Y

e 5
s . P /'\'A —
2 -~ -
- »
L "\N
LS - N

J/

T _-

J.C. Furr, M. Panda

Hacneqcmeenxan Xonogosan KpanusHua

KpvonupuH-accoummpoBaHHbIi nepuoguYecKkuii cMHapom (cryopyrin-associated
periodic syndrome, CAPS) — pefkuii reHeTU4ECKMIA CUHAPOM, KOTOPbIN NPOSIBASETCS
XONO[0BOM KPANUBHULIEH, BLIPCOKEHHOW APTPANrMen U MUHOrAA NOYEe4HOMU
HeA0CTUTOYHOCTBIO U NoTepei cilyxd. Y)ke paspaboTaHbl NEKAPCTBEHHbIE CPEeACTRA,
KOTOpbi€e No3BonsioT 3¢pPEeKTMBHO KOHTPONIMPOBUTD CUMNTOMbI 3TOM 6051€3HU U
npeaynpeXxXaarb PasBUTUE ee TSXKENbIX OCSIOXKHEHUH, MO3TOMY KPAHE BAXKHbIM
AIBNSETCS CBOEBPEMEHHOE BbISIBJIEHUE 3TOro 3a60neBaHus.

CAPS — penxoe HacienCTBEHHOE BoOCTMa-
JIUTeTbHOE 3a00JIeBaHIE ¢ YHUKATbHBIM I1a-
TOGU3UOTOTMIECKUM MEXaHU3MOM, 3aKIIIO-
YalOLIMMCSl B TMIEPIPOAYKIIMU MHTEepJeii-
kuHa- 1B (UJI-1B).

CAPS BKJIIOYAET TpU CUHIPOMA: CeMeil-
HBIN XOJI0J0BOI ayTOBOCIAJIUTEIbHBIA CAH-
apoMm (familial cold autoinflammatory
syndrome, FCAS), cunapom Muckle-Wells u
MYJIBTUCUCTEMHOE BOCHIAIMTEIbHOE 320018
BaHMe C HEOHATaJIbHBIM HayajoM (neonatal
onset multisystem inflammatory disease,
NOMID), xoropoe Takxke H3BECTHO KakK
XPOHUUYECKUI MHMAHTUILHBIM HEBPOJIOTH-
YECKHUM, KOXHBIA M CYCTaBHBIM CUHAPOM
(chronic infantile neurologic, cutaneous, ar-
ticular, CINCA). DT natojornyeckue coc-
TOSTHUSI TIPEICTABISIOT COOOM KOHTUHYYM
TspkecT 3a0oneBanus: FCAS xapakrepusy-
eTcs HauboJjee JeTKUM TeYeHHeM, CUHIPOM
Muckle-Wells 3aHMMaeT MpPOMeEXYTOUHOE
nojgoxeHue, NOMID/CINCA mnpotekaeT
HauOoJjiee Tskeao0. XOTsI OHM OMUCaHbl Kak
OT/e/IbHbIE 3a00JIeBaHUsI, CJCIYeT OTMETUTh
OIpeNie/IeHHOE COBMaleHWe MX KIMHUYeC-
KWX MPOSIBJIEHUN.

K runepnponykiu WUJI-1B, nexareit B
OCHOBE MEPEeYMCICHHBIX BbIIIE MaTOJOTH-
YECKUX COCTOSIHWUIA, MPUBOAMT TMIEPAKTH-
Balusl MH(IaMMacoOMBbI, KOTOpasi Yalle Bce-
ro oOycJjoBjieHa MMCCEHC-MyTalued TIeHa,
KOIMPYIOIIET0 KPUOMUPHUH. DTa MyTarus
HacJeayeTcs Mo ayTOCOMHO-TOMUHAHTHOMY
tuny (I. Aksentijevich et al., 2007). (Mudb-
JaMmmacoma — 0CoOblIii OETKOBbI KOMIUIEKC
B Makpodarax 1 HeiTpoduiax, KOTOPbIii OT-
BEYaeT 3a 3aIyCK BOCMAJUTEIbHONW peaKIuu
MPU KOHTAKTe KJIETKU ¢ MUKPOOpPraHW3Ma-
MU WU IPYTUMU TpUrrepamu. MucceHc-my-
Talus — TOYeUHasl MyTalusl, B pe3yJbTaTe
KOTOPOI U3MEHEHHBI! KOMTOH HAaUMHAET KO-
JIUPOBaTh APYTYI0 aMUHOKHCIOTY. — [Tpum.
pex.)

