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1. YTO TAKOE KAIC

1.1 Y710 3TO TakKkoe?

KpnonunpuH-accounmnpoBaHHble nepuognydeckmne cmHapombl (KAMC)
npeacTasnaioT cobon rpynny peakmx ayToBoCnasnTeNbHbIX
3aboneBaHnn, KOTOpas BKAOYAET CEMENHbIN X0J040BbIN
ayToBocrnanutenbHbln cnHgpom (FCAS), cuHapom Makna-Yannca (MWS)
N XPOHNYECKNIN MNadEeHYECKNN HEBPOJIOMTMYECKNIN KOXKHO-
apTukynsapHoin cnHapom (CINCA ), n3BeCTHbIV Tak>Xe noa Ha3BaHUEM
MiageH4Yeckoe MyibTUCNCTEMHOE BOCManuTenbHoe 3abosnesaHue
(NOMID). 3T1 cnHapoMbl BbIN MePBOHaYasibHO ONMUCaHbl Kak
OTAeNIbHble HO30J10rnYyeckme popMbl, HECMOTPSA Ha HEKOTOpPbLIE
KJIMHUYECKNe CXoACTBa: Y MaUMeHTOB 4YacToO NPUCYTCTBYIOT
rnepekpecTHble CUMMTOMbI, BKJIlOYas MMxXopankKy, KOXKHYH CbliMb,
HaMNOMMHAKLWLYO KpanuBHULY, N NOpPa>KeHne CyCTaBOB pa3J/IN4yHOM
CTeneHn TAXXeCTu, CBA3aHHOe C CUCTEMHbIM BOCMNaleHUeM.

9T Tpn 6onesHn npeacTaBnsatoT coO6oN KOHTUHYYM MO CTENEeHU
TaxxecTtun: FCAS asnaetca nerkum 3abonesaHmnem, CINCA/NOMID -
Hanbonee TaXxenbiM, a 60nbHbIe MWS MMEOT MPOMEXXYTOYHbIN
hbeHoTUN.

Mpn nccnenoBaHUM 3TUX NATONIOMTMIA Ha MOJIEKYJIAPHOM YPOBHE Oblnn
MNPOAEMOHCTPUPOBAHbI MyTauun B O4HOM U TOM »XXe reHe npu BCex Tpex
3aboneBaHusAX.

1.2 Kak 4yacTo BcTpe4yaeTca 3To 3aboneBaHue?
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KATC - o4eHb peakoe 3aboneBaHune, nopaxkaroLlee To/IbKO HECKOJIbKO
yenoBeK Ha MUJIJINOH, HO BeECbMa BEPOATHO, YTO 3Ta OLleHKa 3aHNXeHa.
KAIC BCTpe4aeTcs No BCEMY MUpY.

1.3 KakoBbl Nnpu4uHbI 3aboneBaHma?

3aboneBaHuna rpynnbl KAMNC HOCAT reHeTUYeCKNn xapakTtep. [eH,
oTBeYaloLWwmmn 3a 3Tn 3 Ho3oslornvyeckmne egmHuubl (FCAS, MWS,
CINCA/NOMID), Ha3biBaeTca CIAS1 (nnm NLRP3) n kogupyeT 6enok,
Ha3blBaeMbIl KPUOMUPUHOM. ITOT 6esI0OK UrpaeT KJK4YeBYO pOJib B
pa3BUTUKM BOCNANTENIbHOW peakunm opraHnsma. HapylweHuns B 3ToM
reHe BJIeKyT 3a coOO0M NOBbILLEHHYIO PYHKLMIO YKa3aHHOro 6enka (Tak
Ha3blBaeMoe ycusieHue (pyHKL1N) 1 NOoBbILLEHNE BOCMAIMTENbHbIX
peakunn. 3TN yCUNeHHble BOCNasnTesibHble peakunn Bbi3blBaloT
KANHUYeCcKne cmmnTomsbl, Habngaemole npu KATC.

