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B konue XX B. BHUMaHUWE MEIUIIMHCKOTO COOOIlEeCTBa
TpUBJIEKIa HOBasl TpyIIia 0oJie3Heil — ayTOBOCTIAIUTEbHbIE
cuHapombl (ABC). AytoBocmaauTeIbHBIMU 3a00JIeBaHUSIMU
(cunapoMamu) yenoBeka (Human autoinflammatory disease —
HAIDS) Ha3bIBalOT reTeporeHHyo IpymIy peaKux TeHeTuye-
CKM JeTePMUHUPOBAHHBIX COCTOSIHUM, XapaKTepHU3YIOIIUXCS
HEeTIPOBOILIMPYEMBIMU TIPUCTYTIIAMU BOCTIAJICHUSI 1 MaHU(DECTH-
PYIOIIUX JTUXOPATKOW W KIMHUYECKUMU CUMIITOMAaMU, Haro-
MWHAIOIIIMU PEBMAaTUYECKUE, HO TIPU 9TOM OTCYTCTBYIOT ay-
TOMMMYHHbIE WJIM WHGbEKIMOHHbIe TpuuuHbl [1]. JaHHasa
npobyieMa rprodpesia 3HaYUeHUE NPU U3YYSHU U JIMXOPAJKU He-
SICHOTO TeHe3a — OJIHOM M3 CIIOXKHBIX IMarHOCTUYSCKUX CUTya-
Ui, C KOTOPOU TIPUXOIUTCSI CTATKUBATHLCS JIIOOOMY WHTEPHU-
cty. OnHako u3ydeHue 3ab0IeBaHU, MPOTEKAIOIINX C TIEPUO-
IMYECKOI TUXOPaaKoil, Ha4yalioch ropasao paHbiine. Buaumo,
nepBoe onucanre ABC mpuHamiexXuT BbIAAIOIIEMYCs] aHTTU -
ckomy kauHuuucry Y. [ebepaeny u gatuponatHo 1802 ., ogHa-
KO TOrJla OHO ocTajioch 0e3 BHUMaHMs [2]. MUcTUHHBIM Haya-
JioM usydeHus npoodiembl ABC MoxHo cuutats 1948 1., korna
H.A. Reiman onucan mauueHToB ¢ NePUOJUYECKON JIMXOpai-
KOM, TOSIBUBIIENCS B AETCKOM BO3pacTe U MEePCUCTUPOBABIIEH
B TeUEHUE HECKOJbKUX JIeT U JEeCSTUIeTU C OmpeaeJeHHON
MPOJOKUTEIbHOCTbIO, U TMPEJTOXWUI A1 3TON IMaTOJOrMU
TEPMUH «Ilepuoaundeckas 6oyie3Hb» [3]. B TOT MOMEHT ypoBeHb
Pa3BUTHUS MEIULIMHBI TO3BOJISUT U3YYaTh JIMXOPAIKY HeMHDeK-

49

LIMOHHOTO TeHe3a. 3HaYUTEeJbHBII Mporpecc B UCCIeA0BAHUN
ABC oTmeueH B mocnenHee nBaauatuiaeTe XX B., 4YTO 00yCIIO-
BJIEHO CTPEMUTEJbHBIM Pa3BUTHEM MOJIEKYISIPHON OMOJIOTUMN
U MOJIeKyasipHOit MeauimHbl. Crincok ABC cTan pacimmpsThb-
cs, Oblj1a paciiMppoBaHa reHeTu4YecKast Ipupoaa OOJbIIMHCT-
Ba 9TUX cocTosiHuit. B 1997 1. nByMs1 He3aBUCUMBIMU TpyTIIa-
MU HccienoBaresieil Oblia YCTAaHOBJIEHA MPUYMHA CeMEHOM
cpenusemHoMopckoit uxopanku (Familial Mediterranean
Fever — FMF) — myranus rena MEFV [4, 5]. Tepmun «ayTo-
BocrasieHue» Obl1 npemioxeH D. Kastner u O'Shea B KoH1e
XX B. [1]. UMEHHO 3TOT MOMEHT CTaJl KJIFOYEeBbIM ISl (pOpMMU -
poBaHus yueHust 00 ABC. B nanHy1o rpymiy 3abojeBaHuii cTa-
JIM BKJIIOYATh BCE HOBBIE HO30J0rMU. OIWH W3 BapuUaHTOB
kinaccudukarun ABC nipencraBneH B Tabm. 1.

Xots 60apmmHCTBO ABC OTHOCATCS K peakuM 3aboseBa-
HUSIM, UHTEPEC K HUM PacTeT BO BCEM MUPE, YTO MPOSIBISIETCS B
CO3/IaHUU HALMOHAJIbHBIX PETUCTPOB U MEXIYHAPOIHBIX MPO-
extoB (Eurofever, Infevers) [6, 7]. DTo 00yCIOBIEHO PSIIOM MPH-
yuH. Bo-nepsbix, ABC — monenb st paciim@poBKU MeXaHU3-
MOB CHCTEMHOTO BOCTIAJIEHUsI C TOYHO YCTAHOBJIEHHOW TIPUYU-
HOU B BUJIe MyTallU OTHOTO TeHa, Mo3ToMy rccienoBanue ABC
MOXET CIOCOOCTBOBAThH JyullleMy MOHMMAHUIO TaKUX LIMPOKO
pacnpocTpaHEeHHbBIX 3a00JIeBaHMM, KaK pa3MuHble BUIbI XpO-
HUYECKUX apTPUTOB, TMOJarpa, XpOHMYECKUE BOCIATUTEIbHBIC
3a0oJeBaHus KullleyHuka u ap. Msyyenue ABC s moHuma-
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Tabnuua 1. Bapuanm kaaccudukayuu ABC [6]
Knaccndukamus ABC

Tlepuonnueckast CemeitHas cpean3eMHOMOPCKasl IMXOpaaKa
PELUANBUPYIOIIAS Tunep-IgD-cuHnpom/cuHapOM NedulinTa MeBaJIOHAT-KUHA3HI
JIUXOpagKa TRAPS-cuHapom

NALPI12-accouunpoBaHHas TeproandecKast JIMXopaaKa
Kpronupronmatim CemeitHbIi XonomnoBoit ABC/cemeliHast Xo1010Basi KparmiBHUIIA

CuHapom Makia—Yanbca

Cunznpom CINCA/NOMID
Ipanynemaro3Hble Cunznpowm bay
3200J1eBaHMsI
ITnorenusie PAPA-cuHapom
3a00sIeBaHNS Cunnpom Memxuna (Medjeed's syndrome)

DIRA-cunnpom

3doposblii Hocumens
MYMAHMH020 2eHA

3doposulii
Hocumens

HOPMAAbHBIX
8apuanmos
(1 wanc uz 4)

3doposwlii Hocumenw
MYMAHMHO20 2eHa

3doposuie bonvHoii
Hocumenu FMF
MYMAHMHbIX (1 wanc uz 4)
2€H08

(2 wanca u3 4)

HUA HpO6J’[CMbI CUCTEMHOTI'O BOCIIAJICHWA UTPACT Ty K€ POJIib,

Puc. 1. Hacnedosanue FMF

4YTO U M3YUYCHUE DPEAKUX HACICACTBECHHDLIX Koal"yJ'lOI'laTI/Iﬁ JJIA
COo3gaHuA COBpeMeHHOﬁ CXEMbl CBCPTBIBaAHUA KPOBHU. KpOMe

Toro, Tipobiaema ABC HemocpencTBeHHO CBsI3aHa ¢ TIpo0IeMoit
aMUJION03a, SIBJISTIONIETOCS YaCThIM OCIOXHEHUEM MHOTUX U3
Hux. McciaenoBaHue 3TUX COCTOSIHUI T€HETUYECKON MPUPOALI

OyIeT CIocoOCTBOBAThH JyYLIEMY MOHU-
MaHMIO MEXaHU3MOB UX BO3HUKHOBEHUSI
U, COOTBETCTBEHHO, 0oJjiee YCTICIITHBIM
TpodUIAKTHKE U JICUSHUIO.

B ocnoBe ABC nexut HapylieHue
(DyHKUIIMOHMPOBAHUSI ~ €CTECTBEHHOTO
(aHTUTeHHeceM(PUIecKoro) UMMYHM-
TeTa, a IJIABHBIM MeIuaTopoM OOJIBIITNH-
CTBa, €CJIM He BCEX TUX CUHIPOMOB, CITy-
xuT uHTepeikun 15 (U 1B) [1,2, 8, 9].

ABC xapakTepusyroTcsl psiioM 00-
LIUX MaTOTeHETUYECKUX U KITMHUYECKUX
yepT [9]:

* TIpUYMHA OOJBIIMHCTBA CHHIPO-
MOB — HaJTU4ME OJHOTO MyTAHTHOTO TeHa;

* HaJIM4YUEe TEeHOB-«MOIU(PUKATO-
pOB», MyTallUW KOTOPBIX MEHSIOT (yTsi-
KEJISTIOT UM 00JIeryaroT) TeueHue 3a00-
JIEBaHUS;

* 3a00JIeBaHMsI BCTPEUAIOTCs TIPEeH-
MYILECTBEHHO B OMPEAEIEHHBIX ITHUYE-
CKUX TPYTITax;

* OCHOBHOE 3BEHO TMaTOreHe3a —
TUMEPaKTUBALIMSI CHUCTEM €CTECTBEHHOTO
(aHTUreHHecneLMMUIECKOro) UIMMYHUTETA;

® BeAYIIMIA MEIUATOP BOCITAJICHUST —
NI 1p;

* TUTIEPTIPOMYKIINS OCTPO(ha30BHIX
peaktantoB — CPBb, ceiBopoTOuHOTO
amuionsa A M Ipyrux, JeiKouuTos c
HelTpoduIe3oM.

OO01IKe KIMHUYECKHE XapaKTepu-
ctuku ABC:

* PEUUIWBUPYIONINE aTaK! JIUXO-
panku;

® BOCIaJIeHUE CEPO3HBIX 000JI0UEK;

® MBIIIEYHO-APTUKYJISIDHAST CHUM-
MITOMaTHKa;

* pa3HooOpa3Hasl ChIIb BOCTIAIM-
TEJIbHOU TIPUPOJIBI;

® 1e010T B I€TCKOM M IOHOIIECKOM
BO3pacTe;

* BO3MOXXHOE Pa3BUTHE aMUJIONI03a;

* BBICOKHE JIabopaTOpHBIE ITOKa3a-
TeJIM aKTUBHOCTU BOCTIAJICHUSI.

ABC ¢ ycTaHOBJICHHOW TE€HETHYE-
CKOW TIpUPOAOM BKJIIOYEHBI B KaTaJiOT
MeHneneBckoro HacjielOBaHUS y Yeso-
Beka (Mendelian Inheritance of Man —
OMIM), coznannsbiit V.A. McKusik u co-
aBT. W JOCTYIHBIM B cetn WMHTepHeT
(http://www.ncbi.nih.gov.omim/).

XapakTepuCTUKy OTIETbHBIX HO30JI0-
rnyeckux ¢opm ABC 1ienecoodpa3Ho Ha-
YyaTh C CEMEMHOM Cpear3eMHOMOPCKOM JTN-

XOPAIKU («[IEpUOIMYECKast GOJIE3HE» B OTEUECTBEHHOI IUTEpaTypE).

