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CUCTEMHbIV BAPUAHT IOBEHWTbHOTO APTPUTA:
COBPEMEHHbIV B3rNa4 HA MATOMEHES3,

OVNATHOCTVIKY W JIEMEHE

B naHHoMm o630pe M3N10XeHbl COBpeMeHHble laHHble O naTtoreHese, KINNMHN4YeCcknX npoaBNeHnax, ANarHoCcTrke 1 nev4eHnmn cnc-
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SYSTEMATIC JUVENILE ARTHRITIS: A MODERN VIEW ON PATHOGENESIS, DIAGNOSIS AND TREATMENT

Data about modern pathogenesis, clinical signs, diagnostics and treatment of systematic juvenile arthritis. You can find infor-
mation about the differentiation diagnosis of disease with a Human Autoinflammatory Disease (HAIDS).
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senwibiblii aprpur (IOA) — a10 TsKEIOE

JIeCTPYKTHBHO-BOCHAJIITEIbHOE 3200JIeBaHIe

CYCTaBOB, pa3BUBalolieecs y feTeil B Bo3pac-
Te 710 16 JeT MpM NCKIIOYEHNN APYTUX PEeBMATHUCCKUX
6omesneii [38]. IOA orHOCHTCST K Kateropuu HamboJiee
3HAYIIMBIX B COIMATBHOM M MEAMIIMHCKOM acIeKTax 3a-
60JIeBaHWIT B CITY CBO€Il MMIPOKON PaCIPOCTPAHEHHOC-
TH, HEpeJIKOM BOBJICUCHHUN B TATOJOTHYECKHUN IPOIIECC
BHYTPEHHUX opraHoB u Tia3. IOA gBiserca oxHolt u3
OCHOBHBIX HO30JI0TMYECKHX (POPM PEBMATHUCCKUX 3a-
60JIeBaHNUIl B MPIYNHE [eTCKON MHBAINIHOCTH B MUpeE.
Tosbko 3a mocaeHNe TATH JIeT B POCCHT 9NCI0 NHBA-
JIUJIOB Cpein JieTell ¢ peBMATHYEeCKUMU 3a60JeBaHIA-
M YBETHUUIOCH Ha 24 %. B CTPyKType MHBATNIHOCTI
1o peBMatnyecknM Gostesnsiv y aeteii nosst IOA cocras-
aser 58 % (1,1 ma 10000). YuntbsiBast pocT pacnpocrpa-
HEHHOCTH, BBIPAKEHHOE YXYAIICHNE KadecTBa SKU3HN Ma-
I[IIEHTOB, BBICOKNI YPOBEHD NHBATH/IM3AINH, CIOKHDIE
B3auMO/leiicTBUA HepBHOI, UMMYHHOIl U 9HIOKPUHHOI
cucreM, IOA ocraercst O{HOIT 3 aKTyaJbHBIX TIPOGJIEM
neguarpuu [8, 9, 21].

Tpagmmmonno anarno3 IOA BbIcTaBIgeTCS HA OCHO-
BaHNN KJINHITIECKIX TPOSBJICHNUI CYyCTaBHOTO CHH/IPOMA,
PEHTTeHONIOTUYECKHX JIAHHDBIX 1 PEe3yJIbTaTOB J1ab0paTop-
HBIX HCCJIeJOBAHUI TPH MCKIIOUCHUN BO3MOXKHBIX TIPH-
YIH apTPHUTA, T.€. ABJAETCS AMArHO30M HCKIOYeHM. B
HACTOSIIee BPeMs B MIPOBOIT MeJaTPUIECKOH peBMaTO-
JIOTHU CYTIECTBYIOT 3 TEPMHUHA U 3 COOTBETCTBYIOIIUX UM
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KyIaccuUKAIN, KOTOPbIE, 32 OMPEIETeHHBIMI UCKITIOUe-
HUSIMU, SIBJISIIOTCST SKBUBAJIEHTAMI JIPYT IpyTa: Kiaaccudu-
KAaIisT IOBEHUJIbHOTO PEBMATOM/IHOTO apTPUTa AMepHKaH-
ckoii kosuternu pesmatosioros (ACR); kaaccudukarus
IOBEHIJIBHOTO XPOHUYECKOr0 apTPUTa, pa3paboTaHHasT
Espomneiickoii yuroii nporus pesmaruzma (EULAN);
KJIaccupuKaIis I0BEeHHJIBHOTO HAHONATHYECKOTO apT-
puTta, pe/oxennasg Mex/ yHapoHOl JUTOH peBMaTo-
sornyecknx accorpannii (ILAR) [18, 24, 32]. Bo Bcex
BapuaHTax KJaaccu(uKammii OMHAKOBBIM SABJISIETCS Ha-
JIn4re TpeX OCHOBHBIX KIMHWYECKUX BAPUAHTOB 32060-
JIEBAHUST: CHCTEMHOTO, onuro(TayIy-)apTuKyIpHOTO 1
MOJIMAPUKYJIIPHOTO apTpuTa. /[0 HACTOSIIEro BpeMeHn
CaMbIM 3araloYHbIM U CJOKHBIM B JIMATHOCTHKE W Jie-
YEHUN OCTAETCST APTPUT C CUCTEMHBIM HAYAJIOM WJIH CUC-
TeMHBbIIl apTpuUT.

