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BBenenue

NMMyHOBOCIIanuTEIbHbIE 3200J1€BAaHUS CETOAHS pACCMATPUBAIOT KAK KOHTUHYYM,
IIPEIOJIAraOIINH CJI0XKHOE B3aUMOICHCTBUE HapYILIEHUH BPOXKAEHHOIO (ayTOBOCIIAJIEHUE) U
prOOPETEHHOTO (AyTOMMMYHHUTET) UIMMYHHOTO OTBETA. AYTOBOCIAUTEIBHBIE PEAKIHH
SIBJISIFOTCSI KJIFOUEBBIM (PaKTOPOM I1aTOT€HE3a MHOTOUHMCIEHHBIX, HO PEIKO BCTPEUYAIOIINXCS
MOHOTEHHBIX ayTOBOCHAIUTEIbHBIX 3a001€BaHUI U HEKOTOPBIX MOJIMIEHHBIX 00JIe3HEN (TaKkuX
Kak 0oJe3Hp CTHIUIA B3POCTBIX WIIA UANOTIATHYCCKUN PEeUANBUPYIOIINUN TIEPUKAPIHT).
[IpennonaraTe ayToBOCHAIUTENbHOE 3a00JI€EBaHUE CIIEAYET IPU HAJTUUYNUU KIIMHUYECKUX (TIpex/ie
BCET0 JIMXOPAJKK) U JJabopaTtopHbIxX (nossiieHrne COD u conepxanus C-peakTUBHOTO Oelika,
HENUTPODUIbHBIN JTEHKOLNUTO3) MIPU3HAKOB BOCHAJIEHUS, KOTOPbIE HENb3sI OOBSICHUTD IPYTUMHU
0oJsiee yaCTbIMU IPUUMHAMH, TAKUMH KaK MH(PEKIUY, 37I0KaYeCTBEHHbIE HOBOOOPa30BaHUs WIH
ayTOMMMYHHBIE 3a00s1eBaHus. J{1s1 MHOTHX Yallle BCTPEYaroIUXCsl MOHOT€HHBIX
ayTOBOCHAJIUTENIbHBIX 3a00JI€EBaHNM, TAKUX KaK Iepuoanyeckas 601e3Hb WM KPUOTIMPHUH-
aCCOLIMMPOBAHHBIN MEPUOINYECKII CUHIPOM, XapaKTEPHbBI IPUCTYIIbI JINXOPAIKH,
COIMPOBOXKIAIOIIEHCS JPYTUMH KIMHUYECKUMHU CUMIITOMaMH, KOTOPbIE HAUMHAIOTCS B AETCKOM
WJIM TIOJPOCTKOBOM BO3pAacTe U MOTYT IPOXOIUTH CAMOCTOATENbHO. B yacTu ciyuaeB cxoHbIe
MPOSIBJIEHUSI HAOIOJAI0TCS Y POJCTBEHHUKOB Mpobana. OiHAaKoO MpH BCEX
ayTOBOCHAJIUTENIbHBIX 3a00JIEBaHUAX BO3MOYKHO MOSIBJICHUE CUMIITOMOB B 3PEJIOM WJIM JJaKe
MO’KUJIOM BO3pACTe U XPOHUUECKOE/PEIIAUBUPYIOIIEe TeUeHNE O3 CTEPEOTUITHBIX TPUCTYIIOB.
B penxux cinydasx “mepBbIM’’ MPOSBICHUEM, 3aCTABIISIIONTAM 00CYX/1aTh TUarHO3
ayTOBOCTAJIMTEILHOTO 3a00JIeBaHMs, OKa3bIBaeTCsa A A-aMIJIONUI03 € TIopaxeHneM mnovek. [Ipu
HACJIeICTBEHHBIX 3a00JICBaHUSIX Ba)KHOE 3HAYEHUE B TUArHOCTUKE UMEET MOJIEKYJISIPHO -
reHeTHYecKoe uccienaonanue. [1-4].

OBIIUE CBEIEHUSA

B 1999 r. Michael McDermott u Daniel Kastner mpeanoxunu TepMHH “ayToBOCHaTCHHE™ s
0003Ha4YeHUsI TPYMIIbl 3a00JI€BaHUN, XapaKTEPU3YIOIIUXCS IEPUOINIECKIM Pa3BUTHEM
JIOKAJIM30BAHHOTO WJIM CUCTEMHOIO BOCHAJIEHUS IPU OTCYTCTBUMBKAKUX-JINOO 3THOJIOTUYECKUX
(hakTOpOB M ayTOMMMYHHBIX HApyIIEHUH (ayTOAHTUTEI U ayTOPeaKTUBHBIX JTuMdoI1mToB) [1]. B
OTJINYHME OThayTOMMMYHHBIX 3a00JI€BaHUIl, FeHe3 KOTOPBIXbCBSA3AH C ayToarpeccuei
aIalITUBHOTO (MPUOOPETEHHOTO) TYMOPAILHOTO WM KIETOYHOTObUMMYHHUTETA, KIIFOYEBYIO POJIb
B [1aTOT€HE3€bayTOBOCHANINTEIBHBIX 3a001€BaHUI UTPAIOTHIEHETHUECKU ETEPMUHUPOBAHHBIC
HapYIICHUSbBPOKACHHOTO UMMYHHUTETa. [lepBOHaYaIbHO KB3TOM IPYyIIIe OTHOCHIN HECKOJIBKO
PEAKMXbMOHOTEHHBIX 3a00JI€BaHUM (HACIEICTBEHHBIX MEPUOUUECKUX BOCTIATUTENIbHBIX
CHUH/IPOMOB), OOYCJIOBJICHHBIX MYTAIlUsIMU OTIPEACTICHHBIX T€HOB, TAKUX KaK MepUOIndecKas
00J1e3Hb (ceMeiiHas CpeTu3eMHOMOPCKas TUX0PAIKa), CHHIPOM HEAOCTATOYHOCTH
MeBaJloOHaTKHHA3BI (TunepummyHoraoOynunemus: D; HIDS/MKD), nepuoanyueckuii CHHAPOM,
acCOILMMPOBAHHBIN ¢ perienropoM ¢akTopa Hekposa omyxosu (TNF receptor associated periodic
syndrome — TRAPS), kpuonupHH-accolnUpoBanHbIil nepuoandeckuii cuaapom (CAPS),
OJIHAKO Ha MPOTSKEHUU MOCIIEIHETO JECITUIIETUS KOJIMUECTBO N3BECTHBIX
ayTOBOCHAIUTENbHBIX 3a00JI€BaHUI HETIPEPHIBHO YBETMUMBAJIOCh Ha (JOHE BHEApEHUs Oojiee
COBEPUICHHBIX METOJ0B MOJIEKYIIIPHO-T€HETHUYECKOTO NCCIIEIOBAHNS B KIIMHUYECKYIO ITPAKTHUKY.

MexaHu3MBbl Pa3BUTHS ayTOBOCHATUTEIbHBIX 3a00JI€BaHHUM CI0KHbBIE U HEOJHOPOAHBIE, TAK KaK
MYyTaIM1 T€HOB MOT'YT BBI3bIBATh MATOJIOTMYECKHE U3MEHEHHS Ha pa3HbIX YPOBHSIX
BOCHAJIMTEIHHOTO OTBETA, BKJIIOUasi (PYHKIUIO PELENTOPOB, Nepeady CUrHaIa Win

s exTopHbIe MEXaHU3MbI BocniasieHus [2]. Hanpumep, i nHpraMmmacomanatiii xapakrepHa



HEKOHTPOJIMpyeMasi aKTUBALUS MH(PIaMMaCOMBI — KPYITHOTO MOJIEKYJISIPHOTO KOMILJIEKCa,
oOpa3yrorerocsi B Makpodarax u HeUTpo(duaax U B OOBIYHBIX YCIOBUSX 00€CIIEYHBAIOIIECTO
3alIUTY OT Yy)KEPOIHBIX MUKPOOPraHU3MOB, PEXKAE Bcero, OakTepuii. B cocra
nH(pIaMMacOMBI BXOJUT IIpoKacmasa-1, mpeBpalaromascs B Kacnasy-1, KoTopast BbI3bIBaCT
akTuBaIuio u cekpeunto naTepnerikuna (UJI)-1 u WI-18, obnagaronmx MouHo
MIPOBOCTIAIMTEIBHON aKTUBHOCTHIO [3]. [IpyyrHaMu MOHOT€HHBIX ayTOBOCIATHTEIBHBIX
3a00JIeBaHMd MOT'YT OBITh TaKKe akTHBams saepHoro ¢akropa (NF) kB, moBsimennas
cekpenus naTepdeponos | Tuma, HapymeHne 0Opa3o0BaHNs AHTATOHUCTOB YHIOTCHHBIX
UTOKWHOB, MyTAaIlMX T€HOB BHYTPUKIETOUHBIX NOD2-penentopoB u qpyriue MexaHu3MBbl.

