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PE3IOME. B coBpeMeHHOIl MEIUIIMHCKONW MPaKTUKE HEPEIKO BCTPEUAIOTCS FeHeTHYeCKHe 3a-
OoyeBaHMs, O CYIIECTBOBAHUN KOTOPBIX MAIMEHTHI MOTYT JJIUTEIbHOE BPEMs HE TOA03PEBaTh.
Taxne MaTosoruu MOTyT JECATUIECTHAMHA NIPOTEKATh JIATEHTHO, IPOSBIAS KIMHUYECKYIO CUMII-
TOMAaTUKY TOJIBKO IIPH OMPENEIEHHBIX YCIOBHUAX WM B ONPENEIeHHBIN nepuoa Ku3Hu. OnHum
U3 SIPKUX TPUMEPOB MO0OHBIX 3a00JICBaHUH SIBJISIETCS CeMelHas CPEeAN3EMHOMOPCKas JTUX0pa-
Ka, TAK)K€ U3BECTHAS KaK IepHoanYecKast 00Jie3Hb. DTO Ay TOCOMHO-PELIECCUBHOE HACJIEACTBECH-
HOe 3a00JIeBaHME XapaKTEPU3yeTCsl NEPUOJUYECKUMHU IPUCTYNAMH JIMXOPAAKH, COMPOBOXK-
JAIOMIMMUCS OOJISIMU B )KUBOTE, TPYyIHOM KJeTKe. AKTYaJlbHOCTh U3yUCHHUsI JaHHOH MaTOJIOTHH
00yCIIOBJICHA €€ CIIOCOOHOCTBI0 MAaCKUPOBAThLCS M0J] Pa3JIMYHbIE ApYyrue 3a00sieBaHus, UTO 3Ha-
YUTENbHO 3aTPY/IHIET CBOEBPEMEHHYIO JUArHOCTUKY. B MaHHOM cTaThe MBI TOJPOOHO paccMoT-
PUM 0COOEHHOCTH TEUEHU S CEMEHHOH Cpeln3eMHOMOPCKON JINXOPaaAKH, COBPEMEHHbIE IOAXObI
K €€ JUAarHOCTHUKE U JICYCHUIO HA IPUMEPE KIIMHUYECKOr 0 ClayyYas.

KJIIOYEBBIE CJIOBA: cemeiinas cpennsemMHomopckasa nuxopanka, CCJI, nepuonndeckas
6onesnsp, [1b, mytauus B rene WEFV, nypuH, ayToBOCIIaJIeHHE
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ABSTRACT. In modern medical practice, genetic diseases are frequently encountered, the ex-
istence of which patients may be unaware of for extended periods. These pathologies can remain
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latent for decades, manifesting clinical symptoms only under certain conditions or at a specific
period of life. One of the prominent examples of such diseases is familial Mediterranean fever,
also known as periodic disease. This autosomal recessive hereditary condition is characterized
by periodic bouts of fever accompanied by abdominal, chest, and joint pain. The significance of
studying this pathology is due to its ability to mimic various other diseases, which considerably
complicates timely diagnosis. In this article, we will thoroughly examine the characteristics of
familial Mediterranean fever, contemporary approaches to its diagnosis and treatment, using a

clinical case as an example.

KEYWORDS: familial Mediterranean fever, FMF, periodic disease, PD, mutation in the WEFV

gene, purine, autoinflammation

BBE/EHUE

CeMeliHasi cpeaM3eMHOMOpPCKasl JUXOpaaKa
(CCJI) — macnencTBeHHOE MOHOTEHHOE ayTo-
BOCITAJIUTENbHOE 3aboNeBaHHe C ayTOCOMHO-
pelecCHBHBIM MEXaHH3MOM IepeaadyH, pacrpo-
CTpaHeHHOe Mo OoJjbIIeld YacTH cpenu Npes-
craBuTeneil ompeaeneHHbx 3THOcoB. CCJI
NpOSABIAETCS MNEPUOAMYECKH BO3HUKAIOLIUMU
HEMOTHUBUPOBAaHHBIMU TPUCTYNAMH JIMXOPAAKH,
CIWJIBHBIMU OOJISIMH B JKMBOTE W/WMJIHM TPYIHOU
KJIETKU U APYTol CUMIITOMaTHKOM, B COYETaHUH
CO 3HAUUTEJIbHBIM MOBBILICHUEM YPOBHS OCTPO-
(ha30BEIX MapkepoB (CKOPOCTh OCEHAHUS JPH-
tporutoB (COD), C-peakruBHbiit 6emokx (CPB),
CBIBOPOTOUHBIN amuiounn Al) B Teuenme 12—
72 gacos [1, 2].