CucTeMHBIN apTPUT — BAPUAHT IOBEHWJIBHOTO W/N-
onaruyeckoro aprputa (cIOMA), xoTopblii nporexkaer
¢ TMUPOKUM CIIEKTPOM IKCTPAAPTUKYJISPHBIX TIPOSIBJIE-
Huii: peOPUIHHOIN TMXOPAIKOI, ChITBIO, BACKYJIUTOM,
reHepaIN30BaHHON JnM@ageHonaTnell, MIOTepIKap/in-
TOM, THEBMOHHUTOM, TOJcepo3uToM [41]. CucteMHubIit
apTPUT — YHUKATBHBIN B cBoeM pojie BapuanTt IOA, ko-
TOPBIN OTIMYAETCS CBOMMHU Pa3HOOGPa3HBIMU (hopMaMu
TEUEHUsI U UCXOJaMU, OT OJArOMPUSATHOTO [0 KpaiiHe
TSDKEJIOT0. 3a MocJeiHee BpeMs HaKOIIeHO MHOTO J0-
Ka3aTeJbCTB BEAYIIel POIH BPOKIAEHHOTO UMMYHHUTETA
B rerese clOMA [33, 34]. Bakneiinree 3Hauenne B ma-
torenese cIOVA mpuiaioT OCHOBHBIM MeIHaTOpaM BOC-
TaJeHns, a UMEHHO TPOBOCTIATUTETbHBIM ITUTOKUHAM —
unrepiexuny-1 (MJI-1) u unrepnexuny-6 (MJI-6) [21,
33, 34, 39]. Hakomniennble 3HAHUS O BJIUSHUN TIPOBOC-
MMaJIUTEIbHBIX MUTOKUHOB oTaindaioT clOMA cBoeii BbI-
PKEHHON aKTHBHOCTHIO JJAOOPATOPHOTO BOCTAJUTETHHO-
TO OTBeTa M SIPKOH MOJTUCUHAPOMATHHOCTBIO OT JPYTUX
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CUCTEMHbIVI BAPVIAHT IOBEHWIIBHOTO APTPUTA:

BapuanToB IOA. VIMeHHO OHE BBI3BIBAIOT CIIEKTP Pas-
HOOOPA3HBIX TOJIMOPTAHHBIX SKCTPAAPTUKYISIPHBIX KJTH-
HUYecKUX TposiBiennii [39, 41].

JluTesibHBIE PENUAMBUPYIONINE ATAKU JIMXOPAIKI
mpu clOMA o6ycioBieHbl AeCTBIEM MEPBUYHOTO TH-
porena (MJI-1), OpUBOJSIIETrO K THIEPIPOLYKIIUH BTO-
pudHOro TMporeHa, B yactHocTn MJI-6, onpenesnsiomniero
opmupoBanue smxopaouHoil peaximu. [loj BiansiHIEM
Broprunoro nuporena (MJI-6), IpoMCXOAUT aKTHBAIINS
[UKJIOOKCUTEHA3DI B HEHPOHAX I[EHTPA TEPMOPEryJIsIIIN
TOJIOBHOTO MO3Ta, YTO, B CBOIO OY€PE/lb, BHI3BIBAET yCU-
JenHoe o6pasoBanue npocraraanguna E2 (TIITE2) [6,
13, 33, 34]. WJI-6 ctuMyaupyeT MPOIYKINIO TEMaTo-
uramu GeakoB octpoit ¢aser Bocanenus (CPB, amu-
ngouga A n pubpunorena), a TakxKe KOHKYPEHTHO MH-
ruOupyeT cuuTe3 anpbOymMuta u tpancdeppuna [31, 43].
B pesysibraTe MOBBIIEHHOI CEKPEIN TelCH/INHA TeTra-
TOIUTAMI [TPOUCXO/UT YMEHDIIIEHNE THTEHCHBHOCTH BCa-
CBIBAHUSI JKejie3a B KUIMEYHUKE U WHTHOMPOBAHUE €TO
BBICBOOOK/IEHIST U3 MaKPOMAaros, 4To W sIBJISETCS TPU-
YUHOW Pa3BUTHS TKeJTON TunoxpoMuoil anemun [30].
Tunepnpomykimst VJI-6 6j0KupyeT BBIPaGOTKY aIpeHO-
KOPTHKOTPOITHOTO TOPMOHA 1 KOPTU30JI4, & TAKIKe MPOJYK-
IO TOPMOHA POCTA U MPOKATBIUTOHNHA, YTO ITPUBOJINT,
B CBOIO OUYepe/ib, K Pa3BUTHIO CJIA00CTH, COHJIMBOCTH, CHHU-
JKEHUIO AMOIMOHAIBHOTO TOHYCA U OTCTABAHHMIO B POC-
te y meteii [30, 31, 43].

