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AymosocnarumenvHole 3a6oneéanus (AB3) npedcmasastom coboil eemepoceHHYr0 epynny COCMOSHULL, NAMOeeHeMmU4ecKu CsI3aAHHbIX C
ducpeeyaayueil 8PONCOEHHO20 UMMYHUMEMA U KAUHUYECKU XAPAKMePU3YIOUUXCS NOBMOPAIOUUMUCS INU300aMU CMEPUNbHO20 80CNANCHUS 8
6081€HEHHBIX OP2AHAX NPU OMCYMCMEUU UHDEKYUU, atiepet U 8biCOKUX MUMPO8 UUPKYAUPYIOUUX AYMOAHMUMEN AUG0 aymopeaKmueHblx
T-kaemoxk. [lodasasiowee 6oavuuncmeo monoeeruvix AB3 (MAB3) conpososcdaromes KONCHbIMU GbICLINAHUAMU, 8APUAHM KOMOPbIX
00yCN06/1€H KOHKPEMHbIM 3a001€8AHUECM U 8 ONPEOCAeHHOU CMENeHU PA3IUMHBIMU NAMO2EHEMUMECKUMU MEXAHUSMAMU.

B nepsoii uacmu cmamou npedcmagaensl KOJCHbIE XapaKmepucmuku Haubonee yacmo ecmpeuarouuxcsi MAB3: cemelinoii cpeduzemHomopckoi
auxopaoku (Familial Mediterranean Fever, FMF), accouyuuposanHsix ¢ kpuonupunom nepuoduyeckux cunopomos (Cryopyrin-Associated
Periodic Syndromes, CAPS), nepuoduueckoeo cunopoma, accoyuuposanHo2o ¢ peuenmopom gakmopa Hekposa onyxoau (Tumor Necrosis
Factor Receptor-Associated Periodic Syndrome, TRAPS), nepuoduueckoeo cundopoma c eunepummynozrobysunemueti D / cunopoma degpuyuma
mesanonamrunaszwl (Periodic Syndrome with Hyperimmunoglobulinemia D / Mevalonate Kinase Deficiency, HIDS/MKD). Ilopaxcenue kocu
npu 3MUX 3a001€6AHUSX OMPANCAen CUCMEMHOe 80CNANCHUE, C8A3AHHOE C 2UNePnpOO0YKYUeil OCHOBHO20 NPOBOCNAAUMENbHO20 UUMOKUHA —
unmepnetikuna (MJI) 1P. [pu dpyeux AB3 (NLRC4-accoyuuposannoe aymosocnanumenvroe 3aboneséanue — NLRC4-Associated Autoinflammatory
Disease; depuyum anmaconucma peuenmopa HMJI36 — Deficiency of IL-36 Receptor Antagonist, DITRA) cumnmomamuka 3aeucum e
OCHOBHOM OM NOBBIUIEHUS YPOBHSA MAKUX yumokunos, kax MJI18, HJI36 u dp., a makice om akmuéayuu cueHaAbHblX nymei unmepghepona
(unmepgheporonamuu). Paznbie namoeenemuueckue mMexanuzmvl 00yCA08AUBAIOM PA3HO00paA3Ue KAUHUYECKUX (DeHOMUN08, 8 MOM yucie
KOJICHbIX NPOsAGAeHULl. SHAHUEe UX 0COOeHHOCmell noMo2aem npPogecmu NPABUAbHYIO0 OUASHOCMUKY, ceHemu4eckoe noomeepicoerue 0uazHosa,
0e3 KOMopo20o 6 COBPEMEHHBIX YCAOBUAX HEBO3MONICHO MOUHO UOCHMUDUUUPOBAMb IMU pedKe COCMOSAHUL, U n000Opams coomeemcmeyioujee
aeuerue. Ocobyr 6CnOMO2amenbHyo YyHKUU 8bINOAHAEN MOPPOL0UHECKOe UCCAe008AHUEe, KOMOPOe HeOOX0OUMO UCNONb306AMb 8 CLONCHBIX
01 OUaeHOCMUKU CUMYAUUSX.
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Skin involvement in classic monogenic autoinflammatory diseases. Part 1
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Beketova M.F., Sukhanina A. Yu.

V.A. Nasonova Research Institute of Rheumatology, Moscow
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Autoinflammatory diseases (A1Ds) represent a heterogeneous group of conditions pathogenetically associated with dysregulation of innate immunity
and clinically characterized by recurrent episodes of sterile inflammation in affected organs in the absence of infection, allergy, and high titers of
circulating autoantibodies or autoreactive T cells. The overwhelming majority of monogenic AIDs (mAIDs) are accompanied by skin rashes, the
type of which is determined by the specific disease and, to some extent, by differing pathogenetic mechanisms.

The first part of the article presents the cutaneous characteristics of the most common mAIDs: Familial Mediterranean fever (FMF), cryopyrin-
associated periodic syndromes (CAPS), tumor necrosis factor receptor-associated periodic syndrome (TRAPS), periodic syndrome with hyper-
immunoglobulinemia D / mevalonate kinase deficiency (HIDS/MKD). Skin involvement in these diseases reflects systemic inflammation
associated with hyperproduction of the key pro-inflammatory cytokine interleukin (IL)- 1B. In other AIDs, symptoms mainly depend on increased
levels of cytokines such as IL-18, IL-36, etc. (NLRC4-associated autoinflammatory disease; deficiency of the 1L-36 receptor antagonist —
DITRA), as well as activation of interferon signaling pathways (interferonopathies). Different pathogenetic mechanisms determine the diversity
of clinical phenotypes, including cutaneous manifestations. Knowledge of these features helps establishing a correct diagnosis, obtaining genetic
confirmation (without which accurate identification of these rare conditions is impossible today) and selecting appropriate therapy. Pathological
examination plays a special auxiliary role and should be used in diagnostically challenging situations.
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AyTtoBocnianurtesibHble 3a0ojeBaHust (AB3) npencrasisiior
0001 TETEPOTEHHYIO TPYIIITY COCTOSTHUIA, TATOTCHETUIECKH CBSI-
3aHHBIX C TUCPETYIISIINEH BPOXKICHHOTO UMMYHHUTETA Y KJIMHU -
YECKU XapaKTEePU3YIOLIUXCS TTOBTOPSIIOIIMMMCS STTU301aMU CTe-
PUJIBHOTO BOCMAJIEHUS B BOBJICUEHHBIX OpraHax Mpu OTCYTCTBUM
MHOEKINU, AJIJIEPTMU U BBICOKUMX TUTPOB LUPKYJIUPYIOLIMX ayTO-
AHTUTEJ WU ayTopeakTUBHbBIX T-kietok [1—3]. [laroreneTnueckue
MEXaHU3MBbl Pa3BUTHsI BOCTIAJIEHUS TPU PA3TUIHBIX TPYIIIIax
AB3 umeroT cBou ocobeHHOCTH. [1pH KimaccMuecKMX MOHOTEHHBIX
AB3 (MAB3), Takux Kak ceMeliHasl cpeIM3eMHOMOpPCKas JINXO-
panka (Familial Mediterranean Fever, FMF), kpuonupuH-acco-
LMHMpOBaHHbIE Tiepuoanyeckue cuHapomsbl (Cryopyrin-Associated
Periodic Syndromes, CAPS), nepuoauyeckuii 1uxopagouyHbIit
CHHIPOM, aCCOLIMMPOBAHHBIN ¢ MyTallMell reHa pelenTopa gpak-
Topa Hekposa omyxoiau (Tumor Necrosis Factor Receptor-
Associated Periodic Syndrome, TRAPS), nepronnyeckuii ciHIpom
¢ runepuMMyHoriooyauHemueit D / cunapoM aeduiimta MeBa-
JnoHatkuHasbl (Hyperimmunoglobulin D Syndrome / Mevalonate
Kinase Deficiency, HIDS/MKD) u ap., HaGII0mal0TCs KIMHU-
YecKUe MPOSIBJIEHMSI, OTPaXKalole CUCTEMHOE BoCTIaJieHre, 00-
YCJIOBJIEHHOE TUTIEPITPOYKIINEl OCHOBHOTO IPOBOCTIAJIUTETHHOTO
uutokuHa — uHTepieiikuna (UJI) 1p [4]. CumnToMaTuKa mnpu
npyrux AB3 (NLRC4-accollmipoBaHHOE ayTOBOCHAIUTEIbHOE
3aboneBaHue — NLRC4-Associated Autoinflammatory Disease;
nedunur anraronucra peuernropa MJI36 — Deficiency of IL-36
Receptor Antagonist, DITRA) TecHO cBsI3aHa C TOBBILLIEHUEM
yposust U118, NJ136 u np. Ilpu psne penxkux AB3, aktuBHO
M3YyYalolIXcs BO BCeM MUpPe, 00JIe3Hb pa3BUBAETCs BCACICTBHUE
aKTUBALlMM CUTHAJbHBIX MyTell MHTepdepoHa (MHTEep(hepoHO-
natuu). Pa3Hble myTu opMUpPOBaHUS BOCIIAJIEHUS ONPEACIISIOT
TOT WJIM UHOU (heHOTHTI OOJIC3HU.

