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KpuonupuH-AcouuupaH NepuoanyeH CuHapom
(CAPS)

Bepcusa Ha 2016

1. KAKBO E CAPS

1.1 KakBo npeacrtasnasa?

KpuonupuH acoummpaHuTe nepuognydHm cnHagpomun, (CAPS)
obeanHABaT rpyna oT pedknaBTonHpAaMaTopHM 3abonsaBaHns, KONTO
BKJItOYBAT (haMuMieH CTyaoB aBTonHpiamaTopeH cuHapom (FCAS),
Muckle-Wells cnHgpom (MWS) n xpoHn4eH NMHaHTNNEH HEBPOJIOrNYEH
KOXXHO-cTaBeH cmHapoM (CINCA), nseecteH CbLo KaTo HeoHaTanHa
MYJTU CUCTEMHa Bb3nanuTtenHa 6onect (NOMID). Te3n cmHapomMmm
MbPBOHAYa/IHO B6s1Xa ONMUCaHN KaTo OTAENHU KJIUHUYHN e QUHNLIN,
BbMNPEKN HAKOU KJNHNYHUN NMPUINKK: MNMaumneHTnuTe 4ecTo nNnposaBsaBaT
NMPUNOKPMBALLK Ce CMMMNTOMN KAaTO MNOBULLEHA TeMrnepaTypa, KOXXeH
obpuB KaToO KONpUBHA TpecKa (NceBao-ypTukapuaseH) n CTaBHO
3acdraHe C pasiMyHa TexecT, NPpUuapy>XeHn OT CUCTEMHO Bb3naJsieHune.
Te3n Tpu 3abonaBaHng ce cteneHyBaT no TexxecT: FACS e Han-nekoTo
cbcTosHUe, CINCA (NOMID) e Han -TexxkoTo, a 6osiHuTe ¢ MWS nmat
NWHTepMegnepeH peHoTumn.

XapaKTepusnpaHeTo Ha Te3n CbCTOAHUSA Ha MONIEKYJIIPHO HMUBO
rnMokasBa MyTauuuv Ha eguH 1 CbLN FreH U Npu TPpUTe CbCTOAHUA.

1.2 Konko 4ecTo ce cpewa?

CAPS ca MHOro pefKkn CbCTOSHUA 3acsAraly HAKOJIKO MHOMBUAA Ha
MWJIMOH, HO BEPOATHO MMa Hepa3no3HaTtu caydan. CAPS Moxe oa ce
cpelyHaT no uenusa CBAT.
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1.3 KakBu ca npuuuMHuTe 3a 3abonsaBaHeTo?

CAPS ca reHeTn4HM 3abonsaBaHnsa. OTrOBOPHUAT reH 3a 3-Te KJANHUYHU
eanHuumn (FCAS, MWS, CINCA / NOMID) ce Hapwuya CIAS1 (unn NLRP3) m
KoLAupa NpoTenH, HapevyeH KpuonupuH. To3n NpoTenH nrpae KJar4yosa
pPO/1A BbB Bb3MNasMTE/IHUA OTFOBOP Ha TAJIOTO. AKO reHbT € fedeKTeH,
TOBa BOAWM 00 NMoBuLEeHa PYHKLKMA Ha MPOTenHa N Bb3najinTesiHuTe
peakuuun ca 3acusieHun. Tesm NoBnLLIEHN Bb3MaJINTEJIHN peakLumm ca
OTrOBOPHM 3@ KJMHUYHUTE cuMnToMun, HabnogasaHm npu CAPS.

Mpn 30% ot naumeHTnTe c CINCA / NOMID, He e HaMepeHa MyTaumnsa Ha
CIAS1. ma HAKakBa CTeneH Ha Kopesauusa reHoTun / geHoTun;
MyTauUWUW HaMepeHn Npu NauneHTn c nekn dpopmm Ha CAPS He ca bunn
noeHTUULUMpaHn Npu TEXKO 3acerHatuTe nauneHTn n obpaTHo.
HONB/HUTENHN TreHeTUYHN UK PakKTopu OT OKOJIHaTa cpefa CbLLo
MoraT ga MoaysmpaT TexXecT n cmmnToMun Ha bonecTtTa.

