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B HacTosiwee Bpemsi Hanbonee 3¢pdekTUBHBIM CMOCOBOM AMArHOCTMKM HACTEACTBEHHBIX AEPEKTOB UMMYHHOM CHCTEMBI SBISIETCS MOSTE-
KYASPHO-TEHETUYECKOE UCCNIEROBAHME, PE3YNbTAThl KOTOPOrO OLEHUBAKOTCS B COBOKYMHOCTM C AQHHBIMK KNMHWUKO-NABOPATOPHBIX MC-
CnegoBaHUMA.

Llenb: oueHka 4acTOThl M CNEKTPA PeAKMX BOPUAHTOB FEHOB, ACCOLMMPOBAHHBLIX C PA3BMTUEM NEPBUYHBIX MMMyHoaedbuumTos (ML), y
AEeTEN C PEKYPPEHTHBIMM MHDEKLMIMA.

Martepuans u metopbi: O6pasusl JHK 113 peteit ¢ pekyppeHTHbIMKM MHBEKLMSMIM NPOAHANM3UPOBAHBI METOAOM TAPTETHOrO BbICO-
KOMPOW3BOAMTESNILHOTO CEKBEHMPOBAHMS HA MPEAMET HaNUuMs MyTaumii B reHax [MALL

PesynbTaTel: naTOreHHble BAPMAHTLI, COOTBETCTBYIOWME NOTeHUmanbHOMy anartosy [, soisienetsl y 8% naupentos. Y 47,8% peteit
BbISIBNIEHbI BAPMAHTbI FEHOB, ACCOLMMUPOBAHHbIX C PA3BUTUEM AYTOBOCTIANUTENbHBIX 3060EBAHMIA.
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Currently, the most effective way to diagnose hereditary defects of the immune system is molecular genetic research, the results of which are evaluated in conjunc-
tion with the data of clinical and laboratory studies.

Aims of the sudy: to evaluate the frequency and spectrum of rare genetic variants associated with the development of primary immunodeficiency (PID) in children
with recurrent infections.

Materials and methods: DNA samples from 113 children with recurrent infections were analyzed by targeted multigene sequencing of 338 PID-associated genes.
Results: Pathogenic variants appropriate to the potential diagnosis of PID were identified in 8% of patients. Interestingly, 47.8% of children had variants associated
with auto-inflammatory disorders.
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M3yueHune NpuumMH peKyppPEHTHOrO TeYeHUs pec-  Mbl, HacuuTbiBatowas Gonee 400 HO30MOMMM, CBA3AHHBIX C

NUPATOPHBIX MHPEKLUMI KPAMHE AKTyanbHO, 4To obycnos-
NEeHO 3HAYMTENIbHbIM YMCIIOM [EeTei, OTHECEHHbIX K rpynne
4aCTO BONEIOWMX, O TAKXKE BLICOKMM PUCKOM XPOHM3ALMM
comaTuyeckoit (B nepsyto odepeab, JIOP) natonoruu B pe-
3ynbTATe PELMUAMBUPYIOLLETO TeYeHUs MHPEKLMOHHBIX 3a-
6onesannit [1]. TpuunHBl yNOpHOro peuManMBUMPOBAHMS
pecnMpaTopHoi nartonoriu MHoroobpasHsl. K HUM oTHO-
cSTCS anneprus, aHatomnueckue fedekTbl, BTOPUUHbIE MM-
MyHOLEDULMTHbIE COCTOSHUS, A TAKXKE NMepPBUYHbIE MMMY-
nogeduumntel [2]. Mepsuunbie ummyHogeduumtsl (MAL) —
3TO rpynna BPOXAEHHbIX 3060NEBAHMI MMMYHHOM cuCTe-

YTPATOM, YMEHbLIEHUEM MM HEMPABUIbHBIM PYHKLMUOHM-
POBAHMEM OFHOTO MMM Heckonbkux ee 3seHbes [3]. Panee
cumtanocs, yto M BcTpeyatotcs peko, OAHAKO, PesyIib-
TOTbl MPUMEHEHUS COBPEMEHHBIX METOAOB AMArHOCTMKM
CBMAETENbLCTBYIOT, YTO YOCTOTA STUX COCTOSIHMM CYLLECTBEH-
HO HepooueHueanack. Pacnpoctpanentocts ML, no-eu-
Aanmomy, coctaensiet He meree 1:10 000 poxaenni (1,4—
10,1 Ha 100 000 HosopoxaeHHsix) [4, 5]. Xota Tpagmnum-
OHHO K OCHOBHbIM nposineHusm ML otHocsTes Taxenslie
W/ Mnn HeOBBIMHO YACTbIE 3MM30AbI MHEKLMHA, KITMHMKA MO-
XET OCNOXHSITbCS PO3BUTMEM AYTOMMMYHHbIX 3abonesa-