Koxka — oguH 13 GOJBIINX OPTaHOB, BOBJIEKAEMBIX B TIATO-
JIorMueckuii mpouecc mpu MAB3. Hepenko mepBbsIM BpauoM, K
KOTOpOMY 0OpallaloTcsl 3a MOMOIIBIO MallMEHThI, CTAHOBUTCS
JIEPMATOJIOT WU aJJIEProor-uMMYHOJIOL. CreKTp KOXHBIX TTPO-
SIBJIGHUI MHOroo0paseH u 3aBUCUT OT ¢opMbl AB3, onucan B
MHOTOYMCIIEHHBIX TTyOJIMKAITUSIX KaK IePMaToJIOrOB, TaK 1 PeB-
marojioros |3, 5—11]. Ins psna AB3 (nanpumep, CAPS, FMF u
TRAPS) KoxXHbBI€ TTPOSIBIICHUS SIBISIOTCS BUSUTHON KapTOYKOM
M BXOJIST B IIepeueHb KJ1acCU(UKAIIMOHHBIX KpuTepues [12, 13].
Ilo naHHbIM IMTEPATYpPhl, OT 12 10 47% GONBHBIX ¢ OCHOBHBIMK
MAB3 nmenu KoxHble cuMnitoMbl. B. Monfort 1 coaBt. [6] Ha-
omonam 39% TakuX MaIMEeHTOB CPeny OOJBIION KOTOPTHI GOIBHBIX
(n=779) u3 peructpa JIR. Hanbosee yacTeiMut ObUTH pOKETIONOOHAST
apurema ripu FME, yprukapus ipu CAPS (75—89%), sputema u
niepuopouTanbHbIi otek py TRAPS. PazHooOpasue KImHU4YecKuXx,
B TOM YMCJIe KOXHBIX, MPOSIBICHUI OTYACTU OOYCJIOBJIEHO OCO-
OGEHHOCTSIMM TTATOT€HETUUECKUX MEXaHU3MOB.

Wwmerotes paznuunble Kiaccudukaiu MAB3 B 3aBucumocti
OT BoBJieueHMs Koxku. OmHa U3 HUX, TIpeJCTaBlIeHHas B paboTe
M.D. Kyawt Win Shwin u coasr. [14], BkitoyaeT 9 kateropuii:
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1) MakyomaIyjie3Hble BBICHITIAHUS WU BOCTIAJIUTEILHBIS
OJISILLIKM;

2) ypTUKapHasi ChIIb;

3) mycTyJe3Hble, MMOTEeHHBIE BHICHIMTAHUS WX HEUTPODUIb-
HBII 1epMaTo3;

4) MaHHWKYJTUT WU TTOIKOXHBIE Y3JIbI;

5) BaCKYJIUT WJIM BacKyJIONaTusI;

6) rurnepkeparos;

7) TUTIEpTIUTMEHTALIS,

8) OyJuIe3HOE TopakeHUE;

9) adTo3HOE MopaxeHue.

B psine kiaccudukarmii, B 3aBUCUMOCTH OT TIPeoOIaaalomiero
y4JacTusI B TIAaTOTeHe3e pa3HbIX IPOBOCTIAIUTEILHBIX METUATOPOB,
MeXaHU3MBI TTOPaXKEeHMS KOKY MTOAPA3IEIISTIOT Ha APYTHe TPYIIITHI
(Tabn. 1), HEKOTOpBIE U3 HUX OYIYT TMPENCTaBIEHBI B MEPBOU
yacTH Hallero odo3opa.

NJI1-00ycioBieHHbIe NEPUOANYECKHE JINXOPAT0YHbIE CHHIAPOMBI:
HeiiTpouibHas yprukapus. CAPS