[Ipu HEKOTOPBIX ayTOBOCHAIUTENBHBIX 3a00JIEBAHUAX, B UaCTHOCTHU 00s1e3HM CTHIIIA B3POCIBIX
WM peUUANBUPYIOIIEM NTEpUKAPANTE, TIEPBUYHBIN T€HETUYECKHUH 1e(DeKT HE YCTAaHOBJIEH WIH
OTCYTCTBYET, B CBSI3U C YEM MX CUMTAIOT IOJUTE€HHBIMHU. KOJIMUECTBO N3BECTHBIX MOHOTEHHBIX
ayTOBOCHAJIUTENIbHBIX 3a00JI€BaHNN UCUUCISETCS] HECKOJIBKUMU ecaTKaMu. Bece oM
BCTPEUAIOTCS PENIKO, OJIHAKO ayTOBOCIAJICHHE UMEET BaXKHOE 3HaUEHHE U B ITaTOreHese bosee
pacnpoCTpaHEHHBIX BOCTIAJUTENbHBIX 3a00JI€BaHUH, TAKUX KaK MOJarpu4ecKuil apTpur,
CHOHIMJIOAPTPUT, BOCHIAIUTEIbHBIE 3200JI€BaHUS KUIIIEUHUKA U JP.

YuuTeiBas pe3yabTaThl TCHETHYECKUX UCCIEAOBAHUHN U N3YYCHHUS MEXaHU3MOB TUCHYHKITNH
BPOKJICHHOTO MMMYHHUTETA, IEPBOHAYAILHO ayTOBOCIIATUTEIbHBIC 3a00I€BaHNUS
MPOTUBOTIOCTABIISIIA AyTOUMMYHHBIM 3200JI€BaHUSAM, XapaKTEPU3YIONTUMCS HAPYIIICHHUSIM
aganTUBHOTO MMMYyHUTETA [4]. OHAKO CETOHS UMMYHOBOCTIAIMTEIBHBIE 3a00JICBAHIS
paccMaTpuBaloT CKOpee Kak KOHTHHYYM, MIPeIoJiaratolinii CJI0KHOe B3aUMOJIeiCTBIE
BPOKJIEHHOTO U MPUOOPETEHHOT0 HMMYHHOT'O OTBETA U, COOTBETCTBEHHO, MpeobiaiaHue Tex
WJIM UHBIX HapyleHu [5,6]. 9To 03Ha4YaeT, YTO ayTOBOCTAIMTENbHBIE PEAKIIMH SBIISIOTCS
KITIOYEBBIM (PAKTOPOM IMaTOT€HEe3a MOHOTEHHBIX ayTOBOCIAIUTEIbHBIX 3a00J1€BaHM, KOTOpBIE
HaXOJATCSl Ha OJJHOM KOHIIE 3TOTO CIIEKTPa, HO MPUHUMAIOT y4acTHE U B Pa3BUTUU
KJIACCHYECKUX ayTOMMMYHHBIX 3a00JIeBaHUM, TAKUX KaK pEeBMAaTOUAHBIN apTPUT, CUCTEMHAs
KkpacHas Bosiuanka win AHI[A-acconnupoBannbie BackynuThl (puc. 1) [7,8].

BOIIPOCHI AZMAT'HOCTUKH

Kak ykaszaHo BbIllle, ayTOBOCTIATUTEIIPHBIMHA CYUTAIOT HE TOJIBKO Op(aHHBIC HACIICACTBEHHBIC
3a00J1€BaHUsI, HO U TI0JIarPy, BOCHIAIUTENIbHBIC 3a00JICBaHUs KHIICYHUKA WJIM aHKUJIO3UPYIOITUI
CHOHJIMJINT, 0OCYXAEHHE KOTOPHIX BHIXOJHUT 32 paMKU HacToswIei craTbu. COOTBETCTBEHHO,
HIDKE PacCMaTPHUBAIOTCS MOIXObI K JMATHOCTHKE U AU depeHIInaTIbHON JMAarHOCTUKE TOJIBKO
HEKOTOPBIX MOHOTE€HHBIX U TIOJUT€HHBIX CHCTEMHBIX ayTOBOCHAIUTENBHBIX 3a00I€BaHHI.
Pacnio3naBanue ux, na)ke Mpu HAIMYWK TUITHYHBIX CHMITTOMOB, HEPEIKO MPEICTaBISAET
TPYAHOCTHU B CHITY HU3KOH MH(POPMUPOBAHHOCTH Bpaue o peAKnX 3a001eBaHMIX B LIEJIOM U
MOJIMMOP(PHOCTH KIMHUYECKUX MPOSIBICHUNA. B CBSA3M ¢ 3THM TUarHo3 ayToBOCIATUTEIbHBIX
3a00JIeBaHMIf YaCTO YCTAHABIMBAIOT C OOJBIINM OMO3/IaHUEM, HHOT 1A CITYCTS A€CATUIICTHS
MocJie MosABJIEHUS NepBbIX cuMntomoB. Hanpumep, cpean 1049 nanueHToB ¢ pa3auyHbIMU
MOHOTEHHBIMU ayTOBOCTIATUTENbHBIMH 32a00I€BaHUSIMH, BKIIFOUEHHBIX B MEXTyHAPOTHBIH
peructp Eurofever, Mmenuana cpoka ot Hauana 00JIe3HH IO YCTAaHOBJICHHSI IMarHO3a COCTaBUIIa
7,3 rona (ot 0,3 10 76 neT), XOTs aBTOPbl OTMETHIIM CHHKEHHUE 3TOTO MOKA3aTelis B MOCIEIHUE
necsitunetus [9]. Cpenu 6onee 240 OONBHBIX C IEPUOAMYECKOM 00JIe3HBIO, 00CIEOBAHHBIX B
knuHuke uM. E.M. TapeeBa, B mepBbie 5 JIeT OCTe MOSBIEHHUS] CHMIITOMOB JTMATHO3 HE ObLI
YCTAHOBJIEH HU B OJTHOM CJIy4ae, a Y 3HAUYUTEIbHOM YacTH MallMeHTOB CPOK J0 YCTAaHOBIICHUS
nuarnosa gocturain 20-30 jer [1].



JIOTIOTHUTENbHBIE UATHOCTUYECKUE TPYAHOCTH CO3/IaeT U TOT (PAKT, YTO HEKOTOPbIE
ayTOBOCHAIUTENbHBIC 3a00JIeBaHMs ObLIIM OTIMCAHBI CPABHUTEIFHO HEIAaBHO U MaJl0 U3BECTHHI
JlayKe CTICIUAIMCTaM, a JUIS MOATBEPKACHUS IMarHo3a Heo0X0 UMbl MOJICKYJISIPHO-
TeHETHYECKUE MCCIIEeOBAHMUS, KOTOPBhIE MOTYT OBITh HEIOCTYITHBIMH. boJiee Toro, oHn He Beerna
MO3BOJISIIOT YCTAHOBUTH HO30JIOTMUYECKHH TAarHO3, 0COOCHHO €CII TECTUPYIOTCS HE BCE I'CHBI,
MYyTaIi KOTOPBIX MOTYT NMIPUBECTH K Pa3BUTHIO ayTOBOCTIAIMTENBHBIX 3a00sieBanmii [1]. B
ynoMsiHyToM Bblie peructpe Eurofever y 9% n3 1049 nauuenToB kakue-a100 MyTallud FeHOB
BBISIBJICHBI HE ObLIH, a Y 5% OOJBbHBIX TEHETHYECKHE TECTHI HE TIPOBOAMIIMCH MO0 TEXHUIECKUM
Wi (PMHAHCOBBIM IpUYHHaM [9].

Heo6xommumMo 0TMETUTD, YTO MEPBHIN MOKA3aTeNb SBHO 3aHUKEH, TaK KaK B OOBIYHOM
KJIIMHUYECKOU MPaKTUKE MYTAIIMH T€HOB HE y/Ia€TCsI BBIIBUTH 00Jiee YeM Y TTOJIOBUHBI
MAIMEHTOB C MPEANoaracMbIMi CUCTEMHBIMH ayTOBOCTIAIUTEILHBIMU 3a00JI€BaHUsIMU [2].
Kpome Toro, pe3ynapTaThl TeHETUUECKOTO UCCIEIOBAHUS MOTYT OKa3aThCsl Majio
MH(POPMATUBHBIMHU, €CJTH OTIPEICIISIOTCS MYTAIlNH, KIMHAYECKOE 3HAUEHUE KOTOPHIX €IlIe HE
H3BECTHO.