Cemeiinas cpenu3eMHOMOpPCKAst
smxopaaka (FMF). OMIM 249100
IlepBoii u3 ABC 0Obl1a ceMeiiHas cpean3eMHOMOpPCKast -
Xopazika. DTo caMblii pacpOCTPaHEHHBIN ayTOBOCIATUTEIbHBIN
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CHHIIPOM, KOTOPBIM B MUpE CTpaiaet 60- Tabnuua 2. Kpumepuu duaenoszsa FMF
nee 100 ToIc. mareHToB. OHU XK€ COCTaB-
B Kpurepun auaraoza FMF XapakTepucTuKa

JIS10T OOJIBIIMHCTBO B 0a3e JaHHbIX
Eurofever, Tonbko 3a mepseie 18 mec ee Bosnbuine TunMYHbIC aTaKu:
paboThl 3aperuCTPUPOBAHO 554 Takux 1. TTepuronur (v eHepa”m(’Bf‘HHH“)
ciyuas [8]. 3aGoneBaHme BCTpeyaeTCs 2. [neBpUT (ONHOCTOPOHHUIA) WU TIEPUKAPIUT

Y : p 3. MoHoapTput (Ta300epeHHOr0, KOJEHHOT0, TOJIEHOCTOIMHOTO
MPEUMYLLECTBEHHO B OINPEIEIEHHBIX 3T- CYCTaBOB)
HUYECKUX TpyInax B CPeAU3EMHOMOP-
ckoM OacceiiHe. Hanbosnee moasepkKeHbl Mauibie 1—-3. HenosnHas aTaka ¢ BOBJeYeHUEM > | MPUBEIEHHBIX HUXE JIO-
3a60JIeBaHMIO TIPEACTABUTEIN 4 3THUUE- Tagg;zggw
CKUX TPYTITL: eBpen-cedapabl; apadbl; Typ- ) TpymHas KieTka
KM ¥ apMsiHe. YacToTa HOCUTENbCTBA My- 3. Cycras
TAHTHBIX BADUAHTOB I'eHa B 9TUX ITHUYE- 4. Harpy3souHast 60Jib B HOrax
CKUX Tpymmax coctasisier 1:5—1:16; 1:56; 5. Xopoluii OTBET Ha Teparnuio KOJXULUHOM
15 u 1.7 cooteTernermo [, 10]. Taxoxe Ionnepxupaloue . Hanmmuue cnyyaeB FMF B cembe

3HAYUTEIbHOE, XOTSI U MEHbIIee, YeM B
YKa3aHHBIX TOMYJISIIUIX, YUCIO CIydacB
3a00JIeBaHUSI OTMEUYEHO Cpeld TPEeKOB,
UTaNbsiHLIEeB, Oenbruiiles [10]. M3-3a mu-
rpalyy HaceJIeHUs] HOCUTEIM MyTaHTHBIX
TeHOB PaCIPOCTPAHWINCH TT0 BCEMY MU-
py: marmueHTel ¢ FMF Bctpeuatorcst B Ce-
BepHoii 1 3amamHoii EBpone, AMepuke u
naxe B ABctpanuu. FMF aBnsiercst ayto-
COMHO-PELIECCUBHBIM ~ 3a00JIeBaHUEM.
TlpyunHa ee pa3BUTUSI — HaIWMYUE MY-
tantHoro reHa MEFV (MEditerraenian
FeVer), pacnonoxeHHOro Ha KOPOTKOM
miedye 16-i mapel xpomocoM [4, 5, 11] u
KOAMPYIOLIEro 0e/IOK MUPHUH, SKCIPECCUPYIOLIUIICS B HEUTPO-
(bunax, so3nHODMIAX, MOHOLIUTAX, IEHAPUTHBIX KJIeTKaX U hrod-
pobiactax, T. €. B KJIeTKaxX, HeITOCPEICTBEHHO OCYIIIECTBIISIONINX
peakliiu eCTECTBEHHOro (Hecrneuuduueckoro) UMMYHUTETA,
BOCITAJICHUS U MOCJEAYIONIei perapauny. Bemyieit runmore3oit,
o0bsICHSIIOLLIEH yuyacTe nuprHa B natoreHe3e FME, siBiisietcs ero
podb B perymsiiuu aktuBarmu U 1. Tun HacnenoBaHust — ayTo-
COMHO-PEIIECCUBHbIN, 3a00/ieBaHUe Pa3BUBAETCS MPU HATUYUU
MYTaHTHBIX T€HOB B 000OMX TapHBIX XpPOMOCOMaX. XapaKTep Ha-
CJIeIOBaHUS TIpeJCTaBieH Ha puc. 1. 3abojieBaHre MOXET pas-
BUTBCS Y UICTUHHBIX TOMO3UTOT TIPY HAJTMYMM B MTAPHBIX XPOMO-
coMax OBYX ONWHAKOBBIX MyTauuii, Haripumep M694V/M694V,
WM Y KOMMAyHI-TeTEPO3UTOT, HECYIIMX JBa Pa3HbIX TUMA MY-
TaHTHBIX TeHOB, Harpumep M694V/V726A. CylecTBYIOT yKa3a-
HUSI HA BO3MOXKHOCTbH ayTOCOMHO-TOMMHAHTHOTO THIIa HACJIEO-
BaHUs — Pa3BUTHUS 3a00JIEBAHUS y TETEPO3UTOT C OJHUM HOP-
MaJIbHBIM U OTHUM MYTaHTHBIM T€HOM TP HAJIMYUW MYTallUK C
BBICOKOI TEHETPAaHTHOCTHIO. BOJIBIIMHCTBO MyTalMii pacIioio-
XKeHbl B 10-M 3k30He reHa MEFV, konupyioiero C-tepMuHalib-
Hbiit tomeH B30.2 [11]. Xotsa uzBectHbl He MeHee 100 myTarmii
yKazaHHoro resa [10], yactTota ux HeOAMHAKOBA U BapbUpYeT B
pasHbIx TommyJsiiusix. CylecTByeT BecbMa 000CHOBaHHAsT U TIPH-
HsTast OOJIBIIMHCTBOM MCCIienoBaTe el TumoTe3a 00 addexre oc-
HoBatesis B otHowieHuu FMF. npennonaraercs, 4yro o6e Haubo-
Jiee pacnpocTpaHeHHble MyTauu MEFV BO3HUKIIN Y OAHOTO UH-
nuBuayma, xxusiiero 2500 net Hazan B Meconotamuu, a Bce HO-
CUTEJIM YKa3aHHBIX aJUTEJIbHBIX BapuaHToB reHa MEFV sBIstioTcst
€ro MpsSIMBIMU TIoTOMKamu | 12]. Myratus M694)V nipenpacmosna-
raet K 0oJiee TSDKeJIOMY TeUSHMIO 3a00JIeBaHUST U 00Jice BHICOKO-
My PUCKY pa3BUTHs amuionaosa [11, 13].

V 75—89% mnanmentoB ¢ FMF 3a6oseBaHue neGl0TUPYET B
Bospacte a0 20 aet [1, 10, 14].
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. [IpuHamIeXXHOCTh K COOTBETCTBYIOIIEH STHUYECKOM TPyIIIe

. Bospacr Hauana 3a6oneBanust <20 jeT

4—7. XapakTepucTrKa aTaku:

4. Tsxenast, MPUKOBBIBAIOIASI K TIOCTETA

5. CrloHTaHHOE pa3pelleHne

6. Hamnmuue 6ecCMMIITOMHBIX TPOMEXYTKOB

7. ToBbllLIeHWE YPOBHS JIAOOPATOPHBIX MAPKEPOB BOCIAJIEHHSI C
BO3pacTaHNeM 3HaYeHUI > | U3 CleqyIoMUX MPU3HAKOB: KOJTMYe-
CTBO JICMKOILIMTOB B KIIMHUYECKOM aHaiu3e KpoBu, COD, cbIBO-
POTOYHBIN aMIJION A 1/uiu GUOpUHOTeH

8. Dnu3oabl NPOTEeMHYPUM,/TeMATypUn

9. HenpoayKTuBHas JIaapoTOMUS WU yaaJleHue «oesioro» (6e3
(y1erMOHO3HOTO BOCTIATIEHUST) allleHANKC A

10. KpoBHOPOICTBEHHBII Opak poxuTeneit

W N —

KnnHauyeckas xapakrepuctuka cuaapoma FMF [10, 11,
14, 15]:

* snu304bl JInxopanku 10 40 °C u BbllIe, MPOJOIKUTEIb-
HOCTb 6—96 u;

* MHTEpBaJI MEXJy aTakaMu — oT 3 10 4 He;

* ACeNTUYECKUl TEePUTOHUT — OCTpas abmoOMUHAIbHAs
6011b (82—98% ciyuaes);

* TUIEBPUT — OCTpast 60Jib B rpynHoii Kinetke (30% ciydaeB);

* nepukapaut (<1% ciydaes);

* apTPUT, KaK MPaBUJIO0, MOHOAPTPUT KOJIEHHOTO CyCTaBa Co
3HAYUTETBHBIM BEITIOTOM (75% ciydaeB);

* 5pU3EMIIONIITONO0HASI CHITIb Ha TOJICHSIX U CTOTMAX;

* OTeK 1 0O0JIE3HEHHOCTb MOIIIOHKY Y MOJIOZIBIX MY>KUMH.

BripaxkeHHOCTB 3TUX CUMIITOMOB, KaK U UX COUETAaHUI, MO-
JKeT BapbUMPOBATh Y PA3IMYHbIX MAILIUEHTOB.

Junarno3 FMF siBisieTcst B iepBy1o ouyepeb KIMHUUYECKUM.
OdeHb BakeH TIIATEJIbHO COOpPaHHBIN TeHeaTorMIeCKii aHaM-
He3. Ocoboe BHUMaHUe HEOOXOAUMO OOpaTUTh Ha HAJTUUUE Te-
PUOIMYECKUX JIMXOPAJOK Y PONCTBEHHUKOB M CIIy4aeB CMEpPTHU
OT TIOYEYHOI HEeJOCTAaTOYHOCTU B ceMbe. HeoOxoaumo mpuHu-
MaThb BO BHMMaHME 3THUYECKYIO MPUHAUIEKHOCTh MallMeHTa,
HO IMOMHUTB, YTO 3a00JI€BAHUE MOXKET BCTPEUYaThCsl M BHE Xapak-
TEPHBIX 3THUYECKUX Tpyni. [logcnopseM B AMarHOCTUKE MOXET
CITy>KUTh MOJIEKYJISIPHO-TeHETUIeCKOe TUITMPOBAHNE XapaKTep-
HbIX MyTaumii reHa MEFV. OmHako Hamo COBEPIIEHHO YETKO
MPENCTaBIATh, YTO JAHHbIE TEHETUYECKOTO HMCCIIEIOBAHUS HE
SIBJISIIOTCS] @0COIOTHBIMU, MOCKOJIbKY OOJBIIMHCTBY JabopaTo-
puii JOCTYITHO OMpe/eseHne TOIbKO Haubosee YacTbIX, TUITNY-
HBIX MyTalluii, KpOMe TOro, CrMcok Myrtauuii reHa MEFV no-
CTOSTHHO paclIupsiercs, T. €. He BCe TTaTOTeHHbIe MYTalluu W3-
BECTHBI Ha CETOMHSIIHWI IeHb. [109TOMY OTpUIIaTeIbHBIN pe-
3yAbTaT TUTTMPOBAHUS HE TOJIXKEH CIIYKUTh OCHOBAHUEM JISI OT-
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kioHeHust auarHo3a FMF [1, 15—17]. IlpenioxeHbl AuarHo-
ctuueckue Kpurepun FME, KoTopble, omHaKo, amanTUpOBaHbI
IUTSI TIOTTYJISIIIMI ¢ BBICOKOM YacTOTOU AaHHOTO cMHApoMa [17,
18]. Hanbonee nCmonb3yeMbIMU SIBIISIIOTCS KpuTepun Teb-Xa-
momepa [ 18], KoTopsle MpUBEACHBI B Ta0. 2.