Y 30% 60nbHbIX CINCA/NOMID myTauuun B reHe CIAS1 He BbISsBNIEHO.
CyLwecTByeT onpenesieHHasa CTeneHb Koppenaunum mexxny reHoTunom u
deHoTMnoM; MmyTauum, obHapy>XeHHble Y MaunNeHTOoB C JIEFKUMU
dopmamun KAIC, He 6biin naeHTUOULNUPOBaHbI Yy TsXeNbiX 60NbHbIX 1
HaobopoT. [loNo/IHUTENIbHbIE FEHETUYECKME U DKOJSIorn4eckme hakTopsbl
MOIYT TaK>XXe BJIMATb Ha TAXeCTb N CUMNTOMbI 60s1e3HN.

1.4 iBnsaeTcsa nm 310 3aboneBaHue HacNenCcTBEHHbIM?

KATC HacneayTcs Kak ayTOCOMHO - OMMHaHTHoOe 3aboneBaHmne. 3710
O3Ha4aeT, 4To bonesHb NnepenaeTcsa OAHUM N3 POAUTENEN, Y KOTOPOro
nmeeTcd 3aboneBaHne N KOTOPbLIN ABAAETCA HOCUTENEM aHOMaJIbHOM
konuun reHa CIAS1. NMoCcKONbKY Yy Ka)KO0ro 4YesloBeka nmeeTcd 2 Konumun
BCeX HalUWUX reHoB, PUCK Nepena4vn mytmpoBaswen konum reHa CIAS1
OT poauTens, KOTOPbLIA SABNSETCA ero HOCUTEJIEM, a 3HAYUT U PUCK
nepenaydn 6onesHn Kaxxaomy pebeHky, coctasnsgeT 50%. MoryT
BO3HMKATb 1 MyTauum de novo (HOBbIE); B 3TUX Cy4asaX HU OOUNH U3
poanTenen He nmeetT 3aboneBaHNA N He ABAAETCA HOCUTENEM MyTauunm
B reHe CIAS1, Ho HapylweHue reHa CIAS1 nosasnseTcda npu 3a4atun. B
TakoM cnyyvae puck passutuma KAMNC y apyroro pebeHka HoCUT
C/ly4anHbIN XapakTep.

1.5 fiBnsetca nm 310 3ab0neBaHne MHPEKLUOHHbIM?
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3aboneBaHus, Bxogauwme B rpynny KAIC, He aBnsAoTCA
NHPEKLNOHHBIMN,

1.6 KakoBbl OCHOBHblI€ CUMNTOMbI?

CbInb - K/IO4YEBOW CMMMNTOM NPU BCeX Tpex 3aboneBaHUsAX - Kak
rnpaBuao, 3TOT CMMMNTOM OTMeYaeTCH B NepBylo o4epenb. HesaBncnmo
OT TOro, KAaKOM MMEHHO CUHOPOM pPa3BUJICSA Yy NauneHTa, OH uMeeT
OOHWN U Te Xe XapaKTePUCTUKN: 3TO MUTpuUpytoLLlas MaKyJie3Ho-
nanysiesHas cbifNb (MO TUNY KPanMBHULbI), KOTOPas, Kak NpaBuio, He
COMpoOBOXAaeTCcAa 3yaAoM. MIHTEHCMBHOCTb KOXKHOW CbIMX MOXET
BapbMpoBaTb OT NaumeHTa K NaumeHTy 1 B 3aBUCUMOCTU OT
aKTUBHOCTW 3aboneBaHus.