Jloxkambubie apdextsr NJ1-6, TposBasgionnecst B MbI-
MIEYHO-APTUKYJISIPHOI CUMIITTOMATHKE, BECbMa MHOT006-
Pas3HbI U CBSI3aHDI C €T0 BJIUSHAEM HA MTATOTEHETUYECKIE
MEeXaHU3Mbl CHHOBUTA ¥ [ECTPYKTUBHOTO TTOPAKEHUS
cycraBoB. MJI-6 B mpuCyTCTBUM PACTBOPUMOTO pEIer-
topa WJI-6 (pJI6P) crumymupyer BRIPaGOTKY BaCKyJIo-
anzloTennaibHoro (akropa pocra (BOMDP) cunoBualib-
ubMu (ubpobaacTaMu, TeM CaMbIM aKTUBUPYsSI CHHTE3
IH/IOTETUOIUTAMI, MOHOHYKJIEADHBIMU KJIETKAMHU U CHU-
HOBHATBHBIME (PUOPOOIACTAMI TAKUX XEMOKHMHOB, KO-
TOpbIE B CBOIO OYEPE/ib CHOCOGCTBYIOT MUTPAIMU BOC-
MAJTUTETbHBIX KJIETOK B MOJIOCTD CycTaBa. B urore, 1o
pisineM WJI-6 MpoucxXoanT ycusieHne OCTeOKJIacTo-
reHe3a M KOCTHOW pe3opOIiK, UMEIOMNX IeHTPATbHOEe
3HAYEHUE B IIPOTPECCUPOBAHNN 3PO3UBHOTO MOPAKEHUST
cycrasoB ipu IOUA [1, 13, 33, 34, 39]. B cBsasu ¢ atum,
UCIIOIb30BaHNE PEKOMOUHAHTHOTO TYMaHU3UPOBAHHOTO
MOHOKJIOHAJIBHOTOTO QHTHTEA K YeJIOBEYECKOMY peller-
topy muntepseiiknna-6 (MJI-6) u3 mogkaacca MMMyHOT-
J00ymHOB 1gG, CeeKTUBHO CBSI3BIBAIOIIETO U TTO/ABJISI-
IOIEr0 KaK PACTBOPHUMbIE, TAK U MEMOPAHHbIE PEIENTOPDI
NJI-6 (SIL-6R 1 mIL-6R), B Buze npenapaTa TOIM/IN-
3yMalba sIBJISIETCS] B HACTOSIIIEE BPEMsI CTAHAPTOM B Jie-
vennn clOUA [6, 13, 15, 33, 34, 36, 39, 43].

[Tpu o6cysxaennn mpo6IeMbl HeMH(EKITMOHHBIX BOC-
naanTeTbHbIX 3a6oseBanuit CIOVA 1ocTaToqHO 1aBHO
3anuMaet oco6oe Mecto. Eme G. Still paccmarpusan
OTIMICAHHBIN M CUCTEMHBIN BapuaHT Kak oco0yio (op-

CBepeHus 06 aBTopax:

My GOJIE3HH, OTJIUYHYIO OT APYTUX CBOMMHU SIPKUMH KJIH-
HIUYECKUMU 1 JJaOOPATOPHBIME MTPOSIBIeHUSIMEI. B aib-
HeMIeM Psi/i OTeYeCTBEHHbBIX HCCIeioBaTeeil 00CcysK/ia-
JIM B CBOMX paboTax nosoxenue, 4to cIOVA sBisiercst
CaMOCTOATENbHOI Ho300THYecKOl dhopmoit [4, 5, 10].
B macrogmiee BpeMs, COTJIACHO KaTaMHECTHYECKUM JJaH-
HBIM narenToB un kiraccudukanuu clOMA, npeatoxen-
HOM ceBepOaMepPUKAHCKIMI PEBMATOJIOTaMH TIePECMOT-
pa 2011 r., BblgeJEHbI TPH OCHOBHBIX (peHoruna: 1) ¢
peobJia/laHeM CUCTEMHDBIX [TPOSIBJEHUIT 1 CHHOBUTOM
PasHoil cTeneHu BbIPasKEHHOCTH; 2) ¢ mpeoliajanueM
CYCTaBHOTO TIOPKEHUSA W OTCYTCTBHEM 3HAYMMBIX CHC-
TEMHBIX IPOSIBJICHHUIT; 3) ¢ IPOSABICHUAMY CUHAPOMA aK-
tuBarn Makpodaros [15]. B peampHoil KaMHIYeCKOH
HPAKTHKe [MeUaTpbl, JeTCKUE PEBMATOJIOTH HAGIIOAAIOT
aBa mytn ncxosna clOMA. Ilpu oxnoM BapmaHTe Mpo-
UCXOJMUT IBOJIONUST B UCTUHHDII I0BEHUJIBHDIH apTPUT
C CHCTEMHBIM HAYaJIOM U MOCJeyToNIel MHBAIIIN3AITN-
efl T0 COCTOSHUIO OTIOPHO-ABUTATEIBHOTO ammapara u
HEepeJKNM pa3BUTHeM amuyonjo3a. IIpu npyrom Bapn-
aHTe 60JIe3Hb MOYKET 3aBEPIIUTHCS CIIOHTAHHBIM BbI3-
nopossierneM. U Tot u gpyroit Bapuante! clOVA B se-
610Te GJIM3KH 10 CBOMM KJIMHUYECKUM IPOSIBJIEHUSIM 1
JIabOPATOPHBIM JTAHHBIM.