AETCKUE UHOEKLIAU. 2021; 20(4) * DETSKIE INFEKTSIIFCHILDREN'S INFECTIONS. 2021; 20(4) 13
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HUM, a Takxe onyxoneit. B HacToswee spems Hanbonee
3¢ dekTMBHEIM CMOCOBOM  AMArHOCTUKM HACTEACTBEHHBIX
AebeKTOB IMMYHHOM CUCTEMBI SBNSETCS MONEKYNAPHO-TeHe-
TMYECKOe MUCCNEeAOBAHUE, Pe3ynbTaThl KOTOPOro OLEHMBA-
IOTCS B COBOKYMHOCTH C ACGHHBIMU KITMHUKO-NABOPATOPHBIX
uccneposanmit [5, 6, 7]. CoepemeHHble TexHONOMMM BhICO-
KOMPOW3BOAMTENLHOTO CEKBEHUPOBAHMS MO3BONSIOT OfHO-
MOMEHTHO MPOAHANU3NPOBAT KOAMPYIOLLYIKO MNOCIEA0BA-
TENbHOCTb BCEX M3BECTHbIX FEHOB, KOAMPYIOWMX GAKTOPbI
MMMYHHO# 3aWwTbl. B TO Xe Bpems, npeackasaHue nato-
FEHHOCTM BbIIBNIEHHOTO BAPWUAHTA HEPEAKO ABAAETCS TPYA-
HOM 3apauent. Pewenne Bonpoca o ceasu reHotTna u de-
HOTMNA MOAPA3YMEBAET UCMOMb3OBAHME CBEAEHMH, UMEIO-
WMXCA MexayHapopHbix 6a3 aaHHbix, Takux kak Online
Mendelian Inheritance in Man (OMIM), The Human Gene
Mutation Database (HGMD) u 1.n. BuisineHHbie BapuaHTbl
MOTyT BbiTb pOCLEHEHbI KK NATOrEHHbIE, TO €CTb CyLLecT-
BEHHO Hapylwaiouwue paboTy cooTseTcTeylowero 6enka,
MK KaK BOBPOKAYECTBEHHBIE. TAKXE BLIAENSIOT BAPUAHTSI
C HeusBecTHbIM 3HadveHnem (variant of unknown signifi-
cance (VUS), ogHo3HauHOS TPAKTOBKA NATOrEHHOCTH KOTO-
pbix HeBO3MOXHA. [lns noctanosku auarnosa MNI reqetu-
Yeckue AaHHbIe 06A3aTENBHO AOMXKHbI MHTEPNPETUPOBATLCS
C YYETOM KIIMHUYECKMX M NTABOPATOPHBIX AAHHBIX NALMEHTA
(8, 9, 10].

BoAbWKMHCTBO NepBUUYHBIX HACNEACTBEHHBIX MMMYHOAE-
buumMTOoB HaCNeRyOTCA NO peueccusHOMY Tuny (ayTocom-
HO-peLeccHBHOe HacneposaHue (ap). DTo osHauaerT, yTo
3060neBaH1e NPOABASETC KIMHUYECKM ML MPU HAUYWM
AByx «aedekTHbIX» anneneit (romosurotHoe cocTosHue)
WAK B CiyYae, KOTAQ MOBPEXAEHWE reHd, HOXOAALLErocs Ha
X-XpOMOCOMe, He KOMMNEHCUPYETCS 30 CHET FOMONOMMYHOTO

yyactka BTOpoi X-xpomocomsl (X-cuenneHHoe peueccus-
Hoe Hacnegosanue, XL). B HekoTopbix cnyuasx deHotmnu-
Yeckue 3¢PpdeKTbl MOTYT MPOSBASTLCS M Y TETEPO3UTOTHBIX
HocuTenen peueccueHbix annened. Hanpumep, reteposu-
OTHbIE POAMTENU feTei, BOMbHbIX MyKOBUCLIMAO3OM, MMe-
IOT MNOBbLILLUEHHYIO CKITOHHOCTb K 306OJ'IeBOHM9|M AblXAaTenb-
Hbix nytert [11]. B cnydae aytocomno-gomunantHoro (Afl)
HACNELOBAHMS FETEPO3UrOThI MOYTH BCETAA MMEIOT KITUHM-
YecKue NposBNEHUs 3a60NEBAHMS.

