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1. Mpo CAPS

1.1 Lo ue o3Ha4yae?

1o KpionipmnH-acouinoBaHMUX Nnepiogu4YHUX CUHOAPOMIB HANEXNTb rpyna
pPioKICHMX aBTO3anasibHUX 3aXBOPIOBaHb: CIMENHUN IHOAYKOBaHUN
Xonoaom aBTo3ananbHum cnHapom (FCAS), Muckle- Wells cuHapom
(MWS) i XpOHiYHNI IHPAHTNABHNI HENPO-LLKIPHO-CYrn060BUN CUHAPOM
(CINCA), kKoTpun TakKo>X BigOMUW Nig Ha3BOK HeOHaTas/ibHe 3anaJsibHe
cnctemHe 3axsoptoBaHHSA (NOMID). He3Bakatoum Ha KAIHIYHI
noAibHOCTI, Ui cnHopomMmn Bynn KnacngikoBaHi CNoYaTKY K OKpPEMI
KNiHIYHI cuTyauii. CNiIbHUMN CUMITTOMaMN AKUX € JINXOMAHKa, LWKIPHUN
BUCUM Y BUMNALI KPONMBHULI (MCEBAO-KPOMNUB''AHKW) i MOLUKOOXKEHHS
cyrnobiB pi3HOro CTyneHs TAXKKOCTI, AKi NOB''A3aHi 3i CUCTEMHOIO
3anaJibHOK peakLUielo.

Tpwn 3axXBOPIOBAHHA MaloTb Pi3HI CTyneHi TSXKOCTi: FCAS € nerknm
3axBoptoBaHHsAM, CINCA (NOMID) - Hanbinbw ceprno3Hum i MWS mae
cepefHbOBaXkKMn nepebir.

[na unx 3axXBOpOBaHb XapaKTEPHUM € BUABJIEHHSA Ha MOJIEKYJIAPHOMY
PiBHI MyTauUil B O4HOMY i TOMY X I'eHi Npu BCiX TPbOX 3aXBOPIOBAHHSAX.

1.2 SIK 4acTo 3yCcTpiYaloTbCA 3aXBOPIOBAHHA?

CAPS € gy>xe pioKiCHUMMIN 3aXBOPOBAHHAMMU, AKi 3yCTpivaloTbCA 3
4acTOTOl Y AeKisibKa BUMAAKIB Ha MiNIbMOHW NtoOeN, O4HAK,
3aXBOPIOBAHHA, MMOBIPHO, He 3aB>XXaAu po3ni3HaeTbcda. CAPS nowunpeHe
Mo BCbOMY CBITY.
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1.3 flKi € NpUYNHN 3aXBOPIOBAHHA?

Mpn CAPS noetbCa Npo reHeTU4YHe 3aXBOPIOBaHHSA. 3a PO3BUTOK TPbOX
kniHiYHMX npossis (FCAS, MWS, CINCA / NOMID) signosigae rex,
KoTpuin Ha3mBaeTbca CIAS1 (abo NLRP3) i koaye 6in10K i3 Ha3BoOtO
KpionipuH. Llen 6inok Bigirpa€ kKao40BY poJib Y 3amnasibHUX peakuisax
OpraHiamMy. AKUWLO reH € NOWKOOXXEHNM, TO Le ga€ 6inky binbwe
3aBAaHb (Tak 3BaHi nocuneHi PyHKUil) | 3ananbHi peakuil
nocnnoTbcA. Li nocnneHi 3ananbHi peakuil € BignosiganabHUMKM 3a
KNIHIYHI cMMNTOMN, sKi cnocTepiratoTbea npu CAPS.

