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Aymosocnasumenvhuie 3a60ne6anus (AB3) — eemepocennas epynna peokux eenemuyecku 0emepMuHUpOBanHbiX, HACAe0CMBEHHO 00YCA08~-
AEHHbIX COCHOAHULL, XAPAKMEPUYIOUUXCS HeNPOBOUUPYEMbIMU NPUCIYNAMU 80CHAACHUS, MAHUDECMUPYIOUUMU DeUUOUBUPYIOWeil AUXO0-
PAOKOI U KAUHUYECKOU CUMNMOMAMUKOI, HANOMUHAIOUel peeMamuyecKue npoasaeHus, npu Omcymcmeuu aymoumMmyHHbIX UAU UHGeKyu-
OHHbIX npuduH. Pacnpocmpanennocme 6 nonyasyuu HaciredcmeeHHwvlx AB3 umeem mendenyuio k yeeauuernuro. Ilepeuens AB3 00604610 win-
DOK U GKAHOHACM DA3AUYHblE SDYNNbL 3a001€8AHUIL, 8 MOM HUCAe me, ¢ KOMOPbIMU NPUXOOUMCS CIAAKUBAMbCS He MOAbKO neouampy, Ho U
CReyUanucmy 83pocaoil peemamonoeu4eckoll cayxcool. Hacaedcmeennvie AB3 mano uzeecmmol npakmuueckum 6pauam, no3momy ouaeHo3
Hepedxko cmagumcs ¢ onozdanuem. O0Hako 61ae00aps HeOpeHUr0 8 KAUHUYMECKYI0 NPAKMUKY HOBbIX Memo008 OuazHOCMUKU, 8 Nep8yHo oue-
pedb eeHemu4eckKux, a maKyice AeKapcmeeHHol Mmepanuu 8 biigAeHUU U AeHeHUU IMUX 3a001e6aHUI HAMEeMUACS OMHYeMAUBbLL npoepecc,
umo no360a5em UMeHUmMs 0MAaneHHblil NpoeHo3 npu AB3 u evizbieaem 6ce 60abUwUIL UHMEPeC K HUM He MOAbKO Yy neOUuampos, eeHemuKos,
HO Uy peemamono2os, epaueii 00ueil npaKmuxu.
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Autoinflammatory diseases (AIDs) are a heterogeneous group of rare genetically determined, hereditary conditions characterized by unpro-
voked inflammatory episodes that are manifested by recurrent fever and clinical symptoms reminiscent of rheumatic manifestations in the
absence of autoimmune or infectious causes. The prevalence of hereditary AIDs in the population tends to increase. The list of AIDs is quite
wide and includes various groups of diseases, including those faced by not only a pediatrician, but also by an adult rheumatology specialist.
Practitioners do not know much about hereditary AIDs, so the latter are often diagnosed late. However, due to the clinical introduction of new
diagnostic techniques, primarily genetic ones, and drug therapy in the detection and treatment of these diseases, there has been clear progress,
which makes it possible to change long-term prognosis in AIDs and to arouse increasing interest in the diseases not only among pediatricians,
geneticists, but also among rheumatologists and general practitioners.
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AyTtoBocnanuTtenbHble 3a00eBaHus (AB3) — reteporeH-
Hag IpynIa peiKuX FeHeTUYECKU 1eTePMUHUPOBAHHBIX, Ha-
CJIEACTBEHHO OOYCIOBJIEHHBIX COCTOSIHWI, XapaKTepu3ylo-
LIUXCS HEMPOBOUUPYEMBIMU TPUCTYNAaMU BOCHAJIEHUS, Ma-
HUMECTUPYIOINMU PEeIUANBUPYIONIEH TUXOPATKON U KITH-
HUYECKOW CUMIITOMATUKOW, HAIOMMWHAIOILIEN peBMaTU4e-
CKME MPOSBJIECHU, IPU OTCYTCTBUM ayTOUMMYHHBIX WUJIMA UH-
GekuMoHHBbIX MPUYMH. [lo MaHHBIM SMUAEMUOIOTUYECKUX
WCCeOBaHUI TOCAEHUX JIET, pacrnpocTpaHeHHocTh AB3
pacTeT BO BCEM MUpPE, YTO OOYCIOBJIEHO YIyYlIEHUEM UX AU-
ArHOCTUKMU U JieyeHus. Tak, eciiu paHblle UCXOJ MHOTUX 3a-
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OoJieBaHMII ObUT IMpeApellleH W Kypalus TaKUX IaliueHTOB
CBOIMJIACH K CUMIITOMATUISCKOMY JICUCHUIO U HAOJIIOIEHUIO,
TO B HACTOsIIIee BPeMsi BO3MOXHOCTHU TeHETUIECKOM TUarHo-
CTUKM W TATOTEHETHYeCKOU Teparny 3HAYUTETbHO PaCIIu-
pwncsh [1, 2].

TepMuH <«ayTOBOCHANIMTENbHBIC 3a00JIeBaHUSI» TTOSBUIICS
HepaBHO. B xonue XX cronetus D. Kastner u J. O'Shea npen-
JIOXKUJIM TePMUH «ayToBocraneHue» [1]. [lepBoe onucanue AB3
TMPUHAJUTEXKUT BhITAIONIeMYCsT aHTJIMickoMy KimHuucty Y. Te-
Oepneny u natupoBaHo 1802 1., HO Tor/a OHO OCTaIOCh 0€3 BHU-
MaHus [3].
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Tlepeuennr AB3, npeacraBieHHBIX B pa3IMYHbIX KiacCupu-
kanusx u B ipoekte EUROFEVER, noBosibHO mupok [4]. OH
BKJTIOUAeT pa3TMIHbIe TPYITITBI 3a00JieBaHUIA, B TOM YHUCIIE TE, C
KOTOPBIMU TIPUXOIUTCS CTATKUBATLCS HE TOJIBKO TIeANaTpy, HO
W CTICIIMAIMCTY B3POCIO peBMATOJIOTUIECKOM CITYXKOBI.

AB3 xapakTepu3yloTcsl OTCYTCTBMEM ayTOAHTUTE U aHTU-
reH-crieunduieckux T-TMM@OLUTOB, a TaKXKe YETKOI CBSI3U C
AHTUTEHAMM TJIABHOTO KOMILUTEeKca TucTocoBMecTuMocT HLA 1
accouuanuu 3adosieBaeMoct ¢ noyioM. T- u B-mumdonuram
MpH 3TOM OTBOIUTCS BTOPOCTEIIEHHAs pojib. [lepeuncieHHbIe
MeXaHU3MBbI OTJIMYalT NaTtoreHe3 AB3 or TakoBoro kiaccuye-
CKMX ayTOMMMYHHBIX 3a001eBaHuii. Bce AB3 matoreHernyecku
CBSI3aHbI C TMTIEPAKTUBALIMEH CUCTEMbI BPOXKICHHOTO (AaHTUTEH-
crieliMduueckoro) UMMYHUTETa C BeAyllIeil posiblo HelTpohu-
JIOB, TUTIEPIIPOAYKITUEl OCTpoda30BbIX PEaKTAHTOB U HapyIlle-
HUSMU PETYJISIIIUU ITPOBOCITATUTEIBHBIX ITUTOKUHOB. [1pu AB3
OTMEYaeTCss HEKOHTPOJIMpYeMasi TUMEePIIPOAYKIIUS MOHOIIUTA-
MU U Makpodaramu unrepiaeiikuna (MJI) 1, a He pakropa Hek-
po3a onyxoiu (PHO), Kak mpr MHOTHX IPYTUX PeBMATUUECKUX
bose3Hsix [5].