[na mocraHoBku auarHoza FMF HeoOxomumo Hamuyue
1 OOMBIIUX KPUTEPUEB, WM 2 MaJIbIX KpUTepueB, Uianu 1 00ib-
oM + 5 noanepXuBalIIUX KpUTepues, uian 1 manslii + 4 noa-
NEPKUBAIONIUX KPUTEPUEB 13 TTEPBBIX 3.

Tunuunasi araka ompenensieTcsl Kak PeluIuBUPYIONIast
(3 cxomHBIX AMM300B), heOpuIbHAas (peKTaabHas TeMIeparypa
38,0 °C) u kopotkas (ot 12 u 1o 3 nHeii). Henmoanas araka — 310
OoseBasi M peLUAVBUPYIOLLIAs aTaka, OTINYAIOIIAsICS OT TUITHY-
HO# 110 | iy 2 U3 cienyrolux Npu3HakoB: 1) Temmnepatypa —
HopmasbHast win <38,0 °C; 2) araka JJIMHHEe WIU KOpoue, YeM
crienmnduyeckas (Ho He <6 4 1 <1 Hem; 3) OTCYTCTBYIOT IIEPUTO-
HeaJIbHbIe CUMIITOMBI BO BpeMsl aOIOMUHATBHOI ataku; 4) ab-
JIOMUHaJIbHAsl 001 HOCUT JIOKAJIM30BaHHBIN XapakTep; 5) apT-
PUTBHl BO3HMKAIOT B «Hecneuuduyeckux» cycraBax. Knnnnye-
CKHe 3MU30/Ibl, He MONAJalolnye Mo onpeejieHne THIUYHON WU
HEMOJIHOH aTaKu, He PACCMATPUBAIOTCS KAK JUATHOCTHYECKHE.

OCHOBOI1 JieueHUsT TIOTOOHBIX MAIIMEHTOB SIBJISIETCST KOJIXU-
urH. C 1972 1, xorzaa jedyeHre KOJIXULIUHOM ObLJIO BHEAPEHO B
IIMPOKYIO KJIMHUYECKYIO TMPAKTUKY, MPOrHO3 y MAlUEHTOB C
FMF xopeHHBIM 00pa3oM yiaydiiuics. Jlaxke B Tex ciiydasix, Ko-
rIa KOJIXUIIMH He TIPeJoTBpaIlaeT pelianBa CUMIITOMATUKH, OH
3HAYUTEJbHO CHUXXAET PUCK Pa3BUTHUSI amMuionao3a. PekomeH-
JyeMble O3Bl TIperiapara y neteii no 5 jget — 0,5 mr/cyT; ot 5 1o
10 et — 1 mr/cyrt; crapie 10 et — 1,5 Mr/cyt. MakcuMaibHas
cyTouHas no3a — 2 mr/cyt. Ecim ata go3a He mpenoTBpallaeT
pa3BUTHE aTak, ee JalbHellas acKatalus He UMeeT cMbicaa [1,
10, 11, 19]. ¥ nauueHTOB, MOJyYalOlIMX KOJXULIMH, BEpOSIT-
HOCTb Pa3BUTUSI aMWJIOW03a MpakThuiecku HyJjesad [12]. B ka-
YECTBE CUMIITOMATUUECKOTO CPEICTBA BO BPEMST aTaK MCTIOIb3Y-
0T HECTEepOUIHBbIE TMPOTUBOBOCIAIUTEIbHBIE TMpPenapaThl
(HITBIT) [10]. B neyenun xpoHuueckoro aptpurta npu FMF c
YCIIEeXOM NPUMEHSIIOT MHTepdepoH B no3e 4,5 mutH EJ1 nBaxknbl B
HeJleNo B KoMOorHauuu ¢ KoaxuuuHoM [20]. [TosBieHue reHHO-
WHXeHepHbIX Ouosnornyeckux npemnapartos (M BI1) 3HauuTeb-
Ho ontuMu3upoBaio Tepanuto FME Dto npenaparsi, 6;10KUpy-
romme WMJI 1 (anakunpa) 1 @PHO o (uHbIuKkcumMao) [21-23].

Kpuonupun-acconnnpoBaHHble nepuoanyecKue CHHAPOMBI
(Cryopyrin Assotiated Periodic Syndromes — CAPS)

CAPS npeacrapisitorT co0Oil rpynmy peiakuX BPOXIECHHbIX
ABC, kortopas BkiodaeT B cebs: 1) ceMeilHBIif X0JI0a0BOIt
ABC/cemeiinyo xonmomoByro KpanuBHuily (Familial Cold
Autoinflammatory Syndrome/Familial Cold Urticaria —
FCAS/FCU; 2) cunapom Makna—Yansca (Muckle—Wells
Syndrome — MWS); 3) XxpoHUYecKUil MIIaIeHYeCKNII HEPBHO-
KOXHO-apTUKYJSIPHBIA CUHAPOM/MJIaIeHIeCKOe MYJIBTUCHU-
creMHoe BocriayintesnbHoe 3aboseBanue (Chronic Infantile Onset
Neurologic Cutneous Articular/Neonatal Onset Multisystem
Inflammatory Disease — CINCA/NOMID) [10, 24].

Bce Tpu 3a60s1eBaHMs TaHHOI TPYMITBI 00YCIOBIEHBI MyTa-
uueit reHa NLRP3 (CIAS1), pacronoxXeHHOTO Ha IJTMHHOM ILjie-
ye 1-ii mapbl XpOMOCOM U KOJAUPYIOLIETO OeJIOK KPUOMUPUH |2,
25]. Tun HacnenoBaHUS 3a00JieBaHUS — ayTOCOMHO-JIOMMWHAH-
Thil. MyTtanmst reHa NLRP3 (CIAS 1) oOHapyXuBaeTCsl TOIbKO Y
60% nauuentoB ¢ CAPS [1, 25]. KpronupuH rocie akTUBU3a-
LUK, B3aUMOJAEUCTBYS C APYTMMM MOJEKyJaMu, oOpa3yeT B
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KJIETKE CYMpPaMOJIEKYJSIpPHBI KOMIUIEKC, Ha3blBa€MbIi WMH-
bmamMmmocomoii. Pe3ynbsraTroM 3THX B3aMMOIEHCTBUM SIBIISIETCS
TIpeBpallieHre HeaKTUBHOU (hopMbI (pepMeHTa rmpokacmassl 1 B
ero akTuBHYyIO (popMy — Kacmasdy 1, KoTopasi B CBOIO Ouepenb
obecreunBaeT MPOLIeCCUHT HeakKTuBHOU (opmel mipo-WUJI 15 B
aktuBHylo dopmy WJI 1. Kpome Toro, B3aumoneiictsue Kpro-
MUpUHA C aIOINTO3-aCCOLMMPOBAHHBIM KpPamyaToMnofi0OHbIM
oesnkoM, coaepxamuM CARD (ASC), onocpenyetr akTUBAIIUIO
NFxB. Bce 310 00ycinoBiuBaeT pa3BUTUE LIUTOKUH-UHAYLUPO-
BaHHOTO BocmaneHus |2, 9] .

IlepeuncneHHble CMHAPOMBI XapaKTepU3YIOTCSI pAHHUM Ha-
yajoM (Kak MpaBWJIO, Ha TIEPBOM TOAY KU3HU), PELIUIUBUPYIO-
LIEN WM NTEPCUCTUPYIOLIEN JIMXOPAJAKOMN, YPTUKAPHON CHIIbIO,
ITUPOKUM CITEKTPOM TIOPAXKEHMSI CYCTaBOB (OT apTpaITHii 10 pe-
IUIVBUPYIOIIETO U MEPCUCTUPYIONIETO apTPUTA) TPU TKEIBIX
BapuaHTax, a Takxke (mpu MWS u CINCA/NOMID) nopaxke-
nuem LIHC u nepudepuyeckoii HepBHOI cuctemMbl. CUMTABIIM-
€csl paHee CaMOCTOSITEeIbHIMU HO30JIOTUSIMU, C OTKPBITEM 00-
1Ieil reHeTUYEeCKO OCHOBBI OHM PACCMaTPUBAIOTCS KaK KIMHU-
YecKre BapMaHThl OMHOW OOJIE3HU C Pa3IUYHON BbIpaKeHHO-
CTBIO KIIMHUYECKUX MPU3HAKOB U CTETICHBIO TSIKECTU TEUSHUS 1
ucxona, nmpu 3tom FCAS/FCU — camas nerkast popma, MWS
3aHUMaeT TpoMexxyTouHoe nosnoxeHue, a CINCA/NOMID sB-
JisieTcs caMbIM TsiXesibiM. B 0a3e Eurofever 3a nepsbie 18 mec pa-
0OTBI HAKOIUIEHBbl JaHHbBIE O 152 mauueHTax ¢ pasInYHBIMU
dopmamu CAPS [26]. IMeeTcs olrcaHre HECKOJIbKHUX PYCCKUX
ceMell ¢ TIOBTOPHBIMU CiIydasiMU cWHApoMa Makia—Yambca
[27]. Bce Tpu cuHApoMa oObeAMHSICT paHHee Hadyalo, coyeTa-
HME JTMXOPAJKU, KPaMBHULIBI ¥ TIOBBILIEHNE MapKEPOB OCTPO-
¢azoBoro orBeTa. Y pedeHKa ¢ MoJ00HOI TpUagoii CUMIITOMOB
B Kpyr nuddepeHInpyeMbIX COCTOSIHUN 00s13aTeIbHO HYXKHO
BktoyaTh CAPS 1 poBOIUTH FeHETUYECKOE TECTUPOBAHUE.

K rpynme CAPS npumbikaeT HeaBHO BBIIETCHHBIN B ca-
MocrositeTbHylo dopmy NALP12-acconmmnpoBaHHBIN TTepHO-
IUYECKUI CUHAPOM, OOYCIIOBIIEHHbI MyTanueii reHa NLRP12,
U kauHuyecku ovyeHb cxonHblii ¢ FCAS/FCU u cunapoMom
Maxkia—Yanbca. OH NpoSIBASIETCSI UHAYLIMPYEMOI XOJIOIO0M JIU-
XOPAIKOM, COMPOBOXKIAIONICICS KpaMBHULICH, apTPaITUsIMH,
MUAJITUSIMY, TIOBBIIIEHEM OCTPO(a30BbIX TOKa3aTesielt n He-
penKo pa3BUTHEM HeiipoceHCcopHOU Tyroyxoctu [12, 28]. K Ha-
CTOSIIIIEMY BPEMEHM B MUPE OTTMCAHO BCEro 3 CeMbU C AaHHOM
MaToJIOTUEe, a TakXkKe CUHAPOMOM JedULIUTa PACTBOPUMBIX aH-
taronucToB perentopoB MJI 1 (Deficienency of the IL 1 recep-
tor antagonist — DIRA).

