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O6ocHoBaHHue. KpnonuprHaccoLumMmMpoBaHHbIE MEePUOANYECKNE CHUHAPOMbI — Trpyrnna PEeAKUX BPOXKAEHHbIX ayToBocCrna-
JIUTENIbHbIX 3ab0/1eBaHMI, BK/IOYakoLas ceMenHbli X01040BOH ayTOBOCMaAUTE IbHbIA CUHAPOM, cuHAPOM Makna—Yannica
N XPOHUYECKMI MNIaEHYECKNIA HEPBHO-KOXKHO-aPTUKYISPHbIA CUHAPOM. CUHAPOMbI PacCcMaTpUBalOT Kak KIMHUYECKMUE
BapMaHTbl OAHOM 6G0JIE3HU C PAa3/IMYHON CTENEHbI BbIPAXKEHHOCTU MPU3HAKOB M TSHKECTU MaToJIOMMYECKOro MpoLiecca.
CuHAPOMbI 06bIYHO AEGIOTUPYIOT Ha MEPBOM OAY KM3HU C 0SBJIEHUEM JIMXOPAaAKH, YOTUKAPHOM ChilM U Pas/IMYHbIMU
BapuaHTaMu MOPAXKEHUS] CyCTaBOB — OT apTParMi 40 peunanBupyIoLlero U nepCcUCTUPYIOLLErO apTpuTa rnpu TIXKEbIX
popmax, a TaKkKe rnoparKeHNem HEPBHOM cUCTEMbI. B Poccun onncaHbl €AnHUYHbIE Cllydan KPUOMUMPUHACCOLIMMPOBAHHbIX
rnepuoanYecKux CUHAPOoMoB. OnucaHne KIMHUYecKoro cayyas. 3abosieBaHme [ebloTnpoBaso B Bo3pacte 1 roga 8 mec
JINXOPAJKOK M ChiMblO C MPUCOEANHEHNEM reHepan30BaHHOIro CyCTaBHOro CUHApomMa. Ha ocHoBaHMM pe3ybTaToB 06LLEro
1 6MOXMMMUYECKOro aHaan30B KPOBH, AaHHbIX MarHUTHO-PE30HAaHCHON TOMOrpadum, a TaKKe MOJIEKYISIPHO-reHETUYECKOro
ncenenoBaHUs 3anof03PEH ayTOBOCNaIMTENIbHbIA CMHAPOM. MeTog0M nNpsiMoro aBToMaTU4eCKOro CEKBEHUPOBAaHUS UCCe-
JoBaHbl 3K30HbI 2, 3 n 4 reHa TNFRSF1A n 04 reHa NLRP3 ¢ npunerarwummm MHTPOHHbIMM 06/1aCTAMU. BbisiBeH BapuaHT
¢.943A>G B retepo3urotHom coctosiium B reHe NLRP3. PebeHKy rnpoBegeHa Tepanusi MHMMOUTOPOM MHTepieiKnHa 1 6eta
(KaHaKnHymab) ¢ NoJI0XKUTEIbHbIM 3(PEKTOM. 3aKntoYyeHune. [JuarHoCTMKa KpMornmpmuHaccoLMmMpoBaHHOIro Nepmuoan4ecKoro
CUHAPOMa y AeTen ABASETCS CII0XKHOMN KIIMHUYECKOM 3aga4ei. CBOeBpeMeHHOEe ee pelleHUe ¢ UCMOIb30BaHMEM MOJIEKYISIP-
HO-reHEeTUYECKMX METOAOB ABJIIETCS 3a/10I0OM yCreLIHON TapreTHoHU Tepanuu.

Knr4yeBble cnoBa: feT1, ayTOBOCMNAINTENbHbIE CUHAPOMbI, KDUOMUMPUHACCOLIMMPOBAHHbINA NMEPUOANHECKMI CUHAPOM, reH
TNFRSF1A, reH NLRP3, nHrubutop uHtepienkmHa 1 6eta kaHakMHymao.

(Ana ymtnpoBaHuns: KpuynuH U.A., AnekceeBa E.WN., BopaKkoscKas T.M., bypcaroBa b.U., CaBocTbsiHOB K.B., XypKo-
Ba H.B., MNMywkoB A.A., AHMKKUH A.B., HectepoB A.M. KpuonupuHaccouuMnMpoBaHHbIN nepuoanydeckut cuHapom (CAPS),
BbI3BaHHbIN BapnaHtoM ¢.943A>G reHa NLRP3: KNMHUYECKUI cnydan. Bonpockl coBpemeHHon neanatpumn. 2019; 18 (4):
270-276. doi: 10.15690/vsp.v18i4.2044)

OBOCHOBAHME

KpvonuprHaccouMMpoBaHHbIE MEPUOANYECKME CUHA-
poMbl (cryopyrin-associated periodic syndromes, CAPS)
NpPeacTaBAStoT COGOM rpynmny peaxknx BPOXAEHHbIX ayTOBOC-
nanutenbHblx 3aboneBaHun. CAPS BK/IOYAKOT CEMENHbIN
XO0N0A0BOM ayToBocnanutenbHbli cuHgpom (familial cold
autoinflammatory syndrome, FCAS), cuHapom Makna-—
Yannca (Muckle—Wells syndrome, MWS) u xpoHuyec-
KU MNIaf€HYECKUI HEPBHO-KOXKHO-apTUKYNAPHbIA CUH-
pOM/MNafeHYecKoe MyNbTUCUCTEMHOE BOCMaIUTENbHOE
3aboneBaHue (chronic infantile onset neurologic cutaneous
articular/neonatal onset multisystem inflammatory disease,
CINCA/NOMID) [1-3]. Bce atn 3a6oneBaHus HacneayoTcs
no ayTOCOMHO-AOMWHAHTHOMY TUMYy M 0BGYCNOBNEHbI Bapu-
aHTamu reHa NLRP3 (anbTepHaTtMBHOE Hanucanue: NALP3,
PYPAF1, CATERPILLER1.1, CIAS1), nOKann3oBaHHOIO Ha
ONMHHOM nniede xpomocombl 1 [4]. TeH NLRP3 koaupyet
6€enoK KpnonupwuH [4]. HapylueHue CTPYKTypbl KpMONuMpuHa