UccnenoBanus nokaseiBatot, yTo NLRP3-undiammacoma
MOXKET CTUMYJIMPOBATHCS HE TOJIBKO IMATOreHHBIMU MOJIEKYJIa-
mu (PAMPs), HO 1 MoJIeKy1aM1, BBICBOOOXXIAIOIIMMHKCS B pe-
3ynbTaTe TKaHeBoro nospexaeHus (DAMPs), uro nmeer Bax-
HO€e 3HaUYeHUE 151 O0JIBIIIOrO YKMCIa MYJIbTH(hAKTOPHbBIX 3a00J1e-
BaHWMIii (Mojarpa, aTepocKiIepo3 U T. 1.) [6].

Baxneitinum npusHakom AB3 saBisieTcsi peluauBUpylO-
MW TUXOPATOYHBII CUHAPOM, TPEOYIOIIMI UCKITIOUCHUS T -
POKOTO CITeKTpa 3a0ojeBaHMii: MH(MEKIMOHHBIX (0aKTepuasb-
HBIX, BUPYCHBIX), OHKOJIOTUYECKUX, B TOM YUCJIE OHKOTeMaTo-
JIOTUYECKHX, ayTOUMMYHHBIX U JIp., KaK BO3MOXHBIX MPUYUH
Jxopanku. TakKe OOIIMMHU MPOSIBICHUSIMU SIBJISTIOTCST ITOpaske-
HHUE CYCTaBOB, MBIIIIEYHOW CHUCTEMBI, KOXU (pa3HOOOpa3HbIE
CHITIN), BOCMTAJICHUE CEPO3HBIX 00010YeK, BOBMOXKHOE pa3BUTHE
ammionno3a (TRAPS, FME MWS), oTcyrcTBue ayToaHTUTEN
WJIM aKTUBALMU ayToceM(puIecKuX KJIeTOK, BBICOKHE MToKa3a-
TeJU aKTUBHOCTM BocrnajieHusl. B GonblinMHCTBe ciaydyaeB AB3
NeOI0TUPYIOT B IETCKOM BO3pAacTe, OMHAKO MOTYT BOBHUKATh U Y
B3POCJIBIX MJTU, HAYABIIUCH B IETCTBE, TIPOSIBIISITHCS B TEUCHUE
BCeil XKM3HM TallMeHTAa.

J17151 MOHUMaHUS TTPOOJIEMbI CUCTEMHOT'O BOCITAJICHUS U3Y-
yeHue AB3 urpaer cToJib e BaxKHYIO pOJjib, KaK U UCCIeA0BaHue
HACJIEACTBEHHbBIX TUCIUMUAEMUI I CO3AaHUSI COBPEMEHHOM
CXeMBI ITaTOTeHe3a aTepOCKIIepo3a.

Kpuonupun-acconnupoBanHbie MepuoOaNIecKre CHHIPOMBI
(Cryopyrin-Associated Periodic Syndromes, CAPS)