Knunuyeckui cnyyaii

[lecTuaecaTUIETHSS XKEHIIIMHA EBPOIIE0-
WIHOI packl 00paTuIach K CBOEMy CEMEHHO-
My Bpady C >XajlobaMM Ha XPOHHYECKYIO
CHITTb M O0OJIM B CycTaBax MpPU BO3ICHCTBUN
xosona. OHa pacckazaja, 9TO XOJIO BBI3bI-
BaeT MPUCTYIBI JIUXOPAAKA U O3HOOA, COT-
POBOXIAIOIIMECS IPUTEMATO3HON MaKyJo-
MamyJe3HOi ChINbIO (pHC.), TOJIOBHOM 00-
JIbIO ¥ OYeHb MHTEHCUBHBIMU OOJISIMU B CYC-
TaBaX. DTU CHMIITOMBI TMOSIBUJIUCH €Ile B
JIETCTBE U C TEYCHUEM BPEMEHM YCYTYOJIsi-
nuch. Takke MmamydeHTKa cooOIuiIa, 4YTO U
JIpyrve WIeHbl €e CeMbM MMEIU TaKue XKe
CHUMIITOMBI, HACKOJIbKO €ii M3BECTHO, ellle

Puc. Yptukaponopo6Has cbinb y naumeHTku
c CAPS

Kak MMHUMYM B IISITH TIoOKoJIeHus1x. OHa 00-
paianach 3a KOHCYJIbTalle K HECKOJIbKUM
BpauaM, KOTOPbIe AMarHOCTUPOBAIN Pa3HbIE
3a00J€BaHMsI, B TOM 4YHCJIE CHUCTEMHYIO
KPacHYIO0 BOJYAHKY M MPUOOPETEHHYIO XO-
JIONOBYIO KpalMBHUITY. BosibHO Ha3HAYaIH
KOPTUKOCTEPOMIBI M aHTUTHCTAMUHHbBIC
CpelncTBa, KOTOPbIE OKa3bIBAaIM HE3HAYM-
TEJIbHOE BJIMSHUE Ha BBIPAXXKEHHOCTb CUM-
NITOMOB WJIM OKa3bIBAIUCH HEed((HEKTUBHBI-
MU. bbula BbIMTOJHEHA X0JI00Basl MPOBOKA-
LIMOHHAsl Mpoba, MoKasaBllasi OTPULIATENb-
HBII pe3ysIbTatT (OTCYTCTBHE BOJIBIPS).

Ha ocHoBaHuM Xano0, ceMeitHOro aHam-
He3a U OTPUIATEIbHOTO Pe3ybTaTa X0JI010-
BOI MTPOBOKALIMOHHOM MPOObI ObLI MOCTaB-
JIeH mpeaBapuTeabHbiii nuarHo3 CAPS. 3a-
TeM MalMeHTKAa TPUHSIA y9acThue B KITMHU-
YECKOM MCCIEIOBAaHUM IO U3YyYeHUIO 3(-
dextuBHOCTH aHTU-WJI-1 MOHOKIOHATB-
HBIX aHTUTEJ, KOTOpbIe O0eCIeYmsii MpaK-
TUYECKU MOJHOE KyMMPOBAHUE CUMIITOMOB.
[IpoBeneHHoe Mo3xe reHeTMYecKoe TECTH-
poBanHue noaTBepauio nuarno3 FCAS.