FCAS, paHee N3BeCTHbIN KakK «CeMeNnHasa Xos10400Bas KpanmBHuLa»,
XapakKTepusyeTcs NMOBTOPALWMMNCA KOPOTKUMN 3NMnU300aMN
NNXopaaku, Cbinu n 60K B cyCTaBax, KOTOPbIe MPOBOLMPYOTCSA
BO34ENCTBUEM HU3KUX TeMnepaTyp. Apyrne 4acto oTMe4yaeMmsble
CUMMNTOMbI BKJIIOYAIOT KOHBIOHKTUBUT 1 60/1b B MbilLaX. CAMATOMBI,
KaK npaBuno, NoABASAOTCA Yepes 1-2 4yaca nocse obuiero Bo3aencTeus
HU3KNX TeMrnepaTyp WUin 3Ha4YNTESIbHOro U3MEeHEeHUA TeMnepaTypbl, a
NPOAO/IKUTENIbHOCTb NPUCTYNOB 0ObIYHO HeBesMKa (MeHee 24 4acoB).
TN NPUCTYMbl HOCAT CaMopa3peLllaloWnnCca xapakTep (3TO O3Ha4YaeT,
4YTO OHM NpoxoaaT 6e3 nevyeHuns). NaumeHTbl HaCcTO COOOLWAOT O TaKon
3aKOHOMEPHOCTU: OHN YYBCTBYET cebsa XopoLlo yTPOM Nocae Tenson
HO4YM, HO 3aTeM MUX CaMO4YyBCTBME YXYOLLUaeTCa B TOT XXe AeHb Nnoj
BO34eNCTBMEM X0n04a. PacnpoCcTpaHeHHbIM ABNeHneM bbiBaeT paHHee
Havasno 6onesHn: Npu PoXXAEHUN NN B TEYEHUE NepBbiX 6 MecsaueB
XXWN3HW. Npn3HaKM BoCnaseHnsa B KpoBu HabnonatoTCca BO BpeMs
3MNM3040B BocnaneHns. KayectBo XnU3HM 6onbHbIX FCAS MoXxXeT
N3MEHATbLCSH B 3aBNCUMOCTU OT YaCTOTbl U MHTEHCUBHOCTU CUMMIMTOMOB.
TeM He MeHee, oTAaNIeHHbIE OCJ/IOXKHEHUNSA, TaKMe Kak riayxoTta u
aMuna01Ma03, Kak npasunio, OTCYTCTBYIOT.

MWS xapakTepnlyeTcsi NOBTOPSAOLWMMNCSA 3NM304aMUN JINXOPAAKN U
CbINX, KOTOPbIE CONPOBOXXAAOTCS BOCNasIeHNEM CYCTaBOB U a3, XoTs
Nnxopagka npucyTcTByeT He Bcerga. O4yeHb YacTo HabnogaeTcs
XPOHMYeCcKasn yCTanocCTb.

MpoBoumnpyoLine HakTopbl, KakK NPaBuIo, HE NAEHTUPULNPYIOTCS, U
BO3ENCTBMNE X003 PeAKO ABNSETCS (PaKTOPOM, Bbi3bIBAOLLUM
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npucTyn. TeyeHne 3aboneBaHnNs BapbupyeT: oT bosiee TUNNYHbIX
MNOBTOPSAOLLMXCA NPUCTYMNOB BOoCnasieHUsa 0o 6onee noCTOAHHbIX
cumnTomMoB. Kak n B cnydae ¢ FCAS, 6onbHble MWS 3a4acTyio
OTMeYyaloT 3aKOHOMEPHOCTb - yXyALlleHne CAMNTOMOB B Be4yepHee
Bpem4. lNepBble CUMNTOMbI NOABJIAOTCA B Ha4asie XXNU3HU, HO OMUCaHbl
TakXXe cny4aun, korga 6one3Hb pa3BMBaeTCS y AeTen CTapLliero
BO3pacTa.

YacTo BCcTpeyvaeTcsd rnyxoTa (npumepHo B 70% crniyyaes), KOTOpas, Kak
npaBuio, Ha4YNHaAeTCq B eTCKOM Uan B paHHeM B3pPOCJ/IOM BO3pacTe.
AMnnonaos asnsetcsa Hanbosiee cepbe3HbIM 0CNOXHeHeM MWS. OH
pa3BMBaAETCSA B 3peJIOM BO3pacTe npuMepHo B 25% cny4vaes. MNMpuymnHon
3TOr0 OCJIOXKHEHUA ABMIATCA OTJ/IOXKEHNE B HEKOTOPbLIX OpraHax
(HanpuMmep, B NOYKax, KNLLEYHUKE, KOXXe Un cepaue) amunonga -
ocoboro 6enka, CBA3aHHOIro C BOCMNaJleHNEM. 3TN OT/IOXKEHUS
MOCTENeHHOo NPUBOAAT K NoTepe PpyHKUUN opraHa, 0CobeHHO noYek;
OHa NPoOSABNSAETCS B BUAE NPOTENHYPUMN (CHMXKEHME YPOBHSA 6enka B
MOYe), a 3aTeM - HapyLWeHNN PyHKUNN NnoYeK. AMUIIONL03 He
OTHOCUTCA K ABMIeHUAM, cneundunydeckmm gna KAIMC; oH aengaeTcs
OCJIOXKHEeHneM, pa3BMBaOLWMMCA N NPU APYTUX XPOHUYECKUX
BOCMNanTeNnbHbIX 3ab0s1eBaHUSAX.

