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KJTIHIYMHOro BUNAAKY

AkTyanbHicTb. CUCTEMHI ayTO3arnasibHi 3aXBOPIOBAHHS € rPyror 3anasib-
HUX pOo3naaiB, SKi BUKJIMKAHI MOPYLUEHHSIM Perysuii BDOAXKEHOI iMyHHOT
cuctemu. CimeriHa cepe3eMHoMopcbka inxomarka (CCJ1) — HavnoLm-
peHile criaakoBe ayro3aralibHe 3axBOPIOBaHHS, L0 XapakTepu3yeTb-
cs1 peumanBHUMM KOPOTKOTPUBAJIMMUN HanaaamMmv JIMXOMaHKn Ta CEPO3u-
Ty, | IPU3BOANTL [0 PO3BUTKY TaKUX YCKIAAHEHb, K aminoigos turny AA.
MerTta gocnig>xeHHs. Y3araJlbHUTU cy4acHi AaHi aitepatypu rnpo naro-
reHe3s, KJiHi4YHi nposiBv, HOBI knacugikauiviHi kputepii Eurofever/PRINTO,
3aCTOCYBaHHSI MOJIEKYJISPHO-FrEHETUYHOIrO TECTYBAHHS Ta nigxoau A0 Ji-
kyBaHHs1 CCJ1, npoBecTy aHasli3 K/iHi4YHOro BUNaaKky B paMKax OHOBJIEHUX
pekomeHpaauii. Marepianu i meToau. [lpoBeneHo orniga nitepatypu, rnpu-
cBsiyeHoi CCJ1iayrosanasibHUM 3aXBOPOBAaHHSIM, HABEAEHO KJliHIYHW BU-
nazaok i3 BacHoI npakTuku 3 rioro iHTeprnperTadieto. Pesynetatn. CCJl e
ayTOCOMHO-PELIECUBHUM 3aXBOPIOBAHHSIM, PO3BUTOK SIKOrO rOB’s3aHni
3 MmyTadjieto B reHi MEFV, sikuii kogye nipuH — GinokK, Sk Biairpae Bax/iv-
BY POJIb Y BUHUKHEHHI 3anasibHOi peakuii 4epe3 HEKOHTPOIbOBaHE BUBI/Ib-
HEeHHS1 iHTepnelikiHy (1J1)-1. KonxiumH 3anvwaeTbcsi OCHOBOIO J1iKyBaHHS
CCJ13 1972 p., ockinbkv BiH e(bekTBHO 3arnobirae Hanagam Ta rnpurHidye
CyOKJiHIYHEe 3ananeHHs1 y BiNbLUOCTI NaLieHTiB. 3a BiACYTHOCTI K/iHIHHOro
egekTy anbTepHaTUBHUM LLUISXOM Tepariii € 61okaaa I/1-1. BigHOCHO He-
4acTa HasiBHICTb I LUMPOKWUU CNeKkTp KaiHiYHvx nposisis CCJ1 4acTo ycknas-
HIOKOTb MPOBEAEHHS ANPEPEHLINHOro iarHo3y Ta 3aTPUMYKOTh 104aToK Ji-
KYBaHHS Y 3Ha4YHOI YaCTVHW nayieHTIB. Y cTaTTi onnMcaHo KiHIYHUY BUNaaokK
LIbOro 3axBoptoBaHHs 3 e6oToM y BiLli 30 pokiB y XBOPOro accupiicbKo-
ro noxomxeHHsi. OCHOBHUMUW CUMITOMaMu 6y KOPOTKOTpMUBAI Hanaam
MOHO- ab0 os1iroapTpUTY, SIKi CyrpoOBOAXYBaJINCS JIMXOMAHKOIO | 3aBeplLLy-
BaJIMCs1 CaMOCTIHO 3 TPUBaIMMM 6E3CUMITOMHUMM NEPIoAaMU MiXK HUMU.
BucHoBku. [liarHo3 CCJ1 Mae rpyHTyBaTUCS Ha KJTiHIYHIV KapTUHI 3aXBOPIO-
BaHHS1, eTHIYHIV NMpuyHasIeXXxHOCTI XBOPOro Ta BiAroBigi Ha Tepartito KoJixXiLu-
HOM. [eHeTnYHE TeCTyBaHHS Bifirpae Bax/inBy, npoTe 0OMeXeHy poJib AJ1s1
BCTaHOBJIEHHS fiiarHo3Y. J1ikyBaHHS KOJIXiLmHOM abo GionoridHuMuy rnpena-
patamu gossosisie noasam i3 CCJ1 BecTu 3BudHe XuTTsi 6€3 0OMexeHb T1a
CYTTEBOIO PU3NKY BUHUKHEHHS YCKNaAHEHb. OnncaHnii KIiHiYHWi BUNaaok
ZAeMOHCTpye eBosouito cumntomatkm CCJ1 npoTtarom 5 pokiB 3a BiAcyT-
HOCTI a1€KBATHOIO JTiKYBaHHSI.

Mopcbka nxomaHka» (Familial Mediterranean Fever)
(ApyTtoHsiH B.M., AkonsaH I".C., 2000). Mig uieto Ha3Boto

(CCJ) — ue cnagkoBe ayTOCOMHO-PELIECMBHE ayTO3a-
nasibHe 3aXBOPIOBAHHS, IKE XapaKTepua3yeTbCs nepio-
OVNYHMMK HanagamMm IMXOMaHKM i3 3ananieHHaM ovepe-
BWUHW, NNeBpU, cyrnobiB Ta LIKipW, SKi 3aBepLUYIOTbCS
camoctTiliHo (Kucuk A. etal., 2014; Gendelman O. et al.,
2020). Hamsaxnueiwmm ycknagHeHHam CCJ1 € BTO-
PUHHWN aMinoifos, KU MOXe NPU3BeCTN 00 PO3BU-
TKY HUpKoBoOi HepgocTaTHocTi (Nursal A.F. etal., 2018).
Y KpaiHax NnoCTPaasiHCbKOro NPOCTOPY A1 BUSHAYEHHS
LLbOrO 32XBOPKOBAHHS 4AaCTO BUKOPUCTOBYETLCS TEP-
MiH «nepiognyHa xsopoba», B aHrIOMOBHIl niTepa-
Typi NepeBaxae BU3HAYEHHS «CiMENHA cepen3emMHo-

LLe 3axXxBOplOBaHHSA 3akoaoBaHo B peecTpi «OrphaNet»
3 kogom 342, y MKB-10 noro moxHa 3HanTu B nia-
nyHkTi «E85.0. CnagkoBuin cimeriHui aminoinos 6e3
HeBponaTii».