CAPS — 570 rpynmna HacJieACTBEHHbBIX 3a00JI€BaHUI, MTpe-
CTaBJIEHHBIX TpeMs1 (DEHOTUIIAaMU, CBSI3aHHBIMU C HATMYUEM MY-
tauuit B reHe NLRP3 (CIAS1), konupylolieM 0e0K KpUOMu-
pUH, SBJISIIONINICS KOMITOHEHTOM WH()IaMMacOMBI, aKTUBUPY-
fomreit kacrmasy 1 (ompegenser cKopocTth Tpomykuuum WMJI1).
CAPS paznuuarorcs 1o KIMHUYECKUM MTPOSIBIICHUSIM U TSKECTH
TEUeHUsI, ONHAKO Ul BCeX Tpex (opM XapaKTepHO HalIuuyue
SMU30/I0B MOBBILIEHUST TEMIIEPATYPHI TeIa, YPTUKAPOMOJ0OHON
CBHITIN, apTPAJITUI M YBEIMYSHUST YPOBHSI 0CT(PPoha30BbIX IMOKa-
sareseii [7]. TIlpumepHo y 60% mNalueHTOB ¢ KJIACCUYECKUMU
dbenoruniamu CAPS He BBIABIIIETCSI MyTallUiA, KOTOPBIE MOKHO
nAeHTUGULIMPOBATH MPY MOMOIIM CEKBEHUPOBAHUS IO Sanger.
DTO MOXET ObITH O0YCJIOBJIEHO HAaJUYMEM COMATUYECKOTO MO-
3aMlM3Ma, KOra He Bce KJIETKM OpraHmM3Ma MMeloT MyTallulo.
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WHrepecHo, 4TO y MAMEHTOB C HATMYMEM COMATUYECKOTO MO-
3auI3Ma OTMeJaeTcs 6ojiee Jierkasi U peayliMpoBaHHast KITMHK-
yecKast KapTHHa, KOTOpasl Jallle XapakTepusyeTcsl 1e0I0ToM 3a-
GoJieBaHUsT BO B3POCIIOM BO3PACTE, BBICOKOI YaCTOTOM MOpaxe-
HUsI CYCTaBOB, MEHBIIIEH YaCTOTON U CTEMEHbIO BHIPAXKEHHOCTH
nopaxenust LIHC, opraHoB 3peHuUs U ciyxa, MEHBIIUM PUCKOM
pa3Butus amuuounosa. OmnucaHo Bo3HukHoBeHue CAPS y
52-neTHel XeHUIMHbI (1e00T CBSI3aH C pa3BUTUEM MEHOIAay3bl)
U 62-JIe€THETO MYXKYUHBL. Y TIAIMEHTOB UMEJIUCh KIMHUYECKUE
nposieieHrst CAPS, ogHako MeToiaMu CEKBCHUPOBAHMS TIO
Sanger MyTalMu y HUX BbISIBJICHBI He ObUH. Takum 06pasom,
HM3Kasl 4YaCTOTa MyTallMii MOXKET ObITh OOHApY:KeHa TOJIBKO ITy-
TeM 1IeJIeHAIPaBJICHHBIX TIyOOKMX TEHETUYECKUX HCCIeI0Ba-
HWI, COOTBETCTBYIOIIMX 3K30HOB/TEHOB. B maHHBIX cirydasix
NLRP3-5K30HbI ObLTA aMILTU(PULIMIPOBAHBI ¢ UCTTOJIB30BAHUEM
BBICOKOTOYHOI TToimMepa3Hoii AccuPrime ™ pfx-caiin [8].
Xponuueckuii maadenueckuii HegpoL02UHECKULl KOXCHO-apniu-
KyAsipHbLl  CUHOPOM/MAGOeHUeCcKOe Nnepuodu’ecKoe Myabmucu-
cmemHnoe eocnaiumeavroe 3abonesanue (Chronic Infantile Onset
Neurologic Cutneous Articular/Neonatal Onset Multisystem
Inflammatory Disease, CINCA/NOMID). Dto penkoe BOCIIAIM-
TeJIbHOE 3ab0JieBaHUE, ACCOLMMPOBAHHOE C MyTallueil reHa
CIAS 1 (oGHapyxuBaeTcst TONbKO B 50—60% cityuyaes), sIBJIsIETCS
Haubosee Tskenoit popmoit CAPS. KnuHuueckue nmposiBieHUsI
cunapoma CINCA/NOMID ne6ioTupyioT yxke Ha epBOM rony
ku3HU. JInxopanka 4acto exxelTHeBHasl, pelUINBUPYET Ha MPO-
TSDKEHUU 00JIe3HU. YPTUKapHasl ChITlb MOXET TepCUCTUPOBATh
matenbHoe Bpems. [Topaxkenue IIHC umeercss moutu y Beex
GOJIBHBIX U MPOSIBIISIETCS] XPOHMUYECKUM acelTUUECKUM MEHUH-
rutoM (90%) ¢ ToIoBHOI OOJIbIO U Pa3IpaXKUTeIbHOCThIO. TH-
MUYHBIM CHUMIITOMOM S$IBJISIETCS HEWPOCEHCOpHAasi TJIyXoTa
(75%). XapakTepHO MopakeHUe CYCTaBOB B BUJIE apTPaJITUii NN
HE3PO3MBHOIO apTpUTa, KOTOPOE OTMEYaeTCs Y ABYX TPETeil ma-
uueHToB. OdTaTbMOIOTUYEeCKIe TIPOSIBIICHHUST BKITIOUAIOT KOHb-
IOHKTUBUT, niepeaHuit (50%) wnu 3annuit (20%) yseut, aTpo-
(uro 3puTeHHOTO HEpBa, MPUBOASIILYIO K CHUKEHUIO 3pEHUS Y
25% v ciaenoTe y NOJOBUHBI MAIIMEHTOB. BosibHbIE MMEIOT CBOE-
00pa3HbIi TUTI JINIIA, JIOA, CEIUIOBUIHBII HOC, Makpoliedaiuio,
KOPOTKHE TOHKHE KOHEYHOCTH WM TYJIOBHILE, MHOXCCTBEHHBIC
nedopmanuu  cyctaBoB.  [IporHo3  mpu  CUHApPOME
CINCA/NOMID Bceraa cunrascst HeOaaronpusaTHeiM. CMepT-
HOCTb B MOJPOCTKOBOM BO3pacTe cocTaBiisia okojio 20%, B oc-
HOBHOM HM3-3a DPa3BUTUSI MHGEKLUMOHHBIX OCIOXHEHWN WU
HEBPOJIOTUYECKUX HapyllleHWi. Bemyiiee ocioxxHeHWe W TIpU-
YUHA TMOEIM TaKUX MallMEHTOB — aMWJIOUI03, KOTOphiit y 20%
13 HUX pa3BuBaeTcs yxe K 20 rogam. [1Jist ie4eHUst IPUMEHSIIOT
rmokokoptukouasl (I'K), pekomouHaHTHBIN aHTaroHucT UJ11P
[9]. BoabmmHcTBO ciiydyaeB CINCA/NOMID BeTpeuanuch cro-
paxMYecKu, XOTs OIMMCAHBI U CeMEeHbIe HAOJTIOIECHMSI.
Cemeiinan x040008as KpanueHuua/cemeinslii X04000801i
aymosgocnaaumenvhotii cunopom (Familial Cold Autoinflammatory
Syndrome/Familial Cold Urticaria, FCAS/FCU). B 95% ciy4yaeB
3a0osieBaHuE JIEOIOTUPYET B TIEPBbIE MOJTOAA XMU3HU, 4acTO C
poxaeHusi. Berpewaemocts FCAS/FCU cocrtaBnsier mMeHee
1:1 MJIH, CUHIPOM OJMHAKOBO YacTO HaOJII0AaeTCs Y JIUIL XKEeH-
CKOTO U MYKCKOTO TToJia. 3aboyieBaHMe TPOSIBIISIETCS TTPOBOIIN -
PYEMBIMHU XOJIOZIOM BITU30IaMU JINXOPAIKH, KOTOPasi 0ObIYHO HE
JOCTUTAET BBICOKUX LU(MP, ChIMK MO TUITY KPATTMBHULIBI U apT-
paNTusMU. ATaKM MOTYT COIMPOBOXIATHCSI KOHBIOHKTHBUTOM,
MOTJUBOCTBIO, COHJIMBOCTBHIO, FOJIOBHOI 00JIbI0, MyYUTEJIbHOM
Xaxnou u tomrHotoit. Cirydan ammimounnosa npu FCAS/FCU
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uckimounTeabHo peaku (2—4%) [10]. B 2010 . A. Yamauchi u
coaBT. [11] cooO1man 0 B3pocioM nauueHTe, 34-j1eTHeM SITTOH-
CKOM MYXXUWHE, Y KOTOPOTO MO BIUSTHUEM (PU3NIECKOTO UCTO-
MEHUs WJIA XOJOJOBOTO BO3NEWCTBUSI OTMEUAINCH ITOBTOPSTIO-
1IMecsT SMU30Mbl YPTUKAPHOU CBIMU, pa3pelIaronieiicss mocie
OTIbIXa U HAXOXIEHUs B Terjie. DTU 3MU304bl HAOIIONANNCh C
MJIaleHYeCTBa, HO MALlMEHT paHee He OblI 06cienoBaH. B anam-
He3e He BBISIBJICHO aCeNTUYeCKOro MEHUHTUTA, aMUJIONUI03a T10-
YeK WM HEHPOCEHCOPHOI IyxoThl. B aHanu3e KpoBu omnpene-
JISTACh HENUTPOMWIBHBIN JIEWKOIUTO3, TIOBBIIIEHUE YPOBHS
CPB. ¥ TpexmecsiyHOII movepu TallMEHTa TakKKe BO3HUKAIN
SMU30/bl YPTUKAPHOM CHIMIM U TIOBBILIEHUE OCTPO(A30BbIX MO-
Kaszateseil B KpoBU. [eTepo3uroTHass MUCCEHC-MyTalUs
(Y563N) B 3k30He 3 NLRP3 6bl1a ooHapyxena B JIHK y otma u
JOYepH IyTeM TIPSIMOTO CEKBEHUPOBAHMS. DTU NAHHBIE TOM-
tBepnun nuarHo3 FCAS. [lpenmomaraercst, 94To ypTukapHas
cointb ipu FCAS mnnynmpyercst U111 B pe3ynbraTe akTUBaIiK
NLRP3, a 61okana MJI11 MoxeT obecrieuuth TepaneBTUUYECKOe
MPEUMYLIECTBO.

L. Espandar u coaBr. [12] npenctaBuiv nepBblil OTYET O MO-
pakeHWU TJ1a3 (KEPaTUT U CBSI3aHHBIE C HUM PYOIThl POTOBUIIBI)
npu FCAS y Tpex WIeHOB OJHOI ceMbU — MaTepu 48 JieT, ChiHa
18 net u nouepu 14 1eT — ¢ MHOTOJIETHE! UCTOPUEIi TISITHUCTO-
TanyJae3HO ChIMK MOCJIe X0JIOI0BOrO BO3AEHCTBUSI, HAUUHAS C
JIETCTBA, CyO(heOpUIbHOI JIMXOPATKOM, TOUTHOTOM, YCTaIOCThIO
W apTpaJITMsIMU, OOJIBIO B IJ1a3aX, CBETOOOSI3HBIO M KEPATUTOM C
TOCIEAYIONNM TIOMyTHEHHEeM CTpoMbl. Ha ocHOBaHWM KITMHU-
YECKUX CHUMIITOMOB, JJAOOPATOPHOTO, B TOM YKCJIE TeHETHUe-
cKOro, oOciemoBaHMsI, BKITIOYABIIET0 CKPUHUHT MyTalUil
NALP3 (CIAS1), 6bin1 nuarHoctupoBaH FCAS. ¥V Bcex Tpex na-
LIMEHTOB OTMEYAJIMCh PELUANBUPYIOLINI KEPATUT U CTPOMANb-
Hble PyOLIbl POrOBUIIbI B 000X I1a3axX. YUuThIBast Hed(hHEeKTUB-
HOCTb TIPEIIIeCTBYIONIe Teparuu, ObUT Ha3HaUeH KaHAKWHY-
Mab 150 Mr moaKoxXHO Kaxknpie 8 Hen. Bo Bpemst obcienoBaHus
y odranbMosiora mocje Hayaua Tepanuuy U B TeueHue 1 roma Ha-
OntoeHNsT He 0OHApYXXEeHO aKTUBHON MH(MUIBTpALMU POrOBHU-
LIbI, OTHAKO CTPOMAaJIbHbIE PYOLIbI OCTATNCh HEM3MEHHBIMU. OT-
MeJaJIMCh YIydllleHne KIMHWUYECKHUX U JIabOopaTOpPHBIX TToKa3a-
TeJieii, Xopolasi IepeHOCUMOCTD TIperapara.