Y 30% nauieHTiB 3 CINCA / NOMID He BuasnatoTb MyTauii reHa CIAS1L.
ICHY€E NneBHa Kopensayia MiXX reHoTunom Ta eHoTmnoM. MyTauii, aKi
3HaxXo4AaTb y Ntogen 3 nerkoto popmoto nepebiry CAPS, He BUABNAIOTL Y
Ba)XKUX XBOPUX, i, HaBnaku. KpiMm TOro, reHeTUYHi Ta eKOoJIorivHi
daKTopn MOXKYTb BMJIMBATU Ha BaXKKICTb | CUMMTOMN 3aXBOPIOBAHHS.

1.4 YUm 3axBOplOBaHHA cnagKoBe?

CAPS ycrnagkKoBY€ETbCS 3@ ayTOCOMHO-A0MIHAHTHUM TUMOM
ycnaakyBaHH4. Lle o3Havae, wo xsopoba yCcnaaKOBYETbCA Bif OLHOIO 3
B6aTbKiB, AKWI 1T MAE€ | € HOCIEM HeHopMasibHOT Konil reHy CIASL.
OcCKiNnbKK KOXXHa NtognHa Mae ABi Komii BCiX FeHiB, pU3NK oTpuMaTun
MyTaHTHY Konito reHa CIAS1 3 nowkoa)XeHnM 6aTbKiBCbKUM
MYTaHTHMM reHOM Ta yCcrnagkyBaTu AUTUHI XBopoby cTaHOBUTb 50%.
Mo)XyTb TaKoX 3yCcTpidaTunca de-novo (HoBi) MyTauii. Y unux Bunagkax
xBopoba He € 3yMoBeHO 6aTbKIBCbKMMM YaCTUHaAMK, Oe OANH 3
baTbKiB € HOCieM MyTauii B reHi CIAS1, a nopyweHHaM y reHi CIAS],
KoTpe BiabyBa€eTbCA Nig 4ac 3a4aTTs. Y UbOMY BUNaAKy PU3UK TOro, WO
HacTynHa AnTuHa byae xBopiTn Ha CAPS, € BuNnaakom.

1.5 YUu ue 3axBOplOBaHHA 3apa3He?
CAPS He € 3apa3HuMm.

1.6 9Ki CMMNITOMM € OCHOBHUMMU?
3a3BMYanm BUCUNM - KJIKOYOBUA CUMMNTOM BCiX TPbOX 3aXBOPIOBaHb -
nepLwunn BrisHaBaHMM CUMMTOM. BUcun npm KOXXHOMY 3 TPbOX
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CMHAPOMIB € NOAIBHMM: Le Mirpytlo4nn, MmakynonanyaspHuin BUCUN, Lo
BUrNs4a€ 9K KponmB'siHKa i, IK NpaBuo, He cBepbuTb. IHTEHCUBHICTb
BUCUMY MOXKe 3MiHIOBaTUCS Bif Naui€eHTa 40 NaUiEHTa i Pi3HNTUCA Y
3aJ1eXKHOCTI Bi, aKTUBHOCTI 3aXBOPIOBAHHA.

FCAS, paHiwe BigoOMMNM 9K CiMerHa X0J1000Ba KPOMNMB'AHKa,
XapaKTepU3yeTbCA NOBTOPOBAHMMMN eni3ofaMn KOPOTKOT JINXOMaHKW,
Bucuny i 6onto B cyrnobax, ski BigbyBaloTbCA NiC/A9 KOHTAKTY NauieHTa
3 X0J1040M (eKcro3unuia xonoaom). [HWi cMMNTOMK, NPO KOTPI HacTo
MOBIAOMJIAOTL, BKJIIOYAOTb KOH'IOHKTUBIT Ta 6inb y M’'a3ax. Cumntomu,
3a3BMYan, NPoOABNAIOTLCA Yepe3 1-2 rognHn Nicasa BNaAUBY X0N04y Ha
BeCb opraHiaMm abo BHacNiAoK 3HA4YHUX TeMNepaTypPHUX KOJINBAHb, Ta
Hanagwu, K rNpaBwno, € HeTpUBaIUMK (
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