Heobxomumo oHako MoA4epKHYTh, YTO MPUBEICHHbIE JAHHBIE HE CHIKAIOT aKTYalIbHOCTh
0oJiee MUPOKOTO UCMOIb30BAHUS COBPEMEHHBIX MOJIEKYIISIPHO-T€HETUYECKUX METOA0B ISl
JMAarHOCTUKH U U depeHINaTbHOM TUarHOCTH ayTOBOCHAIIUTENbHBIX 3400 I€BaHHA.

YuutriBas HﬁCJ’IC}ICTBCHHBIfI T€HE3 MOHOI'CHHBIX ayTOBOCIIAIUTCIIBHBIX 3360J’ICB3HHI>1, IEPBLIC
CHUMIITOMBI UX HEPECAKO IMOABIAIOTCA B JIECTCKOM BO3PACTE, a IIOXO0KHUE IPOABIICHHUA MOT'YT
HaOIIOAaThCs y POACTBEHHUKOB 00IbHOTO. TeM He MeHee, 1e0r0T JIF0O0T0 CHCTEMHOTO
ayTOBOCHAIUTEIILHOTO 3a00JI€BaHUSI BO3MOKEH M B 3pPEJIOM U Ja)Ke MOKUIIOM BO3pacTe, a 4acThb
MAIMEHTOB C JETKUM (DEHOTHIIOM, OTPa)KaloIUM HU3KYIO IIEHETPAHTHOCTh UMEIOLINXCS
MYTaIui, MOTYT JIOJITO€ BpeMs He oOpamiaThes K Bpauy. CeMelHbIi aHaMHe3, KOHEUHO, UMEET
KIII0OUEBOE 3HAUCHHUE JJIsl PAacTiO3HABaHUS HACJIEICTBEHHBIX 3a00JI€BaHUI, XOTS OH MOXKET U
OTCYTCTBOBaTh, 0COOCHHO IIPU ayTOCOMHO-PELIECCUBHOM THUIIE€ HACIIEJIOBAHMUS, 4 TAKXKE B
HeOOJBIINX ceMbsiX. [Ipy mocTpoeHnn reHeanoruyeckoro ApeBa clieayeT yIYUThIBATh U
BO3MOXHYIO BapuabeabHOCTh (heHoTHIIa 3a00JIeBaHNUs y YWIEHOB 0/IHOM ceMbU. B peructpe
Eurofever nosioxuTenbHbIi CeMEHHbIH aHAMHE3 OTPEICIISIICS MEHEe YeM Yy TIOJIOBUHBI OOJIbHBIX

C MOHOTE€HHBIMH ayTOBOCHATUTEIHHBIMH 3a00JIEBaHUAMU (TIEproaudecKas 6osie3ub —34%
ciiyuaeB, CAPS — 48%, TRAPS — 42%, HIDS/MKD- 26%) [7].

[IpenmnonaraTs ayToBOCHaIUTENbHOE 3a00JI€BaHUE ClIEAYET MPU HATMYUU KIMHHUUECKUX (IIPEKIe
BCETro0 JINXOPAJIKH) U 1abopatopHbIX (nosbimenrne COD u conepxkanus C-peakTuBHOrO Oenka,
HEHUTPO(DUIHHBIN JTEUKOLUTO3) MPU3HAKOB BOCIAICHHUS, KOTOPbIE HENb35l OOBSICHUTD IPYTUMHU
0oJee YaCTBIMU IPUYMHAME, TAKUMU KaK HHPEKIMH, 37I0Ka4eCTBEHHbIE HOBOOOPA30BaHUS MU
ayTOMMMYHHBIE 3a00s1eBaHus. /{151 MHOTHX yallle BCTPEYalonXcss MOHOTEHHBIX 3a00JIeBaHu,
TaKuX Kak nepuoanyeckas 6oiaesns uiu CAPS, xapakTepHbl 31M30/1b! (IPUCTYIIBI) JTUXOPAJIKH,
KOTOpPBI€ BO3HUKAIOT IIEPUOIUUECKHU 0€3 SBHBIX MIPUUYUH WU MPOBOLIMPYIOTCS (PaKTOpaMu
OKpYXKarolllel cpesibl, B TOM YHCIIE CTPECCOM MIIM BUPYCHBIMU HHGekusiMu [8]. B cBs3u ¢ aTUM
B 3apyOeXKHOMW IUTEpaType UX Ha3bIBAIOT “‘CEMEUHBIMH MEPUOTNUECKUMU JINXOpATIKaMU .
JIuxopajika 0OBIYHO CONPOBOKIAETCS APYTUMHU KIMHUYECKUMHU CUMIITOMAaMU, BKJIIOYast
pa3Ho0Opa3Hble KOXKHBIE BBICHINIAHM, OOJIM B CyCTaBaX M MBIIIIAX, CEPO3UT (MIEPUTOHMT,
TUIEBPUT, EPUKAPIUT U apTPUT), TUM(PATEHONATHIO U JIP., KOTOPHIE CXOAHBI C IPOSBICHUAMHI
ayTOMMMYHHBIX 3a00JsieBanuii [3,4]. IIpu ompoce B3pocibIX MAIIMEHTOB 00pamaoT Ha ceds
BHUMAaHHE JJTUTEIbHBIN aHaMHe3 (MECSIbl U TOJbl, @ MHOT 1A IaXKe JIECATUIIETHS),
CTEPEOTUITHOCTh IPUCTYIIOB U OTCYTCTBUE CUMITOMOB B MEKIIPUCTYIIHBIE TIEPUOJIBI.



AHTHOMOTHKN HE OKA3bIBAIOT HUKAKOTO BIUSHHS HA TPOSIBIICHHS ayTOBOCIAINUTEIBHBIX
3a00JIeBaHM, XOTsI CIOHTAHHOE YIyYIIEHUE CHMIITOMOB MOKET CO3/IaTh JI0KHOE
npencrasieHne 00 3pHekTHBHOCTH aHTHOAKTEPHATILHON Tepanuu, KaK MpaBUiIo, TOJIBKO B
camMoM Havasie 60JIe3HH, TaK KaK cO BpEMEHEM OTCYTCTBHE KaKOT0-JIM00 OTBETa Ha JICYCHUE
CTAaHOBUTCS 04eBUIHBIM. HecTeponiHble IPOTUBOBOCIIAIMTENBHBIE ITPENIapaTsl U
TJIFOKOKOPTUKOCTEPOU 1B MOTYT HECKOJIBKO YMEHBIIUTH IPOSIBIICHUS AyTOBOCIAIICHMS, OJJTHAKO B
1eJIOM OHH Masio 3()(HeKTUBHBI UM HEAPPEKTUBHBI P MOHOTCHHBIX ayTOBOCIIAIHTEIBHBIX
3aboneBaHuAX. B TO e Bpemsi IIFOKOKOPTUKOCTEPOUIBI U Oa3MCHBIE TPOTHBOBOCIIAUTEIBHBIC
IpenapaThl OCTAIOTCS CPEACTBAMHU NEPBON JIMHUU ITpU OoJie3HU CTUILIA B3POCIBIX U HEKOTOPBIX
JPYrUX NOJUT€HHBIX ayTOBOCHAINTENFHBIX 32a00JICBAaHUSAX.

B penxux cinydasx “nepBbIM” MpOsIBIEHUEM, 3aCTaBIISIONIUM OOCYXIAaTh TUArHO3
ayTOBOCMAJIUTEIHLHOTO 3a00JIEBaHMS, OKa3bIBAETCS A A-aMHJIOU 103 C TIOPAKEHUEM TTOYeK. .
Laney u coaBT. mpoananusupoBaiu 46 ciydaeB AA-aMuiion03a y O0JbHBIX C CEMEHHBIMU
MEPUOANYECKIMU JINXOPAIKaMH, B TOM ducie nepuoaudeckoit 6one3npto, TRAPS, CAPS u
HIDS/MKD [5]. XoTst Mmeariana Bo3pacTa Ha MOMEHT Pa3BUTHSI OCHOBHOTO 3a00JIEBaHUS
COCTaBMJIA 5 JIeT, a HA MOMEHT MOSBJICHUS MPU3HAKOB A A-ammionsio3a — 38 jeT, y MoJI0BHHbI
OOJIHBIX IMarHO3 MOHOTEHHOTO ayTOBOCTIAIMTEILHOTO 3a00JIeBaHUA JI0 pa3BUTHS AA-
aMuon103a He oocyxaancsa. CXoaHbIe TaHHBIC OBLITH TIOJYYEHBI U B JPYTOM HCCIICIOBAaHUH, B
KOTOPOM JIMar{o3 AA-aMuion103a MpeiecTBOBaN TUarHo3y OCHOBHOTO 3aboneBanus y 40 u3
41 nanmenTa ¢ TRAPS [6].