Mpn3HaKM BoCcnasieHUa B KPOBM HabnogatoTca BO BpeEMS 3MM3040B
BOoCnasieHus, a B 6bonee TaKenbiX Crydasasx oHN HOCAT Bosee
NnepMaHeHTHbIN XapakTep. BanaHmne Ha Ka4eCTBO XU3HU Y pa3HbIX
naynMeHToB HEOOMHAKOBO.

Mpn CINCA/NOMID cmMmnToMbl HOCAT Hanbosiee cepbe3HbIv XapakTep B
3ToM crnekTpe 3aboneBaHunin. Cbinb, Kak NPaBuIoO, ABNSETCS NEPBbIM
MPU3HAKOM; OHa NOABAAETCA NPU POXXOEHUN NN B PpaHHEM LeTCTBe.
OnHa TpeTb NauMeHTOB MOXXeT PoXXAAaTbCA HeLOHOLEeHHbIMN U
OTCTaBaTb OT CBOEro rectayMoHHOro Bo3pacTa. JInxopagka MoOXeT
ObITb NMpexoasLen, 0O4eHb JIErkKom NO CTEMEHN TAXKECTU, @ B HEKOTOPbIX
C/ly4asaxX MOXXeT OTCYTCTBOBaTb. [lauMeHTbl HaCcTo XanyTCd Ha
YTOMNIAEMOCTb.

BocnaneHne KOCTen N CyCTaBOB BapbMpyeT Mo CTENEHU TAXKeCTHu;
MPUMEPHO Yy ABYX TpeTen rnaymneHToB NPosB/IeHNS NMopaKeHUs
CyCTaBOB orpaHu4mBatoTcsa 60n1amMm B cycTaBax Wianm Npexonsmm
OTEKOM BO BpeMs BCMbIWKM 3abonesaHnsa. O4HaKoO B O4HON TpeTwu
Ccnly4aeB B pe3yJibTaTe n3bbiTOYHOro pocTa XpsLlia pa3BuBaeTCs
TA)Kesioe u npueoasulee K MHBaNNAMN3aUnmM nopakeHme CyctaBoB. ITHU
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apTponaTun MOTYT Bbi3blBaTb 3Ha4YUTENIbHbIE AedopMaLn CyCTaBOB,
conposoXxaatLmecs 6onblo N orpaHnyeHnem obrLemMa OBUXKEHUN.
KosieHHble, roN1eHOCTOMNHbIE, Ny4Ye3ansaCTHbIE N JIOKTEBbIE CyCTaBbl
nopa>katoTcs Hanbosiee 4acTo U CUMMETPUYHO - C 0benx CTOPOH Tena.
XapaKTepHbl PeEHTreHoJ1I0rn4eckme N3MeHeHns B Buae
rmnepTpoduruyeckon apTponaTtmm, KOTopasa ecsanm NPpUCyTCTBYET, TO, Kak
rnpaBnio, pa3BMBAETCH B Ha4vasle XXMN3HW, B BO3pacTe A0 3 feT.
AHOManNuun LeHTpasbHOU HepBHOWU cuctembl (LHC) npucyTcTBytoT
noyTn y BCex 60/IbHbIX 1 006yCNOBNEHbI XPOHUYECKUM acenTUNYeCKM
MEHUHIMTOM (HEMH(EKUMNOHHbLIM BOCMasieHnemMm MmemMmbpaHhl,
OKpYy>XatoLlen roIOBHOW U CMUHHON MO3r). 3TO XpOHMYeCcKoe
BOCMaJsieHne NpuBOANT K XPOHNYECKOMY MOBbILLUEHWIO
BHyTpu4yepenHoro nassieHnsa. CAMNTOMbI, CBA3aHHbIE C 3TUM
COCTOSAHMEM, MEHSAITCA MO UHTEHCUBHOCTU N BKJIIOYAIOT XPOHNYECKue
rosioBHble 6011, MHOrA4a PBOTY, Pa3Apa>KUTeNbHOCTb Y AeTen paHHEero
BO3pacTa M NanuasiiodgemMy, KOTOPYH MOXXHO BbISBUTb NyTeM
nccnenoBaHUa rna3Horo gHa (BuMg cneunanm3mpoBaHHOrO
ohTanbMoOsIOrn4eckoro obcnenoBaHms). Bpemsa oT BpeMEHN Y TAXKesbIX
B0/bHbIX C/IyHaloTCA aNMNenTUYeCcKmne npunagku (KOHBYIbCUN) U
MPONCXOOAT KOTHUTUBHbIE HapPYLLUEHUS.