HarnyacTtiwe CCJ1 BuaBnaoTe cepep, ocib cepea-
3eMHOMOPCLKOro NOXOMKEHHS (eBpei-cedapam, apa-
Oun, TypKu, BipMEHN), ane Moxe BpaxaTn 6yab-aKy
€THiYHY rpyny, BKoYaun KpaiHm 3axigHoi €Bpo-
nu. Mpw LuboMy NowwmpeHricTb Bapitoe Big, 100-400 Bu-
nagkis Ha 100 Tuc. xutenis cepep, eBpeiB-cedapnis
no 2,5 sunagka Ha 100 Tuc. xuTenis y 3axigHOEBPO-
nericbkunx kpaiHax (De Sanctis S. et al., 2010).
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CCJ1— HannolwwmpeHilwe MOHOreHHe ayTo3analsb-
He 3axBopioBaHHA (Seza O. etal., 2017). OcTaHHE €
rpynoto po3naais, ki XxapakTepusyTbCa peumamBs-
HMMU eni3ofaMn reHepanisoBaHoOro 3ananeHHs i -
XOMaHKW 3a BiACYTHOCTI iHpekLUin abo ayToiMyHHUX
npuyunH (Migita K. et al., 2018). Cepep, iHWKx ayTo-
3anafibHMX 3aXBOPIOBAHb rPpynm NepioanyHux nn-
XOMaHOK MOXHa BUOKPEMUTU: KpiomnipMHacouino-
BaHi nepiognyHi cuHgpomun (CAPS), nediunt me-
BaslOHAT-KiHA31/CUHAPOM rinepiMyHornobyniHemii
D, nepiognyHnin cMHOPOM, acoLiioBaHUN i3 peuen-
TopoM ¢dakTopa Hekpo3y nyxnuH (PHIM) (TRAPS)
(Ozen S., BilginerY., 2014). B ocHOBi pO3BUTKY LIX
3axBOPIOBaHb — MOPYLUEHHA Perynsii BpoaXeHo-
ro iMmyHiteTty. Y uboMy iX OCHOBHA BiAMIHHICTb Bif,
AyTOIMYHHUMX 3aXBOPIOBAHb, K/IKOYOBOK NaToreHe-
TUYHOIO NAHKOI AKMX € NOPYLIEHHS B poboTi Haby-
TOro (aganTuUBHOIO) iMyHiTeTy. OCHOBHMMU TUNamm
KNiTWH, SKi 6epyTb y4acTb Yy GOPMYBaHHI BDOOXKEHO-
ro iMyHIiTETY, € MOHOLUTU, Makpodarm i HenTpodi-
nn (Npr UbOMY He BUSIBASIOTLCA BUCOKiI TUTPU ayTO-
aHTUTIN abo aHTUreHcneundiyHnx T-KNiTUH), TOAI AK
HabyTuin iIMyHITET NepeBaKHO OMNOCEPENKOBYETLCS
T- i B-knitTnHamun. BignoBigHO, OeLW0 BiAPi3HAIOTb-
CS i CNEKTPU LNTOKIHIB, SKi MPOAYKYIOTbCS PISHUMU
KNITUHAMKM Ta MOXYTb OYTU TepaneBTUYHUMM MilLe-
Hamu (Tabn. 1) (Krainer J. et al., 2020).

CCI acouiioBaHa 3 myTalujeto reHa MEFV (3 aHr.
MEditerranean FeVer), akuin po3milweHnii Ha KOpOoT-
Komy nnedi 16-i xpomocomu (Manna R., Rigante D.,
2019). 3 MOMeHTY BigKpUTTA Lpboro reHa 'y 1997 p.
Oyno BM3Ha4eHo 6n3bko 310 BapiaHTiB NOCNiAOBHOC-
Teih MEFV. OcTaHHin koaye 6inok NipuH, SK1in 3Haxo-
OnTbcs 30e06inbloro B HeliTpodinax i Mmakpodarax, i
y CBOIO 4Yepry, Bigirpae ka4oBy pOJib B anonTosi Ta
PO3BUTKY 3ananbHuX npouecis (Seza O. et al., 2017).
Y pesynbTati MyTaLii reHa nipyHy yTBOpoloTbCH iHdNa-
MacoMU — MYJbTUNPOTEIHOBI KOMIMJIEKCH, AKi 3anyc-
KaloTb aBTOKATANMITUYHY aKkTMBaL,ilo kacnadu-1 Ta MeH-
IO Mipoto — kacnasu-11, wo npm3BoanTb 40 PO3-
LwenneHHs NpodepMeHTy 00 aKkTUBHUX CyOOANHULb
p20 Tap10. MeTepoammepu akTUBHOIO PEPMEHTY Kac-
na3u BUKJIMKaIOTb HEKOHTPOJIbOBAHE BUBISIbHEHHS MPO-
3anafnbHOro UMTOKIHY iHTepnelikiny (1J1)-1B, 1J1-18 Ta
po3uwienneHHs racaepminy D (Cantarini L. etal., 2015;
Orning P. et al., 2019; Schnappauf O. et al., 2019).
Lle nosicHioe edekTmMBHICTb 3acTocyBaHHA npu CCJ1
npenapariB, SKi 6/10KylOTb akTUBHICTb IJ1-1, Wwo npwu-
3BOAUTb A0 CTINKOro 3HMXEHHS TSXXKOCTI 3aXBOPIO-
BaHH#A (Bettiol A. et al., 2019).

lMopyLlleHHs BHYTPILWHBLOKIIITUHHOIO roOMeocTasy,
CNPUYMHEHE MIPMHOM, TaKOX NPU3BOAMTL 00 IHAKTU-
Bauji RhoA GTP-aaun (HeiligR., BrozP., 2018). OcTtaHHs
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€ uMTonna3MaTnyHUM BINIKOM, KU Perymoe GyHKLIO-
HYBaHHS Ta AndepeHLiaLiio iIMyHHUX KNITWH, a TakoXx
akTumBalLliito 6inkiB umtockeneta (Bros M. et al., 2019).
OnuncaHi naHkn NnaToreHesy gatTb 3MOTy Kpalle 3po-
3yMITU MexaHi3M fji npenaparis, siki 3aCTOCOBYIOTbCA
B Tepanii CCJ1. Tak, KOnxiuMH € OCHOBHMM Mnpenapa-
TOM A9 nikyBaHHS nauienTis i3 CCJ13 1972 p. Mexa-
Hi3M I10ro BNAMBY NOB’A3aHUI i3 3anobiraHHAM Mirpatii
HENTPo®IniB, NPUrHiYeHHAM NoniMepu3aaLii MikpoTpy-
0©040K, BUBIJIbHEHHSAM 3 HUX MYaHiH-HYK1e0TUA,-0OMiH-
Horo ¢daktopa (GEF)-H1, wo 3pewToo npnBoanTb
1o aktveaui RhoA (Alghamdi M., 2017; Ozen S. et al.,
2017; Schnappauf O. et al., 2019).

KJIHIYHI NPOABU

XapakrtepHumm KniHivHuMmKn nposisamu CCJ1 € Hepe-
rynsipHi NOBTOPHI KOPOTKOTPUBAJIi Hanaam cepo3uTty
(rofIOBHUM YYHOM NEPUTOHITY, NIEBPUTY YN CUHOBITY),
SIKi CYyNPOBOLAXYIOTbCS IMXOMAHKOIO | 3aBepLUYIOTbCS
CMOHTaHHO. 3axBOpOBaHHSA HanyacTiwe MaHidpec-
Tye B paHHbOMY ANTUHCTBI: Y 90% naujieHTiB nepLunii
Hanapg, npunagae Ha Bik 40 20 pokiB iy 75% — Ha BiK
no 10 pokis (Gattorno M. (Ed.), 2015). Tunoswuii Hanag,
CCJ13a3Buyai Tpreae 613bko 24—72 rof, 3 nepioany-
HICTIO BUHVKHEHHS peumamBiB Big 1 pasdy Ha TMXXOEHb
0o 1 pagy Ha gecatupivua (Fauci A., Langford C. (Eds.),
2016; Maggio M.C., Corsello G., 2020).