Cundpom Maxaa—Yraaca (Muckle—Wells Syndrome, MWS).
He6roTr MWS BO3MOXEH Kak B IETCKOM, TaK M BO B3pOCJIOM BO3-
pacte. K 1998 . 66110 onucaHo He 6oJiee 100 ciryyaeB 3TOro 3a-
oonesanus [13]. TeHeTnueckass MyTalusi OOHApy>XMBaeTcsl y
65—75% nanuentoB. MWS xapakTepu3yeTcst TTOBTOPSIIOIITIMU -
CsI AMU30IaMHU JINXOPAAKu U cbitiut oT 1 1o 3 gHeit. [TopakeHune
CyCTaBOB BapbUpPyeT OT KOPOTKUX MPUCTYIIOB apTPaITUii 10 pe-
LUIMBUPYIOIINX aPTPUTOB KPYITHBIX CYCTaBOB. YacTbIMU CUM-
MITOMaMU SIBJISIIOTCSI KOHBIOHKTUBUT, SMUCKIEPUT WU UPUIO-
UMKIIUT. OyaroBasi HEBpoOJOTMYecKasi CAMIITOMaTHKa He onuca-
Ha, BO3MOXHBI 3aIepKKU (PU3MUECKOTO U TTOJIOBOTO Pa3BUTHSI.
HeiipoceHcopHas riryxora (CeHCOHEBpaTbHasT TYTOYXOCTh) pa3-
BuBaetcs B 50—70% ciy4aeB. YacTtbim ocioxkHeHreM MWS siB-
nstercst ammwtonnos (20—40%) [14—15]. B 2013 r. onucaHbI pe-
3yJIBTaThl TPOCIIEKTUBHOTO KOTOPTHOTO UCCea0BaHus 33 001b-
HbiXx MWS B Bo3pacte 3—75 €T, KoTopblie ObLIM YWICHAMMU ISITU
ceMeil ¢ YeThIpbMs pa3IMYHbIMU MyTauusiMu B reHe NLRP3.
[MaimeHTaM MPOBOIWIIN OTOJIOTMUECKOE OOCTEeIOBaHUE, B TOM
YUCJie TOHAIBHYIO ayINOMETPUIO, OIIEHKY BECTUOYISIPHOTO ari-
mapaTta ¥ myma B ymax. CTerneHb U PUCK MPOTPECCUPOBAHUS
MOTEPHU CITyXa ObUIM OMPEICIICHBI TSl KaXaoro reHotuna. ¥ 67%
MaLMEeHTOB BbISIBJIEHA JBYCTOPOHHSISI CEHCOHEBpAJbHAsl TYro-

YXOCTb, Y 14 B3pOCIIBIX MALIMEHTOB — IMOCTOSIHHBIH LIYM B yIIaXx,
CHIDXEHUE cliyXa IMpOTrpeccupoBaio ¢ Bo3pactoM. [lartueHTsl ¢
mytanyeir T348M nmMenu Gosiee BEICOKUI PUCK OBICTPOTO MPO-
IPECCUPOBAaHMS HEIIPOCEHCOPHOI Tyroyxoctu [16].

A. Lieberman u coaBt. [17] HaGmonanu 54-jJeTHero maiu-
€HTa, Y KOTOPOTro OYyarv BBICHIMIAHUU TMOSIBUJINCH B BO3pacTe
2 Mec, 4acTO COIMpPOBOXIAJINCh 03HOOOM, JuMdaneHonaTuei,
reraTocrieHOMeTaneil, OTeKOM IUCKa 3PUTETLHOTO HepBa,
aHeMuel, ocTpbIMu apTputamMu u TosbiieHueM COD. B Bo3-
pacte 19 yieT meprenTUBHAS TYTOYXOCTh MPUBEIa K HEOOXOAM-
MOCTH HOILIEHUSI IBYyCTOPOHHUX CIIyXOBBIX anmapartos, B 20 et
u 30 JeT OTMeyalloch HECKOJIBKO 3IMM30J0B KYJIBTYpPOOTpHUIIA-
TEJIbHOTO 303MHOMWIBHOTO MEHMHIUTA C KOMOIM M CyIOpOramu,
TpY GMOTICUM YCTAHOBJIEHO HAIMYKME XPOHMIECKOTO MEHUHTHUTA C
BaCKYJISIpHOM acTporimanbHoOM peakiueii 6e3 Backynurta. C 30 net
0ecToKOWIN PeUINBUPYIOIIasi 00Jb B XKUBOTE, OOMITbHAST 1A -
pes, B 40 neT pa3Buiicst He(POTUUECKUI CUHAPOM, TTOTpeOOBaB-
LWt TEPUTOHEATbHOTO TUaIK3a, OMOTICUST KUILIEYHUKA U TTOYeK
BBISIBUJIa aMWJIOUIHbIE OTJIOXeHUsI. B Bo3pacTte 50 et mauueHT
TepeHec JIBYCTOPOHHIOK TPAHCIUTAHTAIIMIO POTOBUIIBI B CBSI3U C
JICHTOYHOI KeparomnaTtueil (kaibludukanus porosulibl). Hec-
MOTpSI Ha TePaTuIio, B TOM YUCTIEe TIPEIHU30JI0HOM, a3aTUOTIPU-
HOM M LIUKJIOCITOPUHOM, COCTOSIHME TTOCTENEHHO YXYIIaaoCh,
U B Bo3pacte 54 yiet nauueHT ymep. CeMeiHbIii aHaMHe3 OTpU-
naTeabHbIN. JInarno3 MWS ObUI ITOCTaBJIEH JIMILBL HE3aJ0J1I0 10
cMmeptu. Takum 00pa3oM, U B3pOC/bIE PEBMATOJOTU MOTYT
ctoikHyThest ¢ CAPS.

Mpbl Habmromanu MauueHTKy 18 jet, y kotopoit MWS 6bL1
IMAarHOCTUPOBAH U MOITBEPKIEH paHee BpauaMU JETCKOTO OT-
neneHusi HayuHo-ucciienoBaTeIbCKOro MHCTUTYTa PeBMAaToJO-
ruu uM. B.A. Haconosoit (HUMP um. B.A. HacoHoBoi1).