AA-amMHII0M03 — 3TO BTOPUYHBIN BapUaHT aMHJION]103a, KOTOPBIE Pa3BUBAETCS MPHU PAITUYHBIX
XPOHUYECKHUX BOCIAIUTENbHBIX 3a00JIEBAHUAX, B TOM UHCIIE ayTOBOCHAIUTENbHBIX [7].
[IpeqmecTBeHHUKOM AA-aMHUJIOWA SIBJISIETCS CHIBOPOTOYHBIN amuiona A (SAA) — 6emok
oCTpoii (ha3bl, coepkaHue KOTOPOTO B KPOBH MOBBIIIACTCS MIPU BOCHAICHUH. XOTS TTpu AA-
aMUJIOUI03€ OTJIOKEHUS aMUIIONa, KaK U MPH IPYTHX THUIaX CUCTEMHOTO aMHJIOU103a, MOKHO
0OHapyXHUTh B pa3HbIX OpraHax, TeM HE MeHee, KIMHUYECKU OH MPOSBISETCS TOIbKO
Hedponatuei, XxapakTepu3yIoliecs MoCTENeHHO HapacTarolIel MPOTEenHypPHUel ¢ pa3BUTHEM
He(POTUYECKOTO CHHIPOMA U MOCIEIYIOIIUM IPUCOSIUHEHUEM XPOHUYECKON OYEUHON
HEJ0CTAaTOYHOCTU. B oTnuyue ot rinomepynonedpura, npu aMUIou103€ MOYeK U3MEHEHUs
MOYEBOI'0 0CaJIKa, MPEXkKe BCEr0 MUKPOreMaTypusi, 0ObIYHO OTCYTCTBYIOT. /luaruos

aMUJION 032 HE0OX0IUMO MOATBEPAUTH MPU THCTOJIOTUYECKOM UCCIEeI0BAaHUH, IPHYEM
aIbTEPHATHBON OMOIICHUU TTOYKU MOKET OBITh UCCIIEIOBAHUE CIM3UCTON 000JIOUKH JKETyAKa HIIN
MPSIMOM KHIIKU WM MOAKOKHO-)KUPOBOM KJIETYATKH, XOTS MPU OTPUIATEIEHOM pE3yabTaTe
OMOIICUU ITUX TKaHEeH HEeOOXO0IMMO BCE YK€ BBIIMOJIHUTH OHOIICHIO MTOYKH. B KIIMHUYECKUX
UCCIIEIOBAHUAX Y MAIMEHTOB C HEKOTOPHIMH MOHOTEHHBIMU ayTOBOCIATUTEIbHBIMU
3a00JI€BaHUSIMH, B TOM 4YHCIIe niepuoandeckoit 6one3nsto, TRAPS u CAPS, yactota AA-
amunonnosa nocturana 10- 15% [7]. OnHako OLEeHUTh HCTUHHYIO PACIPOCTPAaHEHHOCTh 3TOTO
OCJIOKHEHUS ayTOBOCIAJIEHU CIIOKHO, TaK KaK OHAa 3aBHCHUT HE TOJIBKO OT HO30JIO0IMYECKOM
(dbopMbI, HO U IpyTruX (HaKTOPOB, B YACTHOCTH THUIA CTAllMOHAPA, B KOTOPOM MPOBOIUTCS
uccienoBanue (B He(h)poJIOTHIECKOM OTAETECHUH YacToTa AA-aMUIon103a Ipu
ayTOBOCHAUTENBHBIX 3a00JIeBaHNS OOBIYHO 3aBBINIACTCS ), UIMTEIHbHOCTH HAOTIOACHUS U
BO3MOXHOCTHU YPPEKTUBHOTO JICUCHHSI.

HaanMep, npu HCpHOIIH‘-I@CKOﬁ 0oJie3Hn PUCK pa3BUTUMA AA-aMI/IHOI/IIlO3a 3HAYUTCIIBHO
CHHU3HIJICA Ha (I)OHC MUPOKOTr0 NPpUMCHCHUS KOJIXUIIUHA [8] V yactu 00JIBHBIX ¢ MOHOT€HHBIMHU U
MOJIMT'CHHBIMHA ayTOBOCHAJIUTCIIbHBIMU 38.60JICB8.HI/I}IMI/I, Harpumep, € oone3npio CTHina
B3POCJIbIX, OTCYTCTBYIOT YCTKO OYCPUCHHBIC ITPUCTYIIbI, a 00JIe3Hb XapaKTCpU3yeTCAa
XpPOHUYCCKUM TCUHCHUECM, HCPCAKO B BUAC UCPCAYIOIHUXCA 06OCTpCHHﬁ )51 pCMHCCHﬁ. B takux



CllydasiX OTMEYAeTCs] KapTUHA XPOHUYECKOTO BOCTIAJIUTEIBHOTO 3a00JIEBaHHS CO CTOHKOM
JTMXOPAJKOH, MOPAKEHUEM KOXKH, CYCTABOB, MBIIII U/WJIXA APYIHUX OPTaHOB U TKAHEH. YUUTHIBAs
MOJIMMOP(H3M KIMHUYECKUX MPOSBICHUHN pa3IMyHbIX ayTOBOCHAINTEIBHBIX 3a001€BaHNUH,
BBIJICTTUTH KaKUE-TO KIIIOYHU K JUArHO3y CI0KHO. OOBIYHO WX HATMYHE 00CYKIAIOT TOCTIE
HUCKIIIOYCHUA APYTrUX NPUYXH BOCITIAJICHUA, B TOM YHCJIC I/IH(l)GKIleI, 3JIOKAYCCTBCHHBIX
OTIYXO0JICH, TeMOOJIACTO30B ¥ AyTOMMMYHHBIX 3200JICBaHHIA.

MOHOI'EHHBIE AYTOBOCITAJIMTEJIBHBIE 3ABOJIEBAHUSA

Cpenyr MOHOTEHHBIX ayTOBOCIAIUTENbHBIX 32a00J1€BaHN HanbojIee N3y4eHbl U Yalle
BcTpedarorcs nepuoaudeckas 6omesnb, TRAPS, CAPS u HIDS/MKD, xoTopsie
XapaKTEPU3YIOTCS MPUCTYIIOOOpa3HbIM TeueHueM. HenaBHO ObUTH pa3paboTaHbl HOBBIE
KJIacCU(UKAMOHHbIE KPUTEPUU ITUX 3a00JI€BaHUIl, KOTOPbIE pa3/IeIeHbl Ha IBE TPYIIILI B
3aBUCHUMOCTH OT HAJIMYMS WINA OTCYTCTBHSI MATOI€HHOM MyTallud COOTBETCTBYIOIIETO reHa [1].
OTU KpUTEPUU MOTYT ObITh UCIIOIB30BaHBbI ISl UG depeHInaTbHON TUarHOCTUKH MOHOT€HHBIX
ayTOBOCHAJIMTENIbHBIX 3a00JIeBaHU (IIPEXk A€ BCETO B KIMHUYECKUX U 3MUJIEMUOJIOTUYECKUX
HCCIIEIOBAHUAX) B TEX CIIydasixX, KOTJIa IPUCTYIIbI INXOPAJKH B COYETAHUH C TOBBIIIEHUEM
coaepxanus 6enkoB octpoit ¢assl (COD, CPb n/unmu SAA) npoaomxaioTcs B TSYCHHUE TI0
KpaliHel Mepe 6 MeC ¥ UCKJIFOUYEHBI IPYyrue MPUUMHBI BOCTIAJICHHUS.