JlnxomaHka € TUMOBMM CUMNTOMOM BinbLl HixX
y 96% Bunankis, 3a3suyar carae >38 °C, iy 25% na-
LiEHTIB cynpoBOaXyeTbcs 03HOOOM (Maggio M.C.,
Corsello G., 2020). 30e6inbLLIOro BOHa BUHMKAE CMOH-
TaHHO, LUBMOKO HApOCTaE i Tak caMo LUBMOKO cnagae
(Sartl. etal., 2014).

Binb y XXnBOTi — OAMH i3 HANYACTILUMX CUMNTOMIB
(90% xBopux) — Moxe 6yTn nokanizoBaHnum abo au-
GY3HUM, | B EAKNX BUNAAKAX CUMYIIIOE FOCTPUI XU-
BiT (Maggio M.C., Corsello G., 2020). Y pasi ¢izukanb-
HOr0 06CTEXEHHS MOXE BUSBNATUCS PUTOHICTb M’a3iB
(oowkonoaibHNM XNBIT), MO3UTUBHUI cumniTom LLLOT-
KiHa — baiombepra, 3ayTTa X1BOTA Ta 3HUKHEHHS Ne-
pucTanbTMYHMX 3BYKiB (Shohat M., Halpern G.J., 2011).
TpyaHowi y nposeaeHHi aAndepeHuinHoi AiarHOCTUKN
NPU3BOAATL A0 BUKOHaHHSA y 30-40% Bunaakis He00-
I'PYHTOBAHUX XipypPriYHMX BTPYYaHb, TAKUX SIK aneHaeK-
TOMisi aB0 XONELMCTEKTOMIS.

YpaxeHHs1 cyrnobiB BUSBNSAETLCA Y 75% NaLEHTIB i
3a3Bum4am NPoSBNAETLCA SK FTOCTPUM MOHOAPTPUT Cy-
rnobiB HMXHIX KiHUiBOK. MpoTe iHkonu (y 5% naujieH-
TiB) CNOCTEPIraeTbCs XPOHIYHNIN apTPUT KyJIbLLUOBUX,
KOMNiHHMX ab0 roMinKoBOCTOMHUX cyrnobie (Almeida
de Jesus A., Goldbach-Mansky R., 2013). Y pgesikux
Bunagkax (0o 10%) apTpuT € OCHOBHUM CUMMTOMOM
xBopo6u (Sari . et al., 2014).

Tabnuus 1

OcHOBHI BigMiHHOCTi ayToiMyHHMX i ayTo3ananbHux 3axeBopioBaHb (Krainer J. et al., 2020)

Moka3Huk AyTo3ananeHHs

AyToimyHiTeT

PiseHb iMyHHOI Aucperynsuii

Tunu KNiTWH, ki nepeBaxarTb
LIMTOKIHOBI MiLLEHI, SKi BUKOPUCTO-
BYIOTbCS B TEpanii

[laToreHes ypaxeHHs OpraHis

BpoaxeHa iMmyHHa cuctema
MoHouuTn, makpodaru, HelTpodinu
n-1, -2, -12, -23, -18; ®HM,
iHTepoepoH (IOH)-a, -B

AnanTuBHa iMyHHa cuctema

T-KniTuHK, B-Knitnnm

|®H-y, ®HM-a; IN-1, -2, -4, -6, -5, -9, -10, -12, -13, -17, -22,
-23

OnocepeaKkoBaHuii HeliTpodinamu i makpodaramn OnocepeakoBaHuil ayToaHTUTIIaMN abo akTuBaljieto T-KNiTUH
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MneBpuT BUSBASAIOTL NPUOAN3HO y 45% nauieHTiB
i 3a3BnYal oaHobivHMn (Petrushkin H. et al., 2016).
PeHTreHonoriyHo BUABNSETLCA BUMIT Y MIEeBPabHIin
MOPO>XHWHI, MOTOBLUEHHS N1IEBPU, OOMEXEHHS PYXJIn-
BocTi giacdparmu (ApyTioHsH B.M., Akonan I".C., 2000).

Mianrii, o nokaniaytoTbCs B AINAHL JIMTOK i CTEMOH,
€ 3arasibHoto o3Hakoto CCJ1. BoHM He NoB’a3aHi 3 N1xo-
MaHKOI0 | BUHMKAIOTb Ha POHI iI3NYHOIro HaBaHTaXEH-
H$, piaLLe — rocTpi enizoam 3aTsKHNX GedpPUIbHUX Mi-
anrin, SKi xapakTepuayTbCa IHTEHCUBHUM 60/TLOBUM
CMHOPOMOM Ta BUCOKUMU rOCTPODHa30BNUMU MOKAZHU-
kamu (Onen F., 2006; Ozdogan H., Ugurlu S., 2019).

Cepen, iHwunx kniHiyHux npossie CCJ1 MmoxHa BMai-
nuTun 6elmxonoaibHy eputemy (5-30% Brnaakis), ska
nepeBaXxHO NIOKasi3yETbCS B AiNISHLL HVKHIX KiHLiBOK,
enizogn nepukapanty (8o 1% ycix Bunagkis), 6onic-
HU HAOPSAK MOLLOHKW, KNI BUHUKAE BHACNIOOK 3a-
naneHHsa tunica vaginalis aeuka (Lidar M. et al., 2013;
Portincasa P. et al., 2013).

OIATHOCTUKA

3rigHo 3 ony6bnikoBaHumu y 2015 p. pekOMeH-
JauismMmu 3 reHeTunyHoi giarHoctuku CCJ1, ue 3axso-
plOBaHHA € KJiHIYHUM AiarHO30M, KU MOoXe ByTK
nigTBEPAXEHUA FreHETUYHUM TECTYBaHHAM, NpoTe
He MOXe OyTW BUKJTIOYEHWI 3a 1Oro AONoMoroto. lc-
Hye 6nm3bko 300 BiZOMUX BapiaHTiB NOCAIAOBHOC-
Ten reHa MEFV, npote nuwe 14 i3 HMX 3a3Buyan Tpa-
nnstoTees npu CCJ1 (M694V — HanvacTiwe, pigwe —
E148Q, E167D, T2671, P369S, F479L, I1591T, M680lI,
1692del, M694I, K695R, V726A, A744S T1a R761H)
(Giancane G. et al., 2015).

OpHak iHTepnpeTauia pe3ynbTaTy 3aBXAu MOBUH-
Ha BPaxoBYBaTU YYTIMBICTb MOJIEKYNIAPHO-TEHETNY-

HOrO AOCHIAXEHHS. HEMOXNBICTb BUSHAUYNTU MyTa-
LLiO B FEHi HIKONM OOCTOBIPHO HE BUKIIOYAE AiarHO3.
Becb reH He CeKBEHYETbCS B BiNbLLIOCTI PYTUHHUX O0-
CNigXEHb, i HABiTb NMOBHE CEKBEHYBAHHSA reHa, 3aCHO-
BaHe Ha TexHonorii NJIP, moxe nponycTnTy natorex-
HUIA BapiaHT (BapiaHTK NpanmepiB, iIHBEPCIA €K30-
HiB, AyONIOBAHHS EK30HIB Ta iHWI NpuynHK) (Shinar.
etal., 2012).