Hauuenmra A., poxcdena om cmeuiannoeo bpaka (omey — ap-
MSAHUH, MAMb — PYCCKAs), NPedssing yHeaiobvl Ha 0604b, NPUnyx-
A0CMb CYCMagos Kucmeli, KOAEHHbIX CYCMAB08, NosvluleHue mem-
nepamypsl meaa do 37 °C, cbinb Ha Kodice, CHUJICEHUe cAyXa, 3pe-
Hus. B eo3pacme 9 mec nossusace coine na mene 6e3 3yoa, conpo-
60dcoasuLascs nosviuleHuem memnepamypol meaa 0o 40 °C 6e3 ka-
MapanbHuIX NPUHAKO08, NPU 00CAe008aHUL OMMEHANUCH CHUMCEHUE
YDPOBHS 2eM02100UHa, Aelikoyumo3 0o 27 muic., nosviuerue COD do
55 mm/u. Habaroodanrace 6 ungexkuyuonHom omoenenuu, 6 omaoene-
HUU 2eMamonocuu, noayaia oicese3ocooepicaujue npenapamol.
C deyxnemHneeo 603pacma — GbipasiceHHvle apmpumbl 201€HOCMON-
HbIX cycmaeog ¢ nepuoduunocmoio 1 paz 6 mecay, npomexkaguiue ¢
noeviueHuem memnepamypsl mead, CKOBAHHOCMbIO, NOKPACHEHUEM
enas. Tloaywana mepanuio napayemamonom, ubynpogerom, Komo-
pas oasana 3pgpekm. B mennoe epems eoda nposiéaenus 3abonresa-
HUsl GblAU BbIPAJICEHbI 8 MeHbULell CeneHU, NPU HaX0Xc0eHUU 8 no-
MeujeHuu ¢ KOHOUYUOHePOM UHMEHCUBHOCHb CbINU Pe3K0 Hapacma-
aa. C 13 1em noseuauce 8bipadiceHHas 20108Has 604b, NOKPACHeHUe
enaz, ¢ 15 nem — cHudcenue cayxa (3axaruenue cypoosoea: 08y-
CMOPOHHSAS CeHCOHespanvras myeoyxocms 1-ii cmenenu). uaenos
MWS noomeepacder ¢ 8bicOK0IL 6epOAMHOCMbIO; MEMOOOM NPAMO-
20 ABMOMAMU1ECK020 CeKBEHUPOBANUs NPOBEOeH YaCMUUHbII aHAa-
auz eena NLRP3 (CLAS1; 136—718 kodonbt), obnapyicena 00HO-
nykaeomuonas zamena c. 1049C>T (p. Thr350Met) 6 cemepozucom-
HOM cocmosHuu. B mexcoynapoonoii 6aze mymayuii ueasoeexa 3a-
mena onucana Kak namoeennas (CM021072). Taxoce evisgaetot
noaumopghuvie gapuanmol c. 732G>A (rs3806268) 6 eomozucomnom
u C2113>A(rs35829419) 6 eemeposucomuom cocmosanuu. Ha gone
nevenus Kanakumymaoom (150 me nodkoscHo) ommeuanoce yayu-
wenue: YMeHbUWUAO0Ch KOAUYeCm80 NPUnyXuux, 001e3HeHHbIX CyC-
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maeos, cHuzuacs ypogenv CPb, kynupoeanca kounsionkmugum,
KAUHUKO-1a00pamopHas pemuccus coOXpanaiace 6 meverue 8 Heo.

TpanuumoHHo TepaneBTuueckue Meponpusatus npu CAPS
3aKJTIOYATUCh B TIPEAYNPEKIEHUM BO3NEMCTBUS XOJona M Ha-
3HAYEHUU HECTEPOUTHBIX MPOTUBOBOCTIAIIUTENBHBIX Mpernapa-
toB (HIIBIT) Bo Bpems atak y naimeHToB ¢ FCAS/FCU. PasHo-
obpasHbie MeTonbl JeueHuss MWS u CINCA/NOMID no BHe-
IPEeHUS B MPAKTUKY TeHHO-WHXEHEPHBIX OMOJOTUYECKUX Tpe-
napatoB (T'MBIT) B nyuiiem ciyyae aaBajiv JUlIb YaCTUYHOE
obJerueHre W B 1[EJIOM He BIVMSUTM Ha TeUeHWe 3a00JeBaHUS.
IlonoxeHue cyiiecTBEHHO M3MEHWIOCH C HAYaJOM IIUPOKOTO
ucrnoab3oBanus mHruoutopoB MJI1, nmoa BIMSIHUEM KOTOPBIX
3HAUYUTEIBHO YMEHBIIATUCH Bce CUMITOMBI. C ycrieXoM pume-
Hsiceh i iedeHus: CAPS nnruburopsl MJI1 punonauent u
KaHakuHyMma0. CBoeBpemMeHHas auarHoctuka CAPS, ocobeHHO
cuanpoma CINCA/NOMID, kpaitHe BaxkHa, ITOCKOJIbKY B Ha-
CTOsIIIIee BPEeMsI MMEIOTCSI METOIbI JIEUeHUSI, TTO3BOJISIONINE He
TOJIbKO CTMACTH >KM3Hb MallMeHTa, HO 1 MPeaynpeanuTb pa3BUTre
Haubosiee TSKENbIX MOCIEACTBUI 3a00JIeBaHUsI, TAKUX KaK TsI-
JKeJlasi YMCTBeHHasl OTCTajloCTh, ryxoTa u ap. [18—20].

Tunep-IgD-cundpom, uau cundpom depuuuma mesaionam-
kunazot (Hyper-Immunoglobulinemia D-syndrome/Mevalonate
Kinase Deficiency Syndrome, HIDS/MVKD). Cunnpom nedu-
uuta MeBaioHatkrnHasel (MVKD) pa3BuBaercst 0ObIUHO B Tiep-
BblE 2 rona XM3HU. Tun HaciaenqoBaHUS — ayTOCOMHO-peLec-
CUBHBI, 00ycioBiIeH MyTauueil reHa MVK, pacrnosioxeHHOro
Ha JUIMHHOM Tutede 12-i1 mapbl XpOMOCOM U KOJIUPYIOIIETO Me-
BaJIOHATKWHA3y — ONUH 13 (GepMEHTOB ITyTH OMOCUHTE3a XOJIe-
cTepuHa 1 uzonpeHounos. Haubomnee yactoit myraueit siBisi-
etcst V3771 (cBbiie 80%). OCHOBHbIE KIMHUYECKUE MPOSIBIIE-
HUs: hedpuibHas TUXOpaaka c 03HOOOM (OT 2 10 7 AHEN), MsT-
HUCTO-TIAIyJIe3Hast, YPTUKapHasi, PeIKO — IMeTeXUalbHO-Typ-
MypHasi ChHITb, IIeiiHas JTuMd@oaneHonaTsl, 001b B KUBOTE,
pBOTa, Muapesi, TeMaTOCIICHOMETAINS, apTPAITUN VI apTpU-
Thl KPYIHBIX CYCTABOB, OpPaJbHbIE W T€HUTAJbHBIE SI3BbI, O-
TaJbMOJIOTUYECKasl CUMIITOMATHKa, TMOBbIIIEHUE OCTpodaszo-
BBIX ITOKa3aTesieil. B kauecTBe AMArHOCTUYECKUX TECTOB HC-
noJsb3yercs omnpeneiaeHue IgD B chiBopoTKe KpoBu. lnarHos
MOATBEPXAaeTCs MpuU BbissBIeHUU MyTauuu reHa MVK. Jleye-
Hue HIDS ocraerca mpobiaeMaTUIHBIM. [1OMBITKY MCITOIB30-
BaHUSI B Tepanuy KOJXUIIMHA 1 UMMYHOCYIIPECCAHTOB HE YBEH-
yanuch ycrexoM. CKpOMHbIE pe3yabTaThl HAOMIOAAMCh MPU
HaszHaueHuu cuMBactatuHa [21]. Jasi KynmupoBaHUs TPUCTY-
noB npumenstorcss HITBII. [Tpornos npu HIDS 6aaronpusit-
HBIl — aMUJION03 pa3BuBaeTcst MeHee 4yeM y 3%. B To xe Bpe-
MsI TIOJTHOE M3JIeUeHUe TIPECTABIISIETCS Ha CETOMHSIIIHUN TeHb
HeIOCTKUMBIM [22—23]. Hanbosee 0OHaneXXBaOIIMM CTAIO
ucnonbs3oBanue ['NBII.