B ocHoBe mHMbIamMMacoMariaTuii JeXUT aKTUBAILIMS Hel-
TPOUIOB — OCHOBHO# MATOTEHETUUECKIIT MEXaHU3M, CBSI3aHHBIT
¢ u30bITouHOI aKkcpeccueit MI1P. Kiaccuuyeckum mposiBieHueM
Y OTpaxkeHHEM 3TOTO MpoLiecca SIBJSIeTCs] KOXKHasi CUMITTOMATHKa,
o0o3Havyaemas Kak «HeiTpoduiabHas ypTukapus» [15]. UMeHHO
TaKUMMU TMPOSIBIICHUSIMU HauboJiee sipko xapaktepusytorcs CAPS.
OHu BBI3BaHBI MyTanueil B reHe NLRP3 ¢ ayTOCOMHO-IOMM-
HaHTHBIM HaCJIEIOBAHUEM U TPEICTABICHBI TPEMST M3BECTHBIMU
(beHoTunamu: ceMeHBIM XOJOLOBBIM AYyTOBOCTIATUTEIbHBIM
CUHAPOMOM / ceMeiiHoli xojomoBoii KpanuBHulieil (Familial
Cold Autoinflammatory Syndrome / Familial Cold Urticaria,
FCAS/FCU); cunapomom Makia—Yasuica (Muckle-Wells Synd-
rome, MWS) 1 XpoHUYeCKUM MJIAJIEHYECKMM HEPBHO-KOXHO-
APTUKYISIPHBIM CUHAPOMOM / XPOHUYECKUM MJIaJeHUYECKUM
MYJIBTUCUCTEMHBIM BOCIAIUTENbHBIM 3a0oeBaHuemM (Chronic
Infantile Onset Neurologic Cutneous Articular / Neonatal Onset
Multisystem Inflammatory Disease, CINCA/NOMID). B kiac-
cudukauun AB3 CAPS BkioueHa rpyrra 3a00jieBaHUi, KOTOPbIS
00BeIMHSIET CUCTEMHOE BOCTIAJIEHNE Y YPTUKAPHbBIE BBICHITTAHUS
[4]. Apyrumu niposiBieHussmu CAPS aBIsitoTCst TMX0OpaaKa, rjaas-
Hble CUMIITOMBI (KOHBIOHKTUBUT, YBEUT, KEPATUT), HEMPOCEH-
COpHasl TYyTOYXOCTb, MaTOJOTUsI LIEHTPAJIbHOI HEPBHOI CUCTEMbI
(IHC), cycraBoB [5, 10, 16, 17]. XapakTepHO MOBBIIICHUE
ypoBHs ocTpodazoBbix MapKepoB (COD, CPB, cbiBopoTOYHOTO
ammitonga A). Yacrora nmopaxkenust Koxu rmpu CAPS nocturaer
85—97% [6, 17], y 89% OGONBHBIX UMEIOTCSI YPTUKAPUU, ¥ 16—
26% — Makyonaiyse3Hble 2JeMeHThbI [17]. Bbichlmanus MOryT
Pa3BUTHCS B MIEPBbIE AHU MOCJE POXKICHUS U B AaJIbHEHIIEM pe-
uuauBupoBathb. Y mamueHtoB ¢ FCAS Huskas temriepaTtypa
OKPY>KalOIIIei cpeTbl BBI3bIBACT BOCTIAJINTEIbHBIC TPUCTYIIBI, KO-
TOpBIC MPOXOAAT B TeYeHUE HECKOJBKMX YacoB (10 24—48 4), B
TO BpeMsI KaK KpanuBHUIIA Yy TartmeHToB ¢ MWS 1 NOMID, kak
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MpaBUJIO, HE CBSI3aHA C XOJIOJAOM, TOSBISIETCS 0e3 BUINMBIX
MPUYMH U MOXET COINPOBOXIATh MAIIMEHTOB Ha TMPOTSIKEHUU
Bceit ku3HM. IlopaxkeHus1 KOXU HOCSIT MHTEPMUTTUPYIOLIMIA
MUTPUPYIOLINI XapaKTep, He OCTABIISIOT PYOIIOB; TECT C KyOMKOM
JIbIa OTPULIATENLHBINA. DTU BBICHITIAHUS TPYIHO OTIMYUTH OT
OOBIYHOI XOJIONOBOI KPanmMBHUIILI, KPAITUBHUIIBI OCTPOTO U
XPOHUYECKOTO TEYCHUSI B CBSI3U C OOJIBIIIMM BHEITHUM CXOICTBOM
(puc.1, a, 6). Ix Takke Ha3bIBAIOT «IICEBAOKPANIMBHUIIE» |5, 7,
14, 18], MOCKOJIBbKY MPU TUCTOJOTMYECKOM UCCICAOBAHUU, B OT-
JIMIUe OT UCTUHHOM KPaIMBHUIIBI, B JepMe BBISBISIOTCS He
TPUBBIYHBIE UTS AJJIEPTOJIOTOB MAacTOIIMTO3 U OTEK JEPMBI, a
MepUBACKYJISIpHASA ¥ MHTEPCTUIIMATbHAST HEUTpOGhUIbHAS BOC-
najuTeabHas MHGUIBTpauus (puc. 2, a, 6), KoTopasi TakKe IpH-
CYTCTBYET M B Apyrux opranax [3, 10, 15]. [ucronorunueckue us-
MEHEHMS SIUIEpMICca OTCYTCTBYIOT. B cocoukax aepMbl MOXHO
BUJETh JIETKMI OTeK KOXHW W pacIIUpeHue IMOBEPXHOCTHBIX
KOXXHBIX KAaTWIISIPOB 6€3 TPU3HAKOB BACKYJIOTIATUM WJIA BaCKY-
JiTa. [cTonornyeckue HaxoaKu HEUTPOMPMITBHBIX MH(PUIBTPATOB
B ITOpaXkeHHOM KOKe OTIIMYAIOTCST OT TAKOBBIX MPU KJIACCUUECKOIM
KparvBHMUIIE, PU KOTOPOI JTUMMOLIUTHI ¥ 303UHOMUIIBI SIBISIOTCS
npeobJaiaIIMMI BOCAIUTEIbHBIMU KJIeTKaMu |3, 14, 19—21].
Yacro Habaogaercs JEMKOUUTOKIA3Usl, HO (UOPUHOUIHBI
HEKpPO3 B CTEHKaX COCYIOB KOXHU BCETIa OTCYTCTBYET, UTO CITY>KUT
KJTI0YEeBBIM TTpu3HaKkoM Tipu auddepernmmanun CAPS ot ypTu-
KapHoOro BackyiauTta. KoxXHOro oreka, TMIWYHOTO CUMIITOMA
XPOHUUYECKOM CITOHTAHHOM KpanmuBHUIIbI, TaKXe HeT. st 000-
3HAYCHUSI TAKMX U3MEHEHM I MPEITOXEH TEPMUH «HEUTPODUIIb-
HBIIl yPTUKAPHBIIA IepMaTo3», OHAKO MOI00HAsT KapTUHA IPKCYINa
u cucrteMHoi kpacHoi BojsuaHke (CKB), u 6one3nu Crusia
B3pocibix (BCB) [3, 20—22]. [ToMoraroT IMarHoCTHKE OTCYTCTBHUE
3yJa M OTBETa Ha AHTUTMCTAMUHHBIE TIPETIapaThl, a TAKKe HATMINE
JIMXOPAJKU, APYTUX XapaKTePHBIX MTPOSIBJICHUI U 0cTpoha30BOit
BocnajauTeabHoi akTuBHOCTH. CAPS XapakTepusylorcs pacrpo-
CTpaHEHHBIMM BBICBIITAHUSIMUA, KOTOPBIE 3aTParuBaloT MPaKTH-
YeCKM BCE YYACTKM TYJIOBMINA, CHMMETPUYHBI, WHOT/IA YCUJIN-
BaIOTCS TIPU JIMXOPAAKE, TOJIOBHOM OOJIM U BRIPAXKEHHBIX O0IIIe-
KOHCTUTYLIMOHAJIbHBIX CUMITOMAaX (BSIJIOCTb, YTOMJISIEMOCTb,
CHIKEHUE paboTOCIIOCOOHOCTH). PeiKo BbIChINIAHUSI MOTYT OBbITh
JIMBEIOMOAOOHBIMU C aHHYJSIPHBIMM, 3PUTEMATO3HBIMU TPpU-
3HaKaMu. MiHoTIa Ha MecTe BBICHITIAaHWIA OCTAeTCsI TUTMEHTALIMS.
MoryT Takke OTMeUaThCsl JIEMEHTBI, TTOXOKNE Ha aHTMOOTEKU.
ITpu MophoTOTUIECKOM MCCICIOBAHNN OUOTITATOB BBISBIISICTCS
TMOBEPXHOCTHBI U TJIYOOKUI MEpUBACKYISIPHBIA CMEIIaHHbIN
BOCTHIAIUTENIbHBIN MHOUIBTPAT, COCTOSIIUIN U3 JUMMOIIUTOB,
HEeUTpo(UIOB U 203MHOGUIOB BMECTE ¢ HEUTPOMDUIBLHBIM K-
KPUHHBIM ruapaaeHuromM [19].