[pennoxenmsiii B 1897 . capom k. D. Crumiom
CHMITOTOMOKOMJIEKC, KOTOPBIH HOCIUT Ha3BaHNE «CHHIPOM
Cruiay, 110 ceii geHb akryasnen. OH BKJIIOYaeT: 1e610T
B paHHEM BO3pacTe, XPOHUYECKHUI apTPUT, JTUXOPAIKY,
JnM@aieHOTATHIO, CIIEHOMETAJINIO, TTOJNCEPO3NT, aHe-
MMTIO, 33JIeP>KKY pocTa. XapaKTePHLIM OTJMYNEM «CHH-
apoma CTnitas cTasio mosiBiieHne B ie6roTe 3a601eBaHNS
[POTPECCUPYIONIETO TTOJUAPTPUTA, GBICTPO TIpHOGpeTa-
I0II[ETO XapaKTep TeHepaTH30BAHHOTO TTOPASKEHNUS CyC-
taBoB. Ilpu mabopaTopHoM 06cCae/I0BaHIN — aHEMHS,
JIENTINTO3 CO CABUTOM BJieBO, yckopennas COI [40].

B 1943 r. H. Wissler, a satem B 1946 r. G. Fan-
coni 0XapaKTEePHU30BAJIN CHMITOMOKOMILTEKC, AeOIOTH-
PYIOUTHII TPEeNMyIIeCTBEHHO B paHHeM Bospacte. OH
BKJIOYAT B ce6s: UTHTENbHYIO HHTEPMUTTHPYIONTYIO JIN-
XOpaJKy B YTPEHHHE Yachl, HAYAJIO JUXOPAJIKN JacTo
COBIIAQJIAJIO C TMOSBJICHUEM MOJNMOP(HBIX KOXKHBIX BbI-
CBITTAHMI C JIOKAJTU3allUell Ha TYJIOBUIIE U PasrHOaTesib-
HBIX TTOBEPXHOCTAX KOHEYHOCTEH, mMdaeHonaTio, pe-
’Ke — TeTaTOCIIJICHOMETaINIO, TIONCEPO3UT, apTPAJITHH.
CycTaBHOI CHHAPOM, KaK IIPABUJIO, TOSBJSICS OTCPO-
YEeHHO, XapaKTEePU30BAJICS OTPAHITYEHHBIM, MTPEXO/IAIINM
osroaprputoM. Ilpu saGopaTopHOM HCCIEIOBAHUN —
HapacTaionas aneMus, Jeikornutos Gosee 50 x 10/
CO C/IBUTOM BJIEBO, 3HAUNTEIbHO ycKoperHas COI [12,
45]. Tlpu nevennn o6oux denotunon clOMA necrepo-
W/HbIE TPOTUBOBOCIAIUTE bHBIE Ipenaparbl (HITBIT)
TIPUBONIN K KPATKOBPEMEHHOMY >KapPOMOHILKAIONIIEMY
abderry, y 86 % a3 dexTUBHBIMEI GbLIN TJIIOKOKOPTH-
KOCTepOubl B 03¢ oT 1-1,5 Mr/Kr/cyTku, 6asucHbie
MMMYHOCYTIDECCUBHBIE TTperapaThl, TaK#e KaK METOTPEK-
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cat jmmb y yactn naruentos (ot 46-53 %) maBaam cToi-
KU TOJIOKUTETbHBIN pe3yabTar [2, 6, 7, 13, 27, 33,
39, 43]. He BceM mammenTaM y/1aBajoCh KOHTPOJIHUPO-
BaTh 60JIe3HDb C TMOMOIIBIO Tormandymaba [14, 15, 23,
43]. TakuMm 06pa3oM, OYeBHIEH PA3HBIN OTBET HA Te-
panuio.

Bepuemcs k Begymiemy mpossiaennio clOVA B ne-
61oTe 3a00JI€BaHNsT — K JIMXOPAJIKE, B CBSI3U C KOTOPOI
TaKUM TAIIEHTaM YaCTO BBICTABJISIICS UATHO3 <JINXO-
pajJKka HesICHOTO TeHe3day. [Ipu nckmovennn mHOEKIN-
OHHON W OHKOJIOTHYECKON TATOJOTUU CETOJHS B KPYT
muddepenrmaapaoil fuarnoctukn clOMA 3apy6exHbI-
MU ¥ OTeYeCTBEHHBIMHI aBTOPAMU PEKOMEHIYETCS BKJIIO-
YaTh TaK Ha3bIBAEMbIE ayTOBOCIAIUTENbHBIE 3a00I€Ba-
s (Human Autoinflammatory Disease, HAIDS) [3,
6, 11, 25, 35]. HAIDS — rereporennas rpymnia pef-
KX TeHEeTUYeCKH JeTEPMUHUPOBAHHBIX COCTOSHII, Xa-
PAKTEPU3YIOMUXCST HE TTPOBOIUPYEMBIMU MTPUCTYIAMU
BOCTIa/IeHnst, MaHU(eCTUPYIONIIECS TUXOPAIKON U K-
HUYECKOH CUMIITOMATHKOM, HATIOMMHAIONIEH peBMaTHieC-
KYIO TaTOJIOTHIO, IPH OTCYTCTBUU AYTOMMMYHHBIX WJTH
MHQEKIMOHHDIX TprynH [25]. B camoM xonme XX u Ha-
yasie XXI Beka fokaszano, uto HAIDS o6ycioBieHbr My-
TAIUSIMU B TEHAX, YYACTBYIOIINX B PEATU3AIMN UMMYH-