IcCHYe pekinbka BigoOMMX KiHIYHMX Knacudikauin-
Hux kpuTepiis CCJ1, cepen sknx Han4acTiwe 3acTo-
coByloTb KpuTepii Tel-Hashomer taYalcinkaya-Ozen.
O6wnaBa ui Habopw KPUTEPIIB He BKIIIOYAIOTb FEHEeTNY -
HUX JAaHWX Ta eTHiYHOI npuHanexHocTi. Y 2019 p. rpy-
rna ekcnepTiB 3 BMBYEHHHA ayTo3anajibHUX 3axBOpIo-
BaHb Eurofever sanponoHyBana gBa HOBi BapiaHTu
knacudikauirnHnx kputepiie (Gattorno M. et al., 2019),
IKi, 3rigHO 3 AaHUMU PO3POBHMKIB, MaNN BULLLY HyT-
NMBICTb i cneundivHicTb (Tabn. 2). BTim, Bignosia-
HO OO0 pe3ynbTaTiB, OTPMMaHUX iHWKMK aBTOpPaMu
(Sag E. et al., 2020) npwu aHanisi TpbOX pi3HNX HabO-
piB knacuoikauinHux kputepiis y 151 nauieHta 3 CCJ1,
4YyTAMBICTb HOBUX KpuTepiiB Eurofever/PRINTO 6yna
HamBuwow — 96% (ans kputepiis Tel — Hashomer —
88,4%, ona kputepiis Yalcinkaya — Ozen — 93,4%).
CneundiyHicTb UMx KpUTEpiiB 6yna NOMITHO HUX-
yoto — 73,1% (Tel Hashomer — 92,6%, Yalcinkaya —
Ozen — 84,1%). NMoegHaHHSA KNiHIYHWX NPOSBIB i3 re-
HOTMNOM NiABULLLYBaNO YYyTNUBICTb, afne He cneuu-
divHicTb KpUTEpiiB. MIMOBIpHO, HEOBXiAHI noganbLUi
DOCNIAXEHHS Ha BiNbLUMX KOHTUHIEHTaX XBOPUX OS5
OCTaTOYHOI OLiHKK cneundiyHOCTi HOBUX Knacudika-
uinHux kputepiis CCJ1. KniHiyHi KpuTepii 3acTOCOBY-
I0TbCS 9K NOKa3aHHS OJ1 NPOBEAEHHA FreHETUYHOrO
TecTyBaHHS abo K OCHOBHI knacudikaLiiHi kpuTte-

Tabnuug 2

Knacudikauiiini kputepii, 3anponoHoBani ans giarHoctuku CCJl
(Heshin-Bekenstein M., Hashkes P.J., 2015; Gattorno M. et al., 2019; Sag E. et al., 2020)

Kpurepii Tel — Hashomer

(CKOpOueHWii BapianT) Kpurepii Yalcinkaya — Ozen

Knacudikauiiii kputepii
Eurofever/PRINTO (2019)

Kniniyni knacudikauiHi kputepii
Eurofever/PRINTO (2019)

Benuki kputepii:

1. NoBTOpPIOBaHI €ni30au MMXOMaHKu Ta
CEepo3unTy (MEepUTOHITY, NNeBpuTy abo
CUHOBITY).

2. Po3sutok AA-aminoigosy (3a BigcyT-
HOCTI IHLUMX MPUYNH).

3. EdbekT 3acTOCYBaHHS KONXILLMHY.
Mani kpurepii:

1. PeunausHi eni3ogn nMXoMaHKu.

2. bewwmxonopi6Ha eputema.

3. CCJly poaunyis nepLioro CTyneHs
CMOPIAHEHOCTI.

1. JInxomaHka (Temnepary-

pa >38 °C tpuBanictio 6—72 rog
>3 Hanagis).

2. binb y %uBOTi (TPMBANICTIO
6—72 rop >3 Hanagis).

3. binb y rpyasx (Tpusanictio
6—72 rop >3 Hanagis).

4. ApTpuT (TpuBanicTio 6—72 rog
>3 Hanagis), OniroapTpur).

5. CimeitHuii anamHe3 CCJ1.

[iarHo3: >2 kpuTepiiB.
OcTatoyHuit fiarHo3: 2 Benukux abo
1 Benukuii i 2 mani kputepii
MmoBipHuit giarto3: 1 Benukuit i 1 ma-
Jnn Kputepii

HaggHicTb nigTBEpAXYBaNnbHO-
ro* MEFV-reHotuny i woHai-
MeHLUe OAUH KPUTepiii i3 HaBe-

LLloHaliMeHwwe 6 KpuTepiiB i3 9:

HasagHi:

DeHuX: + ETHiYHa npuHanexHictb
+ TpuBanictb enizonis 1-3 AHi. 10 Hapogis rpynu CxigHoro
+ ApTpur. CepenzemMHOMOp'S.
+ binb y rpyasx. + TpuBanicTb enisopis 1-3 aHi.
+ binb y xuBoTi. + ApTpwmr.
« binb y rpypax.
ABO * Binb y X1BOTi.
He niaTBepaxyBanb- BiacyTHi:

Huii** MEFV-reHotun i woHaii-
MeHLue 2 i3 HaBeeHuX:
- TpuBanictb enisopnis 1-3 aHi.
+ ApTpur.
+ binb y rpyasx.
+ binb y xuBoTi.

+ ADTO3HMIA CTOMATHT.

+ YpTukapHa Bucunka.

+ Makynbonanynb03Ha BUCHMKA.
+ Bontoui nimdpartnyHi Bysnu.

YytameicTb: 0,91
Cneupmdiynictb: 0,92
YytnusicTs: 0,94

Cneumdiynicts: 0,95

*TaToreHHi abo MOBIPHO NATOreHHi BapiaHTK (FOMO3UrOTHICTb @60 reTepo3UroTHICTb i3 HASIBHICTIO OAHOYACHO [IBOX Pi3HUX MYTAHTHWUX aneneii y neBHOMY

JI0KYCi rexa).

**[eTepo3nroTHICTb 3 HAsIBHICTIO OAIHOYACHO OJHOrO naToreHHoro BapiaHta MEFV Ta opHOro BapiaHTa HEBU3HAYEHOrO 3HaYeHHs, abo BianenbHicTb i3 ABO-
Ma BapiaHTaMi HEBU3HAYEHOTO 3HAYEHHs, 260 reTepo3uUroTHICTL 3a 0fiHUM naToreHHnM MEFV-BapiaHToM.
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pii 4N BCTAHOBNIEHHS AiarHO3Y B pasdi HEMOXJINBOC-
Ti npoBecTn 06¢cTEXEHHS HAa MEFV-reH (Gattorno M.
etal., 2019; Sag E. et al., 2020).

Y peaynbtatax nabopaTtopHux o6cTexeHb Ha POoHi
Hanaay CCJ1 cnocTepiratoTbcs 3anasbHi 3MiHU: NO-
MiPHUI NENKOUUTO3, NiABUNLLEHHS LUBUAOKOCTI OCiAaH-
HA epuTpounTiB (LLUOE), C-peakTnBHOro 6inka Ta iH-
LINX peakTaHTiB roctpoi ¢pasu (Onen F., 2006).