NpPU U3MEHEHUU HYKNEOTMAHOM NocneaoBaTeNbHOCTU reHa
NPUBOAMT K HapyweHWo PYHKLMOHUPOBAHUS MHbAamMMa-
COMbl — CYMNpaMONEeKynapHOro Kommnaekca, obecrneyvnsa-
olWero npeBpaleHne NpouHTepnenkuHa 13 B aKTUBHYLO
dopMy, M36bITO4HOMY O0Opa30BaHUIO WMHTEPNEMKMHa 1B
W, KaK cnejcteve, pPasBUTUIO CUCTEMHOMO BOCMaNeHUs
[1, 2, B]. U3meHeHUss HyKNeoTUaAHOM nocneaoBaTelbHOCTH
reHa NLRP3 oGHapyxuBaetcs y 60% naumeHToB ¢ CAPS,
y 50-70% — ¢ MWS, y 65-75% — ¢ CINCA/NOMID [1].
BonbwmnHcTBo cnyqaes CINCA/NOMID — cnopaaunyeckue,
XOT$Si OnucaHbl ceMerHble cnydan 3aboneBanus [1, 6].
KnuHnyeckune npoasnenuns CAPS, Kak npasuno, ae6io-
TUPYIOT Ha NEPBOM oAy KM3HW C MOSIBIEHWMEM NMXOpaj-
KW, YPTUKAPHOM CbiNW, pa3BUTUEM PasnyHbIX BapnaHTOB
NopaKeHns CycTaBOB — OT apTpanrui 40 peuvanBupyto-
LEero v NepcuCTUpYIOLLEro apTpuTa Npu Taxenbix dopmax,
a TaKXKe rnopaxeHWem HepBHOM cucteMsbl [7]. B HacToswee
Bpems cuHapombl CAPS paccmaTtpuBatoT KaK KIMHUYECKUe



BapuaHTbl OHOM GONE3HU C Pas3/IM4YHOM CTEMEHbIO BbIpa-
EHHOCTU MPU3HAKOB M TSXKECTU NaTONIOrMYECKOro npo-
uecca, npu atom FCAS cuntaetca nerkon, MWS — cpeaHen
Tsxkectn, CINCA/NOMID — camon Tsxenon dpopmon CAPS
[1, 2, 8].

K HacTosiLiemy BpeMeHM HaKOMNeHO HeJoCTaTOYHO AaH-
HbIX MO BE[EHWI0, PaHHENW AMArHOCTUKE W OCOOGEHHOCTSIM
Tepanuun geter ¢ CAPS. U xoTs cTaHAapTOM AMArHOCTMKM
3ab6o/1eBaHNs ABNSETCS reHeTu4eckoe uccneaoBaHue, 3ano-
[103pPUTb ANArHO3 BO3MOXHO M Ha NOMMKIMHUYECKOM 3Tane,
4YTO HEOBXOAMMO A/ CBOEBPEMEHHOIO HanpaBaeHUs nauu-
eHTa B npodunbHbIM cTaumoHap. lNegnatpam Heo6XxoaAnMO
OblTb OCBEAOM/IEHHBIMW O HaNM4YMKM MOAOGHLIX 3aboseBa-
HWUI, CKPbIBAIOLWIMXCA NOJ «MacKamu» OHOLIECKOro apTpuTa
C CUCTEMHbIM Hayasom.

KNIUHUYECKUA NPUMEP

O nauueHTe

MaumeHT A., Bo3pact 1 rog 8 mec, NoCTynua B peBMa-
Tonornyeckoe otaeneHne Pray «HMWL, 3gopoBbs aeten»
MuHsgpaBa Poccun (MockBa) ¢ kanobamu Ha NOBbIWEHHYIO
Temnepatypy Tena (go 39°C), 06unbHYI NATHUCTO-Nanynes-
HYIO CbiMb, 607K B cycTaBax, 6€CNOKONCTBO, N1aKCUBOCTb.

N3 aHamHe3a )KM3HM W3BECTHO, YTO PeBGEeHOK OT BTO-
por 6epeMeHHOCTH, NpoTeKaBllen Ha GOHE XPOHUYECKOM
aHEMMKU U XPOHUYECKOrO APOXIKEBOr0 KOMAbMWUTA y Matepu.
Bo Bpems 6epeMeHHOCTN Y MmaTepn OGHaPYKEHO HOCUTENb-
CTBO LIMTOMErasoBUPYCHOM, reprnecBMpPyCHON M TOKcoMnas-
MEHHOM MHPEKUUU; Ha 36-1 Hea maTb NepeHecna OoCTpyto
pecnupaTtopHyto nHdekrumto (OPW). Poabl Ha 38-i Hea. Macca
Tena npu poxaeHun 3378 1, annHa Tena 52 cm. OueHka
no wkane APGAR 8/9 6annoB. BckapmnuBaHue ¢ poxae-
HUSI UCKyCCTBEHHOE. pOoTMBOTYGEpPKYyNe3Has BaKuUMHaLMA
B poAAoMe He npoBoAunach (0TKas mMatepu), pebeHoK npwm-
BuT (BLUK) B Bo3pacTte 10 mec. [epeHeceHHble MHDEeKLUK:
OPW Ha nepBOM rogy »W3HW. AnneproaHaMHes: nuuieBas
anneprug (1 rog 1 mec); Ha ¢oHe Npuema AMMeTUHAEHa —
yny4ylweHne COCTOSHUS.
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AHamHe3 60os1e3HM. PebeHOoK 3abonen B Bo3pacTe 1 roga
3 Mec, Korga cnycTa 1 mec nocne nepeHeceHHon OPY nosasu-
NUCb NATHUCTasA CbiMb Ha NULE W TyN0BULLE, YEPel3 HECKONb-
KO AHel — noBbllleHWe Temnepatypbl o 39°C. Manb4yukK
rocnuTannM3MpoBaH B NeanaTpuyeckoe oTaeNleHne no MecTy
KUTENbCTBA C AMAarHo3om «BupycHo-6akTepunanbHas MHbEK-
LiMs, acCOLIMMPOBaAHHas C NMOreHHbIM CTPENTOKOKKOM. lena-
TUT HesiCHOW aTuonoruun. JinmdageHonatus. OcTpas annep-
ruyeckast peakuusi. NepBUYHBbIA UMMyHOOEDUUUT?». [pu
NOCTYM/JIEHUN B KIMHMYECKOM aHanu3e KpoBM (MO LaHHbIM
BbIMMMCHOIO 3MNWKpKU3a) NENKOLMUTO3 [0 20><:I.09/n, NnoBbl-
LeHNe CKOPOCTK oceaaHuns apuTpoumTtoB (COJ) 0o 22 Mm/A.
Yepesd HEeCKONbKO HeAenb nocne BO3HUKHOBEHMS MepBbIX
CMMNTOMOB 3aboneBaHnsa pebeHOoK nepectan Xo0AuTb No Mpu-
YnHE ASIMTENbHOM YTPEHHEN CKOBAHHOCTM W BblpPaXKEHHOro
CYCTaBHOro CUHAPOMa C apTpanrusamMu CyCTaBOB HUMKHMX
KOHeYHocTen. B TeyeHne mMecsdua ¢ MOMEHTa MOCTynieHus
pebeHOoK noslyqan aHTMOGaKTEPUanbHyO U MPOTUBOBUPYCHYIO
Tepanuio (MHPopMaLma o0 npenapaTtax B BbIMUCKE OTCYTCTBO-
Bana) 6e3 NonoXUTENbHON AMHAaMUKK. B CBSI3M CO CTOMKOM
rmneprepmmen U HeadOEKTUBHOCTbIO aHTUOaKTEpPUaibHOM
Tepanuu Yepes Mecsl, nocne MNOCTYN/eHUsS BHYTPUBEHHO
BOAMACA pacTBOp AeKkcameTasdoHa no 0,25 mn 3 pasa/cyr.
B 6MOXMMUYECKOM aHann3e KpPoBM Npu NOCTYNIEHNU oTMeYe-
HO NOBbIWEHWE anaHMHamuHoTpaHcdepasbl (AJIT) u acnap-
TaTammnHoTpaHcdepasbl (ACT). lMpoBeaeHbl TPeXKpaTHbIN
noceB KpPOBMU, MMMYyHODEPMEHTHbIM aHanM3 Ha uuTOMEra-
NoBMpyC ¥ BuUpyc dnwTerHa—bapp, onpegeneHne aHtuTen
K BupycaMm renatuta B u C — BO Bcex cayyasx peaynbrat
oTpuuatenbHbii. 0 AaHHbIM KOMMbIOTEPHOW TOMorpadpum
(KT) opraHoB 6pIOLLIHON MOMOCTM — renaTocnieHoMeranus,
nmbageHonatus, onpegenseTcs yBefMyeHue Konuyectsa
napaaopTanbHbIX U NapakaBafbHbIX IMMbATUYECKKX Y3108
anametpoMm o 9 MM. PeHTreHorpamma oOpraHoB TpygHOWM
KNEeTKN — 6€e3 04aroBbIX U UHOUNLTPATUBHBIX TEHeW. MNauneHT
yepesd 1,5 mec nocne rocnutanu3auun B neguatpuyeckoe
oTaeneHune (Bosdpact 1 rog 4,5 mec) nepeBeleH B WHDEK-
LIMOHHOE OTAeNeHne KpaeBOW LEeTCKOM 60/MbHULbI C AUarHo-
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Cryopyrin-Associated Periodic Syndrome (CAPS) Caused
by ¢.943A>G Variant of NLRP3 Gene: Clinical Case