[MpuMepoM ypTUKapHOU 9K3aHTEMBI TAKKE MOXKET CITY>KUTh
penkoe MAB3 — FCAS, Bri3BaHHOe MyTaumeit reHe NLRPI2.
ITo nmposiBneHusiMm ono HanmomuHaeT FCAS, acconmmpoBaHHBII
¢ myTtaiueii B reHe NLRP3. [losBasitolecs: Ha KOPOTKOE BpeMst
(1o 24 4) ypTUKapHbIE BBICHITIAHMS COMTPOBOXKIAIOTCS JIMXOPAIKOIA,
apTPaITUSIMU, PEIKO TIOTepeii ciyXa, MOBBIIIEHUEM YPOBHST OCT-
podazoBbix Mapkepos [23, 24].

NJ118/NJI1-cBa3annbie AB3
B rpynny HeittpodunbHoi yprukapuu BxoauT NLRC4-ac-
COLIMMPOBAHHBII ayTOBOCHATUTENBbHBIN CUHIPOM, O0YCJIOBIEHHBII
mytauueit B rene NLRC4, KnuHuuyeckuii CUMITOMOKOMILIEKC
TIPENICTaBICH PeIMINBUPYIONTUMI aTakaMu (heOpUITbHOM JTMX0-
pamKy M CUCTEMHOTO BOCTIAJIEHUS (OTMEUAIOTCs TUIOX0E caMo-
YyBCTBHUE, PBOTA, AUApes), PELIUIUBUAPYIOIINM CUHIPOMOM aK-
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tuBalMK MakpodaroB (CAM), SHTEPOKOIUTOM (BOCTIAJIUTEILHOE
3a0ojieBaHMe KuleyHnka — B3K — co cBepxpaHHUM HayajaoMm).
Kunnueckast kapria CAM, o0ycioB/IcHHAss HEKOHTPOJIUPYEMOI
aKkTUBaIMeil Makpodaros, BKIOYAET MEPCUCTUPYIOIILYIO JIMXO-
pazaky, Bbicokue ypoBHU (pepputuHa, CPb, TpaHcamuHas, BbI-
paxeHHYI0 JTUMGbATeHOMaTHIO W TeraToCIUIEHOMETaINIo, TIep-
BOHAuaJbHO BBICOKYIO, a TTOTOM pe3ko manawiinyio COD, npo-
IPECCUPYIOILLYIO MAHLIUTONEHUIO, TUTIEPTPUTTULEPUAEMUIO, YBE-
JIMyeHue ypoBHs J1-arMepa, acCOLIMMPOBAHHBIE C MYJIETUOPraHHON
HEIOCTATOYHOCTHIO M BBICOKMM PUCKOM JIETATLHOTO MCXOJa.
[MatmenTsr ¢ NLRC4-acconmrpoBaHHBIM ayTOBOCITATTUTETHHBIM
CUHIPOMOM MMEIOT SKCTPEMaTbHO BBICOKUI ypoBeHb UJT18 o
CpaBHEHUIO ¢ OoMbHBIMU C ApyruMu AB3, Ha ¢GoHe KOTOpBIX
TakKe MOXeT pa3BuThbcsi CAM: I0BEHWIBHbIN apTPUT C CUCTEMHBIM
HauyajoMm, BCB. I1aTosorust KoKy NaTOreHeTUYECKHU TaKKe 00-
yCJIOBIIeHa TuTiepripoaykuyeii mutokuHoB MJT118/MUJT1. KoxHbie
nposiBieHrst NLRC4-acconmnpoBaHHOTO ayTOBOCTIATUTETHHOTO
3a0oseBanus, mporekatoniero ¢ CAM (NLRC4 Associated Mac-
rophage Activation Syndrome, NLRC4-MAS), MoryT Bapbupo-
BaThCSI ¥ BKJIIOYAIOT B Ce0s1 MUMOJIETHYIO ChIIb € iepMorpadu3mMomM
U JIMHEWHBIMY DPUTEMOITON0OHBIMHU dJIeMeHTaMu [25, 26], y na-
LIMEHTOB CO BTOPBIM (DEHOTUIIOM HAOJIIONAIOTCSI BHICHITTAHUST TTO
TUTTY KPATTUBHUIIBI M BCTTBIIITKY JIMXOPAIKH, TIPY STOM TIPOSIBIICHUST
CAM u sHTEepoKoJIHWTa OTCYTCTBYIOT [14, 27, 28]. ¥V omHux
OOJIBLHBIX CBITIb MOSIBIISIETCST HE TIPY KaXKIOl aTtake, y IPyTuX co-
XpaHsieTcsl TOCTOSIHHO, XapakTepu3syeTcs aAepmorpacduzmoM. [Tpu
TMCTOJIOTUYECKOM MCCJIEOBAHUM CIU3UCTON 000JI0YKM IBEHA-
MIIATUTIEPCTHON KUMKW BBISIBISTIOTCS] CMEIIAHHBIA BOCTIATM-
TebHBI WHOUIBTPAT B COOCTBEHHOU IIACTWHKE CIU3UCTON
000JI0YKM ¥ YMEHBIIIEHNE BOPCUH [25—27].

Tpu npyrux KiacCUUecKuX MepruoanYeCKUX JTMXOPATOUHBIX
cunapoma (TRAPS, FME HIDS/MKD) Takxke oTHOCSTCS K
WJI1-3aBUCHUMBIM 3a00JIeBaHUSIM, XapaKTEPU3YIOTCSI HECTIeLIM -
(buyeckMU MSITHUCTO-MAITY/IE3HBIMU BBICHITIAHUSMMU (CM. Tad.1).
OpmHaKO KaXIblid U3 3TUX CUHIPOMOB BCE K& MMEEeT CBOM CITe-
uUIecKue KOXXHbIE XapaKTepUCTUKH |[5].

