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Pe3rome. CraThs mocBsiieHa ceMeitHol cpennzeMHoMopckoii muxopanake (Familial Medirerranean
Fever, FMF) — tunnunomy MOHOreHHOMY 3a00J€BaHHUIO, 00yCIOBICHHOMY MyTauusiMu B rene MEFV.
Jliisl Hero xapakTepHbl HEPUOAMUYECKUE TPUCTYIIBI JIUXOPAJKH, CBA3aHHBIE C OOJIIMU B Cy-CTaBax, Ipyau U
OpIOIIHOM MOJIOCTH, a TAKXKE C MOSBICHUEM POXKUCTOTO BBICHINAHMSA, Npoaosrkatomero-csa 1-3 ausa. Kon-
XMIIMH OCTaeTCsl OCHOBHOW Tepanuei, U 1ebI0 JIeUeHUs SBISETCs MPEAOTBPALEHNE OCTPhIX IPUCTYIIOB U
MOCIIEICTBUI XPOHUUYECKOTO BOCHAJICHUS.

KiroueBble cioBa: cemeiliHas CpelM3eMHOMOPCKAs JUXOpaJKa, ayTOBOCHAJIUTENbHbIE 3aboiie-
Ba-HUs, MOHOT'€HHBIE HACJIEICTBEHHbIE 3a00I€BAHMUS, KOJIXUIIMH.

Resume. The article focuses on Familial Mediterranean fever (FMF) — a typical monogenic dis-
ease caused by mutations in the MEFV gene. It is characterized by periodic bouts of fever associated with
pain in the joints, chest and abdomen, as well as with the appearance of erysipelas, which lasts 1-3 days.
Colchicine remains the primary therapy, and the goal of treatment is to prevent acute attacks and the effects
of chronic inflammation.

Keywords: Familial Mediterranean fever, autoinflammatory diseases, monogenic hereditary
diseases, colchicine.

AKTyanbHOCTh: HecmoTps Ha J0BOIBHO OONBIION CPOK H3YYEHHUS CEMEWHOU
Cpe-IM3eMHOMOPCKOM JTUXOpaJIku ¢ MOMeHTa ee onucaHusg B 40-50-x romax HBIHEIIHETO
CTO-JIETUSI, a TAKKE OYEBUIAHOCTh €€ T€HETUYECKOW MPUPO/IbI, OKOHYATEIbHOE YTOUHEHUE
HACJIEICTBEHHBIX MEXAHM3MOB 3a00JI€BaHUSI BO3MOYKHO JIMIIb C MOMOIIBIO CHEIUATbHBIX
LIATON€HETUYECKUX UCCIICIOBAHUN: KaPTUPOBAHUE T'€HA, OTBETCTBEHHOIO 3a pa3sutue I1b
U aMWJIOW/I03a, TIOUCK MX TEHETHUUECKUX MAPKEPOB C UIEHTU(DUKAIMEH METaOOIUIEeCKOTO
nedexra. OqHAKO A1 OKOHYATEIILHOTO PEIISHUS 3TUX MPOOIeM HE0OX0[uMa JIeTan3a-1us
HACJIEACTBEHHBIX MEXaHU3MOB B paMKax TPAJIUIMOHHBIX T€HETUYECKUX METO/IOB, ONpeIe-
JICHUE POJIA CPENIOBBIX MPOBOLMUPYIONINX (DAKTOPOB, BIUAIONIMX KaK Ha pacpo-CTpaHEHHE,
TaK U SKCIIPECCUBHOCTH marojoruu [1, 2].

Heab: AHanu3 KIMHAYECKON XapaKTepUCTUKH 3a00JIeBaHus, CBEJICHUN O €ro Hallu-
O-HaJIbHBIX U BO3PACTHBIX 0COOCHHOCTSX, METOJIOB JICUCHHUSI.

3apnaum:

1.IToBBICUTH OCBEIOMIIEHHOCTh Bpadeil O pacnpOCTPaHEHHOCTH 3a00JIeBaHUS, €T
KJIIMHUYECKHUX MPOSIBJICHUAX, JUATHOCTUYECKUX KPUTEPHUAX U METOAAX JICUCHUSI.
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2.011eHUTh BO3MOKHOCTU PaHHEH JUArHOCTUKHU OO0JIE3HHU, CBOEBPEMEHHOMY Haya-J1y
TEpaIuu U MPEAYIPEKICHUIO TSKEIBIX OCIOKHECHUH.