ABC/FCAS/FCU. OMIM 120100

O6 osrom 3aboneBaHuM BrepBblie coobumau B 1940 T
R. Kile u H. Rusk [29], reHeTnuecKast MyTauus oTkpbita B 2001 .
[30]. Yactora ero coctasisier meHee 1:1000000 [31] u He pa3-
JIMYaeTCsl Y KEHIIWH M MYX4YUH. 3a0oJjieBaHUE TIPOSBIISIECTCS
TPOBOIIMPYEMBIMM BO3IEUCTBMEM XOJIOAa SMU30AaMU JIUXO-
PpanKu, CHITIM 11O TUITY KPaITMBHUIIBI M apTpaiarusiMu. JInxopa-
Ka OOBIYHO He JOCTUTaeT BhICOKMX Hudp. Kpome Toro, ataku
MOTYT COMPOBOXAATHCS KOHBIOHKTUBUTOM, IMOTJIUBOCTHIO,
COHJIMBOCTHIO, TOJOBHOU O0O0JIbIO, MYUMTEJIbHOU XKaxIoul u
TolIHOTOU. CUMIITOMBI BO3HMKAIOT uepe3 1—2 4 mocjie BO3-
NEACTBUS XOJI0/Ia, TOCTUTAIOT MUKa yepe3 6—8 4 U ucue3aroT
yepe3 24 4. JleGroT 3abosieBaHust B 95% ciyyaeB MPUXOAUTCS
Ha IepBble 6 MeC XU3HU, 4YaCTO CUHAPOM HAOII0AACTCS C POXK-
nenust. Cnyvyau amunoungosa npu FCAS/FCU uckiouuTeabHO
penku (2—4%) [10, 15, 24, 32].
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MWS. OMIM 191900

SIBnsiercs nmpomexyTouHbiM 1o Tsikectu CAPS, BriepBbie
onucaH B 1962 1. Kak HEOOBIUHBI CUHIPOM JIMXOPAIKH, YPTHU-
KapHOU CHITIA 1 60JIM B KOHEYHOCTSIX [32]. [eHeTnuecKast MyTa-
st oTkpeiTa ogHoBpeMeHHO ¢ FCAS B 2001 1. [30, 33], oOHapy-
KuBaetcs y 65—75% naimentoB. MWS xapakrepu3syeTcst TOBTO-
PSIOLIMMUCS 3TM30JaMU JIMXOPAAKU U CHINM, aCCOLIMUPOBAH-
HBIMHU C CYCTaBHBIMU Y TJIA3HBIMM TTPOSIBJICHUSIMU. ATaK! UTSIT-
cg or 1 mo 3 mHeit. JIeGoT 3a00JIeBaHNST BO3MOXEH KaK B JIeT-
CKOM, TaK M BO B3pocJIoM Bo3pacte. CycTaBHOI CUHIPOM Bapb-
HMPYET OT KOPOTKUX BMU30I0B apTPaITUid 10 PELIUANBUPYIOIINX
apTPUTOB KPYIHBIX CycTaBOB. YacTo aTaku COMPOBOXIAIOTCS
pPa3BUTHEM KOHBIOHKTUBUTA, SMUCKJIEPUTA UM UPUIOLMKIUTA
[34]. 3aboneBaHMe MOXET MPOTEKATh B BUAE MOBTOPSIIOLLIUXCS
SMU30/I0B, OTHAKO HEPEIKO JIUTENLHO repcuctupyet. Heiipo-
ceHcopHas IryxoTa Habmonaercs B 50—70% ciiyyaeB U sIBJISIET-
cs OHUM U3 KapAWHAJIbHBIX JUATHOCTUYECKUX MTPU3HAKOB 3a-
OoneBaHus. I1s1 paHHEro ee BBISIBICHUSI HEOOXOAMMO BBITOJ-
HeHue ayauorpaguu. OObIYHO 00JIe3Hb pa3BUBAETCS B MOIPO-
CTKOBOM WJIK MoJjionoM Bospacte. Yacteim (20—40%) ocnoxHe-
Huem MWS snsiercst AA-amunonaos [31].

Cunapom CINCA/NOMID. OMIM 607115

CINCA/NOMID — Haunbonee tsekenast opma CAPS. Briep-
Bble oHa ornrcaHa B 1973 . J. Lorber [35], B 80-e roabl mpeacras-
JIEHa Kak OIlpelesIeHHbI KJIMHUYECKUi TUn 3abojeBaHust [31,
36—39]. Accoumarniusi ¢ reHom NLRP3(CIAS1) 6buia o6HapykeHa
B 2002 1., OQHAKO MyTalMsl BRISBIISIETCS TOJIBKO Y 50—60% 60iib-
HbIX [37]. BoabimHcTBO cimydaeB CINCA/NOMID BeTpevanuch
criopagnuecku. Knmuanueckue nposisiennsi CINCA/NOMID ne-
OIOTUPYIOT YK€ Ha MEPBOM IOy XM3HU, BO MHOTHX CIydasix —
poxnenusi. Busutnoit kaproukoit CINCA/NOMID Hapsimy ¢ -
XOPalOYHBIM CUHIPOMOM SIBJISIETCST TPUAa, OTPpaXKarolasi BOBJIe-
YeHUE B TPOIECC TPEX CUCTEM OpraHM3Ma: KOXU, CYCTaBOB K
IIHC. JInxopanka 4acTo exxeIHeBHasl, pelUANBUPYET Ha TIPOTSI-
JKEHUM OOJIE3HU U He ObIBACT SMU30IUYECKOM, B PEAKUX CITydasix
oTcyTcTBYeT [31]. YpTukapHasi ChIlib MHOTA HAOIIONAETCs C Tep-
BBIX THE# )KU3HM, B OTJINYKE OT APYTMX CUHAPOMOB MOXKET TIepCH-
CTUPOBATh JUTUTENILHO, MPAKTUUYECKY TIOCTOSTHHO, B Psifie CITyJaeB
namnynesHas. [Mopaxenue LIHC orMmewaeTcst moutu y Bcex 00JIb-
HBIX M MOXET MPOSIBJISIThCS XPOHUIECKMM aceNTUIeCKUM MEHUH-
rutoM (90%) ¢ roloBHOM GOJIBIO U pa3apakuTeIbHOCThIO. bosee
MO3IHNE HEBPOJOTMYECKUE HAPYILIEHMSI: TTOBbILIEHUE BHYTpUYE-
PEIHOTO aBJICHUSsI, TIPUBOISIIIEe K TTO3THEMY 3aKPBITUIO TIepei-
HEro poJHUYKa, ruapouedainu, 3a1ep:kKa YMCTBEHHOIO pa3BU-
U 1 (POPMHUPOBAHUS BBICIINX KOTHUTUBHBIX (pyHKImi (70%).
MoryT pa3BUThCS ciacTUIeCKask TUTUISTHS ¥ SIS TU(hOPMHBIIA
cuHapoM. TUIMMYHBIM CUMNOTOMOM, Kak u npu MWS, ssisieTcst
HelipoceHcopHast Tiryxota (75%).

XapaKTepHbIM IS 3a00JIeBaHMSI SIBIISIETCSI TTOPaXKeHUE CyC-
TaBOB, Y 2/3 MAIIMEHTOB B BUIE apTPaITUI WIN TPAH3UTOPHOTO
Heapo3uBHOTo aptputa. ¥ 50% GOJIBHBIX MOpPakeHHUE CYCTABOB
OTMeYaeTcs YK€ B TeUeHHUe TepBOro rofa XxuzHu. Hanbonee -
MUYHO CUMMETPUYHOE BOBJIEYCHME KOJICHHBIX, TOJICHOCTOITHBIX,
JIOKTEBBIX U JTy4e3arsiCTHbIX CycTaBoOB. Y 1/3—1/2 G0ONbHBIX y2Ke K
2 romaM XU3HU pa3BUBAETCS TsDKesast apTPOIIaTHsi, 00YCITOBIICH-
Hasl YCKOPEHHBIM pPOCTOM MeTau30B U 3MUMDU30B UTMHHBIX
TPYyOYaThIX KOCTeH M OBICTpOil occuduKammeit saep OKOCTeHe-
HMS, a TaKXKe pa3pacTaHUEeM Xpsila B OTJIMYME OT IOBEHWIBHOTO
aptputa (KOA), mpu KOTopoM oTMeuaeTcsi MATKOTKaHHast TTPOJI-
(bepauusi cuHoBUU. MI3MeHEHHUsI B CycTaBaxX BbI3bIBAIOT 00JI€BOI
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CHUHPOM M CyCTaBHbIe AedopMaliM, BbIpaKEHHOE HapylleHUe
dbyakumm. ObTaaTbMOIOTHYecKIe TTPOSIBJICHHS BKITIOYAI0T KOHb-
IOHKTUBUT, niepentnit (50%) wiu 3anuauit (20%) yBeuT, MOXET
pa3BUThCs aTpodust 3pUTETHHOTO HepBa, TPUBOSINAS K CHILKE-
HUIO 3peHust y 25% u ciiernoTe y MoJoBUHbI 60JIbHBIX. [TalMeHTbI
MMEIOT CBOeOOpa3HbIi TUIT JINLIA, J10a, CeUIOBUIHBIN HOC, MaK-
pouedanuio, KOpOTKME TOHKHUE KOHEYHOCTH U TYJIOBUIIIE.
IMporno3 npu CINCA/NOMID kpaitHe Heb1aromnpusT-
HbIil. CMEepPTHOCTH B MOAPOCTKOBOM Bo3pacte — okoiio 20%, B
OCHOBHOM BCJIE/ICTBUE Pa3BUTHS MHMEKIIMOHHBIX OCIOKHEHUI
WJTM HEBPOJIOTUUECKUX HapylieHui. OCHOBHBIM OCJIIOXXHEHUEM
Y IPUIMHON Trbev MalveHToB sBIsieTcs: AA-aMUIOUI03, KO-
TopbIil y 20% GoNbHBIX pa3BuBaeTcs yxe K 20 ronam. Xapakrep-
HBIM JUTS BCEX TPeX CUHIPOMOB CUMTAETCS TMOBBIIIEHNE OCTPO-
dazoBbix mokazareneit (COD, CPB, SAA u T. 11.), TEHKOIIUTO3.
TpamuioHHbIe TepaneBTuueckre Meporpusitust mpu CAPS
3aKJIIOYATNCH B MPEIYNPeKIeHUN BO3ACMCTBIS X0I0/1a U Ha3Ha-
yeHuu HITBII Bo Bpems arak y nauueHtoB ¢ FCAS/FCU. Pa3Ho-
o6paszHbie MeTobl JieueHust MWS u CINCA/NOMID no BHeape-
Hus B nipaktuky ['MIBII B nyuiem cityyae naBajiu Julilb YaCTUY-
HOe 00JIeTYeHNUE 1 B 1IEJIOM He BIVSUT Ha TeUeHUe 3a00IeBaHusI.
[Monoxenue cyriecTBEHHO yIyUIIWIOCH C HAYAJIOM ITUPO-
KOTO MCTI0JIb30BaHUsI THIMouTopoB WJI 1, mox BAussHUEM KOTO-
PBIX 3HAYUTEJIbHO YMEHBIIAIUCh BCce CUMIITOMBI [34, 40—42].
Nwmerorcst mybnvkauuy, CBUAETENBbCTBYIOLIME O BBICOKOU 3(-
(exTrBHOCTU aHakuHpbI y naiueHToB ¢ CAPS [40—42]. C yc-
rexoM npuMeHsuuch st JedeHuss CAPS Takxke npyrue wHTH-
outopsl MJI 1 — punonanent, kKaHakuHyMao [43—45].
CpoeBpemeHHbIli nuarHo3 CAPS, ocobeHHO cuHIpoMma
CINCA/NOMID, gaBnsieTcs KpaifHe OTBETCTBEHHBIM, TOCKOJIb-
KY B HACTOSIIIEE BPEMST MMEIOTCSI METO/IbI JIEYEHMsI, MTO3BOJISIIO-
1IMe He TOJIBKO CITaCTH XKU3Hb TMallMeHTa, HO W MPEenyNpeInuTh
pasBuTHe HanboJIee TSKEITBIX TOCIEACTBUI 3a00IeBaHMS, TAKUX
KaK TsDKeJasi YMCTBEHHAsI OTCTaJIOCTb, TIYXOTa W 1.