OGcyxgenue u oG63op Numepamypbl

XosomoBasi KpanmuBHUIIA — HEOTHOPOI-
Has TpyIna 3a0oJeBaHUil, XapaKTepu3ylo-
IIMXCSl Pa3BUTHEM BOCTIAJIEHUSI KOXHU MOCIIe
BO3ENCTBUS X0J0/a. B ocCHOBe ee pa3BUTHSI
MOTYT JIeXXaTh pa3HOOOpa3HbIe MPUIUHBI U
MeXaHU3MBI. B HacTosiIee BpeMst 3TO TaTo-
JIOTUYECKOE COCTOSIHME KJIAacCUDUIIUPYIOT
Ha MpUOOpeTeHHbIE U ceMeiiHble (OPMBI.
[MpuoGpeTeHHast xojofoBasi KpanvBHMIA
MOXET OBbITh KaK IMEPBUYHOM, TaAK U BTOPUY-
HOI, TO €CThb pa3BUBAThCS Ha (hOHE APYIUX
3a0oeBaHuil. Tak, TMPUYMHON pPa3BUTHS
BTOPUYHOM XOJIOI0BOM KPANMBHUILIBI MOTYT
OBbITh KPUOLJIOOYIMHEMUsI, MH(HEKIIMOHHbIE
3a00sieBaHus (CUDUINC, KOPb, BETPSHAS OC-
I1a, TeNaTUT, MHPEKIIMOHHBI MOHOHYKIIE03
1 JIp.), a TaKKe MPUEM JICKaPCTBEHHBIX Mpe-
nmaparoB (MIEHUIWIIMHA, TEPOPATbHBIX KOH-
TPALIENITUBOB, MHTMOUTOPOB AHTUOTEH3MH-
npeBpaniawomero depmenra) (A.A. Wande-
rer, H.M. Hoffman, 2004).

TirateapHbI cOOp Xajlod M aHaMHesa
MO3BOJISIET YCTAHOBUTD, SIBJISIETCS JIU XOJIO-
JoBasi KparmvBHUIIA TPUOOPETEHHON WIN
HacJIeICTBEHHO. B oTnune ot GoJbIHC-
TBa NPUOOPETEHHBIX (hPOPM XOJIOAOBOM Kpa-
nuBHuLbI CAPS xapaktepusyeTrcsi OTCpO-
YeHHBbIM OTBETOM Ha XoJioa. Hauasno 3abose-
BaHMS B paHHEM BO3pacTe, HAJIMIUE JINXO-
pagKv M APYrUX CUMITOMOB, XapaKTePHBIX
st CAPS, Takke MOTYT OMOYb OTIMYUTH
9TOT CMHAPOM OT MPUOOPETEHHON XOJI0I0-
BOI KPamMBHUIIBI.

K1i04eBbIM THMArHOCTUYECKUM TECTOM
MPU XOJIOJOBOM KPAIMBHUIIE SBISETCS XO-
JIOI0Basi TPOBOKAIIMOHHAs poba. st aTo-
IO XOJOOOBON pa3apaxuTesb, HalpuMep
KyOMK JIbJa, 3aBEpHYTHI B IMJIACTUKOBBII
MaKeT, MPUKJIAAbIBAIOT Ha MSATh MMHYT K KO-
Ke TanueHTa. TecT cCUuTaeTcst MOJIOKUTEIb-
HBIM, €CJTM B MeCTe KOHTAKTa C XOJOTOBBIM
pazapaxuresemM oopasyeTcs Boiabipb. [1po-
0a MOXeT ObITh MOBTOPEeHa ¢ 0oJiee KOPOT-
KUM BPEMEHEM XOJIOAOBOW CTUMYJSLUM,
YTOOBI JIyYllle OMPEAETUTbh CTeNeHb UYYBC-
TBUTEJNIBHOCTU K Xosiony. Eciu B msATUMU-
HYTHOM 1po0e MoJiy4eH OTpUllaTeIbHbIN pe-
3yJIbTAT, €€ MOXHO ITOBTOPUTH C AECSITUMM-
HyTHO# ctumynsiuueit (M.A. La Shell et al.,
2005).