[lepBoe HabmrofeHNE TIEpUOANYECKOM OOIe3-
uu (I1b) mo cBuzperensctBy H. Reimann Obu1o
omyoOnukoBaHo B 1629 1. Jlxxonom OOpwu, KOTO-
pBI COOOIIMIT O CBOEM CTpaJaHUH, MPOSBISIO-
mieMcs O3HOOOM, TOLIHOTOH, PBOTOW, OOJsIMH
B JKUBOTE, UIALIMMHCS 10 HOJIYCYTOK U BO3HH-
KaOLMMK CHadaja KakIble 2 HeIelu, I03XKe
€)XEMeCsAYHO, OMH Pa3 B 3 Mecsla, OIUH pa3 B
nonrona [3]. B 1955 1. mpodeccop Iappu Xen-
JIep C KOJUIETaMH MOAPOOHO OMHCcaT OOIIYIO KITH-
HUYECKYI0 KapTHHY 3a00JIeBaHMS, H3y4UnJI €ro
HacJIeJIOBaHUE U OOHAPYKHUI aCCOIMUPOBAHHYIO
C JaHHOM maToJorueil HedponaTuio, MPOUCXOISI-
LIy1o oT aMmuiougosa [4].

[Ipuunnoii pazsutusa CCJI sBaserca MyTamus
B reHe WEFV, pacnonoXeHHOM Ha KOPOTKOM
mede 16-it maper xpomocoMm. I'en MEFV Obl oT-
KpbIT B 1997 rogy, o coctouT u3 10 3K30HOB,
IIpU 3TOM HauboJiee 4acTo MyTallH IPOUCXOISAT
B 10-M »K30HE. DTOT reH KogupyeT OesoK, KOTo-
PpBIi Ha3BIBAaETCSA MUPUHOM (IO MEXKITYHAPOIHON
HOMEHKJIaType), WIHM MapeHOCTPHUHOM (IO HO-
MeHKJatype ¢paniry3ckoro koucopiuyma CCJI).
[Mupun, coctosmuii U3 781 aMHHOKHMCIOTHI U
9KCIIPECCUPYEMBIM pPa3IMYHBIMU KJIETKAMU —
HeHTpodwiIaMu, 303MHOPHUIAMH, MOHOLUTA-

MU, JCHIPUTHBIMH KJeTKamu, ¢pudbpodiactamu,
UTpaeT KJIIOYEBYIO POJIb B PETYISILIUN IPOLIECCOB
BOCIAJICHUS U arorrosa [5, 6].

CyLecTBYIOT [IBE€ THIOTE3bl, OOBICHSIOLINE
MEXaHU3M Pa3BUTHS ayTOBOCIAIUTEIBHOIO IPO-
uecca npu I1b.

IlepBas M3 HUX 3TO «CEKBECTPALIMOHHAN»
Teopusi. Ee cyTh COCTOUT B TOM, YTO MyTaHTHBIN
MUPUH HE CIOCOOCH OKa3bIBaTh MOAABISIOLICE
BIUSHUE Ha Kacmasy-1. DToT ¢epmeHT HeoOxo-
JUM JJisl [IPEeBpPAlICHUs] HEaKTUBHOTO MPO-HH-
tepaeiikud-13 (mpo-NJI-18) B aktuBHyro ¢op-
My. B pesynbrare npoucxoauT runepnpogyKIus
WNJI-1pB, uT0o BeaeT K pa3BUTHIO BOCIAJICHHUS.

CoryacHO BTOpPOM THIOTE3€ «ITHUPUHOBOM
nHGIAMMAacOMbBl», TMHPUH MOJOOHO KPUOTIH-
puHY cmOoCcO0EH ydJacTBOBaTh B (hopMHUpOBa-
HUHM WH(IAMMacOMbl — BHYTPHUKIETOYHOIO
CyINpaMOJIEKYJIAPHOTO KOMIIJIEKCa, Y4acTBYIO-
Iero B aKTUBU3aLMU MpoKacmnasbl-1, u yepes
HEe CTUMYJIUPYIOUIUH aKTUBHU3AIMNIO CUCTEMBI
NJI-1.