B HacTosiwee BpeMs COXPAHSETCS CYLIECTBEHHbIN pas-
PbIB MEXAY HAYYHBIMKM BOCTUXEHUAMM B 0BNACTH MoneKy-
NSAPHOM BMOMOTUM U TEHETUKM M PEAmbHOM MEAMLIMHCKOM
npaktukon. Ouarnos [N Hepepko ycraHaenmeaetcs ¢
MHOTONETHUM OMO3AAHMEM, OCOBEHHO B CAy4asX C yMe-
PEHHBIMW WMAW NETKUMM KIMHUYECKMMM NpOosiBneHuamn [2].
MccnepoBaHWe criekTpa v 4aCTOTbl MyTOLMM, NPUBOASLMX
K MEPBUYHBIM MMMYHOAEPULMTAM, NMPEACTABNSETCS KPAHe
QKTYANbHBIM /151 Pa3paboTku 3 deKTUBHBIX METOLOB AMAr-
HOCTWKM AaHHOM rpynnbl natonoruit [12]. Mpaktuyeckuit
MHTEPEC BbI3bIBAET BOMPOC O TOM, HACKOJIbKO BEPOSITHO Bbl-
SIBNIEHWE MATOrEHHbIX BAPWOHTOB, CCCOLMMPOBAHHBLIX C
paseutem [N, y peteit ¢ pekyppeHTHbBIMU MHPEKLMIMM,
He Bcerad GpOPMAsIbHO COOTBETCTBYIOLIMX KPUTEPUSAM MO-
AO3PEHMs HO HAMMYME NEPBUYHOTO MMMYHOZEdULMTA.

Llenbio pabotbl Bbiia OUEHKA YACTOTH M CreKTpa
PeaKMX BOPUAHTOB FrEHOB, ACCOLMMPOBAHHBIX C PA3BUTH-
em MMM, y poccuickunx peten ¢ pekyppeHTHbIMU MHPEK-
LMAMM.

MOTepVIGﬂbI n MmetTopgbl nccnepgoBaHus

B pamkax npoekTa no M3y4eHMio Yacto M anu-
TensHo Gonerowmx aeter BbiNo NPOBEAEHO MONEKynsp-

Tabauua 1. Peakne apuantsl reHos N, BbisiBneHHble y AETEN C PEKYPPEHTHBIMU MHPEKLMOHHBIMK 30601EBAHUAMM
Table 1. Rare variants of PID genes identified in children with recurrent infectious diseases