YV nanmentoB ¢ CAPS B omiume oT JIuIL ¢
MPUOOPETEHHON XOJIOAOBOM KpanMBHULIEH
MIPY TTPOBEIEHUN XOJIOI0BOM MPOOLI OOBITHO
He 00pa3yIoTcsl BOJIBIPY B MECTE KOHTAKTa C
XOJIOJOBBIM DA3APaXUTENEM, TMOCKOIbKY
cumntoMbl CAPS He omocpenoBaHbl rMcTa-
muHoMm. CAPS — 3T0 cucreMHoe Bocmau-
TeJIbHOE 3a00JIEBAaHUE, B OCHOBE KOTOPOTO
siexkut mytauust reHa NLRP3 (CIASIT), Hac-
JlenyeMasi Mo ayTOCOMHO-JTOMUHAHTHOMY
tuny win de novo. Myrauuu B 3TOM TeHe
MPUBOJIAT K MPOAYKIIMU M3MEHEHHOM (op-
MBI Gellka KpuomupuHa. KpromupuH Kak
komroHeHT NALP3-undramacombl axkTu-
BUpYET Kacrasy- 1, KoTopasi B CBOIO ouepeb
akTUBUpYeT BbIpaboTky WMJI-1B. M3meHeH-
HbIi KPUOTMUPUH BbI3HIBAET TMIIEPAKTUBA-
o NALP3-uHdimamMacoMbl 1 TPUBOIUT K
rurtepripomykimu MJI-1B (L. Franchi et al.,
2009).

AxTuBanus HGIAMMACOMbBI U TUTIEPITPO-
nykiyst UJI-13 npuHUMaioT yyacTue B mato-
reHe3e 11eJI0ro psijia 3a00JeBaHui, BKIIOYAs
caxapHbIil [uabeT 2 Tumna, mojarpy u peBma-
tounaHblit aptput (I. Mitroulis et al., 2010).
HemaBHee ncciiemoBanme 1Mo M3y9IeHUIO -
dextuBHocTH aHTU-WJI-1p Tepanuu y na-
LIMEHTOB C CaXxapHbIM AMA0ETOM 2 TUIa I0-
Kazajo YAydylleHUe TJIMKeMHYECKOTO KOH-
Tposist U GYHKIUKM B-KIETOK TOMLKETyI0U-
HOM KeJie3bl y 9TOil KaTeropuu OOJbHBIX
(C.M. Larsen et al., 2007). B Hactosiiee
BpeMsl TIPOIOJIKAIOTCSL JPYTUE HUCCIenoBa-
HMSI, KOTOPbIE TOMOTYT JIy4llle OLIEHUTD MO~
teHuman aHtu-MWJI-1B mpenapartoB B jeue-
HMM caxapHOro auadera.

CAPS — cucreMHOe BOCTIAIUTEIbHOE 3a-
0oJsieBaHMe, BOBJIEKAIOLIEE PA3HbIE OPraHbl U
cucteMbl. Yarie Bcero mopaxkaercsl Koxa ¢
pPa3BUTUEM YPTUKAPOTNOZOOHONM MaKyjora-
MyJe3HOM ChIMM, KaK MpaBuio, 0e3 3yna.
B mopasnsitonieM OOJBIIMHCTBE CyyaeB
CAPS nopaxeHue Koxu MOsIBJISIETCS B Mep-
Bble 1ecTb MecsiteB xku3Hu (H.M. Hoffman
et al., 2001), a y AByx TpeTeil MalMEHTOB C
CINCA/NOMID oHo ecTb yXe Mpy poxie-
Huu (A.M. Prieur, 2001).

[Tocne Bo3neilcTBUs X0J0[a ChIb MOSIB-
JITETCS B CPeTHEM 4epe3 1Ba C MOJOBUHOM
yaca. Y mui ¢ FCAS npomoskuTebHOCTh
CHMIITOMOB COCTaBJISIET 10 12 4, a y MmaiueH-
TOB ¢ cuHApoMoM Muckle-Wells mpucTyIibr
JisTest, Kak npaswuio, 1-2 aua (T.J. Muckle,
1979).