Ilepuoouueckas 6onesnsb (cemelunas cpeou3eMHOMOPCKAsL IUXOpaoKka). AyToCOMHO-
perieccuBHOE 3a00JIeBaHNE, pa3BUBAOIICECS MPESUMYIIICCTBEHHO Y apMsiH, eBpeeB-cedapaos,
TYPKOB, apaOoB ¥ MPeACTaBUTEINICH HEKOTOPBIX APYTUX STHUUSCKUX IPYII H 00YCIIOBICHHOE
TOMO3UTOTHBIMH WJIM KOMIIAyHIHBIMHU T€TEPO3UTOTHBIMH MyTarusiMu rena MEFV,
Kosupyromero 6emok nmipuH [2]. CHHTE3 N3MEHEHHOTo Oeka MPUBOAUT K HEKOHTPOJIUPYEMO
aKTHBAIIMHA UHPIAMMACOMBI ¥ YBEITMYCHUIO CEKPEITUH TIPOBOCTATUTEILHBIX IMTOKWHOB, B
yactHoctu MJI-1.

[Ipuctymnsl nepuoanueckoit 00J1e3HN OOBIYHO HAYMHAIOTCS B JETCKOM Bo3pacTe (dacto a0 10
JIET) ¥ 3HAaYUTENbHO peke B Bo3pacte 20-30 neT. Pe3ynbraThl KPyImHOTO TYPEIKOTo
uccaeaoBaHus y 2246 naueHToB ¢ IEPHOIUICCKON 00JIC3HBIO MTOKA3aJIH, YTO HaYajlo
MIPHUCTYIOB B Bo3pacTe cTapiie 20 JeT acCOLMUPOBAIOCH C MEHEE TSHKEIBIM TeUCHHEM
3a00JI€BaHUs U MEHBIIICH YaCTOTOM TOMO3UIOTHOM M TeTePO3UrOTHON MyTanuu M694V,
XapaKTEPHU3YIOIIEHCS BBICOKON MEHETPAHTHOCTHIO [2]. YV O0IbIIMHCTBA OOJIBHBIX C
MEePHOIUIECKON 00JIe3HBI0 HAOIIOJAIOTCS CTEPEOTUITHBIE a0 IOMUHAIIBHBIE TPUCTYIIBI, KOTOPHIE
BO3ZHUKAIOT C OMPEENIEHHON MEPUOUNYHOCTHIO U XapaKTePU3YIOTCs OCTPOil 60JIbIO MO BCEMY
KUBOTY (aCENTUUYECKHI MMEPUTOHUT), COMTPOBOXKIAIOIICICS TUXOPAAKOH, JTa00paTOPHBIMU
MpU3HAKaMU BOCHAJIEHUS M HEPEAKO CYXUM IUIEBpUTOM. Bce cHMITOMBI TPOXOIST
CaMOCTOSITENILHO B T€UECHUE HECKOJIbKUX HEH. bosee penkue nposBiIeHus — MOHO- UITU
OJIUTOAPTPUT C MPEUMYIIIECTBEHHBIM OPAKEHUEM KPYITHBIX CYCTaBOB (HAIpUMep, KOJIEHHBIX),
CaKpOUIIUUT, POXKENOo100Has spuTeMa, nepukapaut. CToiiKkoe HEKOHTPOIUPYEMOE BOCTIaJICHHE
MOXET MPUBECTH K Pa3BUTHIO AA-aMUJION103a MOYEK, YACTOTA KOTOPOTO BBILIE y MALIUEHTOB C
PELUANBUPYIOIIUM apTPUTOM [2].

HenaBHo ObL10 0OMUCaHO e111e 0HO ayTOBOCHAIUTEIbHOE 3a00IeBaHNe, CBA3aHHOE C MyTaluen
rena MEFV, —upun-accormmpoBaHHOe ayTOBOCHIAJICHHE ¢ HEUTPO(DUIBHBIM IePMATO30M
(pyrin-associated autoinflammation with neutrophilic dermatosis — PAAND) [3].
Xapakrepus3yercs IPUCTYIIAMU JTUXOPAJIKU B COUETAHUM C IOPAKEHUEM KOKH, BKIIFOYAsk aKHE U
TaHTPEHO3HYIO MUOAEPMHUIO.



Kpuonupun-accoyuuposannulii nepuoouyeckuti CUHOpom. AyToCOMHO-IOMUHAHTHOE
3a0oJIeBaHKEe, KOTOPOE MPOSIBIIETCS TPEMsI pa3HBIMHU (PEHOTUIIAMH: CEMEHAs X0JI010Bast
KpanuBHUILIA, CHHAPOM Makiia-Yaica 1 MyJIbTHCUCTEMHOE BOCTIAIUTEIbHOE 3a00JIeBaHIE
HeoHatanbHOTrO Bo3pacrta (Neonatal Onset Multisystemic Inflammatory Disease — NOMID) [4].
B ocnoBe pa3Butus Bcex Tpex GpenotunoB CAPS nexar myranuu rena NLRP3, koTopbrii
KOAMpYeT OeJIOK KPHONMPHUH, yJacTBYIOMIMA B 0Opa3oBannu nHpaammacomsl. Kak u npu
NEePUOINYECKOl 00JIe3HNU, aKTUBAIUS HH()IAMMACOMBI TPUBOINT K YBEIIMYCHHUIO CEKPELIUU
MPOBOCTIAIMTENBHBIX INTOKMHOB, B ToM uucie WJI-1 u NJI-18.

[TepBrie cumntombl CAPS nosBisiFOTCS B IETCKOM Bo3pacte (0T 1 mecsiia Ao S jieT), 0JHaKo
JMarHo3 oObIYHO YCTAHABIMBAIOT ¢ OOJIbIIMM omo3aanueM. Hampumep, B peructpe Eurofever
cpenu 136 6osbHBIX ¢ CAPS Menuana Bo3pacTa Ha MOMEHT Hauaja 3a0oJyieBaHus cocrtasmia 0,8
JIET, a HA MOMEHT yCTaHOBJIeHUs AuarHo3a — 15 ser (o 36 ner) [5]. Camblit nerkuit peHoTUn
CAPS — cemeiiHast X0J10/10Basi KpaTMBHHIIA, KOTOPAsi XapaKTePU3YeTCsl IPUCTYaMH JTMXOPAIKH,
YPTHKAPHO CHINY, KOHBIOHKTUBUTA U apTPaITyii, BOSHUKAIOMIMMH B TeYeHne 12 4 mocie
BO3/IeHCcTBUS X0J0a. [IpucTymbl vaie npoaospkatoTes He 6osiee 24 4. CXOIHbIE IPUCTYIIBI, HO
0€e3 SIBHBIX TPUTTEPOB, HAOIIOAIOTCS U MpU cuHApoMe Makia-Yasuica, Ipu KOTOPOM
pa3BHUBaeTCs TaK)Ke HEHPOCEHCOPHAsI TYTOYXOCTh U HEPEIKO — AA-aMHIIOUA03 C
MPEUMYILECTBEHHBIM NIopaxkeHneM nouek. [1pu camom tsoxenom ¢penorune CAPS —cunapome
NOMID noMumMo KpanuBHHMIIBI, IUXOPAJIKU, apTpaIruil U MOTepHU ciayxa (06ojee paHHel, yem
pH cuHIpoMe Makiia-Yasica) oTMeuaroT MopaKeHHe HEHTPATbHOW HEPBHOW CUCTEMBI
(XpOHHYECKUH aCeNITHYSCKUH MEHUHTHUT, TOJIOBHAS 00JIb, HAPYIICHUS] KOTHUTHBHOW (PYHKITUH U
MHTEJJIEKTA), IPOTrPECCUPYIOLIEe CHUKEHNE OCTPOTHI 3peHus, AepopMaIiio KOCTeH U CyCTaBOB,
3aJIep’KKY pOoCTa, YKOPOUEHHE HOT U PYK, nucMopdu3m iuna. OJHUM U3 KITIOUEBBIX CUMIITOMOB
CAPS, no3BosstomuM 00CyX1aTh 3TOT JUATHO3, SBJISICTCS KPAaTMBHUIIA (YACTO XOJIOI0Bas),
koTopas B peructpe Eurofever nabmonanace y 89% u3 136 manueHToB ¢ 3TUM 3a00j1€BaHUEM
[5]. HeoOxomuMo yuuThiBaTh, 4to TeueHrne CAPS MoxeT ObITh HE TOJBKO MPUCTYITOOOPAa3HBIM,
HO U XPOHUYECKUM.