DIRA. OMIM 612852

JlaHHbIil cMHAPOM, BiepBble onucaHHbIi B 2009 1., BecbMma
0M30K K HauOoJjee Tsikenomy BapuaHty CAPS — cuHapomy
CINCA/NOMID, ¢ kotopbiM TipoBOmuTCsT AuddepeHImanb-
Hasl nMarHocTvka. Bei3Ban myrauwmeit reHa /LIRN, pacmofo-
JKEHHOTO Ha JUIMHHOM TuIede 2-ii mapbl XpOMOCOM U KOIUPYIO-
LIIETO0 PACTBOPMMBI aHTaroHUCT perentopoB K WJI 1 [46]. Tun
rnepefayd — ayTOCOMHO-PELIECCUBHBII: 3a00J€BaHNEe Pa3BUBa-
€TCS TOJIbKO Y TOMO3UTOT 10 MyTaHTHOMY TeHy [47]. MexaHu3m
pasutust DIRA — mpakTtuyecku MoTHOe BBITTaIeHUE aHTUBOC-
TATUTETbHOTO BIUSHUS, O0YCJIOBIEHHOTO OTCYTCTBUEM B Opra-
nusme WJI 1pa [46, 47].

DTO UCKITIOUUTEIBLHO peaKoe 3a00JieBaHUEe — B 0a3e JaHHBIX
Eurofever nmerorcst cBeeHMS JIUIIb O 2 TaKMX MalKeHTax [26].

Cungpom DIRA xapakTepusyercsi CBepXpaHHUM HAYaJIOM —
B IepBbIe 2,5 HeJl WK TaXe TepBbie THU KU3HU, OTJINIAETCS UC-
KJTIOYUTENTbHON TSKECThIO — B TEPBOIl OMMCAHHOW TPYTITe TMa-
LIMEeHTOB U3 9 nereit morubio 3 [46, 47].

ITopaxaroTcst Koxa, CIM3UCTbIe 000JI0YKHU, CYCTaBbl, KOCTH,
serkue U LIHC. Boicokas nuxopanka mis naiueHToB ¢ DIRA
HexapakTepHa. Ha Koxe TTOSIBIISIIOTCS ITyCTy Ie3HbIe BBICHITTAHUS
(OT 0YaroBBIX 10 TeHEPAITM30BAHHBIX), B PsI/ie CIIyIaeB HAITOMU-
Hatolue nxTro3. Ha cnmsucroit 060109Ke poToBO# MOIIOCTH 00-
pasytorcs adThl. CycTaBHON CHHAPOM (OIMyXaHHWE CYCTaBOB M
pe3kasi 00JIe3HEHHOCTb MPU ABMKEHUU) BCTpedaeTcsl y 00Jib-
IIMHCTBA TAIMEHTOB. XapaKTepHbI 0OJIb, JIOKAJIbHBI OTEK U
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0asutoHOMOI00HOE B3MyTHE 3MU(DU30B KOCTEl, Hanbosee 4acto
nepeaHuX KOHIOB pedep, a TakKe UTMHHBIX TPyOUYaThIX KOCTEN,
BCTpeYaloTCs rereporonuyeckas occudukaims BOKpYr Ta300e/1-
PEHHBIX CyCTaBOB, O4Yaru OecTpyKuum kocteil. [Ipu passutum
JNECTPYKLIMU U OCTEOJIM3a B TIO3BOHKAX, MTPUBOISIIINX K KOJJIar-
Cy TeJ MO3BOHKOB, BO3MOXHO Pa3BUTHE HEBPOJIOTUUECKON CUM-
MTOMAaTUKH, OOYCIOBIEHHOI CaBJIeHNEeM CTMHHOTO MO3Ta.

IIpu nabopaTOpHBIX MCCIEAOBAHUSIX OTMEYAIOTCS OYEHb
Bbicokue nokazarenn COD n CPb.

Be3 neuenust HacTymaeT JOCTaTOYHO ObICTpast TMOEITh Mal-
eHtoB. [Ipumenenune I'MBII, B yactHocT nHruobutopa MJI 1
aHAKUHPBI, SIBJISIETCS MO CYTU «Teparueii CriaceHus».

Tunep-IgD-cunapom — cunapom aeduuuTa MeBaJOHAT-KUHA3I
(Hyper-Immunoglobulinemia D-syndrome/Mevalonate Kinasae
Deficiency syndrome — HIDS/MKD). OMIM 260920

CUHIpOM BIIEPBbIC ONMKMCAH KaK CaMOCTOSATEIbHAsT HO30J10-
rus J.W.M. van der Meer B 1984 1. [48]. Tun HacnemoBaHus — ay-
TOCOMHO-peLleCCUBHbBIN. OOyCcIOBIeH MyTallMeil TeHa, pacro-
JIO)KEHHOTO Ha JUTMHHOM Tutede 12-if mapbl XpOMOCOM U KOIUPY-
ouiero ¢pepMeHT MeBajloHaT-KuHa3y. Haunbosee yacto HaOI0-
naercst mytauust V3771 (6onee 80% ciyuaes) [11, 49]. [Monasnsi-
fo1ee OOJBITMHCTBO TMALIMEHTOB — KOMITAYHI-TeTePO3UTOTHI,
T. €. HECYT Ha MapHbIX XpPOMOCOMAX JIBa pa3HbIX MyTaHTHBIX Te-
Ha. OCHOBHbIE 3THUYECKME I'PYIIIbI, B KOTOPBIX PACIIPOCTPAaHEH
CUHIPOM, — AaTyaHe, ToJulaHaubl, ¢paHiy3bl. B 6aze maHHBIX
Eurofever 3apeructpupoBano 104 takux naiueHTa [26].

[MpuuwHoOli pa3BUTHSI CHMHApPOMA SBISeTCS AehEeKT reHa
MVK, xonupyiomiero onuH u3 hbepMeHTOB ITyTH OMOCUHTE3a X0-
JlecTeprHa 1 u3onpeHonaoB. Cxema MeTabOJIMUYECKUX Hapylle-
HUIi MpeacTaBieHa Ha puc. 2.

HIDS/MKD — npumep ABC, 06yciioBIeHHOTO MeTaboIm-
YECKUM J1€(PEKTOM, YTO «IIEPEKUIBIBAET MOCTUK» MEXY BOCTIa-
JINTEJIbHBIMU U MeTaboInyeckumu 3aboeBaHusIMu. [1podiema
CBSI3U BOCTIAJICHUsI ¢ META0OIMIECKMMU 3a00JIEBaHUSAMU B Ha-
cTosilIee BpeMsl MPUBJIEKaAeT K cebe Bce 0oJibliie BHUMaHUs. My-
TallMy reHa MeBaJoHaT-KMHAa3bl 00YCIOBIMBAIOT pa3BUTHE ABYX
3abosieBaHuii: runep-IgD-cuHapoma, 111 KOTOPOro XxapakTep-
Ha HeToJiHas ToTepst PYHKIIMY yKa3aHHOTO (pepMeHTa (aKTUB-
HOCTb MEBAJIOHAT-KUHA3bl COXpaHSETCs Ha ypoBHE 5—15% ot
HOPMaJIbHOI), 1 MEBaJIOHOBOM allMaypuH, IIPU KOTOPOI OTMe-
YyaeTcs IMOYTH MOJIHOE OTCYTCTBME €ro akKTMBHOCTHU [2]. Mexa-
HU3M pa3BUTUSI 3a00J1eBaHus He U3BecTeH. [1oBbIlIEHUE YPOBHS
IgD, naBiee Ha3BaHWE CUHAPOMY, MO-BUAMMOMY, HE UIpPaeT
CKOJIb-HUOY/Ib CYIIECTBEHHO! POJIU B €T0 TTaTOTeHe3e U paccMa-
TpUBaeTCs KakK aMMU(PEHOMEH, 0 YeM CBUIETEIBCTBYIOT ClIydau C
TUITMYHOW KJIMHUKOM 3a001eBaHMs, BEpUDUIIUPOBAHHON MyTa-
1IMeil reHa MeBaJoHAT-KMHAa3bl 1 HOPMaJIbHbIM CHIBOPOTOUHBIM
ypoBHeM IgD. Ilpennonaraercs, yto B pe3yJjbraTe aeduLMTa
MeBaJIOHAT-KMHA3bl CHIKAETCSl M3OINPEHWIMpPOBAaHUE B IPO-
1ecce MOCTTPAHCISIITUOHHBIX U3MEHEHU psia OeJIKOB, PeTYIIN-
PYIOIINX BOCTAJICHUE, YTO BIMSET, B YACTHOCTM, Ha aIloITo3
JUM(OLIMTOB U PETYJISALNIO BocniasieHuss. OCHOBHBIM MeIUaTO-
POM BOCTIAJICHUsI IPU 3TOM CUHIPOME, IO COBPEMEHHBIM TTpe/I-
craBieHUsIM, saBisiercs UJI 16 [2, 9].

Je61oT 32001 BaHMsI OTMEUAETCSl B pAHHEM BO3pacTe, yallie
B TepBbIe 2 ToNa XW3HU, HEpeaKo Ha TepBoM romy. [lepBorit
MPUCTYIT MOXKET OBITh CIIPOBOLIMPOBAH Pa3INIHBIMU CTPECCO-
BBIMM BO3ICHCTBUSIMU: MHMEKIIMEI, TPAaBMOI, B TOM YHCJIE XU~
PYPrUYeCcKUM BMEIIATEIbCTBOM, 3MOLIMOHATBHOM Teperpys-
KOI1, 4acTo — BaKIMHALIUEH.

o4

Knunnueckast xapakrepuctuka runep-IgD-cunapoma [1,
10, 11]:

* HavaJio, KaK MpaBwWIo, C TIEPBBIX JIET XXU3HU;

* BBICOKAsI PEIIMANBUPYIONIAS JIMXOPAIKa C 03HOOOM;

* TIPOIOJKUTENbHOCTD JTUXOPATOUHbBIX AMTMU30[0B — OT 2 10
7 (vamie 3—5) nHeit;

* ChlIIb MATHUCTO-MAMYJe3Hasl, YpTUKapHasi, pexXe MeTexu-
JTBHO-TIYpPITypHas;

* meitHast TuMdaneHonaTus ¢ 60Ie3HeHHBIMY JTMMbaTuIe-
CKUMU y3JTaMU:

* 00JIb B XKMBOTE, PBOTA, TUApes;

* renaTocIuIeHOMeraiusi;

* TOJIOBHas 00JIb;

® apTPaJTUM, apTPUT KPYITHBIX CYCTaBOB (HE JIECTPYKTUB-
HBI);

® OpaJbHbIE U TEHUTATbHBIE SI3BBI.

JIuxopanka paccMarpuBaeTcsl KakK 00si3aTeIbHBIM CHM-
MTOM, JOoCTUTAeT (PeOpMIbHBIX LMD, MpomoKaeTcst 3—7 QHEH,
4acTO COMPOBOXKIAETCS 03HOOOM.