FMF accounupoBaHa ¢ mytauusiMmu B rene MEFV ¢ ayto-
COMHO-PELIECCUBHBIM HACIeI0BAaHUEM, KOTOpPble MPUBOIST K
aKTUBAllMM MUPUHOBON MHGbIAMMACOMbI U M30BITOYHOI TMpO-
nykuuu WJT1P. 3a6oseBaHre BCTpevyaeTcs valle Apyrux rnepuo-
MTIEeCKUX JIMXOPAIOK, IPEUMYIIIECTBEHHO PETUCTPUPYETCS Y Ha-
POIIOB CPEAN3EMHOMOPCKOTO GacceiiHa 1 MPUJIETAIoNINX K HEMY
TEPPUTOPUIA. XapaKTepu3yeTcs KOPOTKUMH (10 72 4) TOBTOPHBIMU
BMU30AaMM JIMXOPaaKu, cepo3uTa (00Jb B XKUBOTE, TPYIH),
aptputa. ¥ 13,1% nanuenroB ¢ FMF oTMevaroTcst KOXHbBIE 13-
MeHenus, y 10,8—40% Bo BpeMs aTaKy BO3HUKAET POXKETIOA00HAsT
3puTEeMa, Jallle B 00JIACTU TOJIEHOCTOITHBIX, KOJIEHHBIX CYCTaBOB
(puc. 3), nHOT/IA HA JIUIIE U IPYTUX YACTSIX Tesia, KOTOpast CIIOH-
TaHHO Mcye3aet 3a 2—3 aHs |5, 15]. JlaHHbII CUMIITOM SIBISIETCS
(axkTopom pucka 6oJiee TSIKEI0ro TeUeHUsT 00JIE3HU, 3aBUCUT OT
3THUYECKOH NpuHamiexHocTu (21—46% typku, eBpeu, 3—8%
apaObl, apMsIHE) U aCCOLMUPYETCS ¢ YacToul MyTtauneit M694V.
YV 6onbHbix FMF MoryT ObITh Takke remopparudeckue (1,5—
5%), apUTEMaTO3HbIC, PO3EOJIe3HbIE, YPTUKAPHbBIC BBICHITAHUS
|7, 14, 17, 19]. FMF Hepenko coueTaeTcsi ¢ y3eJIKOBbIM IOJIU-
apTepuuToM U IgA-accoliMupoBaHHBIM BacKyauToM |7, 19]. MHo-
I71a OTMEYAeTCsT JIOKATM30BaHHbII MUTPUPYIOLINI OTEK B 001aCTH
JIIIA, Ter, PEKO BO3HUKAIOT IICOPUA30TIOI00HBIC BRICHITTAHMS,
y3enku. Mopdoornueckue N3MeHEHUsT B KOXKe TPeICTaBIeHbBI
OTEKOM JIEPMBI C TIEPUBACKYIISIPHON M MHTEPCTUIIMATBHON WH-
(unsrpanueii HeliTpodunramMu u auMmdbountamu |14, 28—30]. B
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SMUACPMUICE MOXHO HAOIIOIATh YMEPEH-
HBII TUTIEPKePaTo3 U akaHTo3 [14].

CyuectByeT Bropoii heHoTun MAB3,
aCCOLMMPOBAHHBIN C MyTallMUSIMU TeHa
MEFV, — nepuoanueckoe ayToBoCIaan-
TeJIbHOE 3a00JIeBaHNe C HEUTPOPMIBHBIM
nepmarosoM (Periodic Auto-inflammation
with Neutrophilic Dermatosis, PAAND)
¢ npeobagaHueM AepMaTOJIOrMYeCcKOi
CUMITTOMATUKU. 3a00JIeBaHUE UMEET ayTO-
COMHO-JIOMWHAHTHBIN MYTh Mepenadyn
(B ommmume ot knnaccudeckoit FMF), cBs-
3aHO C MYTallMSIMA BO BTOPOM 3K30HE
reHa, yaie Bcero p.S242R u p.E244S, u
BCTpeYaeTcsl B €BpOIeiicKOi U apabCKoi
noryssiuusx. JIe0roT 00bIMHO HaOTIoIaeTCst
B paHHeM JeTCKOM Bospacte. [lomumo
peuuauBupytolei muxopanku, PAAND
MPOSIBIISIETCS ITYCTYJIE3HBIMU aKHE, THOM -
HBIM TUAPAICHUTOM, TAHTPEHO3HOM MO~
JiepMueil 1 HEUTPOMPUIBHBIM MTaHHUKY-
suTtom [28].

TRAPS — allMeHTHI C 3TUM CUHAPO-
MOM XapaKTepU3yIOTCs PEIUINBUPYIOIEH
JINXOPAAKOiA, a0MOMUHAIILHOM 1 CYCTaBHOM
00J1bI0, APTPUTOM, TUIEBPUTOM, TIPUCTYTIBI
MHorAa HartoMuHatoT ataku ipu FME Ho,
B OTJIMYME OT MOCJIENHEH, MOTYT ITUThCS
OT OJTHOM JI0 HECKOJIbKUX Hellelb. PazButue
TRAPS cBs3aHO ¢ MyTarueii B reHe pe-
nenropa I Tma K hakTopy HeKpo3a OIyXOoJIr
o (TNFRSF1A), nyTh HacaenoBaHUs ayToO-
COMHO-IOMMHaHTHbIN. KinHuyeckue npo-
SIBJIEHUSI BKITIOYAIOT TaKXKe KOHbIOHKTUBMT,
MepuoOpOUTATBHBIN OTEK, peXe YBEUT U
nput. XapakrepHo rosbieHre COD, ypoB-
Hs1 CPB, ¢dubpuHoreHa m npyrux octpo-
(ha3oBbIX MapKEPOB, OCOOEHHO B MOMEHT
aTaku. AyToaHTUTesa (AaHTUHYKJIeApHBII
¢akTop, peBMaTOMAHBbIN (haKTOp, aHTU-
HEUTPOMWIbHBIE ITUTOTIA3MATUUECKIE aH-
TUTEJA U [IP.) OOBIYHO OTCYTCTBYIOT. KoKHbIE
aemenThbl Ipu TRAPS nmerorcs y 53—84%
GOJIbHBIX, 110 AaHHBbIM S. Hernandez-Ostiz u coasr. [19], — y 69—
87%. BecbMa XxapaKTepHBIi IIPU3HAK, KOTOPBIA BcTpedaetcs B 40%
HaOMoeHUT — OOJIE3HEHHbIE MUTPUPYIOLIUE SPUTEMBI, SIBJISIIO-
1mecst otpaxkeHueM dacrmuta (puc. 4, a, 6) [19]. brsika murpupyer
OT TIPOKCUMAJIBHBIX K TUCTATBHBIM OTHETaM, IepXkaTcs OT He-
CKOJIbKMX MUHYT 0 HECKOJIbKUX JHe#. PoxernomnooHast sputema
BcTpeyaeTcs paxe 4vaiie, yeM npu FMF (B 18—31% cayuaes), u
OTYACTU HATTOMUHAET MUTPUPYIOLLYIO dputemMy [31].

