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CemMenHble Nnepmnoanveckmne nmxopagku

« CpeonsemMHomMmopcKas * 1997 rog — BbIABNEH
nuxopanka (nepuoguyeckas reH MEFV
bornesHb), H.Reimann, 1948

g CMHﬂ,pOM Muckle-Wells (1962) e 1999-2001 — BbISBNEH
reH KpuonupuHonaTun

NLRP3

e CemenHas npnaHackas e 1999 — BbIABIEH reH
nuxopagka (TRAPS), TNFRSF1A
L.M.Williamson n coaBT., 1982

e [‘onnaHackaga nuxopanka e 1999 — BbIgBNEHa
(rmnepnMmyHornodynuHemms CBS3b rosinaHacKkoun
D), J.M.van der Meer n coaBT., nMXopagKun C
1984 MyTauuUaAMU B FreHe

MeBaAJIOHATKNUHA3bl



AyToBOCnanuTenbHble 3aborieBaHnS

[MnoreHHble ayToBOCNANUTENbHbIE
3aboneBaHusa

PeBmaTtonormnyeckne 3aboneBaHud
C J'II/IXOpH,EI,KOVI HEACHOIO MNMpPouncxoxaeHums

Cunapom Mamxkmoa
PAPA-CUHOpOM
XPOHUYECKUIN peumanBupyoLLmnn
MYJETUJOOKaNbHbIA OCTEOMUENUT

bones3Hb bex4yeta, nogarpa,
FOXA, cunapom CTtunna,
cuHgpom LHuTunepa,
PFAPA

CemenHble
nepuognyeckne nmxopaaku

JInnognctpodun,
NHAOYUVPOBAHHbIE
NaHHUKYNUTOM

bones3Hb KpoHa
CuHgpowm bnay
Capkonaos geten

[paHynematosb



CucrtemHble dyTOBOCIaliuTeJsibHbIE

3aboneBaHus

[eTeporeHHasas  rpynna reHeTudeckn  OeTepMUHUPOBAHHLIX
3abonieBaHuin, KOTOpPbIE XapaKTEPU3YKTCS MNepunogndecKknmMmu
CMOHTaHHbLIMW BOCNANUTENbHLIMW atakaMy C NOpPaXeHUeEM KOXMW,
CEPO3HbIX 0DOSI0YEK, CYCTaBOB, XENyOgO4YHO-KULLEYHOrO TPaKTa,
LEeHTparilbHOM HEPBHOW CUCTEMbI, BO3MOXHOCTbIO pPa3BUTUA
amunoungosa

vBce ayrtoBocnanutenbHble 3aboneBaHWA MeOUMPYKOTCA CUCTEMOW BpPOXOEHHOro
(innate) ummMyHMTETA C Begywen porblo HeuTpoduna HapylweHUs perynsuuu
npoBocnanuTenbHbiXx uutoknHos (MJ1-13, WI1-6, WII-18, ®HO-a), 4TO BeEOer K
Heado(pekTMBHOMY NOAaBIIEHUIO BOCMNANUTENBbHbLIX peaKkunn

vTpn aytoBocnaneHunm He BblpabaTbiBalOTCA cheunduyeckne aHTuTena u He

BoBriekaroTca T-numdounTbl




BapuaHTbl rmbenu kneTok
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Ctaguu HeTO3a
A) PaspyLieHne agepHon 06004k U JeKOHOEHCAUNSA XpoMaTrHa nog BNusiHnem
HENTPOJUITbHON 3racTasbl, MMeronepokcnaasbl

b) 3anonHeHne unTonnasmbl SAEPHLIM MaTepuanom, obbeguHeHne pudp HYKNENHOBLIX KUCIOT
C KOMMOHEHTaMM UuTonnasmMaTuyeCcknx rpaHyIs