IIpu CAPS Taxke MOryT MMeTb MECTO
MBIIIIEYHO-CKEJIETHbIE, TTOYeUHBIE, HEBPO-
JIOTUYECKUE M TJIa3Hble cuMmToMbl. [lopa-
JKEHUS CYCTaBOB BapbUPYIOT OT apTpaITuM Y
qun ¢ FCAS 1o BeipaxkeHHO# aedopmariu
cycraBoB npu CINCA/NOMID. Ilopaxe-
HYE ITOYEK YacTo HaOIomaeTcsl y MalueHTOB
¢ cuaapomom Muckle-Wells 1 CINCA/NO-
MID. I1oBbllIeHNE CHIBOPOTOYHOIO YPOBHS
aMuionna A TIpUBOIUT K Pa3BUTHIO aMUIIO-
nmo3a movek y 25% MalueHTOB ¢ CHHIPO-
MoM Muckle-Wells (T.J. Muckle, 1979).
[l1a3HBIE CHMMIITOMBI TIPEACTaBIEHBI KOHb-
IOHKTUBUTOM U SIUCKIEPUTOM, ¥ HEKOTO-
poix manueHToB ¢ CINCA/NOMID Mmoxet
pa3BuUThes cienora. [Iporpeccupyomias
HelpoceHCOpHas TYTOyXOCTh HabI01aeTcs y
60% manenToB ¢ cuHapoMoM Muckle-Wells
(T.J. Muckle, 1979).

IIporpecc B MOHWMMaHWHW TATOTeHE3a
CAPS no3Bomm pa3pabotaTh 3h(HEeKTUBHOE
JIeueHMe 3TOTo 3a00JIeBaHMsI, HalpaBIEHHOE
Ha 6nokany WMJI-1B. [Mepsoim antu-WJI-13
MpernapaToM cTaja aHaKUHpa — PEKOMOM-
HaHTHBI aHTATOHKCT pelenTopa MHTEPIIei-
kuHa 1. M3navyanpHO OH OBUT pa3paboTaH
JUISI JIEYeHUST pEBMATOMIHOTO apTpUTa, Ofi-
HaKO MPOAEeMOHCTPpUPOBa 3(DHEKTUBHOCTh
u npu CAPS (P.N. Hawkins et al., 2004;
J.B. Ross et al., 2008). Bbuto mokazaHo, 4To

AHAKMHPA YMEHBIIIAET BHIPAKEHHOCTb CHM-
TITOMOB 3TOTO 3200JIEBAHMS M MOXET OCTa-
HOBUTbH TIPOTPECCUpOBaHUE U OOECTEYUTh
00paTHOE pa3BUTHE TYTOYXOCTU M aMUJIOM-
no3a noyvek y jui ¢ CAPS (B.D. Thornton
et al., 2007). OnHaKo ciemyeT OTMETUTh, YTO
yAydIIeHUue KIMHUYECKON KapTUHBI COXpa-
HSIETCSI TOJBKO TIPU TOCTOSTHHOM €XeIHEB-
HOM TIpMieMe Tperapara, Toraa Kak ero or-
MeHa MPUBOIUT K MTOBTOPHOMY MOSIBAEHUIO
cumnrtomoB (P.N. Hawkins et al., 2004;
J.B. Ross et al., 2008).

HoBbIM anbTepHaTMBHBEIM IpernapaToM
st nedenust CAPS siBnsieTcst pujlaHOLETNT —
IUMEPHBIA TMOPUIHBIN OEI0K, COCTOSIINIA
13 JIUTaHI-CBS3bIBAIOIINX TOMEHOB BHEKJIIE-
TouyHOI yactu peuentopa WJI-1, cBI3aHHBIX
¢ Fc-uacteio yenoreueckoro IgGl. Do ne-
KapCTBEHHOE cpencTBo cBsa3biBaeT UJI-1 n
MPEIOTBPAIaeT ero B3aMMOACUCTBUE C pe-
uentopamu. Beicokoe cpomctBo k WMII-1B
MO3BOJISIET MPMHUMATh MpernapaT OJ1H pa3 B
Heneno (S. Kapur, M.E. Bonk, 2009). Hau-
0oJyiee 4YacTHIMU TOOOYHBIMU 3 deKkTaMu
MIPUMEHSIEMOI Tepanuuy SIBJISIOTCST PeaKIuu
B MECTe MHBEKIMU W MHMEKIUU BEPXHUX
nbeixarenbHbix myTeit (H.M. Hoffman et al.,
2008). bezomacHocTh ¥ 3 GEKTUBHOCTh PU-
JlaHollenTa Oblia M3yyeHa B JABYX PaHIOMU-
3UPOBAHHBIX  IJIAle00-KOHTPOJIUPYEMBIX
WCCIICIOBAaHUSIX, B KOTOPBIX OH OOECTICIHII
OBICTPOE U YCTOMYMBOE KYMMPOBAHUE CHM-
nroMoB CAPS, a Takke CHUKEHHE YPOBHSI
amuionna A u C-peakTUBHOTrO Oejka B Chl-
BOpPOTKe KpoBM. Hanbosee yacTbiMu 060U~
HbIMU 3¢ deKkTaMu Tepanuu puIoHALENTOM
SIBIITIOTCST PEaKIIMK B MECTE MHBEKIIUY 1 MTH-
bexuyu BepXHUX ABIXaTeIbHBIX TyTei
(H.M. Hoffman et al., 2008).