HOTO OTBETA CUCTEMbI BPOXK/IEHHOTO nMMyHHUTeTa [Tadr. |.
Pamee gacTh 13 HUX OBLTH W3BECTHDI, KaK MEPUO/IITIECC-
Ke JUXopajku. /lannas rpymnma 3a60IeBaHmil XapaKTe-
PHU3yeTCsS OTCYTCTBUEM ayTOAHTHUTEN NN AHTUTEHCIIeIN-
Pruecknx T-mumdonuros. [IpnHIUMMaIbHOE OTIIYNIE
HAIDS ot kaccn4ecKnX ayTOMMMYHHBIX 3a60/1eBaHNi
3aKJII0YAeTCs B TOM, YTO aKTHUBAINS U TTOJyIepsKaHne BOC-
TaJeHns B CHCTeMe BPOXKJAEHHOTO MMMYHHUTETa TIPONC-
XOJWT MPENMYIIECTBEHHO B MOHOITNTAX M Makpoarax.
T- 1 B-mumcporram, BbIpabaTbiBAIOIINM ayTOAHTUTEA,
KOTOpPBIE 3aHUMAIOT BA)KHOE MECTO B PA3BUTHH KJIACCH-
YeCKNX ayTOMMMYHHBIX 3a60IeBaHNil, OTBOJANTCS BTO-
pocTeneHHas posb B reteporenHoii rpymme HAIDS [16,
25]. BaxkHbBIM gBJISIETCS TO, YTO KANHUYECKas 1 Jabo-
paTopHasi KapTUHA 9TON TPYMIbl 3a60I€BaHnil UMeeT
CXO/IHBIE YepThI MEXXTy coO0i 1 MOX0XKa Ha MPOSBIE-
nust clOUA B ne6iore 3a6071€BaHys: PELIIUBUPYIOIIITE
aTaKM JIXOPAJIKN, TOPaKeHNe CEPO3HBIX 060JI0UeK, MbI-
IEYHO-aPTUKYJISIPHAST CUMIITOMATHKA, Pa3HOOOPA3HBIi
XapakKTep CBIMH, BO3MOXKHOE Pa3BUTHE aMIJION03a, BBI-
COKMe JabopaTOpHbIE TOKA3aTeIN aKTHBHOCTI BOCHAJIe-
HUS, OTCYTCTBHE ayTOAHTHUTEJ NN aKTHBAIINH ayTOCTIe-
nnduiecknx kiaetok [3, 11, 17, 25]. Ocobenno BaxXHO
MOMHUTD MeINaTPy, AEeTCKOMY PeBMATOJIOTy O 3a6oJie-

Tabnuua
HacnepctBeHHble ayToBOoCnanutenbHble 3abonesaHus (HAIDS)
lon
- PacnonoxeHwe rexa Tun
Ipynna bonesHemn 3abonesaHue (rog obHapyxeHWs) Benok obOHapyxeHwus
B XpOMOCOMe HacnefoBaHwWs
reHa
FMF - cemeiHas cpeavsemHoMopckas nvxopagka (1945) MEFV 16p13.3 MupunH AP 1997
Mepuogunyeckmne TMnepumMmMyHornobynvHemus D (1984) MVK 12924 MVK AP 1998
nvxopaaku TRAPS - i , 7
neproanYeckmin CMHAPOM, aCCOLMMPOBAHHbIN TNFRSFIAIZp13 TNER ALl 1999
C peuenTopom taktopa Hekpo3sa onyxonn (1982)
FCAS - cemenHbIVi XONOL0BOW ayTOBOCMANMUTENbHbIV
CUHAPOM,
Kpuonupun MWS - cunapom Makna-Yannca, NLRP31g44 Kpuio-npuk All 2000
(NLRP)- , . ,
CINCA - XpOHWYECKNI MNafeH4eckunii HeBPOIOrM4eckmnin
CBA3aHHble .
KOXHO-apTUKyNAPHbIN cHapom (1940, 1962, 1982)
3aboneBaHus FOAS 2 —— — —
- CeMeNHbIV XONOA0BOW ayTOBOCMaNUTENbHbIN
A Y NLRP1214p35 NLRP12 AL 2008
cuHapom 2 (2008)
[paHynemaTosHble
pary Cirapowm Bnay (Blau) (1985) CARDI5/NOD216g12  CARDIS Al 2001
3aboneBaHws
Hakao-Huwnmypa (Nakajo-Nishimura) -
peLmanBrpyioLLan NMxopaaKa C y3enkoBom
3PUTEMOMNOLOOHON ChiNbIO, NMMMOMbILLIEYHOV AUCTPODYIE
7 1993),
Hecduvumt 1 KOHTPaKTypoW CyCcTaBoOB (u ) ) PSMBS PSMBS ALl 2010
npoTeacom JMP - cCMHAPOM, CBfA3aHHbIN C KOHTPAKTYpOW CyCTaBoB,
MbILLIeYHON AucTpoduen v naHHrkynutammn(2010),
CANDLE - XpoHMYeCKnm aTUMNNYHbIA HeNTPODUNbHbBIV
[epmartos ¢ niunoguctpoduen n nnxopagkon (2010)
PAPA-cnHOpOM - cOCTOAHME, XapaKTepmayioLleecs
MMUOreHHbIM CTEPUIBHBIM apTPUTOM B COYETAHMN
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OB30Pbl HAYYHOW JIMTEPATYPb -

BaHUSX C yKe paciu@poOBAaHHON UMMYHO-TEHETHYECKOIT
OCHOBOII 1 pa3pabOTaHHBIMU MOIXOJaMHU K JIEYEHHUIO.