1.4 HacnepaBa nu ce?

CAPS ce Hacnepgsea KaTo aBTO30MHO-OOMUHAHTHO 3abonsBaHe. ToBa
O3Ha4aBa, 4ye bonecTTa ce Npefasa OT €4AMH OT PpoAUTENNTE, KOUTO
nMa bonecTtTa n HOCKU HeHOpMasHO Konune oT reHa 3a CIASL. Tbi KaTo
BCEKMN YOBEK NMa 2 KOMUSA Ha BCUYKU Fre€HU, PUCKDBT 3aCerHaTt poaunTern
ha npenage MmyTtTupanoTto konme Ha reHa CIAS1 n no To3m Ha4dnH ga
npenane 6onectta Ha BCAKO cBoe aeTte e 50%. Cblo Taka MoXe fAa ce
cpewHaT De HOBO (HOBM) MyTauuu. B TakuBa ciiy4am, HUKON OT
poanTennTe HAMa 3abonsBaHe, HUTO HOCKM MyTauua B reHa CIAS], a
HapyweHuneTo Ha reHa CIAS1 ce nosssBa npu 3a4eBaHeTo. B To3un
c/ly4an, puCKbT Apyro aete fa passme CAPS e cpefHO CTaTUCTUYECKMN.

1.5 NHdekumnosHo nu e?
CAPS He e nHpekuyno3Ho 3abonsaBaHe.

1.6 KakBu ca OCHOBHUTE CUMNTOMMU?

O6puBDBT - KJKOYOB CUMMNTOM Npu TpUTe 3abonaBaHns - 0bMKHOBEHO e
NbpBUAT 3abenexxnm cMMmnTom. HezaBMCMMO OT CUHOPOMA, TOW
NoKasBa €4HN N CbLLWN XapaKTEPUCTUKN: MUTpUpaLL, MaKysiornanynoseH
obpuB (NosaBsiBa KaTo ypTUKapmsa), 0bMKHOBEHO He CbpbsL,.
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NHTEH3MBHOCTTa Ha KOXXHUAT 0bpunB MOXKe a Bapupa OT MayneHT Ao
MauMeHT N BbB BPb3Ka C akTUBHOCTTa Ha 3abonasaHeTo.

FCAS, n3secTHa npeaun KaTto haMmaHa CTyaoBa ypTUKapus, ce
XapakKTepu3lnpa C NOBTAPSALLM Ce KpaTKM enn3oamn Ha NnoBuLLEeHa
TeMmnepaTypa, 0bpuB 1 605K B CTaBUTE NMPOBOKUPAHM 4Ype3 n3naraHe
Ha HUCKM TemnepaTypun. Apyrn 4ecto cbobuiaBaHN CUMATOMU
BKJIIOYBAT KOHIOHKTUBUT N MYCKYJIHU 6ok, CumMntToMnuTe 06MKHOBEHO
3ano4BaT 1-2 Yyaca cnepn reHepasim3anmpaHo nssiaraHe Ha HUCKKU
TeMmnepaTypu nam npu 3Ha4YUTENHN OTKJIOHEHNA B TeMnepaTypaTa, a
NPOOBb/IKUTENHOCTTA Ha aTakuTe 0ObMKHOBEHO € KpaTKa (Mo-Masiko OT
24 4aca). Te3nm aTaku ca caMmoorpaHmyaBallm ce (KoeTo o3Ha4vaBa, 4e
Te npeMnHaBaT be3 nevenune). NMaumeHTUTE 4YeCTo CchbobLlaBaT 3a
cnegHnsa Bnpa ycelwaHus: YyBcTeaT ce aobpe Ha cyTpuHTa cnea Tonna
HOLL, HO CTaBaT BCe No-3J1e KbCHO Npe3 AeHsd, cnen cTynoBa
eKcrno3numns. PaHHOTO HacTbNBaHe Ha 6onecTTa, Npu paxgaHeTo nnu
npes NbpBMUTE 6 MEeceua OT XXMBOTA, € YeCcTo cpellaHo. o BpeMe Ha
enn3ognTe Ha Bb3naseHne ce HabnwogaBaT AaHHW 33 Bb3MaJieHME B
KPpbBHUTE TecToBe. KayeCTBOTO Ha XMUBOT Ha nauneHtuTe ¢ FCAS
MoXe fOa 6bae B pa3siMyHa CTanaH 3acerHaTo nopagun YectotaTa U
WHTEH3MBHOCTTa Ha cCMMNTOMUTE. Bbnpekn ToBa, KbCHU YCNIOXKHEHNSA
KaTo rayxoTa n ammnonao3a obMKHOBEHO He ce cpeular.

MWS ce xapakTepu3npa C NoOBTapsLn ce enn3oan Ha debpnnmteT u
06puB, CBbpP3aH C Bb3MaJIeHNe Ha CTaBUTE M 04YNTE, BLMPEKN Ye
TeMmrnepaTypaTa He BUHaru e Hanmue. XpoHM4yHaTa ymopa € MHOro
yecTa.