J.1. Arostegui 1 coaBT. [24] uzyuanu a(pheKTUBHOCTD U 06€30-
macHocTh KaHaknHymMa6a mpu MVKD y 9 manmenTos (6 neteii u
3 B3pocbix). [lalreHTsl moayyany npenapaT MNoJKOXHO B 03¢
300 Mr wam 4 MT/KT IUTS TAITMEHTOB ¢ Maccoit Tena <40 KT Kax-
nple 6 Hen (mepuon 1), mociie Yero cienoBal 6-MeCsYHbIA mepe-
pBIB (Tiepuon 2), 3aTeM B TeueHUe 24 Mec MPOI0JIKaIu JIeYeHUe
npenapatom B Toii ke no3e (nepuon 3). [lepBUuHON KOHEUHOM
TOYKOI1 OBUTO CHIKEHWE YaCTOTHI TPUCTYIIOB BO BPEMST Tepartuu
110 CPaBHEHUIO C TIEPUOIOM, B TeUeHWE KOTOPOTO MAIIUeHTHI He
noayvanu apyrue rperapatel (HI1BIT u/umu I'K). OtMmeuanach
perpeccusi KTMHUYECKUX TTPU3HAKOB, Ta00paTOpHbIe MmoKa3aTe-
JIM HOPMAaJIM30BAIUCh YK€ Ha 15-i1 1eHb JIeYeHUsT U OCTaBaJIUCh
TAKOBBIMU Ha MPOTSKEHUU MCCIeT0BaHUSI.
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Ilepuoduueckuii cundpom, accouuuposannstii c mymauuei ce-
na peuenmopa O HOa (Tumor Necrosis Factor Receptor-Associated
Periodic Fever Syndrome, TRAPS). DTOT CUHIPOM, 110 CYTH, SIB-
JISIETCS KJTACCUUYECKOM MOJICITBbIO 3a00JIeBaHMST, 00YCIOBICHHOTO
HapyIlIeHNeM pelenTopa K IUTOKMHY. 3a001eBaHe XapaKTepu-
3yeTcsl ayTOCOMHO-TOMUHAHTHBIM THUIIOM Hacjie0BaHUsl, 00Yy-
cioBiieHo myTtaumeii reHa TNFRSFIA, pacnoioxXeHHOTo Ha KO-
POTKOM 11j1eye 12-ii mapbl XpOMOCOM U KOAUPYIOLIETO PELENTOp
I Tuma (55 x[a) g @HO. [25]. CHukeHMe TIa3MeHHOW KOH-
ueHTpamy pp@HO 55 kJla KoppenupyeT ¢ TSKECThIO TTPUCTY-
OB M CTETICHbIO aKTUBHOCTH JIaOOPATOPHBIX TTOKa3aTeieil Boc-
naneHusi. He y Bcex HocuTeneli MyTaHTHBIX TEHOB, 1aXKe B CEMb-
sIX, B KOTOpBIX HaOmoaaoTcs noBTopHbie ciiyyan TRAPS, pas-
BHMBAeTCsT KIIMHUYeCKasl KapTUHa 3a00JieBaHMsI, U He y BCeX ITa-
LIUEHTOB ¢ nposiBieHussMu TRAPS 1 HapyllIeHHBIM 1LIeUTMHTOM
pp®HO 55 x/la BHISIBIISICTCS TTaTOJIOTMUECKass MyTamus (TeHe-
TUYEeCKass TeTepOreHHOCTh). [Ipenmosaraercs, 4TO HOCUTEIHN
MyTaHTHBIX ajuiesieiit TNFRSFIA, y KOTOpbIX HE pa3BUBaeTCsI
kiauHu4yeckas kaptuHa TRAPS, mpeapacriosioxXeHbl K pa3Bu-
THIO IIMPOKOTO Kpyra BOCITATUTETbHBIX 3a00JIeBaHUI, B YacT-
HocTtu PA [26—27]. CpenHuii Bo3pacT Havaia 3abosieBaHus — 3
roga (ot 2 Hex o 53 ner). KimmHnueckast KapTuHa BaprabebHa:
TUMWYHBIMUA CHMITOMAMU SIBJITIOTCSI JIMXOpAaKa, MbIIIEYHas
00J1b U 00JIb B XXUBOTE, ChIlb, YaCTO pacroJjiaraloiascs B o0Ja-
CTU 00JIE3HEHHBIX TPYIIT MBI, KOHbIOHKTUBUT. XapaKTepHbI
nosbieHue COD, yposHs CPB, ranrorioduHa, ¢pudbpuHoreHa,
deppuTHHaA, HERTPODPUIBHBIN JTEUKOLIMTO3, TPOMOOLIMTO3 (3TU
ITOKa3aTeJIM MOTYT COXPAHAThCS MOBBIIICHHBIMU ¥ BO BHETIPH-
CTYITHBIM TIEPUOM), CHIDKEHHE YPOBHS TreMorioowHa. CaMbIM
TsoKeNnbIM ocoxHeHneM TRAPS sBastercss ammionnos (25%
0OJIbHBIX), MPUBOASAIIMIA K MOYEUYHOU WM TTEYEHOYHOI Hemoc-
TATOYHOCTH, YTO SIBJISIETCSI OCHOBHOM MPUINHON THOEIN Malv-
eHTOB. JIJIs1 KyITMpOBaHUS MPUCTYTIOB Y B3POCITBIX OOTBHBIX MC-
mose3yioT 'K B o3¢ >20 Mr/cyT, yacTo OTMe4YaeTCsl BTOpUIHAsT
HeadpdekTuBHOCTh 'K, TpeOyroiiass MOBBIIEHUS WX HO3BI.
B nerkux ciyyasx Bo3moxHo npumeHenue HIIBII. ITonbitku
Ha3HauyeHUsl OOJIbHBIM KOJIXULIMHA, METOTpEKcaTa, a3aTUONpPU-
Ha He nanu pesdyasrata. MMetorcs gaHHble 00 2bdGEKTUBHOCTH
antu-O®HO-tepamuu [28].

HenocpencTteeHHOe BIMsSHUE HAa OCHOBHBIC MEXaHU3MBI
maroreHe3a TRAPS okaswiBaer mHruobuposanue WJI1. bouiu
npoaHanau3upoBaHbl gaHHble 11 u 111 a3 paHgoMu3npoBaHHOTO
JIBOMHOTO CJIETNOro IIaleOOKOHTPOJNPYEMOTO MCCIeA0BAHUS
a¢bdeKTUBHOCTH U 6€30MacCHOCTU KaHakMHyMabta y 20 mauueH-
ToB 7—78 sietr ¢ aktuBHbIM TRAPS. Tlocne ieueHust aTuM mipe-
mapatoM y 19 malMeHTOB TOCTUTHYTA CTOMKAas KJIMHUKO-J1a00-
patopHas pemuccus [29—30].