Marepuansni: [l 3a0oiieBaHus XapakTEpPHbl MEPUOAMYECKHAE MPHUCTYIIBI JIUXO-
paa-Ku, CBA3aHHBIE C OOJISIMU B CyCcTaBaXx, IPyAH M OPIOIIHOMN MOJOCTH, a TAaKXKe C MOsBIIe-
HUEM POXKHCTOTO BBICBHITAHMS, TTpoAospkaromierocs 1-3 aus. [lepsoiil snu3zon 6one3nu npu
CEMENHOM CPeTM3eMHOMOPCKOM JIMXOPAIKE OOBIYHO MPOUCXOIUT B AETCKOM HJIH MO/I-POCT-
KOBOM BO3pacTe, HO B HEKOTOPBIX CIIy4asX MEPBOHAYAIBHBIA IPUCTYII IPOUCXOAUT HAMHO-
ro nmo3xe B xu3HU [3]. Kak mpaBuiio, 3nu30/bl AISTCA OT 12 10 72 4acoB U MOTYT pa3Jiu-
YaThCs MO0 CTENEHU TsHKECTH. [IpoMexKyTOK BpEMEHU MEXK]ly aTaKaMu TAKXKE BapbH-PyETCs
U MOXET JUIUTHCSI OT HECKOJIBKUX JTHEH /10 HECKOJBKHX JIET. 3a00JIeBaHIE COTPO-BOXKIAETCS
3aMETHBIM CHM)KCHHEM KayeCTBa >KM3HHM W3-3a IMOCJIECACTBUI MPHUCTYIIOB U CyO-KIMHUYE-
CKOTO BOCHAJICHUS B Mepuo/Ibl 6e3 nmpuctynoB. OHO B OCHOBHOM 3aTparuBaeT €B-peiicKoe,
apMSIHCKOE, TypelKoe U apadCKoe HaceJICHHE.

B 3aBucuMocTH oT npeoOianaroIieii JoKaIu3aluu MPOSIBICHUN BBIJICSIOT YEThI-
pe Bapuanta [1b: aGnmomMuHanbHBIN, TOpaKaJIbHBIA, CyCTaBHON W JMXOPaTO4YHBIN. AOmO-
MU-HaJIbHBIA BapUAHT BCTPEUYAECTCSl HanboJiee YacTo U MPHU pa3BepHYTON KapTHUHE XapaKTe-
pHU-3y€TCsl CHMIITOMAaMH OCTPOTrO ’KMBOTA, YTO YaCTO CIY>KUT ITOBOAOM JUJIsL OIIEPATUBHOIO
BMEIIATEIBCTBA B CBSA3U C IIOJO3PEHUEM HA OCTPBINA AlNICHIUIUT, OCTPBIM XOJIEUUCTUT WU
HEMPOXOIUMOCTh TOHKOM KHUIIKU. B mporiecce omnepanuu oOHapyKUBAIOT JIMIIL MPU3HA-
KU IIOBEPXHOCTHOI'O CEPO3HOIO IEPUTOHUTA M YMEPEHHBIM CIIAa€UHBbIA ITpouecc. B oru-
YH1e OT OCTPBIX XUPYPTrUYECKUX 3a00JI€BaHN OPIOIITHON MOJIOCTH BCE CUMITOMBI HCUE3AI0T
CHOH-TaHHO uepe3 2—4 nHa. B peakux ciaydasx, 0ObIYHO TOCIJIE€ TOBTOPHBIX OMEpaINid,
MOKET Pa3BUTHCS MEXaHWYECKash HEMPOXOAUMOCTh KUIIIEYHUKA, YEMY CIIOCOOCTBYIOT BbI-
pakeH-Hasl TUCKUHE3US )KEeyJOYHO-KUIIIEYHOTO TPAKTa M KEITUHBIX ITyTel, 00yCclIoBIeHHAs
co0-ctBenHo I1b m oOHapykuBaemasi MpU PEHTTEHOJIOTUYECKOM HCCIIECOBAHUN OPTaHOB
OpIOIIHOM TOJIOCTH BO BpeMsi pucTymna 6ose3nu [4].