TRAPS (cmapoe nHazsanue “‘cemelinas upaaHockas auxopaoka’). AyTOCOMHO-TOMHUHAHTHOE
ayTOBOCIAIMTEIbHOE 3a00JIeBaHKe, 00ycinoBieHHoe MyTanusamu reHa TNFRSFLA, koTopeiid
Kozupyet pS5 cyOrenunuiy peuentopa dakropa Hekpo3a onyxoiu (PHO)-a. Myranuu rena
npuBoAT K akTuBauuu NF-kB u nndaammacoMmsl 3a cueT pa3inyHbIX MEXaHU3MOB, BKIIIOYAS
yCUJIEHHE OKCHJIATUBHOTO cTpecca, HapylieHue ayrodarun u cMmbiBanus (shedding)
pactBopuMbIX peuentopoB @HO-a, kKoTopble MOAABISAIOT ASHCTBHE IPOBOCTATUTEIBHBIX
(dhaktopos [6].

[To manneiM peructpa Eurofever, B kotopsiii Bkimtouens! 158 nanuentoB ¢ TRAPS, 3a0osieBanue
B OOJIBIIIMHCTBE CIYy4aeB HAYMHAJIOCH B PAHHEM JETCKOM Bo3pacte, XOTs y 22% O0JbHBIX
MepBbIE€ CUMIITOMBI MIOSIBUIIMCH B Bo3pacte crapuie 18 et [7]. B otiauune ot nepuonyeckon
6one3nu, npu TRAPS nabnronatorcs 60see IUTeIbHbIE IPUCTYIIBI, KOTOPbIE TPOJA0IKAIOTCS OT
OJIHOM 10 TPEX HEENb, XOTS B TPETHU CIy4aeB NIPOXOJAT B TEUEHUE HECKOIBKUX THEH.

TRAPS xapakrepusyercs NpUCTylaMu JIMXOPAJKH B COUETAaHUU ¢ OOJIIMH B KHBOTE (4acTo €O
pBOTOI U Anapeeit), 6OIAMH B KPYIHBIX CyCTaBaxX M MBIIINAX, KOKHBIMU BBICHITAHUSMU
(MakynonamyasipHas WK ypTUKapHast ChIllb, MUTPUPYIOLIAst ChIMb, PEXE POXKenoa00Has
SpUTEMa) U U3MEHEHUSIMH CO CTOPOHBI OpraHa 3peHus (mepruopOUTaIbHbIE OTEK MU 00JIb,
KOHBIOHKTHBHUT). [Ipu 00ciieioBaHuM OTMeUaeTcsl yBeIHueHHe HEHHbBIX U IPYTuX
TUM(PATHYECKUX Y3JI0B, KOTOpble MOTYT OBITh O0OJI€3HEHHBIMU NPU NaNbHaU. B 3penom
Bo3pacte TRAPS moxker ocnoxuuTbCS AA-aMUIONI030M.



Heoocmamounocms Mesanonamxunasvl/2unepummyHno2nooyiunemus D. AyTocoMHo-
pelieccuBHOE 3a00JIeBaHue, CBA3aHHOE ¢ MyTauusiMu reHa MVK, KoTopbie IpUBOIAT K
neuuuTy MeBaIOHATKMHA3BI U AUCHYHKINU TyaHO3UHTpU(DochaTazbl, aKTHBUPYIOLICH
NUPUHOBYIO HH(pIaMMacomy. J[pyroe Ha3BaHuE — THIIEPUMMYHOTIO0YIHHEMUS D, X0Ts
BBICOKOE cojiep>kanue IgD He uMeer cyliecTBeHHOro TMarHoCTUUECKOr0 3HaYEHU s, TaK KaK
HaAOJIOIaeTCs M TPH HEKOTOPBIX IPYTUX ayTOBOCTIAIHUTENBHBIX 3a001eBaHusX 8]

[IpumepHO y KaXX/10T0 MATOrO MalMeHTa ¢ HEJOCTaTOYHOCThIO MEBAJIOHATKMHA3BI COJIEpPIKaHNE
IgD nHe yBenuyeHo, a €ro ypoBeHb HE KOPPEIUPYET C TSKECThIO 3a0oeBanus [2]. 3aboneBanue
HAYMHAETCS B PAHHEM JIETCKOM BO3pacTe, OJJHAKO JAUArHO3 OOBIYHO YCTAHABJIMBAIOT MMO3AHEE. Y
00JBIIMHCTBA OOJBHBIX 3a00JI€BaHKE MPOSIBIIAETCS TPUCTYIIAMU JTUXOPAIKH,
COIMPOBOXKIAIOIIEHCS MIEHHBIM JIMM(aJeHUTOM U OOJISIMH B )KUBOTE CO PBOTOM U AUapeei.
[Ipuctynsl MOTYT IPOBOLIMPOBATHCA UH(DEKIMSIMH, TPABMON, CTPECCOM, BaKIIMHALIUEN U
npoJioyikatoTcs 4-6 nHeil. YacTble nposiBIeHNs BKIIOYAOT B ce0s MaKyJIONanyIspHYIO WU
YPTUKAPHYIO ChIIlb, apTO3HBIE SI3BBI B 00JIACTH PTa U MOJIOBBIX OPIaHOB, 3KCCYAATUBHBIN
(bapuHTUT, rOJIOBHYIO 00J1b, 00JIM B CyCTaBaX U MBILIIAX U KOHbIOHKTUBUT. AMUIION103
pa3BHUBaeTCs PEIKO.

MNOJIMI'EHHBIE AYTOBOCIHTAJIMTEJBHBIE 3ABOJIEBAHUSA

bonesnv Cmunna 63pocnvix. Penkoe NoJUreHHoe ayTOBOCHANIUTEIbHOE 3a00JIeBaHNE, OOBIYHO
pa3BHBaroIIeecs B MOJIOJOM BO3pacTe U MPOSBIISIONIEECS BbICOKOW JIUXOPaIKoi, O0JIsIMH B
CycTaBaX, B OCHOBHOM JIy4e3allsICTHBIX, KOJICHHBIX M TOJICHOCTOTIHBIX, ¥ TIPEXOISIIUMHI
PO30BBIMU MaKyJOTaNyISIPHBIMHU BBICHIITAHUSIMHU HA IPOKCUMAJIbHBIX YaCTAX KOHEUYHOCTEH U
tynoBuuie. [lepBeiM cumntomoM 60se3Hu CTUIIa B3pOCIBIX MOXKET ObITH 00JIb B TOPIIE,
KOTOPYIO CBSI3bIBAIOT C BUPYCHOU MH(EKLNEN WIH aCeNITUYECKUM HEIKCCYTaTUBHBIM
¢dapunrutom. [lpyrue nposBIeHUS BKIIOYAIOT B c€0s1 MUAJITHH, YBETMYCHHUE JIUM(PATUUECKUX
y3JI0B, IIEYCHH U CEJIE3CHKH, INIEBPUT, IEPUKAPIUT, CHIKEHHE MacChl Teja, 00Jb B )KHBOTE.

B kauectBe "tpurrepnsix" pakropoB bCB 00cyxnaeTcst yuacTue NMpoKOTo CIEKTpa BUPYCHBIX
1 OaKkTepHaIbHBIX HHPEKIIMOHHBIX areHToB [8], B Tom uncie SARS-CoV-2 (Severe acute
respiratory syndrome-related coronavirus 2) [9], BBI3BIBAIOIIMX aKTHBAIIUIO BPOKICHHOIO
nvmmyHuteta [1]. Kietkn muenonaoro psiga (MOHOIMTBI/ Makpodaru, HeHTpoPruIbI,
JICHJIPUTHBIE KJIETKH, €CTeCTBEHHbIE KWJIJIEPHBIE KIETKHU U JIp.), aKcrnpeccupyrouiue PPRs
(Pattern recognition receptors) — TLRs (Tolllike receptors), NLRs (Nod-like-receptors),
CLEC5A/DAP12 (C-type lectin domain family 5 member A/DNAX activation protein 12) u ap.,
aKTUBUPYIOTCS B OTBET HA MMAaTOT€HHbIE CTUMYIBI ('CUTHAIBI ONTACHOCTH"), KOTOPbIE
onpenenstorcsa kak PAMPs (pathogen-associated molecular patterns) u DAMPs (damage-
associated molecular pattern molecules). Omun u3 Beaymux Mexanu3MoB pa3sutusi bCB
npeanoaraet aktuBaiio NLRP3 (NOD-, LRR- and pyrin domain-containing protein 3)
nH(pIaMMacoMbI B Makpodarax, KoTopasi peryaupyeT akTUBAIMIO Kacmasbl 1, ydacTByroIen B
pacuierienuu npo-M1JI-18 u npo-NJI-18 B 6uoaktuBHbIe 3penbie Moaekyibl. MJI-1 u NJI-18
001aJat0T HIMPOKUM CHEKTPOM pazHOOOPa3HbBIX, YACTUYHO MEPEKPEIUBAOIINXCS
MPOBOCHANUTENBHBIX 3(h(HEKTOB, B TOM YUCIIE HHAYIUPYIOT CHHTE3 APYTUX MPOBOCHIATUTEIbHBIX
IUTOKUHOB, BKJIrouast UJI-6, NJI-8, NJI-17, NJI-18, daktop Hekposa omyxoau (DHO)-a [2-4].
Mapkepom aktuBanuu Makpodaros npu bCB sBisercs n3dbitounoe oOpasoBanue pepputrHa,
KOTOPBIN HE TOJBKO BBIMOJIHAET POJIb BHYTPHUKIETOUHOTO JIETIO JKeJle3a, HO M YCUIIMBAET
BOCIAUTEIbHBIC PEAKIINH, TPUBOISI K PA3BUTHIO TaK Ha3bIBAEMOTO "CHHIpOMa
runepdepputunemun” [5]. [TaTonoruueckas poss HeHTPohMIIOB cBs3aHa ¢ oOpa3zoBanueM NETs
(neutrophil extracellular traps), mpoyKTel KOTOPBIX HHAYHHUPYIOT akTHBaio NLRP3