OCHOBHBIM 3BEHOM B PAa3BUTHUU MPHUCTY-
noB IIb sBnsercs runepnpomyknms WJI-10.
Bo Bpems mpucTynoB y manueHTOB BO3pacTa-
IOT TaK)Xe CBIBOPOTOUHBIE ypoBHU MJI-6, dak-
Topa Hekpo3a onyxonu anbda (PHO-a), NJI-2.
Bonee Toro, BHE 00OCTpEHHS y MaIMEHTOB C
IIb nmoBBIIAIOTCS CHIBOPOTOUYHBIE YPOBHU HUH-
tepdepona ramma (MDPHY), skcnpeccuss MPHK
WnJ-18, WJI-6 u WJI-8 B UUPKYIUPYIOUIUX
JEeHKOIMTAaxX, YTO MOXKET YKa3bIBaTh Ha Hempe-
PBIBHO TeKyllee CyOKIMHUYECKOE BocHaje-
Hue. [IpyHuMas Bo BHUMaHHE NEPUOIAUYHOCTD
BocnanutesnbHoro npouecca npu 1B, Han6o-
Jee BEPOATHOW MPUYMHOW PAa3BUTHS NPUCTY-
HOB SIBJISETCS MECTHAsl aHTUI'C€HHAs CTUMYJIS-
nus [7, 8].

IIb sBnsieTcs caMbIM PacHpOCTPAaHEHHBIM B
MHUpPE MOHOI'CHHBIM ayTOBOCIIAIUTEIbLHBIM 3a-
OoneBanueM. B mupe 3apeructpupoBaHo Oojee
100 TeICcsiy marmenToB ¢ CCJI.

Yame Bcero CCJI BcTpedaeTcst y momynasuuit
OJMMKHEBOCTOYHOTO  TPOUCXOXKICHUS, KOTOPBIC
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HUCTOPHYECKH B OCHOBHOM MNpOXHBaOT B Boc-
TouHoM Cpeau3eMHOMOpbE: apadbl, TypKH, ap-
MSHE, TPEKH, UTAIbSHIBI, a TaKKe eBpeu-ce-
(dapnpr  (HeamkeHa3ckue/ceBepoadpUKaHCKUE
eBpen).

Camast BBICOKasg 4YacTOTa TEeTePO3UTOTHOTO
HocuTenbeTBa reHa [1b ormedaeTcs cpenau apMsiH
(Y KaXJI0TO CeIbMOT0) U eBpeeB-cedapaoB (Kax-
IIbIIT BOCBMOI{), 4acTOTa HOCUTEIHCTBA COCTAaB-
aset npu 3toM 1:250-1:1000, Torna xak cpeau
eBpeeB-amkenasu 1:73 000.

B Poccun CCJI 6onee Bcero pacupocTpaHneHa
cpenu apmsH. [lpu uccienopannu B Denepaib-
HOM pPEBMAaTOJIOTHYECKOM IIEHTPE HaI[MOHAIb-
Horo cocrasa namnueHToB ¢ CCJI, O0JbIIMHCTBO
(78%) mnpuHamIexxamn K apMSIHCKOW HAaIluH,
ocTalbHBIe OBUTH TIpeAcTaBUTEISIMU CeBEpHOTO
Kagskaza [9].

KNUHUYECKMI CIIYYAN

[Tanment A., 44 net, nocTynuiI B XUPYypru-
YEeCKOE OTHAEJCHHUE C MOJO03PECHUEM Ha OCTPHIH
anmeHaunuT B (eBpane 2025 r. ¢ xkamobamu
Ha HOMIIWe O00JM B MPaBOW MOJOBHHE >KHBO-
Ta, TPEUMYIIECTBEHHO B IPaBOil IOAB3IOII-
HOW 00NacTH, TOUTHOTY, PBOTY, CHIDKEHHE all-
rnmeTuTa, Juxopaaky a0 39 °C mpu mosiBICHUH
Oomeii.