Mpwn 3TOM 3aboneBaHNM MOryT TakxXe rnopakaTbCs rnasa. BocnaneHue
MOXXET NPOU30ONTN B NepeaHen n/unu 3agHen YacTu rnasa, He3aBuCcMMo
OT NPUCYTCTBUA Nanuaios34emMsbl. [ nasHble NPoABAEHUA MOryT
rnporpeccmpoBaTb N MPUBECTU K PAa3BUTUIO MOTEpPU 3peHNdA B 3pesioM
Bo3pacTe (cnenoTa). YacTo BCTpeYyaeTCss HEMPOCEHCOPHAaA rNyxoTa,
KoTopas 0bblYHO pa3BMBaAETCA B CTaplleM AeTCKOM BO3pacTe uam
nos3»xe. AMUIONA03 pa3BMBaeTCs € BO3pacToM Yy 25% 60/bHbIX.
Bcneacrteme XxpoHUYECKOro BocnaneHnsa moryT HabnogaTbcs
3a0ep>XKa pocTa 1 NOJIOBOro passuTuA. Nprn3Haky BoCnasieHNa B KPOBU
B 00/IbLUMHCTBE CJ/ly4HaeB NMPUCYTCTBYIOT MOCTOAHHO. TwaTesibHoe
obcneposaHune 6onbHbIX KATC, Kak NpaBnio, BbIABASET NepekpecTHble
KJIMHNYEeCKne CUMMnToMmsbl. Y 60nbHbIX MWS MOryT nmeTb MecTo
CUMNTOMBbI, XapakTepHble gnda FCAS, Takne Kak 4YyBCTBUTEJIbHOCTb K
xonony (T.e. NOBbILLIEHNE YAaCTOTbl NPUCTYMNOB B 3UMHEEe BPeMS), Un
CUMNTOMbI lerkoro nopaxxeHmna LULHC, Takne Kak 4acCTble roJjIoBHble
6onn nnm beccnmnToMHasa NAaNMANIO34EMA, YTO XapaKTepHOo AN
6onbHbIX CINCA/NOMID. KpoMe TOro, CMMMNTOMbI, CBA3aHHbIE C
HEBPOJIOrMYECKOM NaTosIornen, MoryT nposaBaAaTbCs Y 60/bHbIX C
BO3pacTOM. YsieHbl ogHOU ceMbu, cTpagatowme KAMNC, MoryT nmeTb
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JNlerkoe BapbuvpoOBaHMe CTeNneHn TAXKeCTUN; OAHaKO0 Tsaxesble
npossneHna CINCA/NOMID, Takme Kak runepTpoduyeckasa aptponatus
UIKn TsHKesNble HEBPOJIOrnyeckme nposBieHns, HUKOrga He oTMeYyasimcb
Yy 4NeHoB ceMen, cTpagatowmx nerkumm gopmamu KAMNC (FCAS nnu
MWS nerkomn cteneHn).

1.7 OoMHaKOBO J&in NPOABAAETCA 3aboneBaHue y Bcex aeten?
Cpenun 6onbHbIx KATMNC HabnogaeTcs Ype3BblHaHO BbICOKas
BapuabenbHOCTb No cTeneHn TaxxecTn 3abonesaHusa. FCAS asnsetcs
nerkum 3aboseBaHmem C XopoLUnM A0JAroCPOYHbIM NPorHo3omMm. MWS -
bonee cepbe3Hoe 3aboneBaHme, Tak Kak OHO MOXKET MPUBECTU K
pa3BuTuUIo rayxoTbl 1 ammnongosa. CINCA/NOMID - camoe Ta>xenoe
3aboneBaHme. Cpegn 3Ton rpynnsl BapnabesnbHOCTb CyLlecTByeT
TaK>Xe B 3aBUCMMOCTM OT TSXKECTUN HEBPOJIOrMYECKOIr0 NOParkeHns n
BOBJIE4EHHOCTW CYyCTaBOB.
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