Pexxe oTMevaeTcst KpalmMBHULIA WA TeHepaM30BaHHas Ma-
KyJIoTamyJie3Hasl, 9pUTeMaTo3Hasl ChIlb, 3TH 2JIEMEHTHI MOTYT
CJIMBATHCS B KOJTBIIEBUIHBIE WJIM CEPITUTUHO3HBIE OJISIIIIKH, 9aCTO
OCTaBJISISI TIOCJIE ce0sT 3HAUUTEIbHBIE SKXUMO3bl. KoblieBUAHbIE
BbIchInaHMs1 XapakTepHbl 1151 TRAPS (puc. 4, 6, ¢) 1 BO3HUKAIOT
naxe vaiie, yem spureMa [32]. ITo panHbiM J. Oldham u H.J.
Lachmann [7], yactora nepuopOUTaIbHON 3pUTEMbl U OTEKa
BOKDYT IJ1a3 Bapbupyercst ot 9 no 62% (puc. 4, d, e). I1pu tucro-

Puc. 1. Koxrcnoie gvicoinanus npu CAPS: a —MWS; 6 — CINCA/NOMID
Fig. 1. Skin eruptions in CAPS: a — Muckle—Wells syndrome (MWS); b — chronic infantile
onset neurologic cutaneous articular / neonatal onset multisystem inflammatory

disease (CINCA/NOMID)’

Puc. 2. lucmonoeuueckas kapmuna npu CAPS: a, 6 — naommuiil HellmpopuavHblil nepusac-
KYAAPHbIIL U UHMEPCMUYUANbHBLE 60CNAAUMEAbHBLI UHDUALMPAm 0e3 NPU3HAKOE 8ACKYA0-
namuu uau 6acKyauma. B nopaxcennoil Koice 6bi518A510MCS HEUMPOPUAbHbIE
UHGUABMPaAmMbL, @ OMAUYUE OM KAACCUYECKOL KPanUugHUuLbl, NPU KOMopoi Aumgpoyumsl u
203UHOPUABL AGAIOMCS NPEOOAA0AIOUWUMU BOCHANUMEAbHbIMU KACMKAMU
Fig. 2. Histologic pattern in CAPS: a, b — dense neutrophilic perivascular and interstitial in-
[flammatory infiltrate without signs of vasculopathy or vasculitis. Neutrophilic infiltrates are
found in affected skin, in contrast to classic urticaria, in which lymphocytes and eosinophils

are the predominant inflammatory cells

JIOTUYECKOM UCCIIEIOBAHUU BBISIBIISTIOTCS TEPUBACKYJISIPHBIA MH-
TEePCTULIMATBHBIA MOHOHYKJICAPHBIN KJIETOUYHBIA WHQUIBTPAT,
yMepeHHasI TIepuBacKyJIsipHas TuMbonTapHass MHOWIBTpaIus,
4acTo B 00JTACTU OTEYHBIX COCOUKOB IepMbI. BcTpeuatoTes mepu-
BacKyJsipHble aeno3uthl C3 u C4 B nepme. MiMerorcs peakue co-
OOLLEHUsT O JIEHKOLIMTOKIACTUIECKOM BaCKYJIUTEe U PELUIUBU-
pytoiieM naHHuKyauTe [19]. ComyTcTByOIIME MUAITUMA TaKXkKe
HOCSIT MUTPUPYIOIIVI XapaKTep, 1, XOTsI 110 JAHHBIM MarHUTHO-
PE30HAHCHOI TOMOTpau B OCHOBE X JIEKUT MBIIIIETHBIN OTEK,
TIOCJIEYIONINE TUCTOIIOTUIECKIE VCCIeI0BAHUS TIPOIEMOHCTPU-
pOBaJIM CBSI3b C MOHOLIMUTAPHBIM (pactuurom |5, 11, 33, 34]. [Ipu
MOp(dOTOrMYeCcKOM UCCIIEI0BAHUU BbISIBIISIIOTCS BOCHATUTETbHBIN
UHOWIBTPAT, MPU3HAKY TAHHUKYINTA, (DaCLIMUT, TEPUBACKYIISIPHOE
XPOHMYECKOE BOocTiajieHue 6e3 MPU3HAKOB MUO3UTA.
HIDS/MKD — nepuonndeckuii CHHAPOM, OOYCTIOBICHHBIT
mytanueir B rene MVK ¢ ayToOCOMHO-pPEelleCCUBHBIM TUTIOM Ha-

'LIBeTHBIC PUCYHKU K 9TOI CTaThe MPEICTaBIeHbI Ha caiiTe XypHasa: https://mrj.ima-press.net/mrj
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Puc. 3. Poocenodobnas spumema npu FMF
Fig. 3. Erysipelas-like erythema in FMF

caenoBaHus. DTo OoJiee penkoe 3a00jIeBaHue, KOTOPOe
CBsI3aHO ¢ neUIIMTOM (hepMEHTa X0JIeCTePUHOBOTO 00-
MeHa MeBaJloHaTKMHa3bl. MiMeeTcst 1Ba OCHOBHBIX (be-
"oturta HIDS/MKD. TlepBoiit deHOTHTT — TSIXKeast
MEBaJIOHOBas allAypUsI, 00yCIOBICHHAS pE3KUM CHU-
JKEHUEM aKTUBHOCTH pepMeHTa. B mpakTke peBMaTo-
JIoTa yallle BCTpevyaeTcsl BTopoil (heHOTUI — KilacCHye-
ckuii HIDS, nporekatoniuii 6osiee 6yaronpusitHo. Jlst
3TOTO CUHIPOMA XapaKTepeH OYeHb paHHUH 1e0I0T, TH-
MUYHBIE aTaky IATCS 4—7 MHEW, CUMITOMEI, KpoMe
JINXOPAJKM, BKIIOYAIOT TaCTPOMHTECTUHAIbHBIE TTPO-
SIBJIEHMSI, B TOM YUCJIe aOIOMUHAIBHYIO 00JIb, IIEHHYIO
nuMmdaneHonaTrio, apThl Ha CAU3UCTOM 000IOUKE MO~
JIOCTU pTa, apTpairuu, muairuu |5, 35]. KoxHbie u3-
MeHeHUsT HabJTIomaloTcst 6oJiee YeM y IBYX TpeTeil ma-
ureHToB (73—87%), He ABIAAIOTCS CHEHUUUECKUMUI

