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AxtyanpHocTh. Kpuonupun-acconunpoBaHHble
nepuogandeckue cuuapombl (KAIIC) npencraBiasior
co0OI TPYIITY PEIKUX ayTOBOCIATUTENbHBIX 3200-
JIeBaHUI, KOTOPasl BKJIOYAeT CeMeWHBIN X0JI0/I0BBII
ayTtoBocnamuTeabHbiii cuagapoM (FCAS), cunapom
Maxkna — Yamica (MWS) u XxpoHndecKkuii MjiajieH-
YeCKUil HeBPOJOTUYECKUUN KOXKHO-apTUKYJISPHBIN
cungipom (CINCA), u3BecTHBIH TaKKe 10T Ha3BaHU-
eM MJIaJIeHIecKOe MYJBTHCUCTEMHOE BOCIAIUTEb-
Hoe 3abosesanrie (NOMID) [1, 2]. 9ty cuHapOMBI
OBLIN TIEPBOHAYAJIBHO ONMHUCAHBI KAK OT/ETbHbIE
HO30JI0TUYeCKUe (DOPMbI, HECMOTPST HA HEKOTOPbIE
KJIMHUYECKHUEe CXOJICTBA: Y MallMEeHTOB YacTO IPU-
CYTCTBYIOT TIepEKPECTHbIE CUMIITOMBI, BKITIOUAS JIN-
XOPaIKy, KOKHYIO ChITIb, HATTOMUHAIOIIYIO KPaITiB-
HUILY, ¥ TIOPa’KeHNe CYCTaBOB PAa3JIMUHON CTeTleH!
TSYKECTH, CBI3aHHOE C CUCTEMHBIM BOCIIAJIEHUEM |3,
4, 5]. Otn Tpu 6OJIE3HU MTPEACTABISIOT COOOI KOHTH-
HyyM 110 crenieHu Tsikectu: FCAS sBaigercs nerkum
sabonesannem, CINCA/NOMID — naubosee Ts-
JKesbiM, a 60s1bHbIe MW S nMeroT mpoMesKyTOUHbII
denorurn. B ocnose natorenesa KAIIC nexur myrta-
st teia NLRP3, kopupyiorero 6e10K KpHOTTMPIH,
YTO HPUBOJAUT K HEKOHTPOJUPYEMOI aKTHBAllUU
MH(IAMMACOMBI U TTOBBIIIEHNUIO dKCITPECCUN MHTEP-
netikuHa-1 (MJI1) [6]. Ceimib m muxopagka SBaASIOTCS
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CaMbIMM TIePBBIMU U YacTbiMu cumntomamu KATIC
U HEePeJIKO MaIMeHThl JJIUTeIbHOe BpeMs HabJro/a-
I0TCST y Bpauell pa3HbIX poduieii ¢ HeBePHBIMU /1~
arnosamu. Hecmorpst na to, utro KAIIC oTHocsTCs
K YPE3BBIYANHO PeKUM 3200JIeBAHUSIM, HEJOCTATOY-
HBII YPOBEHb 3HAHMIT OOJIBIIMHCTBA Bpadeil 06 ayTo-
BOCITQJINTETbHBIX CUHIPOMAX ITO3BOJISIET TOBOPUTD
O TMIIOJIMATHOCTUKE 3TUX cocTogHuil. [Ipepcrasisem
KJIMHAYeCKUH caydail cunapoMa Makia — Yauuica
y pebeHKa 4 Jier.

Matb Majbumka 4 jer obpaTujaach K Bpady
AJJIEPTOJIOTY-UMMYHOJIOTY € JKajo0aMy Ha HaJMdue
y pebeHKa ChIIH, JJOKAJIU30BaHHON Ha TYJIOBHIIE, KO-
HEYHOCTSX, He COMTPOBOKIAIONILYIOCS 3y/I0OM, HE hCYe-
3QIOIIYIO0 TIPU ITPUEeMe aHTUTUCTAMUHHBIX TTPENapaToB,
Ha nepuoardeckre 60U B CyCcTaBaxX HUKHUX KOHEY-
HOCTEH.