Background. Cryopyrin-associated periodic syndromes is a group of rare congenital autoinflammatory diseases such as familial cold
autoinflammatory syndrome, Muckle-Wells syndrome and chronic infantile neurological cutaneous articular syndrome. These syndromes
are considered as clinical variants of one disease with different intensity of clinical features and severity of pathologic process. The onset
of these syndromes is usually on the first year of life, and they start with fever, urticarial rash, various variants of joint diseases (from
arthralgia to residual and persistent arthritis) and nervous system disturbances. There are only single case reports of cryopyrin-associated
periodic syndromes in Russia. Clinical Case Description. The disease onset was at the age of 1 year 8 months with fever and rash as well
as generalized joint syndrome. Autoinflammatory syndrome was suspected due to to results of blood tests, MRI, molecular genetic testing.
Exons 2, 3 and 4 of TNFRSF1A gene and exon 4 of NLRP3 gene with nearby introns were studied with the method of direct automated
sequencing. The ¢.943A>G variant in heterozygous state in NLRP3 gene was revealed. The child was treated with IL-1 beta inhibitor
(canakinumab) with positive effect. Conclusion. Diagnostics of cryopyrin-associated periodic syndrome in children is the serious challenge.
Timely decision with help of molecular genetic methods is crucial for successful target therapy.

Key words: children, autoinflammatory syndromes, cryopyrin-associated periodic syndrome, TNFRSF1A gene, NLRP3 gene, IL-1
beta inhibitor canakinumab.
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¢.943A>G Variant of NLRP3 Gene: Clinical Case. Voprosy sovremennoi pediatrii — Current Pediatrics. 2019; 18 (4): 270-276.
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30M «OCTpbIM NEKapPCTBEHHbIN renaTuT, TAXKenoe TeYeHuer.
lMpoBeaeH ceponornyecku aHanau3 KpoBWM Ha ayTOMMMYH-
Hble renatuTbl — pe3ynbTaT oTpuuaTenbHbli. Pe6eHoK nony-
4yan Kypc Tepanuu rnioKo30-CONEBLIMU pacTBOpamMu 1 npea-
HM30/10HOM B f03e 13 mr/cyT. COCTOSIHME yNydLINAOCh Yepes
10 cyT nocne rocnutanndaunn. Manb4ymK BbliNMCaH JOMOMN.

B Bo3pacte 1 rog 5 mec y manbynMKka Ha GoHe MOSHOro
61aronoflyyns BHOBb MPOM30LLIO MNOBbIWEHWE TemnepaTy-
pbl Tena go 40°C, oTmevancsa peakuin Kawenb. Ha cnegyto-
MM OeHb pebeHOK Bbl1 OCMOTPEH Y4aCTKOBbIM NeaMaTtpom
W rocnuTanuM3vMpoBaH B neguMaTpuyeckoe oTaeneHue ropoa-
CKOW 60JIbHULbI C AMArHO30M «[JBYCTOPOHHASA MOJIMCErMEH-
TapHas MHEBMOHUS, OC/NOXHEHHAs ABYCTOPOHHUM MNEB-
puToM. JlenKemongHas peaKkuuss HeMTpoduIbHOro Tuna.
AHEMUS TSKeNow cTeneHn. JMcceMrMHMPOBaHHOE BHYTPUCO-
cyauctoe ceepTbiBaHue. enatut. CnneHomeranus. KaHamMaos
KOXXW CNU3UCTbIX 060104eK. MMMyHOaedUUMUTHOE COCTOS-
Hue. MNocnefcTBMe NepuHaTanbHOro MOPAXEHUS LIeHTpanb-
HOMW HEepBHOW CUCTEMbI: 3aMecTUTeNbHasa coobLlialollascs
rugpouedanus». BoinonHeHa KT opraHoB rpyaHOW KIETKM:
B S1-S2 npaBoro nerkoro cyénaeBpanbHO — OrpaHUYEHHbIN
y4aCTOK BOCMaMTENbHOMO YM/JOTHEHUS SIEFOYHOM TKaHW pas-
mepamu 3,0X1,5 cm, BEPXHAS rpaHULa KOTOPOro cinBaeTcs
C anuKanbHoMn nneBpon. Cneea B S1-S2 aHanorMyHbIn yya-
CTOK, HO MeHbLIKNX pa3dmepoB — 2,5X0,7 cM. B 3agHEM CUHY-
Ce 1 Mo X0y KocTaNlbHOM NeBpbl onpeaensercs HebonbLioe
KOJIMYeCTBO XKuaKocTn o6bemoM 300 ma cnpaBa u 150 mn
cnesa. Peakuus MaHTty ¢ 2 TE (mexxayHapoaHble Ty6epKyn-
HOBble eAnHMLbI), [IMaCKMHTECT — pe3ynbraT oTpULaTENbHbIN.
BbINnosiHEHbI 6GaKTEPMONOrMYECKMI NOCEB NPOMbIBHOW BOAbI
U3 enyfKa, a TaKkKe TpexkpaTHas noaumepasHas LenHas
peaKkuusa Ha KMCNOTOYyCTOMYUBbIE MUKOGAKTEPUM — pPE3Yy/b-
TaT oTpuuaTenbHbin. O6WMIA U UMMYHONOrMYECKUIA aHanus3
KPOBW MpW NOCTYMAEHMM (MO AaHHLIM BbIMUCHOMO 3NUKPKU3a):
reMorno6uH 55 r/n, neikouuntsl 30,77X10%/n, AMMdOLMTHI
7,1%, uMpKynupytole uMmyHokomnneKkeol 60 yen. eq., CD20
26,7%, CblBOPOTOYHbIN (eppuTnH 1351 Hr/mn. Ha doHe
aHTM6aKTepManbHON Tepanuu W MNepeanBaHUs OTMbITbIX
3PUTPOLMTOB COCTOSIHME pebeHKa OCTaBanoCb TSAMKENbIM.
JlnxopaaKy yaaBanocb KynupoBaTb TONbKO BBEAEHMEM [EK-
camMeTa30Ha BHYTpMBeEHHO no 0,25 mn.