Topakanbubiii Bapuant [1b, HaOmomaemblil pexke, XapaKTepu3yeTcsi BOCHAICHUEM
IJIEBPBI, KOTOPOE BO3HUKAET TO B OAHOM, TO B JPYIOM IOJOBUHE I'PYIAHOU KIIETKH, PEIKO
B 00eux. XKamoObl OOJLHOTO W JaHHBIE 00CIEIOBAHUS TaKWE ke, KaK MPHU IJIEBPUTE - CY-
XOM WJIM C HE3HAYUTENIbHBIM BHIOTOM. Bce mpu3Haku 000cTpeHus O0Je3HH CIOHTaHHO
ycye-3aroT uepes 3-7 JTHeH.

CycTaBHOU BapuaHT B BUJI€ PELMIMBUPYIOUIETO CUHOBUTA MPOSBISETCS apTparu-
s-MH, MOHO- U IOJIMAPTPUTOM. Yarie nmopaxaroTcsi TOJICHOCTOIHBIE U KOJIEHHBIE CYCTaBBI.
CycTaBHbIE aTaku MEPEHOCSTCS JieT4ye, YeM MPHUCTYIbl aO0JJOMUHAIIBHOTO M TOpaKajbHO-
ro BapuaHToB [1b Hepenko OHM MPOTEKAKOT NPU HOPMAIBHOM Temneparype tena. [Ipu 3a-
TSA-HYBIIMXCSl apTpUTax, JIAIUXcs Oonee 2-3 HeAelb, MOXKET HAOIIOIATHCS TPEXOASIIHNMA
ocreornopos [3].

JInxopanounsiii BapuanT IIb xapakrepusyercsi BHE3allHbIMU MOBBILICHUSIMHU TEM-
ne-paTypsl Teja; MPUCTYTb 3200JIeBaHNs HATOMUHAIOT Malispuiinbie. OHU BO3HUKAIOT pejl-
KO, OOBIYHO B Hauajie OOJIE3HM, 3aTEM TaK e KaK CyCTaBHbIC U TOPAKAIbHBIC aTaKH, MOTYT
MOJIHOCTBIO UCUE3HYTh. OT TUXOPAJOYHOIO BApUAHTA KaK CAMOCTOSATEIIbHOW KITMHUYECKON
dopwmel [1b cnenyeT oTnuyars TMXOpaIKy, conpoBokaaroiryto araku [1b mpu npyrux Ba-pu-

685



aHTax MposiBIeHUI Oone3Hu. B mocneanem ciiydyae Temreparypa Teia MOBBIIIaeTCsl BCKOpe
WIM OJTHOBPEMEHHO C TOsIBJICHHEM 00JIeii, HHOT/Ia COMPOBOXKIAETCS 03HOOOM, J10-CTUTAET
Pa3IUYHOTO YPOBHS M CHIDKAETCS 10 HOpMaIbHBIX 1udp uepes 6-12, pexe 24 yaca [6].

Teyenue Oosie3HU XPOHUYECKOE, PEIHUAUBUPYIOIIEE, OOBIUHO JT0OPOKaYeCTBEHHOE.
O6ocTpenust TPOTEKAIOT CTEPEOTUITHO, OTIIMYAIOTCS JIUIb 10 TSHXKECTU U IITUTEIBHOCTH.
HesaBucumo ot yactotsl U BeipaxkeHHOCTH nipucTtynoB [1b y 30-40% OonbpHBIX pa3BuBa-
€T-Cs1 aMHJIOU103, KOTOPBII IPUBOJIUT K TOYEYHON HEAOCTATOYHOCTH [7].