st HIDS/MKD, BapbupytoTcst mpy IpUCTYTIax JINXO-
panku [6, 35]. B 24—39% ciyyaeB OHU UMEIOT BUJ Ma-
KYJIE3HBIX M MaKyJIomNarnyJe3HbIX 3JIEMEHTOB, MHOTIA
BO3ZHUKAIOT U OBICTPO MCYE3AIOT BO BpPEMsl MPUCTYMA.
OTMeUatoTCs U IPYTUE JJIEMEHTBI: pUTEMa, TIAITyJIbI, TTyp-
nypa 1 pexe — ypTUKapornoaoOHas Chirb [5, 7]. Takke MOryT Ha-
GJTFOIAThCST KOPETIOI0OHBIE, Y3eIKOBBIC U TeMOPPArnyeCKUe BbIChI-
naHust. AQThI BO pTy BO3HUKAIOT y 48—60% GOJIBHBIX, UTO GOJiee
4acTo, YeM MpU APYIUX MepUOANYECKUX JUXOpaaKax. 6exueTono-
JNOOHBIE 2IEMEHTBI HA TEHUTAIUSIX C U3bSI3BICHUSIMU WK O3 HUX
pasBuBatoTcs outu B 50% ciyuaes [5—7, 14, 35, 36]. Y vactu na-
unenroB ¢ HIDS/MKD onpenensiercs
MOBBILIEHHBII ypoBeHb IgD (mmostomy
JNAHHBI CUHAPOM €l Ha3bIBAIOT «TH-
neplgD-cuHapOMOM»), OTHAKO OH HE KOP-
pempyeT ¢ aKkTUBHOCTbIO 3a00sIeBaHUS 1
He UCTIOJIb3YeTCsT B HACTOSIIIEE BPEMST [UIst
OLIEHKM TsDKeCTU uin 3P deKTUBHOCTH
Tepanuu.

Bosee BbpaxxeHHbIC U3MEHEHUS Pa3-
BMBAIOTCSI TIPU MEBAJIOHOBOM allUIypUH,
OHM TIPEJICTaBICHbI PACTIPOCTPAHEHHBIMU
IPUTEMATO3HBIMU 3JIeMeHTaMu (puc. 5)

B OouonTaTax rnopaxeHHO KOXH BbI-
SIBJISIIOTCS. HaOyXaHWe SHIOTEeIUATbHbBIX
KJIeTOK, (MOPUHOMIHBIN HEKPO3 CTEHOK
COCY/IOB, a TAKXKe MEPUBACKYJISIPHBII Heli-
TPOPUIBHBIN U JTUMOOLUTAPHBINA WH-
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Puc. 5. Koocnovte usmenenus npu
HIDS/MKD: spumemamo3snsie, nanyies-
Hble 8bICINAHUS HA AA00OHAX
Fig. 5. Cutaneous changes in HIDS/MKD:
erythematous papular eruptions
on the palms

Puc. 4. Koxcnoie nposienenus npu TRAPS: a, 6 — spumema; 8, e — anyasapo-

n0000HbLe BbICHINAHUS, O, € — NePUOPOUMANbHYLIL OMeK
Fig. 4. Cutaneous manifestations in TRAPS: a, b — erythema;
¢, d — annular-like eruptions; e, f — periorbital edema

dusrpat. MTHOIIa MOXKHO YBUIETD JIEHKOLUMTOKIA3UIO M KAPTUHY
JIEWKOIMTOKIJIACTUIECKOTO BaCKyJIUTa. MeTomoM MpsIMOii pe-
K1Y UMMYHODITIOOPECIIEHITUY BISIBIISTIOTCSI TIEPUBACKYIISIPHBIE
omnoxenus IgD u C3 [14].

CymectByet u Tpetuii penorunn HIDS/MKD, uucro nep-
MaToJIOTUYECKUA, 6e3 MPU3HAKOB CCTEMHOI'O BOCIIAJIEHMSI, ac-
COLMMPOBaHHBIM ¢ MyTalusmu reHa MVK,
— MUCCEeMMHUPOBAHHBI TTOBEPXHOCTHBIN
TIOPOKEPATO3, UMEIOIINI ayTOCOMHO-I0-
MWHaAHTHBIH yTh Tiepenauu [37].

OTHOCHUTEIbHO HEOABHO OIMCAHO
HoBoe AB3, maToreHeTHuecku OJIM3KOE
Kk HIDS/MKD, — nebuuur 5-docdo-
MeBaJIOHATKMHA3BI, aCCOIIMUPOBAHHBIIM C
myTanueit rena PMVK ¢ ayrocoMHO-pe-
IIECCUBHBIM TIyTeM TIepeIayu, 1t KOTO-
pOro TakXKe XapaKTepHa KOXHasl CHUMII-
TOMAaTHKa B BUOE YPTUKAPOMOIOOHOI
coinu [38].

KoxHo-cau3ucTeie MposiBIeHUS,
BCTpeyalolyecs: Mpyu OCHOBHBIX MOHO-
TEHHBIX TEPUOIUUECKUX JTUXOpaaKax,
MpeACTaBIeHBI B Ta0. 2.
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Taommua 1. lepmaronornyeckue manudecramun MAB3 (amantuposano us [14])
Table 1. Dermatologic manifestations of monogenic autoinflammatory diseases (adapted from [14])

1. Hecnenuduyeckue nATHACTO-NAMY/I€3HbIE BHICHIMAHUS C TIOBTOPSIIOIMIMMKCS SMU301aMU JTMX0PAJIKU U a0IOMUHATBHOM 0011
(TIeproaInyecKie TMXOPaJOYHbIe CUHIPOMBbI)
TMoBTOpSIIONIMECS aTaKU JIMXOPAAKKM KOPOTKOTO TeueHus (<7 THei):
FMF
HIDS
TMoBTopsifoLIMECs aTaKu JUXOPAAKU JITTUTEIbHOIO TeueHus: (>7 aHeit):
TRAPS

2. Heiirpodunsnas yprukapus (CAPS)

TToBTopsifoLIMECs aTaKu JTUXOPaJAKU KOPOTKOTO TeueHus (<24 u):
CAPS/FCAS
CAPS/MWS

INocrosinHas cydheOpuIbHasT TMXOpaIKa:
CAPS/CINCA/NOMID
NLRC4-MAS

3. [Iycryne3nbie KOKHbIE BBICHIIAHUS U JMA30/IbI JHXOPATKH
A. WUJI1-accounmpoBaHHbIE MMOTEHHbIE HAPYIICHUS U CTEPUIIbHbIIT OCTEOMUEITHT:
DIRA
cuHapoM Mamxuaa
B. Yactruno MJI1-acconmupoBaHHbIC MMOTEHHBIC HAPYILICHMSI:
PAPA
HA20
C. lNuoreHHble HapylIeHUs, 00ycioBaeHHbIe He WJI1-1IMTOKMHOBOM TUCPEryJisiiiueit:
DITRA
CAMPS
VEO-IBD

4. Backynonarusi 1 NAHHAKYJIAT/TANOANCTPO(us
CANDLE/PRAAS

5. Backy.aonatusi M/WiM BaCKYJIUT C CETYATHIM JIMBEO
A. be3 3HauMMBbIX HapylleHuii co ctoponsl LIHC:

SAVI, unu STING-accounnpoBaHHas BaCKyJ10MaTus ¢ paHHUM Je0I0TOM
B. C mspxenbiMu HapyleHusiMu co ctopoHbl LIHC:

AGS

DADA2

SPENCDI

6. AB3 ¢ rpaHy/1eMaTO3HBIMH KOKHBIMH H3MEHEHNSIMH

A. Be3 3HauMMOro UMMyHOIe(DUIIUTA:
cuHapom biay

B. C pa3nuyHbIMU BapraHTaMi UMMYHOAE(UIINTA U 3HAYUTEIbHBIM MopaxkeHueM LIHC:
PLAID: unnympoBaHHast X0JIOMOM KparMBHUIIA /WU FpaHyJieMaTo3Hast ChIllb

7. JIpyrue ayToBOCHAIMTE/IbHbIE CHHIAPOMbI
LACC I- accoumupoBaHHasi MoHoreHHass BCB

IIpumeuanue. DIRA (Deficiency of Interleukin-1 Receptor Antagonist) — necduniut antaronucta pererniropa MJI1; PAPA (Pyogenic Sterile Arthritis, Pyo-
derma Gengrenosum and Acne Syndrome) — IMTMOr€HHbII CTEPUIbHBIN apTPUT, raHTpeHO3Has nuoaepMust U akHe-cuHapom; HA20 (Haploinsufficiency of
A20) — moHoreHHas (popma 6os1e3Hu bexuera; CAMPS (CARD14-Mediated Psoriasis) — MmoHoreHHast popma nicopuasa; VEO-1BD (Very Early Onset In-
flammatory Bowel Disease) — BocniajinTesibHOe 3a00sieBaHME KUIlIeyHMKa ¢ o4eHb paHHUM HayaiioM; CANDLE/PRAAS (Chronic Atypical Neutrophilic
Dermatitis with Lipodystrophy and Elevated Temperature Syndrome / Proteasome Associated Autoinflammatory Syndromes) — XpOHUUYECKHWIA aTUITUYHBII
HeUTpOhUIbHBIN 1€PMATO3 C JIUITOAUCTPOMUE 1 JIMXOPAKOI / TPOTEaCOM-aCCOLIMUPOBAaHHbIE ayToBOCTIaUTEIbHbIE CUHAPOMBI; SAVI (STING-Associ-
ated Vasculopathy with Onset in Infancy) — STING-acconmmpoBaHHast BacKynomnaTusi ¢ iediotom B miagenuectse; AGS (Aicardi-Goutinres Syndromes) —
Aiikapau—IyTeepec cunapoM; DADA?2 (Deficiency of Adenosine Deaminase 2) — cunipom aeduniura ageHosuHae3damuHasbl 2; SPENCDI (Spondyloen-
chondrodysplasia with Immune Dysregulation) — CHOHAMIO3HXOHAPOAMUCILIA3US ¢ UMMYHHOI nucperyssiiueii; PLAID (PLCG2-Associated Antibody De-
ficiency and Immune Dysregulation) — PLCG2-accoumupoBaHHbIi CUHAPOM JeULIMTa aHTUTES U UMMYHOI AMCPEryJIsiLuu.
I EEEEEEEEEEEEEEEE————

Ta6auua 2. KoxHo-cau3ucToie MaHudecTanuu npu ocHoBHbIX MAB3 (azantupoBano u3 [6])
Table 2. Mucocutaneous manifestations in major monogenic autoinflammatory diseases (adapted from [6])

IToka3arenn FMF CAPS TRAPS HIDS/MKD ]
ZKenckuit o 321 (51) 38 (56) 27 (60) 17 (51) 0,59
Bospacr, roasr, Me [25-i1; 75-it nmepueHTIN | 8 [4; 19] 17,5 [3; 37] 29 [12; 41,5] 10 [4; 30] <0,0001
KoxHble Manudecraumnmn 249 (39) 58 (85) 24 (53) 24 (73) <0,0001
VYprukapuu 8 (1) 51 (75) 2(4) 1(3) <0,0001
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IIpodoaxncenue maba. 2

ITokazarein FMF CAPS TRAPS HIDS/MKD p
MakyJiomnanyie3Hble BbICHITAHMS 6 (1) 11 (16) 6 (13) 8 (24) <0,0001
[ManbMorIaHTapHasE 3pUTeMa 1(1) 0 0 1(3) 0,11
Poxenono0Hast sputema 173 (27) 3(4) 14 (31) 2 (6) <0,0001
INepuopburanbHas spuremMa 3(1) 1(1) 4(9) 0 <0,01
IMaHHMKYIUT 0 1(1) 1(2) 0 0,04
AdTbI reHUTANTNIA 7 (1) 3(4) 0 2 (6) 0,03
AdTbI BO pTY 45(7) 14 (21) 4(9) 16 (48) <0,0001
V3noBaras aputemMa 5(1) 1(1) 0 0 0,72

IIpumeuanue. /laHHbIe TIpenCTaBIeHBI Kak n (%), eciiv He yKa3aHO WHave.
I EEEEEEEEEEEEEEEE————

3akiouenue

Takum 06pa3oM, KOXXHasi CHMITOMATHKa JOBOJBHO YacTO
BcTpeyvaeTcs: mpu MAB3, nHorna spiasiercs cneuudUuIHOn 11s
TeX WJIX UHBIX CUHAPOMOB U JUIs1 HEKOTOPBIX U3 HUX BKJIIOUEHA
B KPUTEPUU AUATHOCTUKU. Pa3Hble maToreHeTMYecKue Mexa-
HU3MBI 00YCIIOBIMBAIOT OCOOEHHOCTH KIIMHNYECKUX (heHOTHUTIOB,
B TOM YMCJie KOXHBIX MPOsIBIeHUN. 3HAHUE UX HEePeIKO
TMOMOTaeT MPaBWIbHON AUArHOCTUKE C FEHETUYECKUM TOJ-
TBEPKIEHUEM IMarHo3a, 0€3 Yero CEerojHst HeBO3MOXHa TOUHast
uaeHTUGUKALUS 3TUX PEIKUX COCTOSIHUI. Ocolyo BCIOMO-

raTeJbHYIO POJIb UrpaeT MOP(POJIOrnuyecKoe UccieoBaHue, KO-
TOpOE HEOOXOAMMO B AMATHOCTUYECKU CIOXHBIX ciydasix. He
clieayeT 3a0bIBaTh TAakKXKe, YTO KOXHBIC MPOSIBICHUS Y KOH-
KPETHOTO MallMeHTa MOTYT ObITh HE TOJIbKO oTpaxkeHueM MAB3,
HO M KOMOPOMIHOU IaToJIOTHeil, KoTopas TpeOyeT APYyroro
Moaxoaa K IMarHoCTUKe U Teparnuu. s mpaBUIbHON UHTEP-
MpeTalumny KOXHbIX M3MeHeHU# npu MAB3 HeoOxoaumo TecHoe
MEXIUCUUIUIMHAPHOE COTPYAHUUYECTBO Bpayeil pa3HbIX CIie-
LIMAJIbHOCTEM, BKJIIOYas A1epMaTOJIOTOB, UMMYHOJIOTOB aJliep-
roJIOTOB U JIp.
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