Yepes 2 Hep nocne rocnutanu3auuuM B neauaTpuye-
CKOe OTAeneHue ManbyuK 6bll nepeBefeH B TopaKasbHoe
oTAeNneHne KpaeBOW [OETCKOW 60nbHUUbI. [pu nocTynne-
HUW B KJIMHWMYECKOM aHanvM3e KpoBW (MO AaHHbIM BbIMKUC-
HOro 9nuKpusa) nenmkouuTos (nenkoumutol 31,3-18,7-
22,6X10%/n — TPUMAbI B3ATHI aHanU3 KPOBW B AUHAMMU-
Ke, 30ecb M panee), TPOMOGOLMUTO3 [0 520><109/n, NoBbI-
weHne CO3 po 28 MM/Y. BUOXMMUYECKUI aHann3 KpOBM:
nosbiwenune ANIT (72,3-22,4-19,4 Eg/n), ACT (46,7-47,4—
40,2 Ea/n). PeHTreHorpadua oOpraHoB TFpPyAHOW KNETKU:
[BYCTOPOHHSI1 04aroBO-C/IMBHAsi MHEBMOHWS, PEAKTUBHbIM
nnespuT. Pe6eHKy npoBeaeHa NyHKUUS rpebHen noaB3aoLl-
HblX KOCTEM — MPU3HAKOB NaTOreHHon nponudepaumm
He BblIB/ieHO. B TopakanbHOM oTaeneHun B TeveHme 12 cyt
npoBoaunacb aHTubakTepuanbHas Tepanus: MepPoneHem
B go3de 250 mr/3 pasa, nuHe3onuna no 130 mr, dochomu-
uMH no 1200 mr/3 pasa, BaHKoMWUUMH no 180 mr/4 pasa;
NpPOTUMBOrpMGKOBaa Tepanus — HaTaMULUMH; BHYTPWMBEH-
HOe BBeAeHWEe HOPMaNbHOro MMMYHOrnobynvHa 4YenoBeka
B fo3e 65 ma N¢ 5. Ha 6-e cyT rocnutan1saumm y naumeHTa
oTMeyvasncs oTeK mexdanaHroBblX CycTaBOB ManblLEB NeBOM
M nNpaBow KUCTU. [pn oCcMOTpe peBMaTosoroM yCcTaHOBMEH
anarHo3 «HOHOLWeCKUn nanonaTMyecKku apTpuT C CUCTEM-
HbIM Ha4yanom», B CBA3M C YeM pebGeHOK nepeBeleH B peB-
MaToflorMyeckoe OTAENlEeHWEe KpaeBOW [OETCKOM 60MbHULbI.
Mpn nocTynneHmn coctosiHMe pebeHKa Taxenoe, macca Tena

12,4 Kr (6-" UEeHTWIbHbIM Kopuaop), pocT 80 cM (4-1 ueH-
TUNbHbBIV KOPUAOP). ManbynK NAaKCUBbIN, KanpuaHbli. CuguT
C OMopoW Ha noAaywku. 3nusodbl nuxopagkn (38-39°C)
no 3—4 3a CyTKMU, CbiMb NO BCEMY TENY C YHETKUMU rpaHuLaMu.
KOXHbI NOKPOB 6/e4HbIN, CyXOW, BblpaxKeHa MPaMOpPHOCTb,
KanunnapuT Ha Koxke nagoHen. CycTaBHOM CUHOPOM: He BCTa-
€T Ha HOrW, KoXKa Haj KOIeHHbIMK U FTONEHOCTOMHbIMK CyCTa-
BaMW ropsyas, cyctaBbl AedOPMUPOBaHbI C ABYX CTOPOH.
OTMevaeTcs TakKe gedopmaums MexxdanaHroBblix CycTaBoB
BTOPOro W TPETbEro nasnbLEeB KUCTEN PYK C OrpaHU4YeHUEM
ABU¥KeHUS. [0 JaHHbIM PEHTIEHONOMMYECKOro nccnegoBaHms
OpraHoOB rpyaHOM KNETKM — MPU3HAKK OBYCTOPOHHEN NOK-
CErMeHTapHoOn MHEBMOHWU C MOSIOXKUTENbHOW AWMHAMWKOW.
YneTpa3BykoBoe uccnegosaHue (Y3M) 6ptoliHOM NONOCTU —
renatocnieHomeranmsa. Y3W KONeHHbIX CycTaBOB — MpU-
3HAKW CMHOBMUTA KONEHHbIX CYCTaBOB, apTpWTa roneHocTon-
HbIX CYCTaBOB. JneKTpoKapauorpadus: pUTM CUHYCOBbIN
142 /MuH; onddy3Hble U3MEeHeHUs MuoKapaa. PebeHky
BbICTaBNeH AuarHo3s: «HOHOWeCKUM apTpUT C CUCTEMHbIM
Havyanom». Mo KM3HEHHbIM MOKa3aHMSAM pelleHO MPOBECTH
Tepanuio reHHo-UHKEeHEPHbIM GMOIOTMYECKMM NpenapaTomMm,
MHITMBUTOPOM WMHTEPNENKUHA 6 Toumnmdymabom M3 pacye-
Ta 12 mr/kr 1 pa3 B 14 cyt (140 wmr). Ha ¢oHe BBeaeHus
Tounnmndymaba (B TedeHue 3 cyT) oTMeYeHa HopManunsauus
TemnepaTypbl. KynMpoBaHue KOXHOro cuHapoma mnpou30-
W0 nocne nynbc-Tepanuu MeTunpesHn3onoHom. OTMeYeHo
yayylweHne no CyCTaBHOMY CMHAPOMY: Maflbi4MK CaMOCTO-
ATENbHO CWUAMT, ONMPAETCHs Ha HOMM, UrpaeT UrpywKamu.
OaHako addeKT OT Tepanuu 6bi1 KpaTKOBPEMEHHbLIM. Yepes
2 Hep nocne nepson MHOY3UMKM NpenapaTa BHOBb HayanaucCb
3NM30/bl NOBbIWEHUS TemnepaTypbl 4o 38°C (oanH pas B CyT-
Ku, Yawe ytpom — B 04:00-06:00), oTMeYeHO nosiBNeHne
apuTemMaTo3HoM cbinn. NpoBeaeHa BTopas MHPY3us (Yepes
14 cyt) Tounnmzymaba B go3vposke 140 Mr. KnuHu4eckum
aHanuM3 KpoBM Mocne BTOPOro BBeAeHUs Touunusymaba:
neikouuTbl 8,67X102/n, aputpountsl 4,05X10%2/n, remo-
Fo6uH 95 r/n, TpoMGouuTel 580%10%/n, CO3 20 MM/A.
Bbuoxmmunyecknn aHanm3a kposu: ACT 36 Ea/n, AJIT 15 Ea/n,
CbIBOPOTOYHbIN dpeppuTnH 834 Hr/mn. Ha ¢oHe TpeTbero Bee-
[eHus Toumnusymaba (Yepes 6 Hef nocne NepBoro BBeAeHUs
npenapaTa) BO3HUKNA anfnepruyeckas peakums B BUAE APKO
BblpayKEHHOM CbiNK MO TUMY KpanuBHULbI NO BCEMY Teny, oTe-
Ka YLWHbIX PaKOBWUH, KNUCTEW pyK. NHDY3KMsa npenapaTa 6biia
npeKpalleHa. Y4uTbiBas BbllleyKa3aHHble U3MEHEHUS, pas-
BUTUE BTOPUYHON HEIDDEKTUBHOCTU TOUMNN3YyMaba, pebeH-
Ky PEKOMeHAOBaHa rocnutann3auus B peBmartonormyeckoe
otaeneHne HMWLL 3gopoBbs geTen.