MpeunnuTupawmn pakTopn obUKHOBEHO He Ca naeHTUdbUUnpaHn n
CTyOoOBa NpoBoKauus ce Habnwnaea pagko. XoabT Ha 3abonsgBaHeTo
Bapupa Mexay no-TUnn4HMTe NoBTapsLWm ce NPUCTbMNN Ha Bb3NasieHne
MU no-nepMaHeHTHN cumnToMun. Kakto npu FCAS, nauneHtnte ¢ MWS
4eCcTO ONMCBAT MOLes 3a BJiollaBaHe Ha CMMNTOMUTE BeYepTa.
NbpBUTE CUMMTOMW Ce NOSABAT B HA4YaJZI0OTO Ha XXMUBOTA, HO NO-KbCeH
nebloT B 4eTCTBOTO CbLLO € onucaHo.

FnyxoTaTa e 4ecTo cpewaHa (npu npnonnsntenHo 70% oT cayyanTte) u
0bMKHOBEHO 3ano4Ba B A4€TCTBOTO WU/IM Ha4asl0TO Ha 3PesiocTTa;
amMmmnongosaTa € Han-Cepruo3HOTO yCNoXXHeHne Ha MWS n ce pa3BuBa B
3psina Bb3pacT B NpubnnsntenHo 25% oT cnydyauTte. ToBa YC/IOXKHEHMUE
ce ObJIKWN Ha OoTNlaraHe Ha aMmuaoup, creunasieH NpoTenH CBbp3aH C
Bb3MaJIeHNETO, B HAKOW opraHun (KaTto HanpuMmep 6bvbpeunTe, YepBaTa,
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KOXXaTa U CbpLeTo). Te3n oTnaraHmsa npmyYnHaBaT NocTeneHHo 3aryba
Ha YHKUMSATa Ha opraHa, ocobeHo Ha 6bbpeunTe; TO Ce NposBsABa
KaTo NpoTenHypus (3aryba Ha 6enTbK B ypuHaTa), NnocnenBaHo oT
yBpeneHa 6bbpeyvHa byHKUNA. AMUIonao3a He e cneyndmnyHa camo 3a
CAPS 1 Mmo>xe fga yCNOXXHUN APYr XPOHNYHUN Bb3MNaNNTENHN
3abongaBaHus.

Bb3naneHne B KpbBTa ce HabnogaBa No BpemMe Ha ennu3oanTe Ha
Bb3MaJIeHne NaM No- NOCTOAHHO B MO-TEXKUTE cnyvYan. KayecTBoTO Ha
XMUBOT Ha T€3M NAaUMEHTN e Pa3/INYHO 3aCerHaTo.

CINCA (NOMID) e cBbp3aH C HaN-TEXKNTE CUMMNTOMU B TO3U CMNEKTBHP
oT 3abongaBaHusA. O6pnMBBHT 0OMKHOBEHO € MbPBUAT NPU3HAK U Ce cpeLla
oLe NMpu pakaaHeTo UM B HanW-paHHO AeTCTBO. EQHa TpeTa oT
NnauneHTUTe MOXXe fa Ca HeAOHOCEHU UM MalKK 3a recTauMoHHaTa Ccu
Bb3pacT. TpeckaTa Moxe Aa 6bae nepmoandHa, MHOIo ieka Uam B
HAKOW Cslydaun Aa nuncea. NauneHTnTe 4ecTo ce onJjakeaT OT yMopa.
KOCTHOTO 1 CTaBHO Bb3MNaJjlieHMe Bapupa Mo TEXECT; B OKOJI0 ABE TPeTH
OT NauMeHTNTe, CTaBHUTE NPOSABMK Ce orpaHmnyasaT 0o 601KK B cTaBuTe
NN NpPexonHo rnogyBaHe no spemMe Ha obocTpsAHUA. B egHa TpeTa oT
cnydauTe, obave, ce nosiBABa TEXKO U MHBAIMAN3MPALLO 3acsaraHe Ha
CTaBUTe B pe3ynTaT Ha XpyLlsasia CBpbXpacTex. Te3n apTponaTum CbC
CBPBbXpacTeX MOXe fa Npean3BuKaT Texxka gedopMaynsa Ha CTaBuTe,
6oska n orpaHmnyeH obem Ha aBmxxeHue. KoneHete, rneseHunTe,
KUTKUTE N TAaKTUTE Ca Hal-4eCTO CMMETPUYHO 3acerHaTu.
PEeHTreHoN0rM4HNTE NPOABN Ca OTANYNTENHU. CBpbXpacTeXHUTE
apTponaTuun, KoraTto ca Haauue, 0bMKHOBEHO ce NosiBABaT paHo B
XXNBOTa, Npeamn HaBbpLUBaHe Ha 3 roanHN.