JInarHo3 CTaBAT Ha OCHOBAaHUU CIEAYIOIIMX KPUTEPUEB: 1) MEPUOAUYECKU BO3HU-
Ka-IolMe KOPOTKUE aTaku 0ose3Hu (abloMUHANIBHBIC, TOPAKaJbHbIE, CyCTaBHbIE, JINXOpa-
JI04Y-HbIC), HE CBSA3aHHBIC C OMPENIECICHHBIM MPOBOIUPYIOMIUM (DAKTOPOM, OTINYAIOIITUECS
CTE-pEOTUITHOCTHIO; 2) Hayano OOJIe3HU B JETCKOM WJIM IOHOIIECKOM BO3pacTe, MPEUMy-
IIe-CTBEHHO CPE/IU OIPEIENICHHBIX ITHUUECKUX IPYIIIT; 3) Hepeakoe 0OHapyskeHne 001e3Hu
y POJICTBEHHUKOB; 4) 4acTO€ pa3BUTHUE aMUJIOM]I03a MOYEK; JaOOpaTopHbIe MMOKa3aTelu B
OC-HOBHOM HeCHEeIU(UUHBI U OTPAKAIOT OCTPOTY BOCHATUTEIILHON PEaKIMU WU CTEICHb
He-nocTtaroyHocTu noyek. [Ipu nepsoix nposienenusix [1b muddepennnansuas ruarHocTu-
Ka ObIBaeT TPYIHOW W OCHOBBIBACTCS HA TIATEIHLHOM MCKIIIOUCHHH OOJIE3HEH CO CXOIHOMU
CUMIITOMATUKOM. [Ipy MOBTOPHBIX peruanBax 00JI€3HU YUUTHIBAIOT BBIIIE IEPEUUCTICHHBIC
KpuTepuu U T0, uto Jiis [1b xapakrepHo xopolee caMo4yBCTBUE OOJIbHBIX B MEKIIPU-CTYTI-
HBIM TIEPUOJ U PE3UCTEHTHOCTD K JII000H Tepanuu, B T.4. aHTUOMOTUKAMH U TIFOKO-KOPTH-
kousiamu [8-10].

Konxuiua ocTaeTcs 0OCHOBHOM T€pAMEN, U LIEJIBIO JICYEHUS SIBIIAETCS IPEIOTBPa-1I1e-
HUE OCTPBIX MPUCTYIIOB U MOCIEICTBUI XPOHUYECKOrO BOocHaieHus [9].

BroiBoabl: B mocieaHue rojipl uMeeT MECTO OYEBUIHBIN POCT YKCIa ClTydaeB 3a00-J1e-
BaHus. CeMeitHask cpeIM3eMHOMOPCKAs JINXOPAaJIKa PECUCTPUPYETCS IO BCEMY MUY, Ja-Jie-
Ko 3a mpenenamu Cpen3eMHOMOPCKOTO PETMOHA. ITO 00BSCHAETCS HE TOJIBKO YIyd-IIeHH-
€M JINarHOCTUKHU B Pe3yJIbTaTe MPUBICYCHNUS] BHUMAHUS MEIUIIMHCKON OOIIECTBEHHO-CTH: B
HacTosIIee BpeMsi HabIonaeTcst 00bEKTUBHBIN POCT 3a00JI€BAEMOCTH 3a CYET IIU-POKOMAC-
mTaOHON MUTPALIUU HACETICHUS, YBEIIMUEHUS YK CIIa CMEIIaHHBIX OPaKOB, a TAKKE BO3MOXK-
HOTO BIIMSIHUSI IPYTUX HEYUTCHHBIX (PaKTOPOB.

Ha nmocrcoBerckom nmpocrpancTBe cBbile 90% O0IbHBIX CEMENHOM CpeIM3EeMHO-MOP-
CKOM JIMXOPAJIKOM COCTABIAIOT apMsiHe. KimmHndeckue nposiBieHus 3a00IeBaHUs OTTM-CaHbI
TaKXe y eBpeeB, Ipy3uH, HaponoB CeBepHoro KaBkasza.

CewmeliHas cpeIM3€eMHOMOPCKASI JIMXOPAJIKA SBJISIETCS CPABHUTEIBHO PEAKON MATO-JI0-
rueu B mpakTtuke Bpadeit benapycu. Bmecre ¢ TeM, o JaHHBIM IepenucH, IPOBEACHHON B
okTsi0pe 2009 roga, eBpeu u apMsiHe BXOAAT B ACCATKY HanOOJIee MHOTOUYHMCIICHHBIX HAIHO-
HaJIbHOCTEW benmapycu.

OcBeOMIIEHHOCTh Bpayeil 0 pacpoCTPaHEHHOCTH 3a00JI€BaHus, €r0 KIMHUYECKUX
MPOSIBIICHUSAX, TMATHOCTUYECKUX KPUTEPUSIX M METO/AAX JiedeHUs: OyleT CriocoOCTBOBATH
paHHEH AMarHoCTUKe 00JIe3HU, CBOEBPEMEHHOMY Hauyajly T€panuu U MpeaynpexaeHUIo Ts-
YKEJIbIX OCJIO)KHEHUU.
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