JIIKYBAHHA

MeToto nikyeaHHs nauieHTiB i3 CCJ1 e 3anobiraHHA
roCTpUM Hanagam, NPUrHiYeHHs cyokiHiYHOro 3ana-
JIEHHS MiX aTakamMu i 3anobiraHHsA PO3BUTKY aminoi-
nogay (Alghamdi M., 2017). 3rigHO 3 YAHHUMU PEKO-
meHaauismn EULAR, nikyBaHHS KONXiILMHOM — OCHOB-
HUI HanpsaM Tepanii Beix naujieHTiB i3 CCJ1. BiH 3Ha4yHO
3HUXXYE YaCTOTY Ta IHTEHCUBHICTb KJiHIYHUX HAanaais,
3anobirae po3BUTKY aminoigo3dy HUPOK, TOMY € npe-
napatom Bnbopy npu CCJ1. NMoyaTkoBa 0o3a anga gitemn
Bikom >10 pokiB Ta gopocnux ctaHoBuTtb 1,0—-1,5 mr/
no06y (1,8 mr/poby, akuwo TabneTtku Mictate 0,6 mr).
Y naujeHTiB 3 aminoigo3om abo BUCOKOIO aKTUBHIC-
TIO 3aXBOPIOBAHHA MOXHA 3aCTOCOBYBATU KONXiLMH
y Buwmx gosax (De Sanctis S. et al., 2010; Ozen S.
etal., 2016).

BiogMmiHHa edeKTUBHICTb KONXIUMHY MiATBEPOXYE
TaKOX MOro posib K AiarHOCTUYHOrO iIHCTPyMeHTa
ONS BCTAHOBNEHHSA aiarHo3y. Tomy nepuwi 3—6 mic
Bif, moyaTtky Tepanii HeobXigHO NMPOBOANTU pPeETESb-
HU MOHITOPUHT 3arocTpeHb CCJ1, BUKOPMCTOBYHOUN
LWOAEHHMK, B IKOMY NauieHT Mae ¢dikcyBaTn xapak-
Tep i yacTtoTy Hanagis. KniHiyHy BignNoBiob, TOKCUY-
HICTb i KOMMMIAEHC CNiJ, KOHTPOOBATM KOXHi 6 MicC.
PekomeHaoBaHO NPoBOAUTN NabopaToOpPHUIA KOHTP-
OJ1b NEYiHKOBUX i HAPKOBUX NPOB, KNiHIYHOro aHanisy
KpOBi, KpeaTnHdochokiHa3m Ta NnpoTeinypii. MNpn BuU-
3HA4YeHHi peakTaHTiB rocTpoi da3u cnig BiggasatTu
nepesary C-peakTnsHomy 6inky Ta 6isiky cMpoBaTKO-
Boro aminoiny A (SAA) (Ozen S. et al., 2016). No6iu-
Hi edexTn 3 6OKY LUTYHKOBO-KMLLIKOBOIO TPAKTY CMo-
cTepiratloTbesa y npnbnmaHo 10% nauieHTiB, ocobnn-
BO Y MNepLUNN MiCALb NliKyBaHHS. [TpninomM KONXIiLMHY €
©6e3neyvyHnM y nepion BariTHOCTI Ta roAyBaHHS rpyab-
mu (El Hasbani G. et al., 2019).

Y pasi BUHMKHeHHS Hanaay CCJ1 3aBxam cnig npo-
BOANTU NP EPEHLNHY AiarHOCTUKY 3 iHLUMMW MPUYu-
Hamu. [ig yac HanadiB pEKOMEHO0BAHO MPOA0BXY-
BaTW KONXILUWH Yy 3BMYANHOMY O03YyBaHHI Ta oonart-
KOBO BMKOPWCTOBYBATU HECTEPOIOHI NpOoTU3anasbHi
npenapartu.

AnbTepHaTMBHa Tepanis 6ionorivHMMM Npenapa-
Tamun (Hanpuknag aHTaroHicTu IJ1-1, Taki 9K aHakiH-
pa, KaHakiHymab, punoHauenT, abo iHribitopyn OHIM)
Mae po3rnsagatncs y NauieHTiB, y SKnX, He3Baxato-
4YM Ha MakCcuUMalsbHy A03Y Konxiumny (3 mr/noby —
Ona gopocnux, 2 mr/ooby — ans giteil) npotarom >
6 Mic, He BOAETLCA [OCATTY ONTUMAIbHOIO KOHTPOJIIO
Hag cumnTomamu (Ozen S. et al., 2016).

MpodinakTnyHe nikyBaHHS KONXILMHOM OO3BONSIE
noasam is CCJ16yab-aKoro Biky BECTU HOpMasibHE XUT-
TS 6€3 0OMEXEHbD, ICTOTHOrO PU3NKY BUHUKHEHHS Ha-
naziB Ta ycknagHeHb. BigCcyTHICTb CBOEYACHOI AjarHoc-

NNIKAPKO-NPAKTUKY

TUKN HEraTUBHO BMJIMBAE HA AKICTb XUTTS MaLEHTIB, 3y-
MOBJIIOIO4YM YacCTi rocniTanisauii, HenpauesoaTHICTb Y
nepiog Hanapajis, HeOOrPYHTOBAHI XipypPriYHi BTPYYaHHS,
CMPUYMHEHI HENPAaBUIIbHOI iIHTEPMAPETALLIEIO KNIHIYHNX
03Hak 3axBoptoBaHHs (Manna R., Rigante D., 2019).

KJIIHIYHUA BUNAOOK

Yonosik I"., 35 pokiB, 3BepHyBCS Ha aMBynaTopHUA
npuiiomMm oo peematosnora B cidHi 2020 p. 3 aHamMHe3y
BigoMo, 0 3 2015 p. rioro nepioanyHo TypbytoTh par-
TOBI, 6€3MNPUYNHHI eNi3oan PO3MnyxaHHs i 600 B KOJTIH-
HUX cyrnobax, ki TpuBaTb 61M3bKO 06U i Lopasy
CYNPOBOAXYOTbCS MiABULLEHHSAM TEeMNepaTypu Tina
0o 38-38,5 °C. MNpwn ubomy Hanag 3a3Buyan no4ymHa-
€TbCS 3 OAHOI0 KOJIIHHOIO cyrnoba, AeLuo Ni3Hile npu-
€0HYETbCS KOHTpRaTepaabHUi cyrnob. 3 4yacom ctanu
3ay4aTumcs i FoOMiNKOBOCTONMHI cyrnobu: abo camocTiit-
HO, ab0 OHOYACHO 3 KOJTIHHMMW. HacToTa Takmx Hana-
i — 6113bko 4—6 pasiB Ha pik, 3 PiI3HMMU NPOMIXKa-
MW 4acCy MiX HUMU, TOYHILLIE OXapakTepu3yBaTun Tpu-
BaJIICTb MiXXHAMaAHMX PEMICIHUX iHTepBaiB NaLieHT
He MOXe. Hanaau 3aBepLuyBanmcs CaMoCTINHO, YiTKO-
ro edekTy Big NpMNoOMy HECTEPOIOHMX MPOTU3anasib-
HUX NnpenapariB NauieHT He Bia3Hayas.