HacnenctseHHbI aHamHe3. MaTb — pyccKas. boneet xono-
[0BOM KpanuBHWLEW, BbisiBNeHa MyTauus ¢.943A>G B retepo-
3UrOTHOM COCTOsiHMM B reHe NLRP3. Otel, — apMsiHUH.

B petctBe, co cnoB maTepu pebeHKa, oTMeYanncb nepu-
OAMYECKME NUXOPAAKKM C 6ONbIO B XXMUBOTE.

dusukanbHaa gMarHocTUKa

BnepBble B peBMatosiornyeckoe otaeneHne HMNL, 3go-
poBbs AeTen pebeHOK nocTynun B Bo3pacTe 1 roga 8 mec,
yepea 6 Mec OT Hadana 3aboneBaHusa. CocTosiHME MpwU
MOCTYNMIEHUM PaCLLEHEHO KaK TSenoe B CBA3M C BbICO-
Kon Temnepatypon Tena (38,6°C), NpuU3HaKaMu KOXKHOTO
M cycTaBHOro cuvHgpoma. lNonoxkeHuve pebeHka B NOCTeNU
aKTMBHOe. Macca Tena 12,5 Kr, poct ctosa 83,5 ¢cM (4o aToro
Macca Tena coctasnsna 12,4 kr, poct — 80 cm). CocTosiHne
NUTaHWS COOTBETCTBYET BO3pacTy. KoxHbI MOKpOB 6nea-
HO-PO30BbIN, C 0O6UNBHOW NATHUCTOM HESPKOW YPTUKapPHOM
cbiNblo Mo Bcemy Teny (puc. 1). JiumdbaTtndyeckune yanbl
3HAYUTENbHO YBENWYEHbl: NanbNUPYOTCA 3aTblNOYHbIE
(0o 1,0 cm), 3agHue wenHble (4o 1,0 cMm), nepegHue WenHble



(mo 1,0 cm), nogyentocTtHble (4o 1,0 cM), MHOXECTBEHHbIE
noagmbileyHblie (4o 1,0 cm), naxoBble (4o 1,0 cm); 6e360-
Nle3HEHHble, He cnasfHbl MeXay COO60M U C OKpyXaloWnmm
TKaHAMKU. KocTHasa cuctema 6e3 BblparKeHHbIX Aedopma-
umn, popma Yepena oKpyrnas, rpyaHas Knetka UuanHapK-
yecKas. TOHyC MbllWL, CHUXeH. HabnogaeTrcs reHepannso-
BaHHbIM CYyCTaBHOM CUMHAPOM C OTEKOM B MexdbanaHroBbix
cycTaBaXx KUCTEW W CTOM, Ny4e3ansiCTHbIX, JIOKTEBbIX, KONEH-
HbIX, FOIEHOCTOMHbIX cycTaBax ¢ 60/Ie3HEHHOCTbIO, OrpaHu-
YeHWeM MNOABWKHOCTU; HabNlogaeTcs TaKXe orpaHuyYyeHue
[ABUXXEHUIN B BUCOYHO-HUKHEYENIOCTHbIX CyCTaBax M LWWEeMHOM
oTaene NO3BOHOYHMKa (puc. 2). Kynak cobupaeT HeMOTHO.
B Tasob6efpeHHbIx cycTaBax ABUMKEHUS NMPaKTUYECKU OTCYT-
CTBYIOT, NMOXOAKA M3MEHEHa Mo TWUNYy «yTUHOWM», BanbrycHas
nedopmaumns 6eaep v roneHen.

MpepBapuUTenbHbIA AUArHO3

Ha ocHoBaHWKW aHaMHe3a 3a60neBaHns U AaHHbIX GU3K-
Ka/lbHOr0 OCMOTPa MoCTaBNeH npeaBapuTeNbHbIM AMarHos:
«HOHOLWECKMIN apTpUT C CUCTEMHbBIM HavanoM. AytoBocnasnu-
TeNbHbIN CUHAPOM (?)»

AnHamMmuKa u ucxopabl

JlaGopaTopHble uccaegoBaHus

Mpu rocnuTann3aunn B peBMaToNOrMyeckoe oTaeneHme
HMMWL, 3g0poBba geTen B KIMHMYECKOM aHanmn3e KpoBu
runoxpomHasa aHemwusa (Hb 82 r/n npu Hopme 110-135),
TpomM6oLuTO3 (TpoMGOLMTE 650X10%/n npu  HopMme
150-580), nosblweHne CO3 pgo 45 mm/4 (Hopma oOT 2
a0 10). B MMMyHONOrM4eCKOM aHanM3e KpOoBW MOBbILIEHME
CbIBOPOTOYHOW KOHLUEHTpauun C-peaKTMBHOro 6enka Ao
97 mr/n (Hopma go 5), nosbiweHue IgE 6onee 1000 ea/mn
(Hopma ao 60), NnoBbllWEeHWE KOHLEHTPALMK CbIBOPOTOYHOIO
depputrHa o 2335 Hr/mn (Hopma 15-80).