OnHuM 13 Takux 3abosieBaHnil ABasgeTcsa HanboJiee
pacrpocrpanertast GopMa HePUOITIECKUX JTNXOPAIOK —
ceMmeiiHas cpeauseMHoMopcKkad Juxopagaka (FMF). B
ocHoBe JieskaT MyTauuu B rene MEFV, konupymnouem
6€eJIOK MUPHH, TPENMYIIECTBEHHO 9KCIPECCHPYIONHHCS
B KJIETKAaX MUEJOMIHOTO Psijia, B YACTHOCTH B HEHTPO-
dumax u monorurax [17]. Ilupun siBisieTcst GesKoOM,
B3AMMO/IEHCTBYIOININM C IIUTOIIA3MATHYECKIM MY I THII-
POTEMHOBBIM KOMILTEKCOM (MH(IaMMAcOMOii), yIacTByIO-
UM B aKTHBAI[MN CUHTE3a OCHOBHOTO MPOBOCITATIATE]b-
HOro 1uToknHa — unrepaeiikuna-1 (WJI-1). Kiunuueckue
[POSIBJICHUS: KOPOTKHUE d1U30/1bl Juxopaaku (24-48 u)
B COUETAHUU C BBIPAKEHHBIM CEPO3UTOM, KOTOPBIN BbHI-
paskaeTcs 6OJEBBIM aOIOMUHAIBHBIM W TOPAKAIbHBIM
CHH/IPOMaMHU, PBOTOH, apTPUTOM WJIA APTPAITHSIMU, PO-
JKETTOJOGHBIMU BBICHITTAHUSIMU. Y HeGOJIBIIOTO YNC/Ia T1a-
IHEeHTOB (POPMUPYETCST KAPTHHA, HATTOMUHATOIIAS CTIOH-
T, Beerga HLA B27 meratuBHbINi, ¢ MIHIMAJIbHBIMI
pPEHTTeHOoTmYecKUMI n3MeHernsamu [3, 19, 25]. Bor-
coK09(P(PEKTUBHBIM TTPeNapaToM TepBOH JUHUH JIJIS Jie-
YeHMS JAHHON TPYIIILI 3a00JIeBAHII SBIIACTCS KOJIXUIIITH.
PekoMemTyeMbie 103bI Tipemapata cocTabstior 0,5 MT/ cyT-
KU y jereil B Bozpacte 10 5 jer, 1 Mr/cyTku y mereit
or 5 o 10 mer, 1,5 mr/cytku y gereii crapire 10 Jer.
MaxkcuMasibHast cyTouHast 1o3a — 2 Mmr/cytku [3, 17,
19, 25].

KimHnueckne ann3o0bl IPU CUHAPOME TUIEPUMMY-
Horao0yaunemun D prarca or 5 10 7 CyTOK, BO Bpe-
MS KOTOPBIX OTMEYAIOTCS BBIPASKEHHBIN 6071eBO ab10-
MUHAJIBHbIH CHHIPOM B COYETAHUN C PBOTOI U JHapeei,
BBICBITIAHIS HA KOXKE, apTPAJITHH, yBeJandeHne JuMpa-
THYeCKNX y3y0B [22, 26]. [Ipn runepuMMyHOTI00Y 1~
HemMun D TaToJiorust CBsi3aHa ¢ YACTUYHBIM CHIDKEHIEM
AKTUBHOCTH (hepMeHTa MEBAJIOHOBOI KUHA3BI M3-32 MY-
taruii B reie MVK, T.e. oTHOCHTCST K METa00IMYECKIM
3a6oseBaHIsIM. MeBasoHoBasl KMHa3a — 3TO (PepMeHT,
yUYacTBYIONHii B 6nocnurese xosecrepuna. [lonoe or-
CYTCTBHE aKTUBHOCTU (pepMEHTA MPUBOAUT K PA3BUTHUIO
TSIKEJIOTO MeTaGoJIMYeCKOTO 3a00JI€BaHNsI, H3BECTHOTO
KaK MeBAJIOHOBAS allMAyPHs M XapaKTePHU3YIOMETrocs
TSDKEJIBIM MTOPAKEHNEM TIeHTPAIbHOI HEPBHOM CHCTEMBI
(3aziepsKKa ICUXUYECKOrO PA3BUTUS M aTaKCHs) B CO-
YeTaHUH C MEPUOINIECKON JTMXOPAIKON. DIMUB0LBI JIU-
XOPAJIKU XOPOIIO OTBEYAIOT HA TJIIOKOKOPTUKOCTEPOU/IDI,
Ha3HavaeMble 1o TpebGoBanuio. Kpome Toro, nmeercst psif
MAIIEHTOB C TMOJOKUTETHHBIM 3(D(HEKTOM OT mpuMeHe-
nus 6nokatopos NJI-1 (amakuupa) u 6;10KatopoB (ax-
Topa nekposa omyxoan (OHO) (sranepuent) [16, 22,
35].