B ocTaHHI pik cnekTp cUMMNTOMaTUKN JINXOMaH-
KOBMX €Mni30AiB PO3LIMPUBCS 3a PaxyHOK NMOsBU ne-
pen cyrnoboBMM CUHAPOMOM ANCKOMMOPTY i NediH-
HS 'Y LWKipi nepennniy, cyrno®6oBi Hanaam 4ONOBHUAM-
CS PO3MyXaHHAM i MOYEPBOHIHHAM OKPEMUX NasibLiiB
Ha KUCTSX. Y X0N0O4HY NOPYy POKY NepiognyHo BiA3Ha-
yae cBepbix nepenHbOoi MOBEpPXHi FOMiNoK 6e3 BUcu-
ny. Bupasok Ha cTateBmx opraHaxi B pOTOBIi NOPOX-
HUHI HEe B6yNno. IHWNX 3HAYYLLMX KNiHIYHUX BiOXUIEHb
nig yac onucaHmMx eni3ofiB Ta B MiXXHaNagHWM nepi-
of, He 6yno.

Mpw po3nunTyBaHHI 3’ICOBaAHO, WO 6aTbKO NaLieH-
Ta — accupieup, Matn — BipMeHka. CiMenHnii aHam-
He3, y TOMy YMChi 32 PEBMATUYHMMM 3aXBOPIOBAHHS-
MW, HE OOTSXKEHNIA.

Y pesynbTaTax 1abopaTopHUX O0CHIOXKEHb 3a Tpa-
BeHb—4epBeHb 2019 p. (y nepioa Mixk Hanagamu):
3arafibHOK/iHIYHMIA aHani3 KpoBi Ta cedi, CPB, P,
LLUOE, ceyoBa kucnota, aHtn-CCP, antn-MCV, aHTu-
Tina IgM, 1gG po Borrelia burgdorferi, AHA — B HOp-
Mi. HLA-B27 He BusiBneHui. Y BinkoBux dppakujisx —
nigBuLLEHNM piBeHb B-rnobyniHie — 19,4% (Hop-
Ma 1o 15,1%) i dpakuii rnobyniHie — 53,3% (Hopma
0o 47%). Aewo ninuweHnii piseHb ACJ1-0.

Ha MPT koniHHMX cyrnobiB: O3HAKM OCTE0APTPUTY
| CT., BKpar HE3HA4YHUI CUHOBIT.

Mpwn 06’eKTUBHOMY OrnsAi 3i CTOPOHM BCiX OpraHiB
i cmcteMm — 6e3 AiarHOCTUYHO 3HAYYLLMX 3MiH, 30B-
HiLWHIM BUrNSg, i GyHKUis cyrnobiB He 3MiHEHi, 03HaKM
CWHOBITY BiACYTHI.

3 ornaay Ha BUKNOYEHHS BiNbLUOCTI PEBMATUYHUX
3axBOpPIOBAHb, NEPIoaNYHICTb, dopMa HanaaiB (30kpe-
Ma XapakTepHa TemneparypHa peakLisi, caMoniMiTo-
BaHICTb Hanagy apTpuTy (CUMHOBITY) Ta nNepiapTpuTy
6e3 HacniakiB), HauioHanbHICTb (6aTbko — accupielpb,
MaTn — BipMeHka), HasBHICTb 7 6aniB i3 9 npu oujiHo-
BaHHI 32 KNiHIYHMMK KnacudikauiiHUMnN KpUTepis-
Mu Eurofever/PRINTO, BcTaHOBNEHO AjarHo3 cimen-
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HOi cepen3eMHOMOPCHKOI JIMNXOMaHKW, NMPU3HaYeHo
aHani3 kposi Ha MEFV-reH, pekoMmeHO0BaHO BeOEH-
HS LWOAEHHMKA 19 3anncy 4Yacy BUHUKHEHHS, TpMBa-
nocTi Ta dopMn HanagiB 3 MeTo PO3P0OSIEHHS Tak-
TUKW ynepeaxXyBanbHOI Teparnii, 30Kkpema i3 3acTocy-
BaHHAM KONXIiLMHY.

IHTEPMNPETALUISA KJTIHIYHOIO BUNAAKY

Y uboMy KNiHIHHOMY BUNaaky onucaHo nepedir
CCJ1 y yonoBika Monogoro Biky, OCHOBHUMMW CUMIM-
ToMaMu akoi 6ynn KOPOTKOTPUBAi eni3oam MOHO-
abo oniroapTpuTy 3 NIABWLLEHHSM TeMnepaTypu Tina
00 debpunbHUX Undp, SKi 3aBepLIyBaINCS CMOHTaH-
HO i3 TpMBanMMM 6e3CUMNTOMHMMM NepiogaMmn Mix
HUMK. Hesaxatoum Ha Te wo CCJ1 € cnagkoBum 3a-
XBOplOBaHHAM, nebioT akoro y 90% BunagkiB npu-
nagae Ha Bik Ao 20 pokiB, 3aXBOPIOBAHHSA MOXe PO3-
noynHaTucsa y yap-akomy Biui (Endo Y. et. al., 2018)
(B Hawomy Bunaaky y Biuj 30 pokie). OnncaHo BMna-
nok ne6ioty CCJ1y naujeHTa Bikom 86 pokiB, AiT SIKO-
ro Manau CMMNTOMU B MOJIOALLIOMY BiLLi 1 YCRILUHO NiKy-
Banucs konxiumHoM (Ricci P. et al., 2020). Mpw upomy
3a3Ha4vaeTbCs, WO NisHiwnii aedbioT (ctapwe 40 po-
KiB) XxapakTepusyeTbCst M’AKLLIMM KNiHIYHUM nepebi-
romM Ta BULLIOIO HACTOTOIO MPOsIBiB 3 OOKY ONMOPHO-PY-
XOBOro anaparty, MEHLLOIO 4YaCTOTOIO PO3BUTKY MJeB-
puTy i NnepuToHITY Nig Yac Hanaay (Nobakht H. et al.,
2011; Kishida D. et al., 2020).

TpwvBanicTb nepioay nMxomaHkn y nauieHta . csa-
rana 6nmsbko 24 rog, WO BigMnoBigae ogHOMY 3 kna-
cudikauinHux kputepiiB Yalcinkaya — Ozen (TpuBa-
nictb Hanany 6-72 ron) (Sag E. etal., 2020). Ana CCJ1
HEe XxapakTepHa 4iTka NepioanyHiCTb Hanaais, a ix Kifb-
KiCTb MOX€E BapitoBaTH Bif KiSIbKOX Ha MiCSiLLb 40 OAHO-
ro pagy Ha gekinbka pokiB. Y nauieHTta . Hanagy BUHU-
Kanu 4—6 pasiB Ha pik 3 A0BINbHMMM iIHTEPBANAMM MiX
HUMMU, WO Y3rOAXKYETLCH 3i CNOCTEPEXEHHAMMW IHLLMX
aBTopiB (Lidar M., Livneh, A., 2007).