KanaknHymab — HOBeMlIMii mpemapar,
pazpabotaHublii nst geyeHuss CAPS. On
TIPEICTABIISICT COOOM YelloBeYeCKHe aHTH-
NJI-1p MOHOKITOHAJIbHBIE aHTUTEJIA C TIEPH-
OIIOM TIOJTYBBIBEICHUST U3 TUIa3MBI OT 28 10
30 mgHeil, 4TO MO3BOJISIET IPUMEHSTH €T0
OIIMH pa3 B BOCEMb Heflenb. B paHaoMu3upo-
BaHHOM JIBOMHOM CJIETIOM I11a1ie60-KOHTPO-
JIUPYEMOM MCCIIEIOBAaHUM MTPUMEHEHNE Ka-
HaKMHyMa0a MpUBEJIO K OBICTPOMY U YCTOM-
YUBOMY CHWKEHHWIO BOCHAIUTEIbHBIX CUM-
NITOMOB M HOPMAaJU3allid ChIBOPOTOYHOTO
ypoBHs amuioua y naureHToB ¢ CAPS. Ka-
HaKMHYMaO XOpOIIO MEPEHOCUIICS OOTbHbI-
MU, TIPH 3TOM OTMEUCHO HECKOJIBKO CITyJIacB
peakIuii B MeCTe WHBEKIIMU U HeOOJbIIoe
MOBBIIICHUE YaCTOTHI MH(MEKIUI 10 cpaB-
HeHuwo ¢ miaue6o (H.J. Lachmann et al.,
2009).

Buigoghl

[1pu obpalieHMK NauKreHTa ¢ CUMITOMA-
MU, HATTOMUHAIOITUMU XOJOIO0BYIO KPAITHB-
HUILY, OJIHUM U3 3a00JI€BAHUH, C KOTOPBIM
cleayeT IMPOBOAUTH IUPdepeHInalIbHYIO
nuarHoctuky, seisiercss CAPS. Kak u B onu-
caHHOM ciydae, cumnToMbl CAPS Mmoryr
OBITH OIIMOOYHO MPUIKMCAHBI APYTUM 3a00-
JIEBAaHUSIM, B YaCTHOCTHU MPUOOPETEHHOM XO-
JIOJOBOM KpaITMBHUIIE VI CUCTEMHOM Kpac-
HoIt BoruaHKe. TiaTenbHbIN cOOp aHaMHe3a
€ 0cOOBIM BHUMaHMEM K CPOKaM IMOSIBICHUS
CUMIITOMOB TOCJE€ KOHTAaKTa C XOJOAOM U
HAJIMYMIO TOXOXMX CUMIITOMOB Yy APYIHX
YJIEHOB CEMbM TIOMOTAeT AMAarHOCTUPOBATh
CAPS. B HacTtosiiee Bpemsi yxke UMEIOTCS
addexTuBHble aHTU-WJI-1f mnpemaparsi,
CMOCOOHBIE CYIIECTBEHHO YMEHBILIUThH BbI-
paxeHHOCTh cuMnToMOB CAPS 1 1oBBICUTH
KAyeCTBO XM3HU OOJbHBIX.

Cnucok NUTEpaTypbl HOXOAMTCS B PEAAKLMM.
Journal of Medical Case Reports, 6:70, 2012 r.
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