MH(IAMMACOMBI H CHHTE3 TPOBOCHAIUTEIBHBIX IMTOKUHOB [6]. B 11€710M HEKOHTPOJIUPYEMBbIT
CUHTE3 TIPOBOCIAIUTEIIBHBIX IIMTOKUHOB B paMKax HAPYIICHHOTO BPOKJICHHOTO UMMYHHOTO
OTBETa MHIYIUPYET akTuBaIuio npruodperenHoro ummynurtera (Thl u Th17) [17], maTonoruto
ocu NJI-18/uarepdepon (MDH)-y u nedekT ecTeCTBEHHBIX KHIUIEPHBIX KICTOK [9], IMeroImmx
MaTOTEHETUYECKOEe 3HAYCHHUE B Pa3BUTHH TspKeoro ocnoxHerus: BCB — cuanpoMa aktuBanuu
Makpodaros (CAM).

Houonamuueckuti peyuousupyrowuii nepuxkapoum. PeriuuBUpyOIUM TEPUKAPIUT CIUTAIOT B
cllydae pa3BUTHUS OBTOPHBIX 3IM30/0B 3a00sieBaHus yepe3 4-6 Hezlenb u Oosee nocie
MEPEHECEHHOT0 OCTPOTO nepukapauTa. Permausel pa3BuBatotcs y 20-30% O0bHBIX,
MEPEHECITNX OCTPHIN MepuKapauT. [IposiBIIeHNs ero BKIIOYaoT B ce0st O0Ib B TPYIH,
YCUJIMBAIOILYIOCS IIPU HAKJIOHE BIIEPEJ, IIIyM TPEHHUS NepUKap/a, noabeM cermenra ST win
nenpeccuto PR na OKI' n/unm nepukapananbHbIN BBINOT, a TAKXKE MOBBIIIEHUE COAECPKAHUS
CPbB u COD, nelkonnTo3 U NPU3HAKK BOCHAJIEHUS IIEpUKapAa IPU KOMIIbIOTEPHOU UITN
MarHUTHO-pe30HaHCcHOU ToMorpaduu [3]. IIpuunHaMu ocTporo nepukapanTa MoryT ObITh
BHUPYCHI, 0akTepuH, B yacTHOCTH Mycobacterium tuberculosis, ayroumMmyHHbIE 3a001€BaHUS
(cucTemMHas KpacHast BOJTYaHKA U JIP.), YPEMHSI, TPAaBMbI U Pa3JIMYHBIC ayTOBOCTATUTEILHBIE
3a00JieBaHUsI, HAIpUMeEp, epruoIudecKast 00JI€3Hb, OJIHAKO y OOJILUIMHCTBA MAIIUEHTOB C
PEIHMIMBUPYIOIIUM TIEPUKAPIUTOM YCTAaHOBHUTH ATHOJIOTHIO 3a00JIEBaHUS HE yIAeTCsl.

Bo3MoxHOCTE MOpaXXCHUA MEPpUKApaa IIPHU MOHOT'CHHBIX ayTOBOCIHAIUTCIIBHBIX 3a00JIEBAHUSX U
3¢ deKTUBHOCTD KOIXUIMHA U HHrHOuTopoB NJI-1 npu nanonatuyeckomM peluIuBUPYIOIIEM
MEpUKAPAUTE MTO3BOJISIOT pACCMATPUBATH €r0 KakK MPOSBJICHUE ayTOBOCHaleHHs [8].

Ilepuoouueckas nuxopaoka ¢ aghmoznvim cmomamumom,papuneumom u adeHumom (PFAPA —
periodic fever, aphthosis,pharyngitis and adenitis). Xapaktepusyercst IpUCTyIaMu JTHUXOPaIKH,
COTIPOBOXIAIOIIECHCS ahTO3ZHBIM CTOMATUTOM, (PapUHTUTOM M MICHHBIM JTUM(DAICHUTOM,
KOTOPBIE BOZHUKAIOT KaXKAble 2-8 Heaenb U mpoaonkatoTes 3-6 nueii [3]. [IpucTtymbl 0Ob19HO
HAYMHAIOTCS B paHHEM JIETCKOM BO3pacTe (JI0 5 JIeT), XOTs OMKMCAHbI CIIy4au pa3BUTHS
3a00JIeBaHUS U Y B3POCIIbIX, Y KOTOPBIX MPUCTYIIHI Yalie 0oJiee IUTEIbHbIE U UMEIOT MEHEe
YEeTKYIO MepHoANnYHOCTh. KpoMe Toro, y B3pOCIbIX Yallle BCTPEYatoTCsl apTPaIrui, MUAJITHH,
KOYKHBIE BBICBHITIAHUS M U3MEHEHHSI CO CTOPOHBI OpraHa 3peHus. XapakTepHas Tpuaja (CTOMaTHT,
(hapuHTUT ¥ JIMMQaTCHUT) HaOIIOAaeTCs Aalieko He y Bcex nanueHToB ¢ PFAFA, ognako mo
KpaiiHei Mepe J1Ba U3 yKa3aHHBIX CUMIITOMOB BCTPEUYAKOTCS Y IBYX TpeTe 00bHBIX [3].

HenaBHo npensioxeHHbIe KiacCu()UKAIMOHHBIC KPUTEPUHU ITOTO 3a00JICBAaHUS IPUBEIICHBI HIKE
(HE0OX0IMMO HaJIM4YHeE 10 KpakiHel mepe 7 u3 8) [9]:

Hanuuue: Tonswinodapunrut. JnutensHocTs npuctynos — 3-6 aueid. lleitnbiii numdaneHuT.
[lepnoagYHOCTH IPUCTYIIOB

OtcyrcrBue: uapes. bonb B rpynu. KoxHas cbinb. ApTpuT.

Xponuueckuii HebaKmepuanbHvlil 0CMeoMUenUm/XpoOHUYecKUull peyuousupyouull
MYTbmugoKanvhvll ocmeomuenum. AyToBOCTIIMTENIbHOE 3a00J1€BaHNE KOCTEH,
pas3BuBarolIeecs y NoJpoCTKOB. bosee Tshkenyro popMy 3a00eBaHNs, XapaKTepU3yIOLTyI0Cs
HaJIMYMEM MHOKECTBEHHBIX 04aroB NOPaXXEHUs, HA3bIBAIOT XPOHUUECKUM PELIUIUBUPYIOLIUM
MyIbTH(POKATBHBIM ocTeomMuenuToM [3]. Ilpu xpoHnueckoM HeOAKTEpUATbHOM OCTEOMHUENUTE
HaOJI01al0TCS €IMHIYHBIE WM Yallle MHOYKECTBEHHbIE OYaru KOCTHOU JIeCTPYKIHH, KOTOpbIE
OOBIYHO JIOKAJIU3YIOTCA B MeTa(u3ax JIMHHBIX TPYyOUaThIX KOCTEH, MO3BOHOYHHUKE, Ta30BBIX
KOCTSIX MJIM KOCTSIX BEPXHUX KOHEYHOCTEH, KIIIOUHIle, TpyauHe, pedpax u 1p. TunuyHsie
CHUMIITOMBI — 060J1b, KOTOpAsi YaCTO BO3HHMKAET M0 HOYaM, U MPHUITYXJIOCTh B 00JaCTH MOPaKEHHON



KocTH [4]. MoryTt Ha0t01aThCs TOBBILLIEHUE TEMIIEPATYPHI TEJA, MOTIUBOCTh U CHIKEHUE
Macchl Tena. [Ipu KoMIbIoTepHO# UM MarHUTHO-PE30HAHCHOM TOMOTpady B HOPasKEHHBIX
KOCTSIX 0OHApYKMBAIOT 0Yaru OCTEOJIN3a C OKPYKAIOIINM UX CKJIEPO30M M THIIEPOCTO30M [9].
Teuenue 3a6051eBaHMsI HEPEIKO PELUAUBUPYIOIIEE, OJJHAKO C BO3PACTOM OOOCTPEHHUS MOTYT
MpeKpaTuThes. JlMarHo3 yCTaHaBJIMBAaIOT METOJ0M HCKIFOUEHUS.