Jlokanisauig i TpMBanicte apTpuTy y nauieHTa I.
(enizoam 6onto i NPUNYyXaHHSA KOMIHHKMX abo roMinKo-
BOCTOMHWX cyrnobiB Tpueanun go 24 rog, 3Hnukanu 6e3
nikyBaHH$) € Tunosumun ans atak CCJI. Llbomy 3axBo-
PIOBAHHIO NMPUTaMaHHUN MOHOAPTUKYNAPHUIA Xapak-
Tep ypaeHHA 3 NEePEBAXHUM 3asly4eHHSM CYrio-
6iB HMXHIX KiHUiBOK. MpoTe 3a gaHumn R.A. Jarjour,
R. Dodaki (2011), npwn aHanisi 71 nauieHta 3 apTpu-
ToM Ha ¢doHi CCJ1 HanyacTiwe cnocTepiranocsa cu-
MeTPUYHE YPaXEeHHS OBOX BENMKUX CYr1I00iB HUXHIX
KiHUiBOK (59%), MOHO- Ta NOMiapTUKYSPHI BapiaHTK
Oynn 3HaAYHO pigLe. IHKoNM cnocTepirannucs BUNas-
KM i3 3a/ly4eHHAM CyrnobiB BEPXHIX KiHLIBOK: NiKTbO-
BUx (15%), npomenesan’actHux (17%), cyrnobis kuc-
Ti (10%). Y naujeHTa I., KpiM 3any4eHHS KONiHHKX 260
rOMIJIKOBOCTOMHUX CYrno6iB, BUHMKANM eni3oam npu-
MyXaHHS i NOYEPBOHIHHS OKPEMUX MasibLiB HA KUCTSX.

MpogpomanbHUIi Nepio nepea Hanagammy crocte-
piraetbca npnbnnaHo y 50% nauieHTiB | TpuBae B ce-
penoHbomMy 20 rog. YacTo BiH NPOSIBNSETLCS HENPU-
EMHUMW Big4yTTAMKM B MiCLi ManibOyTHbOI aTaku, pis-
HAMW €MOLINHUMUW NPOsSiIBAMU, Aiapeeto, 3anopom,
03HO60M 0€e3 NiaBULLIEHHS TEMMNepaTypu Tina, 3MiHOK
CMaKOBWX BiAYYTTiB, BTPATOO aneTuTy, 3aM1LLIKOI0 Ta

iHWKMK cuMmnToMamu. Y gesknx nauieHTiB nepen Ha-
nagom BUHMKAE BiNnb y nepeannivysx, nediHHs wkipu,
AaK iy nauieHta I'.). Xapaktep npoapomMy 3anexuTb Big,
TNy ataku, ska Hagani po3suHeTbes (Lidar M. et al.,
2006; Babaoglu H. et. al., 2020).

Y pesynbTaTtax 6inbwocTi nabopaTopHUX AOCHI-
I)kKeHb nauieHTa M. He cnocTepiranocs xapakTepHUX
ans CCJ1 BioxuneHb, agxe BOHU Oy BUKOHaHI B ne-
piog, mixk Hanagamu. MNMpakTu4HO eanHoo nabopartop-
HOIO 3HaxiaKo OyOo NiABULLEHHS PiBHA FNOOYNIHIB, 30-
Kpema ix B-ppakuji. Taki 3MiHM obpe CcniBBiAHOCATLCS
3 gaHumMu nitepatypu: ons CCJ1xapakTepHo MiaBuLLEeH-
HS PiBHSA B,- Ta O,-rNOBYNIHIB, 3araibHOro PiBHS iMyHO-
rnoOyniHiB Ta rantornobiny. [HWi nabopaTopHi 3MiHK,
aKi MOXyTb BusiBnatucs npu CCJ1: nenkoumTos, 3HU-
XEHHS PiBHSA anbOyMiHy, NiABULLEHHS PiBHA QiOPUHO-
reHy, CPB Ta koHueHTpauii SAA. OcobnnBo BUpaxe-
Hi Ui 3MiHM Nifg, Yac i Bigpady nicnga Hanaay, ane iHKo-
JI1 MOXYTb BUSIBIATUCS B iHWNX da3ax nepebiry CCJI
(Wang D.Q.H. et al., 2014). Y tTunosux Bunagkax CCJ1
reHeTUYHU aHani3 He € 060B’A3KOBUM, OCKISIbKU He-
raTMBHU Pe3ynbTaT TECTYBAHHSA HE BUKJIIOYAE HAsAB-
HOCTI 3axBoptoBaHHs (Lidar M., Livneh A., 2007). Aoxe
y npn6nn3Ho 10-20% nauieHTiB i3 TMNOBMMUK NposiBa-
mMun CCJ1 He BOAETbCSA BUABUTU XOOHOI 3 MATOreHHUX
mMyTauin B reHi MEFV (Ben-2vi l. et al., 2015).

3rigHo 3 NoTo4YHUMK pekomeHaauismu EULAR, kon-
XiUMH cnig npuaHayaTty Bcim naujeHtam i3 CCJ1. OgHak
3a3HayeHo, Lo Y AeSKNX BUNaaKax 3aTpumKa NikyBaH-
HS KONXILMHOM MOXe BYTU iIHPOPMATUBHOIO SIK MOTEH-
LiiHa MOXMBICTb pPeecTpaLlji ocobnmBocTen Ta ya-
coBux xapaktepucTtuk Hanaay (Ozen S. et al., 2016).
B onucaHomy Bunagky, 3Baxatoum Ha HeTpuBany Kii-
HiYHY MaHidecTaLlilo 3aXBOPIOBAHHS, BiGHOCHY [,OOPO-
SKICHICTb MepiognyHMX HanagiB, BiACYTHICTb ypaXeH-
HSl HUPOK, BUTNSIAA€E BMNpPaBaaHo cnpoba 3actocy-
BaHHS KONXILMHY B pexmmMi 3a Bumoroto (on demand)
nicnsg OTPUMaHHS KNiHIYHOI O WOAEHHMKA.

BUCHOBKMU

OTxe, HanNMoLwwMpeHile ayTo3anasbHe 3axBOPIO-
BaHHA — CCJ1, yacTo acoujiioBaHe 3 MyTali€lo reHa
MEFV, xapakTepun3yeTbCa HeperynsipHUMmM NOBTOPHN -
MW KOPOTKOTPMBAIMMN HaNagamm Cepo3nTy (3okpema
CUHOBITY), sIKi CyNpPOBOKYIOTbCS JIMXOMaHKOLIO | 3aBep-
LLYIOTbCS CNOHTAHHO. Han4acTile 3axXBOpioBaHHSA Ma-
HipecTye B ANTAYOMY Y1 MONOAOMY Biui. HoBi knacu-
dikauinHi kputepii CCJ1 paloTb MOXIMBICTb BCTAHOB-
NoBaTU AiarHo3 sk 3a HasiBHOCTI, Tak i 3a BiACYTHOCTI
peadynbTaTiB gocnigxeHHa MEFV renoTtuny. Tepani-
eto nepwoi niHii CCJ1 € konxiunH, y pasi Moro Hego-
CTaTHbOI ePEKTUBHOCTI MOXE PO3rNagaTncs NUTaH-
HS NPO 3acTocyBaHHs GionoriyHoi Tepanii. OnucaHuin
KJTiIHIYHMIA BUNaaoK AEMOHCTPYE EBOJIOLLIKO CYrnob0BO-
LUKipHOI KniHiYHOT cumnTomaTtukm CCJ1 npoTarom 5 po-
KiB 3a BiACYTHOCTI NliKyBaHHS.
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NNIKAPKO-NPAKTUKY