B) ®opmunpoBaHMe BHEKNETOYHbIX JTIOBYLLEK

[") dukcauma n paspyLLeHne B fIoBYyLLKAX NaTtoriormyeckoro marepuana (6akrepum, LMTOKUHBI,
aHTuTEna)




blood vessel

POA B S nisdes adbsnitlo
KA O L"(JU(E" alftfirius

"‘ \ ;‘ Ma \ : . m
A\ \

& IL8



Kackag obpasoBaHUA KPMONMUPUHOBOW
MH(PIaMmmMacoMbl
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m CTpyKTYypa 1 PyHKLUM KpUonmpuHa («peLenTtop
BHYTPUKNETOYHON ONacHOCTN»)

m [lomeH LRR 4yyBCTBUTESEH K
| 6a|<Tep|/|aanb|M KOMIMNOHEHTaM
B TOKCHaM

m dpakTopam BHellHen cpeabl (KpeMHUIN, acbecT, antoMUHUNA,
yIbTPaUOSIET, KOXKHbIE pasapaxutenn)

m MeTabonutam (rnoKo3a, XonecTepuH, KpucTtanibl MOYEBOW
KMCIOTbI, B-amunongHblin 0enok un ap.)
m [lomeH NACHT yyactByeT B 0bpa3soBaHuu
MHpNnaMmmacombl

NBS/NACHT
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BTOpunyHble CTPYKTYpbI MMPUHA U

KPUONMnMpuHa
NMupuH

B-zip-goomen
NLS 2-gomeH
B-30.2-gomeH
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B-box- -
HHHHH
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MexaHn3ambl akTuBaLIUK NMNPUHAa

| — sequestration hypothesis

Cardinal

Cryopyrin

inflammasome
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Pro-IL-13

Il — pyrin inflammasome hypothesis
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MeTtabonnsm meBanoHOBOW KUCNOTbI

Auetun KoA
[ MI'-KoA-penykTasa l
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BHyTpukneToudHble NOD-nogobHble peLenTopbl

NOD 1,2 NALP 1, 2-14 IPAF NAIP CIITA R-6enok APAF
BonesHb [NMooBep>XeHHOCTb HLA Il MAPK Kacnasbl
KpoHa MNb nervoHennesy anonTosa

c.bnay KpvonupuHonatmm  MpiweyHble aTpodum



Cytoplasm
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ITarorenernueckasa KaaccupukanuAa
AyTOBOCIIAAUTEABHBIX 3A00A€BAHUM U CHHAPOMOB

Hapyrerns peryasmun cexperimu VIA-13

Cemerntanie IICPUOAHUYICCKHUC AUXOPAAKH

IIEPUOAHYECKAS DOAEC3HD, KPHOIIMPUHOIIATHH, TUIIEPUMMYHOIAOOyArHeMHA D,
cuaApoM Mapkuaa, PAPA-cuaapom, aecpuriut antaronucra pererropa k FMA-1

IToaarpa/mceBAOIIOAATPA, MAMOTIATHYECKHUI ACTOYHBINH (pUOPO3,
ITHEBMOKOHUO03bl, CAXapPHBIU AA0€T 2 TUIIA, ATEPOCKAEPO3

3aboAeBannsd, cBa3anuble ¢ aktuBarer NF-»«B
Cuaapom baay, FCAS2

boaesns Kpona, capkomnao3 Aereit

PaccrporictBa KOH(OpMAIIII OEAKOB
TRAPS

boaesnr bexTepena
Ilatroaornsa kommaemeHTa
Hapymrernsa nepeaads MUTOKMHOBOIO CUTHAAA

Hapymennsa dyaknmn makpodaros



IdnarHocTn4yecKnn UHAeKC =
— (0,067 x Bo3pacT Ha4ana) + (1,494 x abgomunHanrmum)
— (1,504 x acpTo3HbIN cTOMaTUT) + (1,958 X TOpakanrun)
+ (0,901x anapes) + (1,503 x cnyyau 3aboneBaHusl B CeMbe)

BospacTt Ha4ana B Mec.
AbgomuHanrum: 0 — Hukoraa
2 — nepuognyeckn nnm 4yacTto
3 — MNOCTOSAHHO
AdTO3HLIN cTOMaTUT. O — HMKOraa
1 — nepuoanyvecKkn Unm 4acTo
2 — MOCTOAHHO
Topakanrmu: O — OTCYTCTBYIOT
1 — nmeroTcq
Ouapesa: 0 — Hukorga
1 — o4eHb peako
2 — nHorga
3 —4yacTo
Cniyyan 3aborneBaHusa B cembe: 0 — OTCYTCTBYIOT
1 - umeroTcH



[TaumeHT Cc nepnogmnyeckoun nnmxopankou

— [InarHocTtnyecknmn nHOeKC —
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[loka3aHu4a K AnarHoCcTuke nepmognyeckomn
6ones3nu (I'b)