Iepuoanueckuit cungpom (TRAPS-cunapom) —
3a60/ieBaHIe, CBSI3AaHHOE C HAJMYMEM MYTAIUil B TeHe
petenitopa @HO. Knaccnueckn gannoe 3aboseBanne
XapaKTEePU3YeTCs TIPOJAOJIKUTETBHBIM IHU30/I0M JINXO0-
PAJIKH, COMPOBOKAAIONIEICS KOHBIOHKTUBUTOM, apTPas-
TUAME, MAQITHSAMH, GOJIBIO B )KUBOTE, CHINBIO (ypTHKAp-
HAasl, SPUTEMATO3HASI, MAKYJIO-TIAITyJIe3Hast, aHHYJISIPHAST
u 1.1.). Kpome toro, cymectByer psa cnenn@uaHbIX
CHUMITTOMOB: TIePHOPOUTANBHBIN OTEK U MOHOIIUTAPHDII
dacuuT, XapakTepU3yIONNHACS BHIPAKEHHBIMI MUAJTH-

aMu 6e3 TOBBITIEHNST aKTUBHOCTH KpeatnH@ochoKnHa-
3BI, COTMPOBOKAaeTCst GOJIe3HEHHOH aputeMoii [35, 42,
44]. IIpu TRAPS-cunapome, oco6eHHO B TepBBIE TO/BI
60JIe3HH, ATN30/IbI JTUXOPAJKHI JOCTATOYHO TTPOIOJIKI-
resibibl (o1 1 10 3 Hegesb). 3aTeM HPOUCXOAUT CHOH-
TaHHas HOPMAIN3AINs BOCIAINTENbHON aKTHBHOCTH, HO
4yepe3 4-6 MecsIeB PasBUBACTCS CTEPEOTHITHBIN PEITH/IINB
suxopajku. Kiannudeckas KapTuHa HaoMuHaeT 1e6ioT
cIOUA. Ilpu nevenmn TRAPS-cungpoma, kax n apy-
TUX TIEPHOANIECKUX JIXOPAJOK, MOKHO HMCIOJIb30BATD
TJTIOKOKOPTHKOCTePOr/bl. OTHAKO YacTh GOTBHBIX, CTPa-
JIAIONTIX YACTBIMU TPHUCTYIIAMH JIXOPAIKH, CTAHOBST-
cst creponidaBucuMbiMu. Takue GoJibHbIE HYKAAIOTCS B
Teparuny rmpernaparaMu BTOpoil inuauu: 6JI0KaTopbl (ax-
Topa HeKpo3a omyxoJn min 6aokatopel UJI-1 [22, 42,
44].

I'pynma 3a6oseBannii, BXOASAMNX B KPHOMUPHH ac-
conmupoBaHHbIi nepuoandeckuii cuaapomom (CAPS),
nMeeT ayTOCOMHO-TOMHHAHTHBIN THI HACJTETOBAHUA 1
cBa3aHa ¢ MyTanusmn B rene NLRP3, kortopsrit xoan-
pyert 6enox kpuormpu. Berok NLRP3 saBisercsa kio-
YeBBIM B aKTHUBAITNN KJIETOK BPOXK/ICHHOTO MMMYHUTETA,
a IMEHHO MOHOITUTOB I MaKpo(aros, 4epes3 INTOILIA3-
MAaTIYeCKIi MyIbTHIIPOTENHOBLII KOMIIJIEKC, UTPAIOTITII
BAKHYIO POJb B aKTHBAI[MN OCHOBHOTO MPOBOCHAJH-
TeapHOTO IuTOKMHA — WJI-1. Tlog BausgameM paznoos-
PasHBIX TPUTTEPOB MOHOIUTEHI, MMEIOMNE MYyTalllio B
NLRP3, HaunHaioT CHHTE3MPOBATH OTPOMHOE KOJIIMYEC-
T80 MJI-1. CnexTp 3a60seBanmil MpeCTaBIeH HECKOID-
knMu hopmamu. Jlerkas ¢opma 3a60I€BaHNSA N3BECTHA
KaK ceMeHHbII X0JI0/10BOii ayTOBOCIAIMTEIbHbII CUH-
apom (FCAS). B takux ciaydasx y HECKOJIbKUX UJie-
HOB CEMbH, Yepe3 HeCKOIbKO JacOoB TTOc/Ie BO3/1eHCTBISA
X0JI0/[a, BO3HUKAIOT CJEIYIOMNE CUMITOMBI: YPTHKApP-
Has CBhIlb, 6OJIb B CyCTaBaX, JUXOPAJIKa, KOHBIOHKTHBHT,
TIOBBIITIEHNE COJEPIKAHNA GEIKOB OCTPOi (ha3bl B KPOBH.
Cpennetsixenyio ¢GopMy Ha3bIBalOT CHHAPOMOM Mak-
aa-Yauca. IIpu 31oit hopme 3a60I€BaHUST CUMITTOMBI
00HAPY’KUBAIOTCS TaKXKe Y HECKOJIbKHUX YJICHOB OJIHOM
CEMbBH C OTYCTINBBIM XPOHIIECKIM XapaKTePOM TCUCHNS
U C PEIUINBUPYIONIMH 3MN30/IaMI YPTUKAPHOHN CBITH,
apTpairnii, konblonkTuBHUTa. Co BpeMeHeM y GONbHBIX
pasBUBAETCS CEHCOHEBpATbHAS TYTOYXOCTD, a CIYCTS TO-
IIBL Y 25 % — TaKoe JKI3HEYTPOKaroliee OCTOKHEHNE, KaK
amuon103. Tperbsi, nanbosiee tsixkenast popma CAPS,
ussectHa kak cunapom NOMID /CINCA. 3a6osesa-
nne ¢ genoruniom CINCA neGioTupyeT B paHHeEM BO3-
pacTe T XapaKTepHU3yeTcs BBIPAKECHHBIMI KINHIYECKU-
MU TIPOSBICHUSAMHI: YPTHKAPHON CBIMBIO, MOpakKeHNeM
CYCTaBOB C IBJICHUSAMHI apTPUTA, KOCTHON JHCIIIa3nel,
CEHCOHEBPAIBHOI TYTOYXOCTBIO, aCeTITHYECKIM MEHITH-
TUTOM, [OPAsKEHHEM [HCKOB 3PUTENbHbIX HepBoB (I1a-
[UJLI0D/IEMA), CBA3AHHBIM ¢ HAJIMYUEM BHYTPUYEPEIHOI
runepren3nn. OUeHb BAKHO PACIO3HABATh TaKUX 6OJIb-
HBIX Ha MEPBOM TOY SKM3HH, eIlle [0 PasBUTHS HeoO-
pPaTUMBIX U3MEHEHUIl IIeHTPATbHOI HEPBHOH CHCTEMBI,
7 KaK MOXKHO paHbIlle HHUIINNPOBATD JeYEHNE C 1IeTbI0
[PEeIOTBPAIIEHIS PA3BUTHST TSKEIBIX HEOOPATUMBIX OC-
goxkuennti [17, 20, 35]. B nevenun manHoil TPyMITHI 3a-
GoJieBaHMi BBICOKOI((MEKTHUBHBIM OKA3AJICSI AHTATOHUCT
pentenitopa MJI-1 — anakunpa, KOTOPbIN UCIOJIb3yeTCs
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CUCTEMHBIV BAPVAHT IOBEHWTBHOTO APTPUTA:

COBPEMEHHbIV B34 HA MATOTEHE3, ANATHOCTUKY W NNEYEHWE

B BH/IE €KeTHEBHBIX MOJKOKHBIX NHBEKITNH, N MOHOK-
JoHaJapHOe anTutesno nporus MJI-1 — xanakunymao,
TIPUMEHSIONTIICS TTOJKOKHO Kaskaple 2 Mecara [17].
[ToaBozst utor 0630pa JAHHBIX JIUTEPATYPHI MOXKHO
3aKMounTh, uTo CIOVIA gBiIseTcs oHIM U3 SAPKUX TIpe/T-
cTaBHTeJell BOCHAINTEBHBIX PEBMATHYECKUX 3a6071€Ba-
HUI y JieTeil, eMOHCTPUPYIONMM HauGoJIbIlee CXO/IC-
TBO TI0 KJIMHUKO-Ta60PATOPHBIM MPOSBJICHUSM C PSIOM
HAIDS. ¥ 6ospummacTBa 31X GOJIE3HEN MTPOBOCIIATI-
TeJTbHBbIE TUTOKWHBI, Takne Kak MJI-1, urpaior kmove-
BYIO POJIb B MAaTOTeHe3e W KINHUYECKUX TTPOSBICHUSAX
3abosieBanusi. [eHeTHYECKH AHAJN3 C BbISIBJIEHUEM MY-
TaIi TPUYNHHBIX TEHOB NMeeT BaXKHOE 3HAUCHIE LIS
UX BepH(UKAINU, TOCKOJbKY MMeeT MeCTO (PeHOTHITH-
YeCcKasi CXOXKECTb HO30JI0rnuecKux hopM Mesxk/y coGoil.

Baxkno orMeTutrb, uTO, HECMOTPS HA PELKOCTD I1aTOJIO-
IMH, y KaX/J0ro leJnarpa BbICOK LIAHC BCTPETUTD OIU-
caHHble 3200J1€BaHMsI, KOTOPbIe B GOJIBITMHCTBE CJyda-
€B 1MeIOT cepbesHblil npornos. IIpu atoM pocTuskenus
COBPEMEHHOI MOJIEKYJIAPHON MeJULIMHbL ¢ UCIIO/Ib30Ba-
uneM 6jokatopoB MJI-1 y mannoii rpynmsl MariieHToB
naet xopommit ah@exT.

HaxorIeHHbIi OIbIT aHAIN3a KIMHIKO-Ta00PATOPHBIX
oco6ennocteit clOVA mo3BosseT paccMaTpuBaTh €ro Kak
CaMOCTOATEJIbHYIO WIH CaMOCTOATE/IbHbIE HO30JI0TNYecKue
enHUIBI, BepoaTHo, B rpynme HAIDS. B cBsa3nu ¢ atiy,
CTAHOBHUTCS SCHOI HEOOXOANMOCTD MPOBE/ICHNS TaTbHel-
MIX WCCIeJOBaHNi, pa3pabOTKN HOBBIX METOJIOB JHar-
HOCTHUKHW ¥ JICYEHNSI, YTO TTO3BONT 3(PHEKTNBHO KOHTPO-
JIMPOBaTh GOJIE3Hb W YJIYUIINTh KAYeCTBO SKU3HU JleTell.
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