rovi BocrasimTesibHbIX PacCTPONCTB, BbI3BaAHHbIX
HapyLieHnemM perynsunm BPOXAEHHON UMMYH-
Houi cuctemel. CemeriHasi cpean3eMHOMOopCKas
nmxopaaka (CCJ1) — camoe pacrnpocTpaHeHHoe
HacsenCcTBEHHOE ayToBocnaanTesbHoe 3abo-
JieBaHmne, KOTOPOe XxapakTepuayeTcs peunamBu-
PYIOLUMMU KPATKOBPEMEHHbLIMY MPUCTYNamu -
Xxopaaku n cepoauTa, npuBoAs K PasBUTUIO OC-
JIOXKHEHWU B Buae amuiongosa tuna AA. Lenb
uccnegoBaHus. O600LNTE COBPEMEHHbIE faH-
Hble 1UTepaTypbl O NaToreHes3e, KAMHU4YeCcKmux
rPOSIBNIEHUSIX, HOBbIX KJ1aCCUPUKALIMOHHbIX Kpu-
Tepusix Eurofever/PRINTO, npymeHeHuy MoeKky-
JISPHO-reHETUYECKOIr0 TECTUPOBAHMS M MOAX0L0B
k nedyeHunto CCJ1, npoBecTy aHan3 KJIIMHNYeCKO-
ro cny4asli B pamkax 06HOBJIEHHbIX peKoMeHaa-
unii. MaTtepuansl n metogsl. [lposeneH 0630p
nnTepartypsl, nocssueHHo CCJ1u ayToBocnanm-
TeJIbHbIM 3a060J1€BAHNSIM, ONMUCaH KJIMHUYECKUA
csyyari n3 coGCTBEHHOW NPakTUKuN C ero MHTep-
npetauveri. Peaynbtartbl. CCJ1 aBnseTcs ayTo-
COMHO-PELIECCUBHbIM 3a60/1€BaHNEM, PA3BUTHE
KOTOPOro cBsi3aHo ¢ mytaumeri B reHe MEFV, ko-
TOPbIV KOANPYET NMUPUH — GEJ10K, UrParoLLINY BaXx-
HYIO POJIb B BO3HUKHOBEHNM BOCMNAJINTE/IbHOM pe-
akumm n3-3a HEKOHTPOJIMPYEMOro BbICBOBOXae-
Husi nHTepaevikuHa (WJ1)-1. KonxuumH octaercs
ocHoBowi edeHnst CCJ1 ¢ 1972 1., NnockosibKy OH
apdekTnBHO NpeaynpexaaeT npucTynbl v noga-
BISIET CYOKJIMHNYECKOE BOCMNaaeHne y 60sbLLINH-
cTBa nauyneHToB. [lpy OoTCYyTCTBUN KIIMHNYECKO-
ro a¢pdekra anbTepHaATUBHbLIM yTEM Tepanuu
aBnsetcs 6nokana WNJ1-1. OTHocuTenbHas pesa-
KOCTb Y LUMPOKWI CMIEKTP KIIMHNYECKUX NposiB/ie-
Huvi CCJ1 H4acTo 3aTpyaHsIioT npoBeaeHne ang-
pepeHLUmanbHOro AMarHo3a v 3aepXuBaroT Ha-
4aJ10 IEYEHUS Y BHAYNUTEIbHOM HYaCTV NaLNeHTOB.
B cratbe onvicaH KIMHU4YeCKuii criy4avi 3Toro 3a-
6oneBaHus ¢ febroTomM B Bo3pacte 30 ety 60J1b-
HOro accupuickoro rnpovcxoxaeHusi. OCHOBHbI-
MU CUMITOMaMM OblJIN KPATKOCPOYHbIE MPUCTYIbI
MOHO- WJIV O/IMroapTPUTa, KOTOPbIE COMNPOBOXAA-
JINCb JINXOPAaAKOM Y Pa3peLLaiicb CaMOCTOSITE Ib-
HO C A4JINTeJIbHbIMU GECCUMITOMHbIMU nepmuosaa-
Mu mexay Humn. Beisogwl. narHo3 CCJ1 a0/mkeH
OCHOBbIBaTbCS HA KJIIMHUYECKOV KapTuHe 3abosie-
BaHWsl, 3ITHUHECKOU MPUHAAIEXHOCTH BOSIbHOro
Y OTBETE Ha Tepanuio KOJIXUUNHOM. eHeTnye-
CKO€e TECTHPOBaHVE UrPaeT BaXxHyIo, HO OrpaHu-
YEHHYIO POJIb /151 YCTaHOBAEHUS AnarHosa. Jlede-
HUE KOJIXULMHOM Ui BUOSIOrNHeCKMU rnpenapa-
Tamu rno3posaset aogsam ¢ CCJ1 BecTv npuBbIYHYHO
XXN3Hb O€3 OrpaHNYeHW v CYLLLECTBEHHOIO pycKa
BO3HWKHOBEHWSI OCJI0XKHEHWI. OrnncaHHbIN KITHN-
4eCKuy criy4avi IEMOHCTPUPYET 3BOJIIOLMNIO CUM-
nTromatukm CCJ1 B TeyeHne 5 net npu oTCyTCTBUMN
aaekBaTHOro JIe4YeHwusl.

KnioueBblie cnoBa: cemelnHas
cpeansemMHoOMOpCcKas nnuxopaaka,
nepuoamnyeckas 6ones3vb, MEFV, konxmumH,
ayToBocnanuTenbHble 3ab01eBaHNsA, aMUIoONa03.
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Abstract. Relevance. Systemic autoinflammatory
diseases are a group of inflammatory disorders caused
by dysregulation of the innate immune system. Family
Mediterranean fever (FMF) is the most common hered-
itary autoinflammatory disease, which is characterized
by recurrent short-term attacks of fever and serositis,
leading to the development of complications in the form
of AA amyloidosis. Purpose of the study. To summa-
rize the current literature data about pathogenesis, clini-
cal manifestations, new Eurofever/PRINTO classification
criteria, application of molecular genetic testing, and ap-
proaches to FMF treatment, to analyze the clinical case
within the framework of the updated recommendations.
Materials and methods. This article reviews the litera-
ture about FMF and autoinflammatory disease and de-
scribes a clinical case from our practice with its interpre-
tation. Results. FMF is an autosomal recessive disease
associated with a mutation in the MEFV gene, which en-
codes pyrin, a protein that plays an important role in the
inflammatory response due to the uncontrolled release of
interleukin 1(IL-1). Colchicine has been the basis of FMF
treatment since 1972, effectively preventing attacks and
suppressing subclinical inflammation in most patients. In
the absence of a clinical effect, IL-1 blockade may be an
alternative therapy. The relative rarity and a wide range
of clinical manifestations of FMF often complicate differ-
ential diagnosis and delay the initiation of treatment in a
significant proportion of patients. A clinical case of this
disease with a debut at the age of 30 in a patient of As-
syrian origin is described in this article. Main symptoms
were short-term attacks of mono- or oligoarthritis, which
were accompanied by fever, resolved spontaneously, and
had long asymptomatic periods between them. Conclu-
sions. FMF diagnosis should be based on the clinical pic-
ture of the disease, ethnicity of patient, and response to
colchicine therapy. Genetic testing plays an important,
but limited role in making the diagnosis. Treatment with
colchicine or biologic drugs allows patients with FMF to
live a normal life without restrictions and a significant risk
of complications. The described clinical case demon-
strates the evolution of FMF symptoms for 5 years with-
out appropriate treatment.

Key words: familial Mediterranean fever, periodic
disease, MEFV, colchicine, autoinflammatory
diseases, amyloidosis.
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