OTMmedaeT «BUpPTyaJbHYIO»  OOJI€3Hb C
2022 r., xorja BIEepBbIe Ha (POHE XOPOIIEro 00-
IIET0 CaMOYYBCTBHsSI CTajld TMOSBISATHCS TIPHU-
CTYIIbI a0JJOMUHAJILHBIX 00JEH KaXKIble TPU Me-

Hazsanwe recra Eannnua

Koa tecra

cslla, MPOXOJAIINE CaMOCTOSATEIbHO B TEUCHUE
1-3 nmen. [Tomumo 0o0JIEBOTO aOHOMHHAIBLHOTO
CHUHJpOMa — JIMXOPAJIOYHBIH, AUCIIETICHYECKUI
Y KOHCTHITAIIMOHHBIN CUHAPOM (CHIIYKAETCS YHUC-
JI0 aKTOB Je(eKalliy ¢ OJTHOTO pa3a B JICHb €XKe-
JTHEBHO JI0 OTHOTO pa3a B 2—3 mHs).

[Tocnennee yxyaiieHne COCTOSTHHS TIPOSBIIS-
J0ch B BUje OoJieil B MpaBoi MOJOBHHE KHBOTA,
pa3HOM cTeleHW MHTEHCUBHOCTH, 0e3 uppaau-
aluu; TONTHOTHI; OJTHOKPATHON PBOTHI, BHI3BAH-
HOM CaMOCTOATEIbHO; MOBBILIECHUS TEMIIepary-
pel Tena 1o 39,3 °C, koTopast HOpMaJIN30Bajlach
Ha yTpO CIEAYIOLIEro JHs caMocTosTenbHo. [1a-
IUEHT OB TOCIUTAIN3UPOBAH I 00CienoBa-
HUS W JIYCHHUS Ha XHPYPrUYECcKOe OT/ETICHUE,
rie ObUTa CKITIOYeHA OCTpasi XUpyprudeckas ma-
TOJIOTHS, a 3aTeM MEePEeBEeIeH Ha TacTPOIHTEPO-
JIOTHYECKOE OTAeICHUE sl nuddepeHIInaTbHON
JUArHOCTUKHU C BOCTIAUTEIHHBIMU 3a00JI€BaHU-
SIMU KHUIIICYHUKA.

Ha ocHoBanum Oecenpl ¢ MaleHTOM OBLIO
BBISICHEHO, YTO Y €r0 JBOIOPOJAHON CeCTphl MOJ-
TBepxkaeH auarHo3 CCJI. CrtouT Takxke oTMe-
TUTb, YTO OHH 00a SIBIISIIOTCS YKUTEISIMH PECITyO-
nuku JlarecraH.

ITo pe3ymprataMm maboOpaTOpHO-UHCTPYMEH-
TalbHBIX METOAOB O0OCIeOBaHNS BBISBICHBI
CIEAYIOIINE 0COOCHHOCTH:

1. Knuanueckuil aHaau3 KpOBH: yMEPEHHBII

nerikorutos (L — 10,86 TrIC.).

2. buoxumuyeckuil aHaIU3 KpPOBU: TIOBHI-

menue CPb g0 175,2 mr/mi, 3atem depes
4 nHg moKa3aTeb coCcTaBuiI 15,7 Mr/mi.

PedepeHTHLIe IHAHOHHA Poaynurar recra

7012MEI Ceomonnan
CPEANIEMHOMOPCKAN

nxopanka

He o6HapyweHo naroreMHsx
BapnanToe Bo 2.3.5,10
akaoHax rena MEFV

Obnapyxon
NATOrOHHLIA BAPNANT:
reTepoINroTHLIA

r5104895097).

B pamkax Mccic0BaHus NPOBCACHO CCKBCHHMPOBAHKUC YK30HOB (ydacTkoB) 2, 3, 5,

10 rena MEFV, 171e onucaHnl

PacHpoOCTPAHCHHbIC

HATOIEHHbIC W BCPOATHO

NMaTOreHHbIC BapHaHTbl, OTBETCTBEHHbIC 3a pa3sBHTHE ﬂepMOJlH‘IGCKOﬁ OonesHn.