CxomHoe nopakeHue koctet Habmoaaercs npu cunopome SAPHO (CUHOBUT, aKHE, ITyCTYJIE3,
runepocto3 u octur). [lonaratot, uto SAPHO u xponuueckuii HeGakTepuanbHbIE OCTEOMUEIUT
MOT'YT TIPEICTABIIATH COOOM JBa BapuaHTa OJIHOTO M TOTO K€ 3a00JIEBaHUsI, XOTSI HECMOTPS Ha
OOITHOCTH MaTOreHe3a OHU UMEIOT ueTkue otinudus [3]. SAPHO o6braHO HabmIOMaETCS Y
B3pOCIBIX, a HE Y AeTel. [Ipu 3ToM cuHapOoMe Yalie MopakaroTcsl TPYAUHO-KITIOYNYHbIC
COWIEHEHHUS U KOCTHU MEePEAHEN CTEHKU TPYIHON KIETKH (TPYIUHO-PEOEpPHbIE COUTICHEHUS,
COWICHEHHUS PYKOSITKUA TPYJAUHBI U T€JIa) U pa3BUBACTCS MOPAKEHUE KOXKH (JIaJJOHHO-
MOJIONIBEHHBIN MYCTYJIE€3 U aKHE). Y TOJIOBUHBI MAITUEHTOB OTMEUAETCS MOPAKECHHUE
MMO3BOHOYHHUKA U KPECTIIOBOIOAB3IOIIHBIX cousieHeHu [6]. [Ipumepno B 5% ciyuyaen
COYETAeTCS C BOCMAIMTEILHBIMH 3a00JICBAaHUAMHI KUIIEIHUKA [7].

[TopakeHue KoCTeH XapaKTepHO | JIJIsT HEKOTOPHIX MOHOTE€HHBIX ayTOBOCTIAIUTEIHHBIX
3a00JeBaHui, makux cunopom Maoxcuoa u depuyum anmazonucma peyenmopa MJI-1 (DIRA).
CunapoM Mamxuaa — ayTocCOMHO-pElieCCUBHOE 3a00JieBaHne, 00YCIOBIEHHOE MyTallUsIMU I'eHa
LPIN2 u otHOCsmIEECS K HH(IaMMacoManaTisM. Pa3BUBaeTCs y A€Te B XapaKTepU3yeTcs
COYETaHHEM XPOHHYECKOTO PEIUIMBUPYIOMIETO MYJIbTH(HOKATEHOTO OCTEOMHEIIUTA C
BPOKJICHHOU TUTIOXPOMHOM MUKPOIIMTAPHON aHEMHUEH. Y 4acTH OOJBHBIX pa3BUBACTCS
HeirpodunbHbii 1epmatos [8]. DIRA — ayrocoMHO-perieccuBHOE 3a00ieBaHke, 00YCIOBICHHOE
mytarusimMu reda IL1RN, koTopsiit kogupyet antaronuct pernenropa UJI-1 [3]. dedbunur
aHTaroHUCTa MPUBOJUT K yBelInueHuto akTuBHOcTH MJI-1, oka3piBarolero npoBoCHalIuTeIbHOE
neiicteue. 3aboseBaHNe HAYMHAETCS B AETCKOM BO3pacTe U MPOSBISETCS XPOHUUECKUM
PELUANBUPYIOIIUM MYJIbTU(OKAILHBIM OCTEOMUETUTOM U IMMYCTYJIE3HOM KOKHOM CHIMbIO.

Cunopom Llnuynepa. llonurennoe ayroBocnauTeIbHOE 3a00JIeBaHNE, KOTOPOE Pa3BUBACTCS B
3pernoM Bo3pacte (MeauaHa — 55 JIeT) HeCKOJIbKO Yallle y MY>KYMH U XapaKTepU3yeTcs
MIPUCTYIaMH JINXOPAJKH, YPTUKAPHOU ChIIH, OOJIIMU B KOCTSIX M/WIJIM CyCTaBaX M HATMYHEM
MOHOKJIOHAJIbHOW raMMarnaTuu (Jaie Bcero oOHapykuBaroT napanpoteus IgMk) [4].
OO6s13aTeNIbHBIMU KPUTEPUSMU AUArHOCTUKH cuHApoMa llIHuimepa cuyuTaoT KpanuBHULLY,
KOTOpasi MOKET MPE/IIeCTBOBATh MOSBICHUIO JPYTUX CUMIITOMOB, U HAIMYUE MMApApOTEHHA B
KpoBU. Hanmuuue penuauBupyromei ypTukapHou coinu conmxaet cunapom Hluuipiepa ¢ CAPS.

3akJa04eHue

MoHOTeHHbIE U MOJUTeHHbIE ayTOBOCTIATUTENIbHbIE 3a00JI€BaHUSAMH COTIPOBOXKIAIOTCS
CXOJIHBIMU KJIMHUYECKUMHU MPOSBIECHUSAMH, TAKUMH KaK JIMXOPAJKa, Pa3HOOOpa3HbIe KOXKHbIE
BBICBIIAHUS (KpallMBHUIIA, MAKYJIONAMMyJsipHAs CBINb U T.[.), 00JIM B cycTaBaxX M MBIIIAX,
yBeJIMUEHUE TUMPATUIECKUX Y3JI0B U Jp., YTO 3aTpyAHAET UX 1uddepeHnanbHyo
JMarHOCTHKY, 0COOEHHO MPHU OTCYTCTBUHU MOJHOT'O CUMIITOMOKOMIIJIEKCA, XapaKTEpPHOTO s
TOT0 MJIM MHOTO 3a00JeBaHus. JJonoHUTEIbHBIE CIT0KHOCTH CBS3aHbI C TEM, UTO 3a
HEKOTOPBIMH UCKITIOUEHHUSIMU (Hampumep, rojiarpa) ayroBocHaiuTesIbHble 3a00J1eBaHus,
0Cc0OEHHO MOHOTEHHBIE, BCTPEYAIOTCs KpaiHe PeKo U, COOTBETCTBEHHO, MAJIO U3BECTHBI
BpadyaM. TpyJIHOCTH YCTaHOBJIEHUSI KOHKPETHOTO HO30JI0TMYECKOTO JUArH03a WIIIOCTPUPYET
TOT (haKT, YTO Jaxe cpea OOJIbHBIX, BKIIFOUEHHBIX B MEX/TyHAPOIHbIN pErucTp
ayToBOCHAIMTENbHBIX 3a00aeBanuii (Eurofever), B KoTOpoM NpHHUMAIOT ydacTue BeaylIue



CIELMAJIMCTBI U3 pa3HbIX CTpaH, npuMepHo B 10% cityyaeB 1uarHOCTUPOBAIU
HEONPEEIICHHBIN MEPUOINUYECKUN JTUXOPAIOUHbIH CHHIPOM.

Ba)kHOCTB CBOEBPEMEHHOTO PACIIO3HABAHMUS ayTOBOCHAIHUTEIBHBIX 3a00JIEBaHUH OIIPEIeNIAeTCS
BO3MOXKHOCTBI0 3()(EKTUBHOTO MTATOTCHETHYECKOTO JICYCHUS 110 KpaiHeil Mepe HEKOTOPBIX U3
HUX (HanpuMep, NPUMEHEHNE KOJIXULIMHA IIPU NEPUOANYECKOM 00JIE3HU WU UAMONATHYECKOM
PEIMIUBHUPYIOIIEM MTepuKapauTe wid naHruoutopos MJI-1 nmpu nHpIamMmmacoManaTusx uim
6ose3an CTHIIa B3POCIIBIX).
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