Cemeiinas  cpeouzemnomopckasa auxopaoka (Familial
Mediterranean Fever, FMF). AB3, koTopoe yallie BCero BcTpeya-
eTCsl Y B3pOCJIbIX U SIBJIIETCS HamboJiee U3yYEHHBIM U pacIpo-
crpaHeHHbIM. FMF ctpanaer 6osee 100 ThIC. MaliMeHTOB B MU-
pe. B oteuectBeHHoit nutepatype FMF BnepBbie onucaHa
E.M. Tapeessim u B.A. HaconoBoii B 1959 . D10 HacnencTBeH-
HOE ayTOCOMHO-PELEeCCUBHOE 3abosieBaHME, CBSI3aHHOE C TO-
YeyHOU MyTauueil B reHe Oejika mupuHa. [eH HOCUT Ha3BaHUE
MEFV (MEditerranean FeVer) v pacriojloXeH B KOPOTKOM ILjIeue
16-it xpomocombl. Pazsute FMF cBs3zaHo ¢ gedexkrom Genka
TePBUYHBIX TpaHyJ HEHTPOPUIOB MUPUHA, KOTOPBIN SIBISIETCS
OCHOBHBIM DETYJISITOPOM BOCTAJIMTELHOTO OTBETa, MPOXOJsi-
1ero ¢ ydyactueM Heitpodunos. [TupuH cTumyaupyeT BbIpa-
0OTKY MPOTHBOBOCHAIUTEIbHBIX MENUATOPOB, MO3BOJISIET KOHT-
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pPOJIMPOBATh XEMOTAKCUC, CTAOWIM3UPYeT MeMOpaHy rpaHyJo-
mToB. Ero nedekT mpruBOIUT K MOBBIIIEHUIO BEIPAOOTKH IIUTO-
KMHOB B JIeMKOLIUTAaX, Ne(ULIUTY MHTMOUTOpa (pakTopa XemMoTa-
kcuca C5, akTuBaMM MOJIEKYJT aire3uy Ha TTOBEPXHOCTU Heli-
TpoMIIOB, a TAKXKEe MX MUKPOTYOYJISIPHOTO arrapara, [erpaHy-
JLMU TIEPBUYHBIX IpaHyld. Bo Bpemsi mpucTyma Juxopanku
TPOUCXOAUT CITOHTaHHAsI WU CIPOBOLIMPOBAHHAS JETPaHyJIsI-
LMST HEUTPOUIIOB C BBIOPOCOM MENIMATOPOB M PA3BUTHEM acerl-
TUYECKOTO BOCMAJIEHUS MPEUMYIIECTBEHHO B CEPO3HbBIX U CUHO-
BUAJBHBIX 000JI0YKaX HEW3BECTHBIMU Tpurrepamu. [lepuomm-
yeckasi 0OJIe3Hb TPOSIBISIETCS CTEPEOTUITHBIMU, MPOJOIIKU-
TEJBHOCTBIO 6—72 4, mpuctymamu Jamuxopaaku >38 °C,
COMPOBOXIAIOIIENicsT 03HOOOM, HE KyMUPYIOLIEHCs MPUeMOM
aHTUOAKTEpUAbHBIX MPEeNapaToB U aHTUITMPETUKOB, MOTUCE-
po3utoM, Gosibio B XxuBoTe (y 91% OO0NbHBIX) M cycTaBax
(v 35—80%), noBbIllIEHUEM YPOBHSI JIEHKOILIUTOB, YBEINYCHUEM
CODB. B MeXTpUCTYITHBII MEPUO COCTOSTHUE OOTBHBIX YIOBIIE-
TBOpUTENbHOE. OMKUCaHO Pa3BUTHE U30JIUPOBAHHOTO UM COYE-
TaHHOTO MOPaXXeHUSI TUIEBPHI U MEPUKAp/ia CO CTEPUITbHBIM BbI-
MOTOM JUTUTEbHOCThIO 3—7 JHEH y KaXXA0ro TPeThero nalueH-
Ta. [lopaxeHre KOXH B BUe POXKETIOT0OHOI CBITIH, TTyPITYPHBIX
BBICBITIAHUH, BE3WKYJ, Y3€JTKOB, aHTHOHEBPOTUUECKOTO OTEeKa,
pexe — orteka KBuHKe u KpanuBHMIIbI BeTpevatorest y 20—30%
OOJIbHBIX.

OuyeHb BaXeH TIIATEJbHO COOPAHHBIN T€HEeaTOrMyeCcKuit
aHaMHe3: HeoOXOIUMO BbISIBUTb HallMuue MepuoaudecKoi
JINXOPAJKU U CIy4aeB CMEPTU OT MOYEUHON HEIOCTATOYHOCTH
y poncTBeHHUKOB. ClienyeT MpUHUMATh BO BHUMaHUE dTHUIE-
CKYI0 TIPUHAJIEXXHOCTh MAlMeHTa, HO MPU ITOM TTOMHUTb,
4yTO 3200J€BaHKE MOXET BCTPEUaThbCs U B THUYECKUX TPYTI-
nax, JJisi KOTOPbIX OHO HexapakTepHo. OmnpeneseHHbIM MOo/I-
CHOPbEM B TMArHOCTUKE MOXET CIYKUTh MOJIEKYJISIPHO-TEeHEe-
TUYECKOEe TUIIUPOBAHUE XapaKTepHbIX MyTaluii reHa MEFV.
OCHOBHBIM OCITOXXHEHUEM, KOTOPOE B TOKOJXUIINHOBYIO 310~
Xy ObLI10 MpuunHOU rudenu 6oabHbix FME saBasercs amumno-
03 TIOYEK, XEeTyA0YHO-KUIIEYHOro TpakTa, MeuyeHu, cele-
3€HKM, PEIKO — cepiala, AUYEK U LIUTOBUIHON XKeJe3bl
[1, 31]. K BO3MOXHBIM OCJIOXKHEHUSIM OTHOCUTCS TakXke cra-
eyHasl 00J1e3Hb KaK MCXOJ MOBTOPSIOUIMUXCS 3MU30J0B MEepU-
ToHUTA |32, 33].

OcHoBoii teyenuss FMF saBnsercst konxuiuyH. [Jaxe B Tex
ciyyasix, KOraa Tepanusi KOJIXMLMHOM He MPeJoTBpallaeT peLu-
QVBbI, OH 3HAUUTEJIbHO CHUXKAET PUCK Pa3BUTHUSI aMUJIOMI03a
[34, 35]. B kauecTBe CUMIITTOMAaTUYECKOTO CPEJICTBa BO BpeMsl
arak ucnojb3yior HITBII [36]. C nosiBiieHreM OMOJIOIMYECKOI
Tepanuu B jedeHun FMF cranu npumeHsaTh npenapathl, 0J10-
kupytomue MJI1, yto onpaBaaHo B cilyyasix pe3UCTEHTHOCTU K
KOJIXUIIMHY WM TUIOXOH ero rnepeHocumoctu [37—38].

K coxanenuto, 3a601eBaHre Majo U3BECTHO MPAKTUYECKUM
BpayaM, MO3TOMY JMAarHO3 HEPEIKO CTABUTCS TOJBKO B 3PEIOM
BO3pacTe, a YUCJI0 AMAarHOCTUYECKUX OIIMO0K Beanko. dudde-
peHIMaNbHAs AUATHOCTUKA TPOBOAWTCS C IIMPOKUM KpPYroM
UHGEKIIMOHHBIX 3a00JI€BaHUI, COMPOBOXIAIOIINXCS JIUXOPAI-
Koiil. Hepeaxo Takue mauyeHThI MOJy4YaioT He ONUH KypC aHTH-
OMOTHKOTEpAInH, MPeXIe YeM Bpayd yoenurcst B ee Oecriepcrek-
TUBHOCTH [39]. B KauecTBe MiLTIOCTpaliMy MPUBOAUM TTPUMeED 3a-
no3nanoii auarHoctuku FMF y B3pociioro My>X4uHbI.