B xauecTBe TMarHOCTUYECKUX TECTOB IMpu Tutiep-IgD-cuH-
JPOMeE UCTIOJNIb3yeTcsl (B COOTBETCTBUY C €TO0 HAaMEHOBAaHUEM)
omnpezneneHue yposHs IgD B ceiBopoTke KpoBu. [InarHoctude-
CKO€ 3HaUY€HME UMEET JABYKPATHOE MOBBIIIEHNE KOHIEHTPAIIUYI
IgD 100 ME/mn. ¥ 80% nauueHTOB oTMevaeTcsl TakKe TOBbI-
mweHue ypoBHs IgA [50]. TloaTBep:kmaer auarHo3 BbIsIBIEHUE
myTtauuii reHa MVK. Bo Bpems arak 3a0oJieBaHUSI OTMEUYAETCs
yBeJIndeHue YpoBHs ocTpodazoBbix peaktaHToB (CPB 1 chiBo-
poTouHOTO amMmuionna A, neiikonurtos). O6 akTUBHOCTU 3a00Je-
BaHUsI CBUACTEIbCTBYET TakXe TOBBIIIEHUE KOHLEHTPALUU
HeonTeprHa B Moue [11, 51].

JleyeHue cuHapoma octaeTcst mpobieMaTUyHbIM. [lombITKy
WICTIOJTb30BAHMSI KOJIXMIIMHA YU UMMYHOCYIIPECCAHTOB He YBeHYa-
Juch ycriexoM. CKpOMHBIE pPe3yJITaThl JaI0 W WCTOIb30BaHUE
cuMBacTatiHa [52]. HanbGonee oOHameXXnBaroIei mpeacTaBisieT-
ca teparmusi TBII, B nepByto ouepenp uHruouropom MJI 1 aHa-
KUHPOM, a Takke nHruonropom ®HO srtanepuentom [11, 53—55].
J1s1 mocieAHero OMHaKO XapakTepHO «ycKoJb3aHue» 3 dekTa co
BpeMeHeM. [t KynpoBaHust iprcTyioB HazHavatotT HITBIT [56].

[IporHo3 npu JaHHOM 3a00JieBaHUU OJArONPUITHBIA —
aMUWJIOMI03 Pa3BUBAcTCs MeHee 4eM y 3% MalueHTOB, HO IMOJI-
HOe u3jiedyeHue npoodiemaruyHo [10, 11].

TRAPS-cunapom. OMIM 142680

Tlepronuyeckuii CMHIAPOM, aCCOIIMMUPOBAHHBINA C MyTalll-
eii reHa perenropa @HO o (TNF — receptor-associated period-
ic syndrome — TRAPS), Bnepssie ormcan B 1982 1. Ha mpumMepe
0OJIBIION MpJAaHIACKOI ceMbM [57]. XapakTepu3yeTcsl ayTOCOM-
HO-JOMUHAHTHBIM TUIIOM Hacjie[oBaHusl, 00yCIOBIEH MyTaLlU-
eii reHa TNFRSFIA, pacnojioxkeHHOro Ha KOPOTKOM Iuieue 12-i
napbl XpoOMOCOM U Koaupytwoiiero peuenrop | tuna (55 k/la)
®HO a [1, 2, 15, 58]. B 6a3e nanubix Eurofever B iepsoie 18 mec
3aperucTpupoBaHo 199 momoGHbIX MAMeHTOB [26].

Bospacr Hauana 3abosnieBaHUs — OT 2 Hell KU3HU 10 53 JIeT
(B cpenHem — 3 rozaa). [1poaomKuTeIbHOCTh aTaku — OT 5 110
6 HeJl, XOTsI OMMCAaHBI CTydar, KOraa OHa JJTHIach Bcero 2—3 mHs,
CPeIHUIA TIPOMEXKYTOK MeXTy aTakaMu — 21 JIeHb, HO OH MOXeT
BapbUPOBAaTh B IIMPOKUX TIpeIesax.

OcHoBHble cumnitombl TRAPS [1, 10, 11]:

* TUXOPAJKa;

* MMQJTUM BBICOKOW HMHTEHCUBHOCTH, OOJIE3HEHHOCTb
MBI TPy Tabnaiuu (moutu 100% manueHToB);
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Puc. 2. Cxema memaboauneckux napywenuit npu HIDS/MKD

* 0OJIE3HEHHbIE BBICHITTAHUS HA TYJOBUIIE U KOHEUHOCTSIX
¢ TeHIEHIMeH K MUTrpallid B AUCTAJIbHOM HaIlpaBICHUU
(> 60% cnyuaes). ChIIlb IIpeaCTaBIeHA 9PUTEMON U OTEYHBIMU
OsIsIIIKaAMU;

* WHTEHCUBHAs aOHoOMHWHajbHas 0O0Jib, HAIIOMUHAIOIIAS
«OCTPBIii KUBOT», KOTOpasl B psifie Cy4aeB MOXET CIYXKHUTh OC-
HOBaHMEM [J1s1 JanapoToMuu. bosu B psie ciiydaeB COMyTCTBY-
fOT 3aIT0p WJIM Juapes, TOITHOTa, PBOTA;

* KOHBIOHKTUBUT, COMPOBOXIAIOIIMIICS CUJIBHON OOJIBIO,
MeprOpOUTAIBHBIN OTEK, PEIKO — YBEUT, UPUT;

* 601b B rpyau (50%), acenTUIeCcKuii MIeBpUT;

® apTPaITMU B KPYMHBIX CyCTaBax, PeIKO — apTPUTHI (aCUM-
METPUYHbBIE MOHOOJIMTOAPTPUTHI KPYTTHBIX CYCTaBOB), TEHAWHU -
THI (EIMHUYHBIE CTyJan);

* 00JIb B 00J1aCTHU MOIIIOHKU;

® TOJIOBHAs OOJb.

Camoe rtposHoe ocinoxHeHne TRAPS — AA-ammionmos
(25% ciyuyaeB), MPUBOASIIMIA K TOYEIHOM WIIM TIEYEHOYHOM He-
JIOCTATOYHOCTH, KOTOPBIE SIBJISIIOTCS BEAYILIMMU MPUYMHAMU TH-
Oesiv marueHToB [11].

XapakTepHbl MOBbILIEHWE OCTPO(ha30BbIX MOKa3aTeyneil —
COD, CPBb, ranrornobuna, ¢pubpuHoreHa u peppuTHHA, JICii-
KOLIUTO3 ¢ HEHTpOdUIe30M, TPOMOOILIMTO3, CHIDKEHUE YPOBHS
reMoryioonHa. TUNMUYHOM J1abopaTOPHOI HAXOAKOM y TMalyeH-

ToB ¢ TRAPS sBisiercsi cHUXXKeHUE YPOBHEN pacTBOPUMBIX pe-
merrropoB ®HO o 55 x/la <1 nr/mi.

st KynmupoBaHUST TIPUCTYTIOB UCIIOJB3YIOTCST TITIOKOKOP-
tukounsl (I'K) B BeICOKMX m03ax (>20 Mr/cyT), OMHaKO OTMEUa-
€TCsI MX BTOpUYHAs Hed(h(PEKTUBHOCTD, TpeOyIoIasi 3cKalauu
no3bl. B nerkux cnydasix BodamoxkHo npumeHenue HITBIT. TTo-
MBITKY UCIOJIb30BaHMS KOJXUIIMHA, METOTPEKCaTa, a3aTUONPU-
Ha He ganu pesyibraTta [11]. UMeroTcs MHOroYMCIeHHbIE TaH-
Hble 00 addexTuBHOCTH MHTHOUTOPAa DHO 0 3TaHEpIIETITA, KO-
TOPBIA OBICTPO OOPBIBACT MPUCTYI U MPUBOIUT K ITUTEIBHOMN
pemuccuu [59, 60]. TTosiBasitoTcst coobLIeHMsI 0 BbICOKOI adde-
KTUBHOCTH y TaKMX 00J1bHBIX MHruoutropa MJI 1 aHakuHpBI, 4TO
SIBJISIETCS €111€ OTHUM apryMeHTOM B noJib3y ponu UJI 1 B rene-
3¢ JaHHOTO cuHApoma [2, 10].

PFAPA, uimu cuapom Mapmajia

HasBanue cuHapoMa mpenacraBiseT coboii abopeBHaTypy ero
OCHOBHBIX KJIMHUYECKUX TTPOSIBJICHUI: MEPUOINYECKOMN JTUXopal-
ku (periodic fever), adrozHoro cromarura (aphtous stomatitis), ca-
puHruta (pharingitis), ypesmueHus 1eHHbIX TUMGbaTUYECKUX Y3JI0B
(adenitis). bosie3aHb Takke Ha3bIBAIOT CUHIPOMOM Mapiuauia — 1o
MMEHU aBTOpa, KOTOPBIit orrcai ero B 1987 1. [56]. B 6ase naHHBIX
Eurofever umerorcst cBenerust o 361 mauueHre, U, TAKUM 00pa3oM,
I10 YaCTOTe STOT CUHAPOM 3aHUMaeT 2-¢ MecTo nociae FMF [10].
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Otnonorusi PFAPA He u3BecTHa, reHeTUUYECKasl €ro Tpupoaa
(KOHKPETHBII MyTaHTHBI I'eH) He BbIsiBIIeHa. LIUTOKMHOBBII TTPO-
Wb IpU TAHHOM TIATOJIOTUH, U3YYSHHBIN Y HEOOJIBIIION TPYTIITHI
MaleHTOB, TTO3BOJIWI OTMETUTh TIOBBIIICHUE CBIBOPOTOYHOTO
yposust UJT 1B, DHO o, UJI1 6 u UJT 12p70, B TOM umciie U B iepu-
Ol MEXJTy aTaKaMM, YTO yKa3bIBaeT Ha MOCTOSIHHO TeKyllee Cyo-
KMHUYecKoe BocrnaneHue [61]. CylecTBYIOT JaHHBIE O POJTH B ITa-
TOreHe3e JaHHOTO CHHAPOMa M aHTUTeH-crelrdrdeckoro (mpu-
00peTeHHOr0) UMMYHUTETA ¢ ero aktupaiueit o Thl-3aBucumo-
My THITY, 4yTo Takke BbimensieT PFAPA cpemu npyrux ABC.

Yamie 60s€e10T Mabuuku. B G0IbIIMHCTBE cllyyaeB 3a0osie-
BaHMe HauyuHaeTcs B Bo3dpacTe 2—5 jetr. Cunapom Mapiiasia
OTJIMYAETCSI YETKOUM MEePUOAUYHOCTHIO TPUCTYIIOB, MHTEPBAJIb
MEXy aTakaMU COCTaBJISIIOT OT 2 0 7 Hel (B cpeaHeM — 28,2
ITHST) ¥ CO BpeMEHEM MOTYT YIUTMHSThCs. Kak mpaBwiio, mpucTy-
Bl TIpoaoJrKaroTcst 4—8 etr. HecMoTpst Ha ITUTEIbHOE XPOHU -
Yeckoe TeueHMe 3a0oyieBaHUsI, HApYIIeHU pocTa M pa3BUTHUS
pebeHKa He oTMeuaeTcs [62, 63].