B PC3yJILTAaTC HCCIICAOBalINA oﬁuagvmeu MaTOrCHHLIA I'CHOTHIL:

CTCPO3HUTI'OTH bl BapHyaHT

¢.2080A>G

(p-Met694Val: rs61752717),

rerepo3uroTHbii Bapuaut ¢.2282G>A (p.Arg761His: rs104895097).

Fenorun c.2080A>G / ¢.2282G>A.
Puc. 1. Pe3ynprarhl TeHETHYECKOTO TECTUPOBAHUS

Fig. 1. Genetic testing results
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Puc. 2. MCKT OprourHoit mojocTu U 3a0pIOMIHHHOTO MPO-
CTpaHCTBA naueHTa A.

Fig. 2. CT scans ofthe abdominal cavity and retroperitoneal
space of patient A.

3. Pesynbrar NPMKU3HEHHOTO — I1aTOJIOTO-
AHATOMUYECKOTO MCCIIe/JOBaHUsI OMOTICHH-
HOTO MaTepuasa (B3saToro npu GpuopoKoso-
HOCKOTIMH): BCe OMOMNTATHI MPEICTaBICHBI
XPOHUYECKUM HEaKTHBHBIM aTpoduye-
CKU-THUIEPIIACTUYECKUM KOJIHMTOM C yMe-
peHHoil nuMdounHo MHUIBTpauuen

COOCTBCHHOM IMIACTUHKHU CIIM3UCTOM.
OKpaCKa Ha aMHWJIONJ KOHI'O KPpaCHBIM —
OTpULATECIIBHO.

4. Temetmueckuit Ttect Ha CCJI: obOHapy-
JKCH TIATOTEHHBIN TEHOTHII: TeTePO3UTOT-
Helii BapuaHT ¢.2080A>G (p.Met694Val;
rs61752717), reTepo3UroTHbI BapUaHT
c.2282G>A (p.Arg761His; rs104895097).
l'enotun ¢.2080A>G / ¢.2282G>A — pu-
CYHOK 1.

5. MynberHcnupajibHas KOMIIBIOTEpHAas TO-
morpadus (MCKT) OpromrHoit mooct u
3a0pIOIIMHHOTO MPOCTPAHCTBA: yMEpEH-
Has TernaToMeranus (KpaHHO-KayJalbHbIH
pasmep mpaBoit monau 170 MMm) — pucy-
HOK 2.

bnaronapss TeHeTHYECKOMY TECTUPOBAHHIO

OBLT cJieNTaH BBIBOJ, YTO y TAIlMEHTAa MPOU3O0MIEI
ouepennoit mpuctyn CCJIL.

CymecTByeT MHOKECTBO T'€HOTHIIUYECKUX

BapHaHTOB TNepuoanueckoil Oonesznu. Cornac-
HO JaHHBIM aMEpPUKAHCKHUX YYCHBIX, 4Yalle

BCEr0 MyTalMd NPOUCXOAAT B reHax M694V,
V7264, M6941, M680I (B 10-m sk30H€) U E1480
(Bo 2-M sK30HE) [10].

B wmexnmynapomnom peructpe Eurofever o
koppensnusax reHotuna u penormma CCJI ro-
BOPUTCS, YTO MyTalusi ¢ reHotunom M694V;
R76IH (xak y TIpeACTaBICHHOTO TMAIMCHTA)
KJIMHAYECKH HAYMHAET MPOSIBISITHCS B BO3pPACTE
5 met, xapakTepu3yercs MOCTOSHHO TOBTOPSIO-
muMucst npuctynamu. Hambonee wactbie Kiu-
HUYECKHE CUMITOMBI JJIsl 9TOrO T€HOTHUNA: JIH-
XOPaJOYHBII CHHIPOM B TeueHue 2 nHel, Oomu
B J)KMBOTE, PBOTA, apTPAJITHsl, MUAITHS, 3a10phI,
0onu B TPYAHOU KJIETKE, MEPUKAPIUT, TLICBPUT.
Pexxe Bcero BCTpewaroTCs TaKWe MPOSBICHUS,
KaK JPHUTEMAaTO3HBIM (apUHTHUT, KparnuBHUIIA,
ACeNTUYECKUH TEePUTOHUT, BYCTOPOHHEE yBe-
JUYCHUE INEeWHBIX TUM(ATUYECKUX y3JI0B, Te-
naToMerayius, MOCTOSHHBIN Kalleidb, KpoBOXap-
KaHbe, rojloBHas 00y U opxuT. CienoBaTenbHo,
MOYKHO cJieaTh BBIBOJ, YTO Pa3BUBILIAsCA KIIHU-
Huueckast kapruaa CCJI y Hamero nmanueHTa 1o-
BOJILHO CXO)Ka C JIaHHBIMH, MTPEICTABICHHBIMHU B
peructpe Eurofever.