UHCTpyMeHTaNbHbIe nccaefoBaHUs

KT KOMeHHbIX CyCcTaBOB: MPU3HAKW CUHOBMTA C 06EUX
CTOPOH. MarHuTHo-pe3oHaHcHas Tomorpadusa (MPT) ronos-
HOr0 MO3ra: NPU3HaKK 04aroBbIX U3MEHEHMI 6enoro Belle-
CTBa roN0BHOIr0 Mo3ra JIOGHOW M BUCOYHOW [ONen cnpasa,
NepuUBEHTPUKYIAPHAsA NenKkonaTms, yMepeHHoe paclnpeHune
HaPYXXHbIX U BHYTPEHHWUX NIMKBOPHbIX MPOCTPAHCTB, cybart-

Puc. 1. MNaumeHT A., Bo3pacT 1 roa 8 mec: o6wmit BUa pebeHka
npv rocnuTann3auunu B peBMaToNiorMyeckoe otaeneHve

OrayY «HMUL, 3gopoBbs getei»

Fig. 1. Patient A., 1 year 8 months: general appearance

of the child at hospitalisation to rheumatology department

of FSAI NMRCCH

lMpumevaHue. A, b — ypTUKapHble, 3pUTEMaTO3HbIE BbIChbINaHUs
Ha Koxe.
Note. A, b — urticarial, erythematous rash.

Puc. 2. MNMaumneHT A., Bo3pacT 1 roa 8 mec: nopakeHue cycTaBoB
npu rocnutTanuaauuun B peemartosiornieckoe otaeneHne Gray
«HMWLU, 3gopoBbs aeten»

Fig. 2. Patient A., 1 year 8 months: joint disease at hospitalisation

lNpumevaHue. A — runepemus u gedopmaunsg MexdbanaHroBblx
cycTaBoB 2-ro 1 3-ro nanbLes NpaBon KUCTU. b — akccyaatmBHO-
nponudepaTMBHble UIBMEHEHUS B KONIEHHbIX CycTaBax.

Note. A — hyperaemia and deformity of digital joints of 2nd and
3rd fingers of right hand. B — exudative and proliferative changes
in knee joints.

poduna No6HO-BUCOYHbIX OTAENOoB Mo3ra (puc. 3, A, b). MPT
OopraHoB GPIOLLIHOM MOSIOCTM U Masoro Tasa: renatocnieHo-
Meranus, YMEpPEHHbIE CTPYKTYPHbIE U3MEHEHUS MAPEHXMUMbI

Puc. 3. MauymeHT A., Bo3pacT 1 rog 8 mec: MPT-npn3HaKku CUCTEMHbIX NposiBneHun CAPS
Fig. 3. Patient A., 1 year 8 months: MRI signs of CAPS systemic symptoms

MpumedaHne. A, b — cTpenKkaMu oTMeYeHbl 04aroBble M3MeHeHUs 6e10ro BeLlecTBa rosloBHOro Mo3ra JJ06HOM U BUCOYHOW JoNen cnpasa,
NepuBEHTPUKYNAPHaNA NenKonatns; B — 3HauuTenbHoe yBeiMiyeHne neveHn U cene3eHKku (CTpenKamm oTMeYeHa BblpaXKeHHas

nMmdaaeHonaTua Me3eHTepuasibHbIX U NaxoBblX Y3/10B).

Note. A, B — arrows show focal change in substantia alba of right frontal and temporal lobes, periventricular leukopathy; B — significant
hepato- and splenomegaly (arrows show significant lymphadenopathy of mesenterial and inguinal lymph nodes).
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KnuHu4yecKoe Ha6GnogeHue

neyeHu. BblparkeHHaa numdageHonatusa (puc. 3, B). KT
rPYAHOM MONOCTU: MPU3HAKM MHOMKECTBEHHbIX TpaHCMyb-
MOHa/bHbIX YY4ACTKOB YMAOTHEHUS NIerO4YHOM TKaHM 060MX
NEerkmnx (Henb3s WMCKIYUTbL BOCMaNUTENbHbIE M3MEHEHWS)
C yTONWEHWEM NNEBPAbHbIX IMCTKOB, HATMYMEM MUHUMASb-
HOr0 XXMAKOCTHOIO COAEPKMMOr0o U BHYTPUTPYAHOW Nnumda-
neHonaTtnun. 33odaroracTpoayoaeHOCKONUS: racTpuT, ayoae-
HWT, €IOHUT, Ayo[eHOoracTpanbHbin pednioKc. KonoHocKonus:
3HAOCKOMMYECcKasa KapTMHa pacrnpoCcTPaHEHHOro KonuTa,
CUrMOWANT, MPOKTUT, COUHKTEPUT.

KoHcynbTaynm cneynaamcros

3aK/oyeHe HeBposiora: o4aroBble M3MEHEeHUs 6eno-
ro BellecTBa rosloBHOro Mo3ra 0O6HOM M BUCOYHOW Jonen
HOCAT COCYAMCTbIM XapaKTep M TpebylT AUHaMWUYECKOro
KoHTpona MPT. 3aknioyeHne cypaonora: NaTtonornu ciyxa
He BbISIBNEHO. 3akntoyeHre odpTanbMoora: NatonormyecKmx
M3MEHEHWW MasHOro AHa, NPU3HAKOB YyBeWTa, KaTapaKTbl
He BbISIBNIEHO; AMCKM 3PUTENbHbIX HEPBOB HE U3MEHEHbI.

MoneKynspHo-reHeTH4eCKas AUarHoCTUKa

YauTblBasi TAKECTb COCTOSIHWSA, PE3UCTEHTHOCTb K CTaH-
OapTHOM NPOTMBOpPEBMATUYECKOM Tepanuun, HeapdeKTuB-
HOCTb TE€HHO-WHXXEHEePHOro G6MON0rMYecKoro npenapata
nepBoM SIMHWKM MPU CUCTEMHOM BapUaHTE KOHOLECKOIO
namMonaTtM4yeckoro aptputa, y pebeHKka 3anofo3peH ayTo-
BOCManUTENbHbIA cHHAPOM. MeTogoM NpsIMOro aBTOMaTw-
YECKOro CEeKBEHMpPOBaHUA OblIM UCCEAO0BaHbl 3K30HbI 2,
3 1 4 reHa TNFRSF1A v 04 reHa NLRP3 ¢ npuneratouwmmm
WMHTPOHHbIMKW o6nacTamMu. BoiasneH BapuaHT ¢.943A>G reHa
NLRP3 B reTep0o31MroTHOM COCTOSIHUM, MPUBOASILLUIA K U3ME-
HEHWUIO CTPYKTYpbl 6enKka KpuonuvpuHa. BbiiBneH Takke
BapuaHT reHa MEFV.

KnunHn4yeckmni gnarHos

Ha ocHoBaHWK pe3ynbraTtoB o06cnefoBaHus pebeH-
Ky noAaTBepKaeH AuarHos «KpuonuMpuHaccouumMpoBaHHbIN
cuHapom (CAPS). CeMenHbIn cnyvam».