Accoumnnposantbii M leH, BapuaHT n  Tun HacnenoBaHms 3HaYeH1e BAPUAHTA
TNFRSF13B p.Cys104Arg 2 NATOreHHbINA
Oeduumt TACI ap/AL
TNFRSF13B p.Ala181Glu 2 MATOrEHHbIH
Hedunupt TRAF3 TRAF3 p.Arg118Trp 1 ALl NATOreHHbIM
AIRE p.Arg256Trp 1 VUS
AyTOUMMYHHQS MONMSHAOKPUHONATHS C ap/All
KQHAMAO3OM M SKTOAEPMANbHOI AMcTPOdMeR  AIRE p.Val301Met 1 P VUS
Oeduumr STAT5b STAT5B p.Trpb41* 1 AL BEPOSTHO NATOrEHHbI
AYTOMMMYHHLIA uMonpOnudepaTBHbi CASP10 p.lle406leu 1 AL NATOreHHbINA
cHHAPOM ¢ aedektom kacnasbl 10
Hedbuumt TIR3 TLR3 p.Leu297Val 1 ap/AL VUS
Hedbuumt TIR3 TLR3 p.Arg867GIn 1 ap/AL MATOrEHHbIN
Oeduumr C3 komnnemerTa C3p.Val555lle 1 ap/ALL VUS
Dedekr daktopa B/ Oedununt dakropa B CFB p.Lys533Arg 1 All/ap VUS
CARD?9 p.Glu9Lys
Heduunr CARDY FOMOSHIOTa 1 ap VUS
MBL2 p.Arg52Cys -
Jednupt MaHHO30CBA3BIBAIOLLETO NEKTUHA FOMOSHrOTa 1 ap MATOrEHHbIH
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Ho-reHeTMdYeckoe mccneposanme obpasuoe JHK 113 na-
uMeHTOB B Bo3pacTe oT 3 mecsues ao 17 net (cpeaHui Bos-
pact 5,2 % 0,4 ropa) c peKyppeHTHbIM TeueHunem
nHdekunn. M3 nux 40,7% petent cTpapanu ot exemecsy-
HbIX PECMMPATOPHbIX 3060NEBAHMI, MOBTOPHbLIE MHEBMO-
HUM pernctpuposanu y 7, 1%, peunamsupytoliee TeveHue
XpoHuyeckoro ToHaunamta (auruubl) — y 19,5%, senewus
XpoHuyeckoro ageHomauta — y 23,9%, peunamsupyiolpe
karapanbHble otTel — Yy 10,6%, rHoitHble otutel —y 8,8 %,
rHonHble cuHycutsl — y 8%. Y 27,4% peteit B aHamHese
MMENo MecTo MHbekuMoHHoe 3a60neBaHME, NepeHeceH-
HOE B TSXeNon popme: THOMHbIN MEHMHTOKOKKOBbIA MEHMH-
TUT M MEHWMHroKOKKUuemus — y 6,2%, THOMHbIMA MEHMHIUT
uHoM sTnonorun — y 2,6%, cencuc — y 1,8%, BupycHbii
MeHuHrosHuedpanmt — y 8,8%, kuweuHsle MHbEKUMM B Ts-
xenoi popme — y 5,3%; pecnupatopHble MHPeKLMM B Ts-
xenom popme — y 3,5%. Momumo storo, y 7% naumertos
AMArHOCTUPOBAHA APTPONATHA (PEAKTUBHbLIA QPTPUT WAM
undekumoHHo-annepruyeckuin aptpu), y 4,4% — peunau-
BUPYIOLLMI repneTmyeckui gepmatur, y 2,6% — peunamsm-
pytowmin ctomatnt, y 2,6% — apardoctuposara bonesHsb
Kpora. Manbumku cocrasnsinu 57,5%.

B kauectBe meTona MCCnesoBAHMS MCMONb3OBAHO TAP-
reTHoe MynbTUreHHoe cekseHuposarue Ha nnatdopme lllu-
mina; MeToauka aHanusa 6bina onucada paxee [12].
Mceneposarbl 338 reHos, CBA3GHHBIX C PA3BUTMEM MeEp-
BMYHBIX MMMyHOLEePULMTOB. Bcemn poautenamu (unu naum-
eHTamu ctapiue 15 neT COBMECTHO ¢ poanTensiM1) noanmu-
CAHO MHPOPMUPOBAHHOE [OBPOBONbHOE COMACKHE HA
y4acTue B UCCNefoBAHMM, 06pABOTKY IMUYHBIX AAHHbIX.

PesynbraTthl u ux obcyxpeHune

MaToreHHble/BEPOSTHO NATOrEHHbIE BAPUAHTHI
redos [, noTeHUMaNbHO COOTBETCTBYIOWME AMATHO3Y
NEPBUYHOTO MMMYHOLEDUUMTA, BbIsSBAEHB Y 9 naumeHToB
(8%) (tabn. 1). O6bpawaet Ha cebs BHUMAHME, 4TO GOnb-
WMHCTBO OBHAPYXEHHBIX MYTAUMM OTHOCATCS K HWU3KOMe-
HeTpanTHeIM. Ewe y 6 naumentos (5,3%) 6binn BhisBreHs