CTOUT OTMETUTH TOT (PAKT, YTO y TAIMEHTA
nmpeoOiiajaeT CUMITOMATHKA TTOPAKEHUS KEIy-
JIOYHO-KUIIEYHOTO TpakTa. MeXaHW3M BoOcIa-
JUTENBHBIX, aTPOPUUECKUX W SPO3UBHBIX MOpa-
KEeHHH mumeBapuTenbHoi cuctemsl mpu CCJI
9acTO OOYCJIOBJIEH SHIOTEHHBIMU NPUYNHAMH,
W3MEHEHHUSIMA B IMMYHHOW cHCTeMe U HapyIie-
HUSMU MUKpouupKysuu [10].

Taxum obpazom, noarsepaus auarso3 CCJly
NalMenTa, ¢ CoraacoBaHus BpaueOHO KOMUCCHH
OBLJIO TIPUHATO pEIICHHWE HA3HAYUTH JICUCHHE:
KOJIXHUIIMH B T03upoBKe 0,5 MT OfMH pa3 B JCHb
JUTHTeNnbHO, nukiodenak 100 Mr cymmo3utopun
PEKTaIBHO TPH MPHUCTYTIAaX OOJei.

SAKIHYEHME

KiroueBbsiMm meTogoMm BeisiBaenus CCJI saB-
JIIeTCS TEHETUYECKOE TECTHPOBAHHE, C TIOMO-
IIbI0 KOTOPOTO MOXKHO C a0COJIFOTHOW TOYHO-
CTBIO MOATBEPAUTH JIMATHO3, a TaKKe IITyOoKas
OMOIICHMS C THCTOJOrMed Ha aMHJIOHJ KOHIO
KpacHbIM. HeoOxoammo Takxe MpOBOAHUTH Te-
HETHYECKOEC TECTUPOBAHHE B CEMbE, TIE YyKe
€CTh TOATBEPKICHHBIN (HaKT TEPUOTUICCKON
0o0JIe3HU.

HemamoBakHEIM aCIIEKTOM SIBJISICTCS 3HAHUE
KJIMHUYECKOW KapTHHBI MEePUOJUYCCKON Oosie3-
HHU, 3TO MOMOTaeT BOBPEMs 3aroj03pUTh 3a00-
JICBaHUE, MPEAYNPEIUTh HCHYXHbBIC XUPYPTHU-
YeCKHE BMENIATeIbCTBA, HA3HAYUTh MPABHILHOE
JIEUEHUE.
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NOMNOMHUTENbHAA HHDOPMALIMA

Bxkaan aBropoB. Bece aBTopbl BHECHH cylie-
CTBEHHBIH BKJIaJ B pa3pab0TKy KOHLETIHH, IIPO-
BEJICHUE HCCIIEIOBAaHUS W IOJATOTOBKY CTaThH,
TIPOYIIH B OmOOpIIIH (PUHATBHYIO BEPCHIO TIEPE]T
TyOJIUKAITACH.

KoH(paukT nHTEepecoB. ABTOPHI JAEKIapupy-
I0T OTCYTCTBHME ABHBIX M MOTEHIMATbHBIX KOH-
(JIMKTOB MHTEPECOB, CBA3aHHBIX C MyOIUKaIHeH
HACTOSILIEN CTATHHU.

HUctounnk ¢puHaHCMpoBaHHWsA. ABTOpHI 3a-
SIBIISIIOT 00 OTCYTCTBHM BHELIHEro (PMHAHCHPO-
BaHHUs MPU MPOBEIEHNUN UCCIET0BaHU.

HNudopmupoBaHHoe coriacue Ha myO/IuKa-
LHI0. ABTOpBI MOJTYyYWJIM HHCBMEHHOE COIVIacHe
MAlMeHTa Ha ITyOIMKAILI0 MEULIMHCKUX JaHHbIX.
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