HesicHaa nuxopagka B [OunarHocTtuyeckune kputepum Nb
coYeTaHun C NOBbILLEHUEM (MpUCTyNbl ANUTENLHOCTLIO MeHee 3 OHEN)
«C»-peaktnBHoro berka

BbISSCHUTbL Hanu4une
NIOBbIX KOXHbIX 31IEMEHTOB, KPOME poXenogobHon apuUTemMsl
S13B POTOBOM MONOCTU, Ncopunasa, NaHHUKynuTa
aKccyaaTUBHOIo doapuHrnTa BoO BpeMs NpUCTYMNOB

[lpoBeneHMEe MONEKYNAPHO-reHeTUYECKOro nccrnegoBaHua A UCKNKYeHNd
myTauum MEFV

2 3k30H: Glule7Asp, Thr267lle, Glul148GIn

3 3K30H: Pro369Ser

5 ak30H: Phed479Leu

O 9k30H: 11e597Thr

10 3k30H: Met694Val, Met694lle, Met680lle, Val726Ala, Ala744Ser,

Arg761His




Iloxa3zaHua K HAa3HAYEHUIO KOAXUIHA y 00AbHBIX 11D B
3aBHCHMOCTU OT PE€3YABTATOB MOAEKYAAPHO-T€HETHYIECKOIO
MCCAEAOBAHUA

[ OMO3UTOTHOE HOCUTESNbCTBO
bonesHb noaTBepxaeHa, obcrnegoBaHne poauTenen
HeLenecoobpasHo

KomnayHu-reTeposerTHoe HOCUTEJIbCTBO
YTO4YHUTb, pacrnonaratoTca v MyTaumm Ha pasHbiX XpoMocoMax

HocutenbctBo 1 natoreHHoU 1 1 HeonpeaeneHHoW

MyTaLun
yTOL{HI/ITb, pacnornararoTca Jin MyTaumMm Ha pa3HbIX XpOMOCOMax
YTOYHUTL, NOBbLILLEHA NN KOHUEHTpaUmsa B KpoBU « C»-peakTUBHOIO
oenka unm SAA

HocutenbctBo 2 HeonpeadeneHHbIX U 1 naTtoreHHoU

MyTalnn
AckniounTb apyrme aytoBocnanutenbHble 3aboneBaHus
YTOYHUTb, NOBbLILLIEHA JIN KOHUEHTpauus B KpoBn « C»-peakTUBHOIO
6enka nnn SAA BO BpeMsi 1 Mexay npucTynamu




AnddepeHInasbHBIN ANATHO3 AyTOBOCIIAANTEABHBIX
3a00A€BaHUM y AETEM C HEACHOM AUXOPAAKOU

HckarounTs mHPEKITNH, 3A0KAYECTBEHHBIE HOBOOOPA30BAHNUH,

PFAPA-cuaApOM
CocTaBUTh CXEMY POAOCAOBHOU

OuneHuTh KpUTEPUNU
m [IB (mpucTymer AAUTEABHOCTBIO 6-72 9aca, CEpO3UT, POKEIIOAOOHASA SPUTEMA)

m HIDS (mpuctymer AaAnTeABHOCTBIO 3-0 AHEH, CBIIIb, PBOTA, AHAPES],
AMaAEHOIATHS)

m TRAPS (mpoAOAKHATEABHBIE IIPUCTYIIEL, MBIIIIEYHBIE M TAA3HBIE CUMITTOMBL,
MUTPHUPYIOIIAA CBIIb)

m Kpnonmpraonarnu (KpallmBHUIIA, TYTOYXOCTb, cHMIITOMEI Hopaxenus [IHC)

OIIeHNTH KPUTEPHUH AYTOBOCAAUTEABHBIX 3a00ACBAHHII,
ACCOLIMMPOBAHHBIX C IIMOI'€HHBIM OCTEOMHUEAUTOM, IICOPHUAZOM,
naHHUKyARTOM. OIIEeHUTh KpuTepun 0oAe3HN bexdera,
IOBEHHUABHOTO XPOHIUYECKOIO aPTPUTA U APYTUX ITOAUTECHHBIX
AyTOBOCITAAUTEABHBIX 3200ACBAHUIT



JleyeHne DoNbHbIX ceEMEeNHbIMIN
nepuoanYeckuMm Nuxopaakamm
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