BOPMAHTbI C HEM3BECTHBIM KIMHMYECKMM 3HadeHnem (VUS)
(rabn. 1). ConocraeneHune AAHHbBIX MONEKYNSPHO-TEHETUYE-
CKOTO MUCCNEfOBAHUS C KIMHUYECKUMK M NIABOPATOPHbIMM
ACHHBIMM HE MO3BONSET OAHO3HAYHO YCTAHOBMTbL AMATHO3
MUL y GonbwuHcTBa M3 3TMX BonbHbix. K McknoueHnam
MOXHO OTHECTM BbISIBIEHNE TPAHKMPYIOLLEro BAPHUAHTA
STAT5B p.Trpb641% y naumeHTa ¢ HU3KOPOCHOCTHIO U pe-
KYPPEHTHBIMM PECTTMPATOPHBIMU MHPEKLMAMM, O TAKKE Bbl-
ssnenne annens TLR3 p.leu297Val y peberka, nepexec-
ero  repretMyecknit  MeHuHrosHuedpanut, 1 TLR3
p.-Arg867GlIn y peberka, nepeHecwero sHuedbanut He-
yTOUHEHHOW 3THonorMn. Kpome Toro, y ofHOro naumeHTa
MOATBEPXAEH AMATHO3 AEPULMTA MAHHO3OCBA3LIBAIOLLETO
6erka.

Y 14 (12,4%) nauneHToB C pekyppeHTHbIM TeYeHneM
MHPEKLMI BbISIBIIEHO rETEPO3UrOTHOE HOCHTENLCTBO BAPU-
QHTOB, OCCOLMMPOBAHHBIX C AYTOCOMHO-PELECCHUBHBIMM
nna (tabn. 2).

Y 54 (47,8%) peter c pekyppeHTHbIM TedeHneM MHdek-
LMOHHBIX 3060NEBAHMI BbISIBIEHO HOCMTENLCTBO BAPWAH-
TOB r€HOB, OCCOLMMPOBAHHBIX C AYTOBOCTANMUTENBHBIMU HA-
PYLUEHUAMM, M3 HUX Y ABYX AETEN BAPUAHTbI 2 TEHOB OFHO-
BpemeHHo (tabn. 3).

BonblIMHCTBO AeTeit ¢ peKyppPEHTHBIMU MHPEKLMSIMU He
MMEeT CepbesHbIX HACNEACTBEHHbIX AEPEKTOB MMMYHHOM
cuctembl [13]; BMecTe ¢ TeMm, KaK CBMAETENLCTBYIOT Nony-
YeHHble [AHHbIE MOJNIEKYNSPHO-TEHETUYECKOTO WUCCNENOBA-
HWSI, YOCTb MALMEHTOB MMEIOT MYTALMM, MOTEHLMAIIBHO COB-
mectumble ¢ guarHosom MM, Yacroe sbisBneHne ogHoro
MM HECKOMbKMX BOPWMAHTOB TEHOB, OCCOLMMPOBAHHBIX C
ML, y nauMeHToB C peKyppeHTHbIMU MHPEKLMSIMMA MOXKET
CBMAETENbCTBOBATE O BAMSAHWUM 3TUX BAPUAHTOB (MM MX
KOMBMHALMIM) HO UMMYHHYIO 3QLUMTY; AOKA3ATENLCTBO BO3-
MOXHOW CBA3M TpebyeT npoBefeHns TPYAOEMKMX PyHKLM-
OHQJIbHbIX MCCNIEeAOBAHMM.

Ocoboe BHMMAHWE cnepyeT OBPATUTL HO 3HAYUTENb-
Hyto ponio aeter (47,8%), y KOTOpbIX BbIBAEHbI BAPUAHTBI
B reHaX, CBA3CAHHbIX C GyTOBOCI'IGJ'IMTeHbeIMM HOpyLIJeHMﬂ-

Tabnuua 2. [eTep3nroTHoe HOCUTENBCTBO NATOTEHHBIX BAPUAHTOB FEHOB, ACCOLMUPOBAHHBIX C ayTocomHo-peleccuaHbimu [TUI, y neteit

C PEKYPPEHTHBIMU MHPEKLMIMM

Table 2. Heterzygous carriage of pathogenic variants of genes associated with autosomal recessive PIDs in children with recurrent infections

leH BAPUAHT Accounnposannbii MAT n
DCIREIC p.Ser520fs Oeduumnr DCLRE1C (Artemis) 1
p-Gly33Arg &

NBN p.Arg215Trp CuHopom Huiimeren 8
EPG5 p.GIn2204* Cungpom Vici Benepcerene peduumnta EPGS 1
BLM p.GIn548* Cunapom bnyma 1
FCN3 p.leu117fs Deduumt dukonuHa 3 1
MASP2 p.-Asp120Gly Deduumnt MBL-accoupmposanHas cepuHoras npoteasa-2 (MASP-2) 2
MPO p-Ala332Val HegmocratouHocTs Muenonepokcuaasel 1
IRAK4 p.GIn293* Hedunupnt IRAK4 1