HapyweHunsa B ueHTpanHaTa HepBHa cuctema (CNS) ca Hann4Hu npwu
MOYTN BCUYKN MALUNEHTU N Ca NPUYMHEHN OT XPOHMYHA acenTun4yeH
MEHUHINT (HenH(eKLMo3eH Bb3naseHne Ha membpaHaTa OKOJ10
MO3bKa U rpbOHa4YHMA MO3bK). TOBa XPOHUYHO Bb3NasieHne e
OTrOBOPHO 3a XPOHUYHO MOBULLEHO BbTPEeYeperHo HaslsaraHe.
CnmnTOoMUTE, CBBbP3aHM C TOBa CbCTOSHME Ce pa3aimyasaT Nno
WHTEH3UTET U BKJIIOYBAT XPOHNYHO rnaBobosive, NOHAKOra noBpblLUaHe,
pa3fapasHUTENHOCT NMpY MaJikKn geua U 0TOK Ha nanunaaTta npu
dyHOockonusa (cneymanminpaH opTasMoNorM4eH nperneqn).
Envnencnsa (npynagbumn) N KOCHATUBHO HapyLleHWe NOoHSKora MoxXxe aa
Bb3HUKHE NpU TEXKO 3acCerHatuTe nauneHTwu.

O4nTe MoraT cblWo fa 6baaT 3acerHaTn oT bosecTTa; Bb3NaneHmne
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MO>XXKe fa ce NMosiBM B npeaHaTa U / nnm 3agHaTta 4acT Ha OKOTO,
He3aBUCUMO OT HaJIMYNETO Ha eaeM Ha nanmnata. O4HUTE NPosBuU
MoraT Aa nporpecupaT A0 O4HO yBpexAaHe B 3psfia Bb3pacT (3aryba
Ha 3peHuneTo). FNyxoTa ce cpella YeCcTo U Ce pa3BMBa B Kpad Ha
ANEeTCTBOTO WM MO-KbCHO B XXWUBOTa. AMUIonao3aTa pa3BuBa C
yBenm4yaBaHe Ha Bb3pacTTa nNpu 25% oT naumeHTuTe. 3abaBsaHe Ha
pacTexa 1 3abaBsaHe Ha pa3BUTUETO Ha NybepTeTHUTe 6enesn Mmoxxe
na ce HabnogaBa B pe3ynTtaT Ha XPOHUYHO Bb3MajieHune.
Bb3nmaneHneTo B KpbBTa € NepcucTupalLlo B nNoBevyeTo ciyydau.
BHuMaTenHoTo nscnensaHe Ha nauneHTn ¢ CAPS 0bnKHOBEHO
pa3KpuBa 3HAYUTEJIHO NPUNOKPUBAHE Ha KJIIMHUYHNTE CUMMNTOMM.
MaumeHTnn ¢ MWS Moxxe cbobuiaBaT cuMnToMun, oTroBapsawm Ha FCAS,
KaTo CTy[A0Ba YyBCTBUTENIHOCT (T.e. NO-4eCTN aTakun nNpes3 3uMmaTa), nan
CMMNTOMMU, OTroBapsLM Ha fieko 3acsaraHe Ha LUHC, kaTo 4yecTo
rnasobonue nam acumMnToMaTUYEH NanuaoeneM, KakbBTO Ce BMXKAA
npu nayneHTn ¢ CINCA (NOMID). lNo cbwmsa Ha4YmMH, CAMIMTOMMN,
CBbp3aHM C HEBPOJIOFMYHO 3acsaraHe MoraT Aa ce HabnogagaTt npwu
nauneHTn C yBesim4yaBaHe Ha Bb3pacTTa. YsieHoBeTe Ha egHo
CeMencTBO, KOUTO ca 3acerHaTtu ot CAPS moraTt ga uMmart Jieka
BapnabuHOCT B TeXeCTTa Ha 3abonsaBaHeTo; obade, TEXKU NPOSABU Ha
CINCA (NOMID), kaTo cBpbXpacTe)XHa apTponaTus Nam TeXxkKo
HEBPOJIOFMYHO 3acsaraHe, HUKOra He ca bunn cbobuweHn Npu YneHose
Ha ceMencTeaTa, 3acerHaTtu ot nekun opmu Ha CAPS (FCAS wnn neka
MWS).

1.7 EpHaKBO M e 3abonsaBaHeTO NpMu BCAKO aeTte?

Mpwn CAPS ce HabntoaaBa orpoMHa BapuabunHOCT B TeXXeCcTTa Ha
3abongasaHe. NaumneHTnte ¢ FCAS nmat neko 3abonssaHe ¢ nobpa
AbJroCcpoyHa nporHosa. NauneHtTute MWS ca no-cCUHO 3acerHaTu,
rnopann Bb3MOXXHa rayxota n amunoungosa. NauneHTtute ¢ CINCA /
NOMID nmaT Han-texxkaTa bonect. Cpen Ta3u rpyna, BapmabmunHocT
CblleCTBYBa U B 3aBUCUMOCT OT TeXXeCTTa Ha HEBPOJIOTMYHOTO U
CTaBHO 3acdAraHe.
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