MeauLumnHCKne BMeLlaTeIbCTBa

YuutbiBasg dopmMy 3aboneBaHus, HeJoCcTaTouHyo apdeK-
TUBHOCTb paHee MnpoBOAMMOM Tepanuu (Tounnusymao),
pebeHKy Ha3HavyeHa naToreHeTMyecKas Tepanus reHHo-
WHXXEHEPHbIM OMOSIONMYECKMM MpenapatoM — WHIMOUTO-
pOM WHTEpNenknHa 1 KaHakMHymMaboM AN MOAKOMXKHOro

Puc. 4. MNMauneHT A.: ucTopus pa3BuTus 3ab6oneBaHuns
Fig. 4. Patient A.: disease development

BBeAeHWs B Ao3e 4 Mr/Kr Ha BBedeHue 1 pas B 4 Hep.
B Bospacte 1 roga 9 mec (4epe3 Mecsl, nocne rocnu-
Tanusauuu) NpoBefeHO nepBoe BBefeHWEe KaHaKWHyma-
6a B [0o3upoBKe 52 MI. Yepe3 HEecKONbKO AHEW nocne
nepBOro BBEAEHUS KaHaKMHymaba OTMeYanocb Kynuposa-
HWe BbICbIMaHWM, OAHAKO ManbyMK MNPOACIKA NXOPAaUTb;
COXpaHanuCb renatocnaeHomMmeranus, numdbageHonaTvs,
pasBunca remodaroumtapHbii CUHAPOM. 10 KMBHEHHbIM
NoKa3aHWsM peBeHKy Ha3HayeHbl MIOKOKOPTUKOCTEPOU-
[bl AN9 nepopanbHoro npuemMa (NpeaHn30/0H B 4O3UPOBKE
2 Mr/Kr Ha BBeaeHue, 25 Mr/cyT) U ans BHYTPUBEHHOro
BBEAEHUS (AeKCamMeTa30H B [03WpoBKe 20 Mr/M2 B CyTKM
B ABa npuema). B TeyeHne HeCcKoNbKUX Hedenb Ha ¢doHe
Tepanuu coctosiine pebeHKa 3Ha4YUTENbHO YIyHLWKMNoCh —
KynupoBanucb fMxopafKka, Cbifb, renatocnjeHoMmeranus,
numdageHonaTus, CycTaBHOM CMHAPOM; YAYYLMIOCHL CaMo-
yyBcTBME. [IpoBEAEHO BTOPOE U TpeTbe BBEAEHWE KaHaKu-
HyMaba B O03MpPOBKe 52 MI — annepruyeckon peakumu
He 6blno. Ha ¢oHe Tepanuu KaHaKMHymabom 6blIn OTMe-
HEHbl BHYTPUBEHHbIE TIOKOKOPTUKOCTEPOUALlI U CHUMKEHA
0o 18,75 mr/cyt ao3a [MOKOKOPTUKOCTEPOMAOB ANs nepo-
panbHOro NpMemMa ¢ peKoMeHAauUUsIMu K NocTeneHHOMY CHU-
KEHMIO MO MECTY KMUTeNbCTBa A0 NOSHON OTMEHbI.

MporHos

lMporHo3 y nauueHTa 3aBuUCUT OT cuHapoma CAPS.
OCHOBHOE TpO3HOE OC/IOXHEHUSA 3TOro 3abofieBaHUa —
amunongos. Y nauueHTtoB ¢ cuHapomom FCAS cnyvyan amu-
nongosa WCKIYUTENbHO peakn (2—4%). Mpu cuHaopome
MWS amwunonpgos passuaetca B 20-40% cnyyaes, npwu
cuHapome CINCA/NOMID — 6onee yem B 40%. OgHako
Tepanus KaHaKMHymMaboMm 3Ha4yWUTeNbHO YyBEIWYMBaET Mpo-
LOMKUTENBbHOCTb KM3HU GOJIbHBIX U CHUXKAET PUCK BO3HUK-
HOBEHWUSA amuionaosa [1].

BpemeHHasn wKana
McTopusa pa3sutua 3abonieBaHus NauneHTa npeacrasne-
Ha Ha puc. 4.

OBCYXAEHME

B cTaTbe npeacTaBneHO OnmncaHue KIMHUYECKOro cayyas
KPMOMMPUHACCOLMUPOBAHHOIO MEPUOANYECKOrO CUHAPOMA,
Bbl3BaHHOIO M3MEHEHUEM HYK/IEOTUAHON NOCneaoBaTeNbHOCTH
reHa NLRP3. PaHee 3TOT BapuaHT 6bl1 ONMUCaH y NauueH-
TOB C KPMOMUPHUHACCOLMMPOBAHHBIM NEPUOANYECKUM CUHA-

ChiMb Ha f1LE, TMXOpaKa,

3popoB
AOP numdbaneHonatus

MpucoeanHeHUs reHepan3oBaHHOro
CyCTaBHOr0 CHHAPOMA, Ha3Ha4YeH1e
Tepanuu ToLMnn3yMmabom

CAPS?

OPBY Jluxopaska, cbinb,

renarocnieHomMmeranusa, NHEBMOHNA,
OC/IOXXHEHHada NJ1eBpuUTomM

HeaddeKTMBHOCTL TEPaANnK
TOLMAN3YyMaboM, yxyaleHue
COCTOSIHUS, rocnuTann3aLms

[narHos: IoHOLIECKUI apTpuT
C CUCTEMHbIM HayanoM.
AyToBOCNaNMUTENbHbIN
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netei» M3 PO

CUHAPOM (KPUOMMUPUH-
acCOLMMPOBaHHbIN
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pomom [9]. CornacHo 6a3e gaHHbix OMIM*, BapuaHTbl reHa
NLRP3 onucaHbl y naunMeHToB ¢ cMHApoMoM Makna-Yannca
[OMIM 191900], ceMeKrHbIM X0/040BbIM ayToBocnanun-
TenbHbIM cuHapoMmom [OMIM 120100], a Takxe ¢ CUHAPO-
MoM CINCA/NOMID [OMIM 607115]. BaxHO OTMETUTH,
4YTO TSXKecTb AebloTa 3abonieBaHMs NauueHTa obycnoBieHa
HanM4YMeM M3MeHeHWU HYKNeoTUAHOM NocneaoBaTelbHOCTH
1 B reHe MEFV, onucaHHbIX paHee y 60/bHbIX C nepuoanye-
CKon 6onesHbto [10, 11]. MHTepec npeacTaBieHHOro Hamu
cnyyasi 06ycnoB/ieH TaKXe n Tem, 4To 0b6a poautens pebeH-
Ka MMeloT ayToBOCnanuTesbHble 3a60feBaHUsi — y MaTepu
ofgHa n3 ¢opm CAPS (xonopgoBas KpanuBHMUA), Y OoTLUA@ —
nepuoanyeckasi 60/1e3Hb.