Bo Bpemst (heOpUIBLHOrO MPUCTYITa HAOII0aeTCsI MTOBBIIIIE-
HUe JIabopaTOPHBIX MoKa3aTeeil BOCMaJIUTEIbHOM aKTUBHOCTH
(COB, CPBb, neiikonuros). Mmeer Mecto HeOOJIbIIIOE HapacTa-
Hue koHueHtpanuu IgG, IgA, IgM npu HOpMaIbHOM YpOBHE
IgD. Bce naGopaTopHble CABUTM MOCJI€ OKOHYAHUS TPUCTyIa
OBICTPO HOPMATU3YIOTCS.

J10 HACTOSIIIETO BpEeMEHU COXpaHsIEeTCsl 3HaUeHUe KpUTepu -
eB nuarHoctuku PFAPA, chopmynupoBaHHbIX MapliiaiioMm:

* TIEPUOANYECKNE SIM30IbI JTMXOPANKU C PETYISIPHBIMU
WHTEepBaJIaMH, 1e0I0THPOBABIINE B BO3pacTe 110 5 JIET;

® O0IIME CUMIITOMBI HapyIIEHUSI COCTOSIHUSI TIPU OTCYTCT-
BuM ripu3HakoB OPBU B coueTaHuu ¢ OTHUM U3 yKa3aHHbBIX HU-
K€ TPU3HAKOB:

— a(TO3HBIN CTOMATUT;

— LIEUHBIN TUMbATEHUT;

— TOH3WJUTUT ((hapuHTUT).

* HalMuyue JabOpaTOPHBIX MapKEpPOB OCTPOTO BOCIIAIM-
TeJIBHOTO Mpoliecca:

— JICIKOLIMTO3;

— yckopenue COD;

* TI0JTHOE OTCYTCTBUE CUMIITOMOB 3a00JIeBaHUST MeXy (e-
OPWJIBHBIMU TIPUCTYITAMMU;

* HOpMaJIbHBIE POCT U Pa3BUTHE PeOEHKA.

Tepanus cunnpoma PFAPA okoHuaTeibHO He pa3paboTaHa
U TipopoJikaeT auckytuponathbes [10, 11, 31]. JleueOHas TakTu-
Ka BKJIIovaeT: 1) Bo3ielicTBUE Ha TIPUCTYIT JIUXOPAIKU U COMYT-
CTBYIOIIVE CUMIITOMBI; 2) TPenyIpexaeHre HOBBIX aTak 3a00-
neBanus. st nedenust npucryna ucnonbsytior HIIBIT, 'K u
anTuonoruxku. [Ipumenenue 'K nmepopaibHO B MOMEHT aTaku B
no3e 1—2 Mr/Kr (B repecyeTe Ha MPEIHU30JO0H) OKa3bIBACT Bbl-
pPaXeHHbIN MOJOXUTEIbHbIN 3 GEKT — MPUCTYN MTpepbIBaeTCS.
B MeXTIpUCTYIHBINM TTEPUO IeTU 300POBBI, OMHAKO ITPUCTYIIBI
TIPOJIOJDKAIOT PelUaAnBApoBaTh. OMHUM U3 CIIOCOOOB JICUCHUS
PFAPA siBnsieTcst xupypruieckoe BMEIIaTeIbCTBO — TOH3WIIIKTO-
MUSI WM aJeHOTOH3WIISKTOMUS, KOTOpas 4acTO MPUBOINUT K
BoI3gopoBieHuto. Mcnonb3oBanue M BII B ¢Bsizu ¢ 1ocTaTOuHO
0JIarONpPUSITHBIM MTPOTHO30M HELEJIeCO00pa3Ho.

AyToBoCnaIHTe/IbHBIE 3200JeBaHNS KOCTEl
OTHOCHTEIHHO HOBBIM paszesiom usydenus ABC crajio BbI-
JIe/IEHNEe TPYIIIbl ayTOBOCHAINTEIbHBIX 3a00J€BaHUII KOCTEA.
B naHHylio rpymmy BKIIOYeHBI TaKue 3a00JeBaHuUsI, KaK XPOHU-
YeCKMI pPelMANBUPYIOIIMI MYJIBTH(hOKAIBHBII OCTEOMHUETUT

(Chronic recurrent multifocal osteomyelitis/osteitis — CRMO),
6one3Hb Memxkuna (Majeed) u xepyBusMm. OHM TIPENCTaBIISIIOT
0COOBIIT MHTEpEC IS peBMATOJIOTa, TTOCKOJIBKY B 9THX CITyJasiX
3aKOHOMEPHO DAa3BUBAETCS APTUKYISIPHAs CUMITOMATUKAa U
OHU, TaKUM 00pa3oM, SIBJISIIOTCSI BAXKHBIMU 7151 nuddepeHm-
aJIbHOM nauarHocTuku. KpoMe Toro, mMeroTcs J0CTaTOYHO yoe-
JUTeNIbHbIE JTaHHBIE O CBSI3W HauOoJee BasKHOTO U YacTO BCTpe-
YaloIIerocs: ayTOBOCHAIMTEBHOTO 3a00JieBaHUSI KOCTEH —
CRMO — c rpynnoii cepoHeraTUBHbIX apPTPUTOB.

CRMO

3aboneBaHue BrepBbie onucaHo B A. Giedeon u coaBT. B
1972 r. [64], a B 1974 r. mosBmwiock coobmenue K.H.
Gustavson 1 H.F. Wilbrand [65]. HazBaHue «XpOHUYECKUIT pe-
UUIUBUPYIOINI MYTbTU(MOKATBHBIN OCTEOMUETUT,/OCTUT» —
HauboJiee ymorpebisseMoe, HO He OoOllenpu3HaHHOe [66].
DTUOJOTUSI CUHIPOMA HE U3BECTHA, TPUUMHHBIN TeH (WU re-
HbBI) HE ycTaHOBJEH [67]. XapaKTepHbI MHOXECTBEHHbBIE PELIM-
IUBUPYIOLLME O4ard KOCTHOM NECTPYKLMU, IIPA ITOM U3 OYa-
TOB TTOpPaXXeHUsI KOCTel HEBO3MOXKHO BBIIEIUTH 3THOJOTHYE-
CKUI UH(PEKIIMOHHBII areHT.

3aboyieBaHNEe pa3BUBAETCs MPEMMYIIECTBEHHO B BO3pacTe
ot 2 1o 17 ner (B cpenHem — B 10 J1eT), BO3MOXHO €ro Havyajio 1
B OoJjiee mo3aHeM Bo3pacte. Cpeau 3a00JeBIIMX MTPeodIagaloT
MalMEeHTKHU XeHCKOro mnosa. [1o TeyeHu1o BbIIESIOT MOHOOYA-
roBoe M MyJbTU(hOKAIbHOE MOpaxkeHue KocTeil, MoHoda3zHoe
(C omHUM 3MU30I0M) WJIM PEUUIUBUPYIOIIEE MOTUIIUKIIIUE-
ckoe. M3-3a pacripocTpaHEHHOCTH MOHOOYAroBOro 1 MOHO(a3-
HOIO Te4YeHUsI 3a00IeBaHKUS TEPMUH «XPOHMUYECKUI PELIMINBY -
pyIOLIMiT MYyJbTU(POKAIbHBIA OCTEOMUETUT» OCIapuBaeTCs,
MpeJIaraeTcsl Ha3bIBaTh 3Ty MATOJOTUIO «XPOHUUYECKUI Hebak-
TEpUAIbHBII ocTeomueuT» [67, 68].

Knunanka CRMO ckimansiBaeTcs U3 TIPOSIBIIEHUI 09aroBO
KOCTHOI OECTPYKLIMU, STTU30INYECKUX apTPUTOB U TTOPaXKEHUS
KOXM. MOTYT OTMeUaThCsl M O0LIe CUMIITOMBI B BUIE cyodheo-
PUJBHOM U pexe (peOpUIbHON TeMIepaTyphl U IPYTUX MPOsIBIIe-
HUI MHTOKCUKalMU. 3a00jeBaHMe COMPOBOXIAETCS OOJIbIO B
COOTBETCTBYIOIINX CEIMEHTaX CKeJieTa, YacTO BHICOKOUW MHTEH-
CHUBHOCTH, WHOTIA MyYUTETbHOM. Y TpeTu OOJBHBIX, TJIaBHBIM
00pa3oM Ipu JIOKAJIM3aIMKA OYaroB B 0OJACTU MEIUaJTbHOTO
KOHIIa KJIFOUMIIbI, BOBMOXHO pa3BUTHE JOKaJIbHOTO oTeka. [1pu
MYJbTU(HOKATBHOM MOPaKEHUU YKUCIO KOCTel OOBIYHO BapbM-
pyet ot 1 10 6 (B cpeaHeM 2), IPU 3TOM HEPEIKO B OMHOM KOCTH
nmeetcs >2 ouaros. Yaiie nmopakarorcs kimounia (37%), pexe —
rpyauHa (16%), Tea M03BOHKOB, KaK IIPaBUIIO, IIOSICHUYHOTO 1
rpyaHoro otaesioB. CycTaBHBIE TIPOSIBICHUS TPAH3UTOPHBIE WIIA
3aTsLKHBIE, BCTpevaroTest npuMepHo Y 80% 6GosbHbIX [67]. Bos-
MOXHO pa3BUTHUE SHTE3UTA, Yallle TTPU JOKAIU3aLUKU 04aroB KO-
CTHOTO MOpaXeHUsI B 00J1aCTH BEPTeI0B OeAPEHHbIX KOCTEH, B
KJIIOUMIIe U rpyarHe [67, 68].

Turnu4HOoe NposiBIeHne — MmycTysie3 Koxu (23%), Kak mpa-
BWJIO, JIOKQJIM3YIOIIUICSA Ha KOXXe KUCTEU U CTOIT — MaJbMapHO-
maaHTapHbIi myctyne3 (cumnroM tpex [1). [Tpu CRMO onuca-
HO cOoYeTaHMe MOpaxkKeHUsI OMOPHO-IBUTATEILHOTO amrmapaTa ¢
MyCTYJIE3HBIM TIcoprazom [67, 68].

Bo3MoxHO yMepeHHOe TOBBIIIEHNE O0CTPO(a30BBIX IMOKA-
zareneit (COD, CPB), neiikonuTo3. OTMeYeHa TEHIAEHIINS K OT-
HocuTebHO 60JbIoit yactote HLA B7- u B40-anturenos. [1o
HeKoTopbIM faHHbIM, HLA B27-anTuren y nauuentToB c CRMO
HE BBISIBJISIETCS, IO JAPYTMM CBEACHUSIM, OH OIpeaessercs y
MEHBIIIMHCTBA OOJIBHBIX, HO Yallle, YeM y 3I0POBbLIX [67, 68].
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JIIs1 TMarHOCTUKU TPUMEHSIOT BU3YaJIM3UPYIOLIE METO-
IIbI: peHTTeHOTpaduio, CUMHTUTPAaUIO0 KOCTEei, MarHUTHO-Pe-
30HAHCHYIO ToMorpaduio. OKOHYATETbHBIM TUAarHO3 CTaBIT Ha
OCHOBaHUU OMOTICMU KOCTHOTO ouara. OO0s3aTeqbHBIE ITaIlbl
JIMAarHOCTUYECKOTO MOKCKa — UCKITIOUeHNE OaKTepUaTbHOTO OC-
TEOMMENUTA U TIIATEJbHBII MOMCK 3TUOIOTUYECKOTO MUKPOO-
Horo areHTa [67, 68].

