPU3Ha-
Hbl 90,8 % peTten.

B TeueHue 5 net HabnogeHus y 55,4 % petein Habnto-
nanocb 6onee 3 cepbe3HblX MHPEKLMOHHbIX 3abonea-
Huin, 32,3 % pebeHka nepeHecnu oauH UK ABa TAXENbIX
MHPEKUMOHHBIX npouecca. Hawmbonee pacnpocTtpa-
HEHHbIMWN ObINN HPEKLUMN DPOHXOB U nerkux (66,1 %),
NNOP-opraHoB (49,2 %), nonoctn pTa (23 %), a Takxe
XEenyao4yHo-KuweyHoro Tpakra (26,1 %), koxum n ee
npunaaTtkos (18,5 %). Y 40 % peten ¢ BAW, npenmyuie-
CTBEHHO NpW CUHAPOMAsbHbIX UMMYHOAePULMTAX, UMEe-
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NINCb VHBaNMAN3VPYIOLWME MNOPaXEHUS HEPBHOW CuUC-
Tembl, 15,4 % — nopokun cepaua, 16,9 % — aHAOKPUHONO-
rmyeckne paccrtpoictea, 44,6 % — aHemMun/TpPom6O-
umtoneHun, 10,8 % - 35n0kavyecTBeHHble HOBOOOpa-
30BaHUS. KOFHUTUBHBIN W UHTENNEeKTyanbHbll gedu-
umT onpenenanca B 15,4 % cnyyaes. B TeueHue roaa,
npeaLlwecTBOBaBLIEro aHKETUPOBAHUIO, B CTaLMOHApPHI,
Mo KpamHem mepe OAHOKPAaTHO, roCcnUTanM3npoBannChb
73,8 % peten. Ymepnn 3a Bpems nccnepgosanus 7,7 %
neten.

Mpun obcnenoBaHuu geteii ¢ BAW BbiiBNEHO CHUXeE-
HMEe BCEX OOMEHOB MX KAa4eCTBa XW3HU MO CPaBHEHUIO
CO 340pPOBbIMWU OETbMU, B TOM 4ucie pu3nyeckom ak-
TMBHOCTN — 61,9%4,77 n 94,5+0,72 6anna, p=0,0001,
amouuin/HacTpoeHma - 69,2+3,27 wn 89,8+1,97,
p=0,001, B3aMOOTHOLUEHU C APY3bSIMU N CBEPCTHU-
kamu — 75,9+3,53 n 93,9+0,98, p=0,01, ycnesaemocTu
B LUKoNe/metckom cany — 53,1+3,57 1 89,3+1,28 6anna,
p=0,001. HM3KMM NO CpaBHEHUIO CO 3A0POBbLIMU OETb-
MU Obin 1 o6LWKn BGann KavyecTBa XU3HU — 64,5+3,49 n
92,2+0,71, p=0,001.

Mpn aHann3e onpoca poauTeNeNr/onekyHOB MOsy-
YeHbl 3KBUBANIEHTHblE pe3ynbTaThbl, BkAYas @U3N-
yeckyo (60,2+4,40 n 89,4%+1,10 6anna, p=0,0001) un
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