Mo paHHbIM peructpa Eurofever (2009-2013 rr.,
56 cTpaH), B MuUpe 3apernctpmpoBaHo 230 nauMneH-
T0B ¢ CAPS. CpegHun Bo3pacT gebiota CAPS cocTtaBnser
0,7 roga; 601b B XMBOTE peructpmpytoT y 11%, adpTO3HbIN
ctomatnt — y 18%, aptpanrum — y 92%, KOHbIOHKTUBUT —
y 71%, reHepanu3oBaHHyl0 numdageHonatmio — y 13%,
ro/IOBHYtO 60/Ib — Yy 69%, NATHUCTO-NanyNe3Hy CbilNb —
y 19%, mnanrmn — y 51%, HEMPOCEHCOPHYIO TYroyxocTb —
y 44%, onuroaptput — y 25%, nanunnosgemy — y 31%,
nepukapant — y 3% nauMeHToB, yPTUKaAPHYIO Cbilb — Y BCEX
60/bHbIX [12]. B onncaHHOM HaMu cnyvyae pebGeHOK MMen
6O0NbLUIMHCTBO AMArHOCTUYECKUX KpUTEpPUEB M3 Bblllenepe-
YUCNEHHbIX (paHHWMW BO3pacT gebioTa apTpanruu, CbiMb,
NiMXopajKa), OAHAKO ero COCTOSIHMe He Cpa3y pacueHWIu
KaK aytoBocCnanuTenbHbii cuHapoM. AuddepeHunanbHas
AMarHoCTMKa NpPoBOAMTCA B MEPBYO ovepelb C CUCTEMHbBIM
BapWaHTOM OHOLIECKOro MANOMATUYECKOro apTpuTa, MHOEK-
LIMOHHBbIMW 3a60/IEBAHUAMWU U UX OCNOXKHEHUAMMU (CEMCKUC),
KOXHbIMW 3aboneBaHUsIMU (Hanpumep, KOHTaAKTHOM XOJo-
[I0BOW KpanuBHULIEN), 3N10KA4YE€CTBEHHbIMM 3ab601eBaHUAMMU
KpPOBW ¥ NMMATUYECKON CUCTEMbI, @ TaKXKe C APYyruMu
ayToBOCMNaNUTENbHBIMKU CUHAPOMaMK (MEPUOLUYECKUM CUH-
APOMOM, accoLMMPOBaHHLIM C MyTalLMen reHa peuentopa
daKTopa Hekposa onyxonu; runep-IgD cuHgpomom). [Ans
WCKOYEHUS BCEX BblLLENEPEYNCIEHHbIX COCTOSTHWI NaLneH-
Ty 6blM NPOBeAEHbl HEOBX0AMMbIE AUArHOCTUYECKME MEPO-
npusaTtus, B YactHoct MPT Bcero Tena ¢ KOHTpacTupoBa-
HUEM, MYHKLMS KOCTHOro Mo3ra, Y3M BHYTPEHHWX OpraHoB,
nabopaTtopHble aHann3bl KPoBW (0OLWWWK, BUOXMMUYECKUNA,
WMMYHOJIOTMYECKUI), a TaKXXe MOJNIEKYNSAPHO-reHeTUYecKoe
ncecnepoBaxue. lNocnegHee B HacTosee BPEMS UIPaET KIto-
4yeBylO ponb B anarHoctnke CAPS-cuHapomMoB. o gaHHbIM
nuTepatypbl, onncaHbl 177 BapuaHToB reHa NLRP3, cBsi3aH-
HbIX C Pa3/IMYHbIMU KIMHUYECKMMU PpeHoTunamu [3, 4, 13].

CornacHo coBpeMeHHbIM pekomMeHaauusam [14], nede-
Hue peten ¢ CAPS wuHrnébutopamu uHTeprenkuHa 13
JO/MKHO Ha4YMHATbCs KaK MOXHO paHblle M MPOBOAUTb-
c PaKTUYEeCKU MNOXKU3HEHHO. IPPEKTUBHOCTb APYrMX
NIEKapPCTBEHHbIX CPEACTB, B T.Y. APYrUX FEHHO-UHKEHEPHbIX
6MONOrMYEeCcKMX npenapaToB, HECTEPOUAHbIX MPOTUBOBOC-
nanuTenbHbIX NPenapaToB U MIOKOKOPTUKOCTEPOUIOB, HE
fJOKasaHa. B paHAOMW3MPOBaHHbIX KIMHWYECKMX Mcche-
LOBaHWAX YCTAHOBJ/IEHbI BbiCOKast aPOEKTUBHOCTb U XOPO-
lwas nepeHocuMOoCTb KaHakKuMHymaba y 60nbHbix CAPS,
a TaKXXe OTCYTCTBME Cepbe3HblX MOBOYHbIX 3IPPEKTOB
[15-17]. OcnoxHEHNN 1 HeXKenaTeNbHbIX peaKkLuui BO Bpe-
MSl UHbEKLMW MW B MEpPBble Yacbl Nocne Hee He 3aduK-
cupoBaHo [15-17]. Ocoboro BHMMaHWUA TpebyeT npeay-
npexaeHne nosiBAEHUa cepbe3HblX MHOEKLMN BO BpeMms

*  OMIM (aHrn. Online Mendelian Inheritance in Man — MeHaeneBcKoe HacnefoBaHue y YenoBeKa, OHNanH) — mMeauumMHCKasa 6a3a AaHHbIX

M0 U3BECTHLIM FreHETUYECKUM 3a60neBaHNAM.

fle4yeHns KaHakKnHymabom, BBMAOY 4H4ero Heobxoaum Tuwia-
TeNbHbIH MOHWUTOPWHI COCTOSIHUS MalMeHTa B npoLlecce
1 nocne ne4vyenus [18-20].

3AK/IIOMEHME

KprvonMpuHaccounMMpoBaHHbIM MEPUOAUYECKUIA CUHA-
poM, AeBTUPYIOLLMIA B paHHEM BO3pacTe, MOXET NpoTeKaTb
nof MacCKOM CUCTEMHOrO KBEHWIbLHOr0 MAMOMATUYECKOro
apTpuTa C arpeccuBHbIM TeyeHueM, 06ocTpeHnem 3aborse-
BaHWS Ha QOHE CHUXKEHMS LO3bl MMIOKOKOPTUMKOCTEPOUIO0B
W, KaK npaBuno, HeaddEKTUBHOCTLIO TOUMNM3yMaba — nep-
BOW JIMHMKW Tepanuu HOHOWECKOro apTpuTa C CUCTEMHbIM
Havanom. [na BepuduKauMm AuMarHo3a KpPUOMUPHUHACCOo-
LLMMPOBAHHOI0 NEepMoaM4ecKoro CMHApomMa W NpPoBeAeHMs
TapreTHoM Tepanuun AeTIM C KITMHUYECKON KapTUHOM CUCTEM-
HOMO HOHOLIECKOro apTpuTa HEO6X0AMMO NPOBOAMTbL MOJe-
KYNSIpHO-rEHETUYEeCKoe uccnefoBaHMe [Ans UCK/IOYEHMUS
WKW NOATBEPXKAEHUS MOHOIMEHHOro ayToBOCMaIUTENbHOMO
cvHapoMma.

WHO®OPMUPOBAHHOE COINIACUE

OT poautens pebeHka (MaMmbl) MOAY4YEHO MUCbMEHHOE
MHPOpPMUMpPOBaHHOE AOBPOBOMILHOE cornacve Ha nybnuKa-
LMIO OMUCaHUS KIMHMYECKOro cryyas (gata noanucaHus
11.10.2017 r.).
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