Kak yxe ormevanoch, CRMO cBsi3aH ¢ rpyImnoii cepoHera-
TUBHBIX CIIOHIUI0APTPUTOB, Haubosiee TecHo ¢ SAPHO-cuH-
npomoM. Pam aBropos [68] paccmarpuBaer CRMO Kak BapuaHT
SAPHO c ne6oToM B 1€TCKOM BO3pacTe.

IIpennoxeHsl cienyolne AUarHOCTUYECKUE KPUTEPUU
CRMO [69]:

* >2 y4acCTKOB JECTPYKILIMU KOCTHU (30Ha OCTe0a13a, OKpY-
JKEHHas CKJIepo30M, OOHapyKMBaeMasi pEHTIT€HOJOTUYECKU);

* MPOJOJIKUTEILHOCTh 3a00J1eBaHus 6 Mec;

* TUMTUYHBIE TUCTOJIOTUYECKE HAXOAKU MpU OUOTICUU TIO-
pPaXXeHHOTO Y4acTKa;

* Bo3pact < 18 JeT.

ITpu CRMO oTMeueH BbIpakK€HHBII MOJOXUTETbHbIN 3¢~
(ext HIIBII. B cinyyae ux HeadpdbekTuBHOCTU NpuMeHsioT 'K
KOPOTKUM KypcoMm, 6uchochoHaTHI, pexe — Mpernaparbl UHTep-
depona o unu y. CyliecTBYIOT eTMHUYHBIE OMTUCAHUS UCTIOJNb-
3oBaHust [MBI1 — unruouropo ®HO o (uHpaMKcHMab, 3Ta-
HepuenT) [67, 69].

PAPA-cunapom

CUHIPOM CTePWIBHOTO THOWHOTO apTpuTa, TAaHTPEHO3-
HOI nmuoxepmuu u akHe, uian PAPA-cunnpom (Pyogenic ster-
ile Arthritis, Pyoderma gangrenosum, and Acne syndrome) —
penakoe 3abojieBaHME AaXe CPeAu OTHOCUTEIBHO HEYacTo
BcTpevatomuxcss ABC. B 6a3ze nanHbix Eurofever 3apeructpu-
pPOBaHO Bcero 6 TakMx MaiMeHTOB. BriepBbie CHHAPOM OIMKCaH
B 1975 1. [26]. OH OTHOCUTCSI K ayTOCOMHO-TOMUHAHTHBIM 3a-
0OJIEeBAaHUSM TPEIOJIOXUTETbHO C TIOJHOW TMEeHETPaHTHO-
cThiO TeHa [2, 9, 70, 71].

IIpuuuHHBIM reHoM siBisietcst PSTPIP1, Konupylouuii
CD:-aHTUTEH, CBSA3bIBAIOLIMIA 6€J10K 1, W MPOJUH-CEPUH-
TpeoHUH-bocdaTa3-B3auMoneicTpyommnii 6enok 1 (pro-
line/serine/threonine phosphatase-interacting protein 1).
®ynkuus PSTPIPI ndydyeHa Mano, HO ToKa3aHa €ro CIio-
COOHOCTB CBSI3BIBATHCSI C MUPUHOM, UTO HABOIUT HA MBICIb

0 TOM, UYTO MPOAYKT JaHHOIO I'eHa y4acTBYeT B PEryasiuuu
nii1gi2, 70, 71].

Kimnangeckue npusHaku PAPA-cunapoma [16]:

°* PELUAVBUPYIOIINI apTPUT ¢ BBICOKUM YPOBHEM HEHTpO-
(PUITBHBIX JIGMKOLIMTOB B CHHOBUAIBLHOM KUIKOCTH;

* IMXOpajKa;

® TaHTPEHO3HAas MUOACPMMUSI, TIPEUMYILIECTBEHHO HUXHUX
KOHEYHOCTE;

* BO3MOXXHOE BO3HUKHOBEHHUE JIEMEHTOB B MECTax HEOOJIb-
1I0¥ TpaBMBI, B TOM YHMCJIC XUPYPTUIECKOTO BMEIIATEIbLCTRA;

° MyCTyJIe3HbIC aKHE;

* IeMIKOLIMTO3, MoBbIlIeHne COD.

OObIYHO 3a00sIeBaHUE AEOIOTUPYET B pAaHHEM AETCKOM BO3-
pacte. Ero OCIIOXXHEHUSIMU SIBIISTIOTCSI BBIPasKEHHBI KOCMETH-
yecKMii MeheKT, KOTOPBIN y psijia MallMeHTOB BBI3BIBACT TSIKE-
JIBIE TICUXOJIOTUYECKHME TPOOIEeMbl, MHCYJINH-3aBUCUMBIA ca-
XapHBIi T1a0beT U KaK pe3yIbTaT — XpOHMUYECcKas TouyevyHasl He-
JIOCTAaTOYHOCTb.

J17151 Tepanuu KOXHBIX MPOSIBICHUI CUHIPOMA UCTOJIb3YIOT
peTrHOMIBI, YacTo B couetanuu ¢ ['K. [Ipu cycTaBHBIX TIPOSIB-
JIEHUSIX TIPOBOJISIT ITYHKITUIO CYCTaBa C 9BaKyallleil CHHOBUAJb-
Horo Bbinora u BBeaeHueM ['K. Ilpu sTom Heobxoaumo yoe-
IATBCSL B CTEPUILHOCTA CMHOBMAJIbHOM XuakocTu [16]. Mme-
IOTCSI COOOIIEHUsT 00 YCIEIIHOM MNPUMEHEHUM WHIMOMUTOPOB
®HO o mHpaMKcrMaba 1 dTaHepLENTa, a TAKXKe aHTarOHKUCTa
peuenitopoB K WMJI 1 anakunpsl [16, 72, 73].

Takum 06pa3oM, TIpeCTaBIeHHbIEe JaHHbIE CBUIETETLCTBY-
10T 0 TOM, 9TO cuMIIToMbl ABC 6G/IM3K1 K TAKOBBIM MHOTHUX 3a-
0oJieBaHUIi, KOTOpbIC BCTPEYAIOTCSl B MPAKTUKE PEBMATOJIOTA.
[TosToMy Tak BakHO 3HAHME 3TUX 3a00JieBaHUIi, OCOOEHHO B
CBETE TSKECTU MHOTMX M3 HUX M HAJIMYMS B HACTOSIILIEE BpeMsl
3G HEKTUBHBIX METOIOB JICUYSHHsI, B KOPHE M3MEHUBIINX MPE]I-
cTaBJIEHUE O TIPOTHO3€ TIPU TaHHOM ratojioruu. Yuenue o6 ABC
IMHAMMYHO Pa3BUBAETCs, U XOTs «kjiaccuueckue» ABC BcTpe-
YaloTCs HE TaK YacTo, CIIMCOK 3a00JIeBaHMi, OTHOCSIIIIMXCS K ay-
TOBOCTIAJIUTEIbHBIM, MOCTOSIHHO paciuupsATcs. McKiouuTenb-
HOE 3HaUYeHue uMeeT (opMUpOBaHUE MPEACTaBICHUs (KOHLIEM-
uuu) o rpynne UJI 1-3aBrucuMbIX 3a00J1eBaHUiA, K KOTOPbIM Ha-
pany ¢ «kjaccuyeckuMu» ABC MOryT ObITh OTHECEHBI U CUC-
TeMHBIN BapuaHT FOA, 1 Takoe 4yacToe peBMaTnuuecKkoe 3aboJie-
BaHMe, Kak rnojaarpa [74—76]. DTa KOHLEMLMS [T03BOJIMUT GoJiee
LesieHanpasiaeHHo ucnoyb3oBath T MBIT y mauuentos ¢ ABC.
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Cpenu Bcex CycTaBHbIX 3a00J1eBaHU I HAUOOJIbIIee MEAUKO-
colMaibHOE 3HaueHue uMeeT octeoaptpo3 (OA), HecMOTps Ha
OIpeNeICHHBIN MPOTrpecc B €ro IMarHocTrke 1 jedyeHuu. OA —
3TO reTeporeHHasi rpyrina 3adojieBaHUi C pa3IMYHON 3TUOJIOTH-
eil, HO OJIM3KUMM OMOJOTMUYECKUMU, MOP(HOJOrMYECKUMU U
KIMHUYECKUMU MPOSIBJICHUSIMA M MICXOJIOM, B OCHOBE KOTOPBIX
JIEXWT TIOpakeHWe BCeX KOMITOHEHTOB CyCcTaBa, B TIEPBYIO OUe-
penb Xpsia, a Takke CyOXOHIPaJIBHOTO yJacTKa KOCTH, CUHO-
BUAJIBHOI O00OJIOUKHM, CBSI30K, KaIlCyJIbl, MEPUAPTUKYJISIPHBIX
mbiiil. C coBpeMeHHbIX o3uimii OA paccMaTpuBalOT Kak CUC-
TeMHoe 3a00JieBaHME, MPU KOTOPOM B MATOJOTMYECKHUI MPO-
1ecc BOBJIEKAIOTCSI BCe TKAHM CYCTaBa KakK €IMHOTO IIeJIOCTHOTO
oprana [1, 2]. PacnpoctpaHneHHOCTh OA 3aBUCUT OT JIOKAJIU3a-
LMY, BO3pacTa, 1oJjia, STHUYECKUX 0coOeHHOCTel. McTUHHYIO
pacripoctpaHeHHOCTb OA TpPymZHO OIIEHWTh, TaK KaK OOBIYHO
MpU 3TOM 3a00JIeBaHUU HE HaOII0IaeTCs mapaieiu3Ma MEeXILy
KJIMHUYECKUMU, MOP(OJOrMYEeCKMMU, PEHTIEHOJOTUYECKUMU

U apTPOCKOMUYECKUMU TaHHbIMU. 3aboseBaeMocTb OA cocTaB-
qster 8,2 Ha 100 teic. HaceneHust, uM crpagaer 20% HaceleHus
3emHoro 1mapa [3]. [To nanHbiM MuH3apaBconpa3sutust P®, ¢
2000 mo 2009 . yncno 6oabHBIX OA yBeIMYUIOCh 60Jiee yeM B 2
pasza u pacripoctpaHeHHOCTb OA (Ha 100 ThIC. HaceJleHusI) BO3-
pocia3a 10 et Ha 51,1%. B CIIA 1o 70% HacesieHus B Bo3pac-
Te cTapiie 65 JIeT UMEIOT PEHTIEHOJOTMYECKUE MPU3HAKK 3200~
neBanus [4]. B Bospacte 60 jieT u crapiiie KIMHUYECKKIE ITPOSIB-
nerus OA omnpenensiiorest y 9,6% MyxuuH u 18% xenuuH [5].
OA HerocpeacTBEHHO He BIMSIET Ha KU3HEHHBIN MPOrHO3, HO
SIBJISICTCS] OMHOM W3 OCHOBHBIX NMPUYMH BpeMeHHOM (60%) u
croiikoit (11,5%) motepu TpyaOCIIOCOOHOCTH, YCTYIask B 9TOM
otHoteHnn Tojibko MBC [6]. TTo nanHbsiM BO3, Tosibko OA KO-
JICHHBIX CYCTaBOB HAXOOUTCS Ha 4-M MeCTe CpeIu OCHOBHBIX
MPUYMH HETPYAOCIIOCOOHOCTH Y XKEHIIIUH U Ha 8-M Y My>KUMH.
PaccmarpuBas Borpochl Tepanuu OA, cienyeT MOHSITh, Ka-
KWe JIereHepaTUBHO-IECTPYKTUBHbBIE MPOLECChl Pa3BUBAIOTCS B