Ilayuenm A., 39 nem. C 5-remneeco @o3pacma Habaiodancs
acudkuit cmyn 0o 5—10 pas 6 cymxu ¢ meuenue 1—3 OHeil, conpo-
802ICOABUILIICS NOBbIULCHUEM MeMNepamypsl, 03H000M, cepiyedue-
Huem. Obocmpenus — 2 paza 6 200, HPoXoOuAU camoCmosImenbHo.
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C roHouleck0eo 803pacma 60 épems NPUCMyno8 cmaiu NO8ASMbCs
CUMMEMPUYHDBLLL OMeK HUNCHUX KOHeyHocmell (0o bedpa), apmpan-
euu, yacmoma obocmpenuii ygeauuunacs 00 4 6 2od. C 25-remueeo
6o3pacma npu npucmynax 604U 8 NO360HOUHUKe, CYCMA8ax u no-
BblLUUEHUU MEMNEPAMYPbl MeaAd CAMOCMOSMENbHO UCNO0Ab308A1 Me-
nokcukam 15 me/cym enympumbviuieuro (0o 10 unsexyuii), umo He-
MHO20 YMEHbULANO BbIPAICEHHOCHb CUMNIMOMO8 AUXOPAOKU U 00U.
O0Hako unmeHcusHocmy 004U 8 OPIOUIHOU NOAOCMU OblAa CIOAb
6eauKa, 4mo nopoli npueoodusa K nomepe co3Hauus. 3a eodsi 601e3-
HU NayueHm MHO2OKPAMHO KOHCYAbMUPOBAACS Y 8PAYEi PA3HbIX
cneyuanvrHocmell, o0Hako duaeno3 FMF 3anodo3pen ue 6via, xoms
Moe Oblmb NOCMABACH, YHUMbIBAs CeMelHbll aHaMHe3: N0J0OHble
NPUCMYNbL OMMEUAAUCh Y OMYa NAuUenma, KoOmopulii ymep 6 603-
pacme 49 nem, He3adon2o 0o cmepmu 'y Heeo Obla OOHAPYIICEH amu-
a0udo3. U auww 6 eospacme 45 aem, uckaouumensno 6aaeodaps
NnosA6AeHUI0 NOOOOHBIX CUMNIMOMO8 Y 6cex 6 demeil nayuenma (npu
o6caedosanuu 6 demckom omoenenuu HUUP um B.A. Haconosoil y
Hux duaenocmuposana FMF), y neeo obira evisenena FMF, noo-
meepucoennas eenemuyecku: oonapyxcena mymauus M694V eena
MEFV 6 eemepozuecomuom cocmosnuu. Ilayuenm npunumaem Kon-
Xuyun 6 doze 2 me/cym, 00HaAKO OanHas mepanus He NO380Asem
NOAHOCMbIO KOHMPOAUPOBAMb 3a004e6aHlUe, XOMSs UHIMEHCUBHOCIb
604U, AUXOPAOKU NPU NpUeme NPenapama yMeHbUulaemcs.

TTonoGHBIE cayyan — He peaKocTh, y nauueHToB ¢ FMF npu-
CTYIbl JIMXOPAAKW TMPU TIPUEME KOJXMIMHA COXPaHSIOTCS B
30—45% cnyuaeB. B To xe BpeMst Ha3HaueHUe MHruouTopos NJI1
y 42% natmenTtoB ¢ FMF npuBOIuUT K MOJIHOMY KOHTPOJTIO 3a60-
JIEBaHMSI, a B OCTAJIbHBIX CJIyJasiX IIPUMEPHO B CEMb pa3 CHIKAeT
YaCTOTY ITPUCTYMOB JIMXOPAIKK 1 OoJiee YeM B IOJITOpa pasa Impo-
teunypuio [40]. OcHoBHBIe TTpUHLMIILI JeueHust AB3, copmu-
pOBaHHbIE HA OCHOBAaHWU aHaJIM3a JaHHbIX TUTepaTyphbl B paMKax
nnunuatuesl EUROFEVER, npennonarator npumeHeHue y na-
LIUEHTOB ¢ 110x0 KoHTpomupyeMbiMu MVKD, TRAPS, PAPA u
FMF B kauectBe mpnapaTtoB BbiOOopa uHruoutopos WMJI1 wnu
®HOw. [41].

Bonee coBpeMeHHbIE MeXXIyHapOAHbIE PEKOMEHIALIUY 1O
nedyeHuio AB3 mpeaycmatpuBaloT HazHaueHUE MHTMOUTOPOB
WMJI1 nng Becero criektpa CAPS B J1to60M Bo3pacte, HEOOXOIM -
MOCTbH JOJTOCPOYHOTO TIPOBEACHUsI TaKOUWl Tepamuu M Kak
MOXHO 0oJiee paHHee ee Hayajlo, TP 3TOM OTMEYaeTCsI OTCYT-
CTBME J0Ka3aTeJIbHOM 0asbl MJs1 «0a3UCHBIX» U OTIMYHBIX OT
unruouropos UJI1 TUBII [42]. [Tpu tepanuu TRAPS, nomu-
MO cumnToMaTtuyeckoro ucnoib3zoBanuss HIIBIT u 'K npu
TIPUCTYTIaX JTUXOPAIKU, B KAUeCTBE aTbTePHATUBLI MHTUOUTO-
pam WJI1 mpennaraercs Ha3HayaTh 3TaHEPIEIT, OTOBAPUBAs
BO3MOXHOCTb TTOTepH 3(PdeKTa MoCIeTHETO ¢ TeUCHUEM Bpe-
MeHu. [ neuenuss MKD pekomMeHayeTcs CHMITOMATUYECKOE
ucnonap3oBanue HITBIT, 'K, npu ux HeaddekTuBHOCTU — TaK-
ke uHruouropos MJI1 wium artaHeplenTa, Kak v MPU YacThbIX
TMPUCTYTaX JIMXOPAIKU WU CYOKIMHUIECKOM BOCTAJICHUH,
IUTUTEJIBHO, B KaUeCcTBe MO/ jIepKuBatolieil Tepanmuu. Bapuan-
ThI JleueHuss MKD mpenmnonararor BO3MOXHOCTb TIEPEKITI0Ue-
Hus ¢ ogHoro uHruouropa MJI1 Ha apyroii mpu 1aoxoi mepe-
HOCUMOCTU WJIU HE3(M(GEKTUBHOCTU U UCITOJIb30BaHUE B 3TUX
caydasx 6sokatopoB @HOo unu MJI16, B Hanboiee TIXKEIbIX
cIyJasix IoKa3aHa Iepecagka CTBOJIOBBIX T'eéMOTIO3THIECKMX
Ki1eToK. OOBEeKTUBHOCTH TAKOTO TOIX0a HAXOIUT BCe HOBBIE
TMOATBEPKIACHMS.

OOHaneXMBaIIUMU CJIEAYyeT CUYUTATh M PE3YJbTaThl
111 ¢a3wl uccnenoBaHus KaHaKMHyMaba y MaluMeHTOB ¢ KOJ-
xunH-pe3ucteHtHoit FME, HIDS/MKD u TRAPS, cpenu
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KOTOPBIX ObLIM KakK JAEeTH, TaK W B3pOCible (CpeaHUIl BO3pacT
naureHToB ¢ FMF coctaBui 18 jiet, MakcuManbHbI — 60 J1eT)
[43]. Cpeau pe3ucTeHTHBIX K KOJIXUUMHY MauueHToB ¢ FMF
TMOJITHOCTHIO OTBETWJIM Ha TE€paInio KAHAKUHYMaOboM (OTCYTCT-
BHE IIPUCTYIIOB JUXOPAAKK Ha MPOTsKeHUK 16 Hen Habiome-
Hust) 6ojee 70%, Torna Kak Mpu MpUMeHEHUH T1aledo — Bece-
1o 6%, TIpY 3TOM OTMEYEeHO OJIATONIPUSTHOE BIUSHIE KaHAKM-
Hymaba Ha ChIBOPOTOYHBIN ypOBEHb OEJIKOB OCTpOil (hasbl.
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HccnenoBaHue He MMENIO CIIOHCOPCKON MOAAEPXKKU. ABTOPBI HECYT MOJHYIO OTBETCTBEHHOCTD 3a MPEI0CTaBIeHNE OKOHYATEb-
HOI1 BepCcUU PYKOIMCH B NevaTh. Bce aBTOpbI MPMHUMAM YyYyacThe B pa3paboTKe KOHUEMLIMU CTaTbU U HalTMCaHUU pykornucu. OKOH-
yaTeJbHasI BEPCHsl PyKOTMCH Oblla 000peHa BCeMU aBTOpaMH.
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