Bcero 14
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Tabnuua 3. BapuaHTsl reHOB, ACCOLMMPOBAHHBIX C AyTOBOCMAM-
TeNbHLIMWA HOPYLUEHWUSMM, BbISBAEHHBIE Y AETEH C PEKYPPEHTHBIMM
MHEKLMAMM

Table 3. Variants of genes associated with autoinflammatory disor-
ders identified in children with recurrent infections

leH Bapuant
p-Leu504Phe &
NG p.Ser579Pro 1
p.Pro348Leu 1
p-Glué01Lys 1
p.Leu1007fs 6
p-Ala1006fs 1
p.Ala755Val 2
NOD2 p.Cly908Arg 1
p.Arg703Cys 1
p.Arg702Trp 2
p.Arg791Gln 2
p-GIn705Lys 5
NLRP3 p-Ser728Gly 2
p-Arg444His 1
p-Arg137His 2
p.Val200Met 1
NLRC4 p.Gly786Val 1
p.Lys695Arg 6
MEFV p-lle591Thr 1
p.Llys596Arg 1
p.Thr767lle 1
p.Pro369Ser 1
ST p.Asp266His 1
p-Asp384Gly 1
p.Arg723Glu 1
NIEEI p.Gln417Leu 1
p.Ala57Ser 1
p-Phe402Leu 2
p.Asp176His 2
CARD 14 p-Arg720His 1
p.Arg682Trp 1
TNFRSF1A p.Arg121 Gln 1
PSMB8 p.Thr74Ser 1
BCETO 56

mu. Cpean fietei, BOMEIOLMX EXEMECIUHO, TAKME BAPUAH-
Tbl BbISIBJIEHbI Y KOXAOTO BTOPOrO, OAHAKO TUMMUYHBIX KITMHM-
YECKMX YepT ayTOBOCMANMUTENbHbIX 3a60neBaHMin y 6orb-
WMHCTBA M3 HUX He perncTpupyetcs. M3BecTHO, 4TO B OCHO-
BE MATOreHe3a OyTOBOCMANMUTENbHBIX 3A60NEBAHMIA NeXMT

HApYyLWeHUE B3AUMOAENCTBUS PETYNSTOPOB BOCMANEHMS,
CMOHTOHHAS OKTMBALMS M MOAAEPXAHWE HEKOHTPONMpYye-
MOTO BOCMANEHUS B CUCTEME BPOXAEHHOrO WUMMYHMTETA,
OTCYTCTBME QYTOQHTUTEN M AHTUrEHCNeuMdpUIecknx T-num-
doumtos, runepnpopykums uxtepneikuna 1 [14]. B pabo-
e Deepti Verma u coast. (2012 r.) nokasaHo, 4to retepo-
surotHoe Hocutenscteo amnens  NLRP3  ¢c.2113C>A
p.GIn705Lys (nonMmopduam) accoummporaHo ¢ NoBbiLeH-
HbM copepxanrem mhtepnerkuna- 10 (IL-16), IL-18 1 TNF-a,
30BMCMMBIM OT Kkacnasel-1 W peuentopa IL-1 obpasom
[15]. Mpu 5TOM [AHHBI BOPUAHT HE PACLEHWUBAETCS B KO-
YecTBE MPUYMHBI CEMENHOro XONOLOBOrO CYTOBOCMANM-
TENBHOrO CMHAPOMA | TMNA MAK APYTUX AYTOBOCMANMUTENb-
HbIX 30601eBAHMA.

AytosocnanutensHsie sabonesanus (AB3) xapaktepu-
3yI0TCi OFPOMHBIM PA3HOOBPA3MEM MPOSIBIEHUM, MOPAXe-
HMEM PO3NIMYHBIX OPFAHOB WM CUCTEM, HEPEOKO TPYAHO OTM-
YUMBIX OT PACMPOCTPAHEHHbIX 3abonesanuit petei. [Mopa-
xeHust koxu npu AB3 cxopHbl ¢ atonMueckum fepMaTMTom
WK KPANUBHULEH, NOPAKEHUS CYCTABOB — C AYTOMMMYHHbI-
MM 30601EBAHUAMM MM PEAKTUBHBIMW APTPONATHSIMK, MOPA-
XKeHun4d )Ke]'ly,D,O"IHO-KMLIJe‘-IHOrO TpOKTO HEOTNINYUMBI OT KU-
WeYHbIX MHeKLMA 1nu ocTporo annexamumnta. OpHako no-
MMMO MUMMKPUM MOA PACNPOCTPAHEHHbIE HONE3HU [ETCKO-
ro Bospacta, AB3 4acto conpoBoXaaioTcs MOBbILIEHHOM
BOCMPUMMUMBOCTBIO K MHekumam. B paborte Koctuka
M.M. u coast. (2020 r.) nokasaHo, YTO NOBLILIEHHAS BOCH-
PUMMUYMBOCTb K KMLLEYHBIM U PECMIMPATOPHBIM MHPEKLMSIM,
onpenensemas Kak YacTble MM TSXENble TeYeHWs Moa-
TBEPXAEHHOM MHpeKumu, Tpebyiolme nApeHTepanbHOro
BBEAEHMS QHTMOMOTUKOB M rOCNUTANM3ALMM, Habnlopanacs
y 9/15 (60%) naunentos ¢ NLRP12-ces3aHHbIM ayTOBOC-
nanutensHbiM 3a6onesannem [16]. Accoumaums aytosoc-
NAnUTENbHBIX 3060MEBAHMI C MOBBILIEHHON BOCMIPUUMUMBO-
CTblO K MHPEKUMSM Bbina onMcaHa paHee y fuL, C CUHAPO-
MOM runepummyHornobynuHemmn D: 13 us 50-tn (26%)
5TUX MAUMEHTOB CTPAAANM PELMAMBUPYIOWMMK M/ unu Ta-
xenbimu nidekumamun [17]. B HacToswee Bpems natorewe-
TUYECKME MEXAHM3MbI HOPYLUEHUS UMMYHHOM 3ALMTHI Y JINLY
c AB3 HesicHbl.

Buisogbl

1. Y peteit ¢ pekyppeHTHbIM TeYeHUEM MHPEKLIMOHHBIX
306051€BAHMIM CO 3HAUYMTENBHOW YACTOTOM BhISIBASIOTCS Pef-
KM€ BOAPWOHTbI FEHOB, OACCOLMMPOBAHHBIX C PA3BUTMEM
ML, BMecTe ¢ TeM, PYHKLMOHANBHAS CBSI3b NOJOBHBIX BA-
PUCGHTOB C PUCKOM PA3BUTUSA PEKYPPEHTHBIX MHPEKLMH
TpebyeT pansbHemwero nayyenus. Hanbonee yacto obHa-
PYXMBAIUCb BAPUAHTbI FEHOB, CBSI3AHHBIX C AYTOBOCMAMM-
TensHLIMM HapyweHuamu (y 47,8%).

2. [NaToreHHble BAPUAHTBI, COOTBETCTBYIOLLME MOTEHLM-
anbHomy amarnosy [, sbisiBneHs nvwe y 9 naupeHTos
(8%). Mpu 3Tom cnepyeT ocobeHHO NoaYepKHYTh, 4TO GaKT
OBHAPYXEHMS MATOTEHHOTO BAPWAHTA ELLE HE MO3BONSET
FOBOPUTb O HAMYMM MEPBUYHOTO MMMYHOAEPULNTA U Tpe-
6yet TwarensHoro foobcnenosarus pebeHka, xenarenb-
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HO, B YC/IOBMAX CNeunann3npoBaAHHOIO MMMYHONIOTM4YECKO-
ro ctaunuoHapa.

3aknioyeHue

Y HebonbWOro NPoLeHTa MALMEHTOB C PeKyp-
PEHTHbIMMU MH¢eKL|,M$|MM MoryT 6bITb BbldBJIEeHbl reHeTn4ye-
ckue pedekTbl, coBmecTnmble ¢ guartosom M. B cessu ¢
5TMM BOXKHO OCBEAOMIIEHHOCTb BPAYEH PABMYHBIX CrELy-
QIIbHOCTEN B OTHOLUEHMM KiTHUYecknx ocobenHocTei ML
M BO3MOXHOCTEN MX anarHocTku. Kpome toro, obpaiiaet
HQ cebsi BHUMAHME BbICOKAS YOCTOTA BAPMAHTOB FEHOB, aC-
COLMMPOBAHHBIX C OYTOBOCMANEHUEM.

Pabota nopmepxara rpaitom PH® 20-45-1005
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