13 anamHe3a 3a00J1€BaHNSI KI3BECTHO, YTO ChIITh MTOST-
BUJIACH C TIEPBBIX [HEl )Ku3HU peberKa. MalbunK HeoI-
HOKPATHO KOHCYJIBTUPOBAH BPAYaMU JIEPMaTOJIOTaMU
1 QJIJIEPrOJIOraMU-UMMYHOJIOTaMHF, KOTOPbIe HabJTio/1a-
JIA €TO C IMAarHO3aMU: aTOIMYECKUT JIEPMATUT, XPOHU-
Yeckast KparnmBHUTA. HeoiHOKpaTHO Moy Yasr MeCTHYTO
MTPOTUBOBOCTIAIUTETLHYIO TEPATTUIO TTIOKOKOPTUKOCTE-
pPOMIaMU U MHTUOUTOPAMM Ka/IbIIMHEBPUHA, CHCTEM-
HBIMI aHTUTUCTAMUHHBIMU TIperapatamu 6e3 addex-
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ta. KpoMme BbIchIanuii, y pebeHKa ¢ mepBhIX MeCSIEB
JKU3HU OTMEYaJICsl CTOMKUIL JICKOIMTO3 B IIpejiesiax
20-23 Teic./MKJI, ieprodeckoe nosbiienne COI
110 20—30 MM/4 6e3 KIMHUKO-Tab0PaTOPHBIX TPU3HA-
KOB MH(EKIIMOHHOTO TIpoliecca, KeJie301eduImTHast
anemus. C 3-jieTHero Bo3pacta IOsIBUJINCH epruojinde-
ckre 60N B cycTaBax HIKHIX KoHedHocTeld. [Tokaza-
TeJn OOIIET0 aHAIN3a KPOBH B TIEPBBIE TPU TO/[A JKU3HU:
1 rox — remorsio6un 108 /1, neiikonutst 20 THIC. /MK,
CO3 17 mm/4; 2 roma — remorsiobun 107 /71, eiiko-
1uThl 23 Thic./MKI, COD 23 MM/4; 3 TO1a — TEMOTJIO-
6un 114 v/x, neiikormrst 19 Toic./Mr1, COD 19 mm/g;
4 roga — remorio6un 107 v/, neiikoruThl 23 ThIC. /MK,
CO3 23 Mm/u.

OODBeKTUBHBIN CTATyC TIPU OOpaAIleHuN K Bpady
asuteproJiory-ummyHosiory. DOusndeckoe pa3BuTHE
cpenHee, rapMoHUYHOe. HepBHO-TICUXITYeCcKoe pa3Bu-
THe COOTBETCTBYET Bo3pacty. CamMouyBCTBIE pebeHKa
He HapymreHo. Ha smite, TymoBHIIe, BEDXHUX U HUZKHITX
KOHEYHOCTSIX MSTHUCTO-TIAIYJIe3Has, YPTUKAPHOTIIO-
no6Has cbitib. CO CTOPOHBI BHYTPEHHUX OPTaHOB — O€e3
rratosiorun. [1o JaHHbIM 1a60paTOPHOTO 0OCIEIOBAHNS,
BbIsIBJIEH JielikoruTo3 21 Teic./Mia, COI 30 mm /4,
CPBb 17 mr/a. [IpnsnakoB nHGEKIIMOHHOTO TTpoIiecca
Ha MOMeHT o0cJiesIoBatust HeT. J[Jist yTouHeHust ana-
rHO3a PeOGEHOK TOCTIMTATN3UPOBAH B OTIETIECHIE UM-
mynosioruu OTBY «HarumonaabHbIil MeAUITUHCKII
MCCJIe/IOBATEIbCKUI TEHTP JIeTCKOI TeMaTOJIOTHH,
OHKOJIOTHH ¥ IMMYHoJiorun uMenu /Imutpust Poraue-
Bay. [Ipu ocTymieHnn JaHHble JTaGoPaTOPHbIX U WH-
CTPYMEHTaJIbHBIX NCCIIe0BAaHMIA: TeMorio6uH 114 /1,
seikonutsl 21,8 ThIC./MKJI, TPOMOGOIUTHI 455 ThIC./
Mk, COI 77 mm/4, CPb 17 mr/n. UmmyHodeHo-
TUNUPOBaHME JUM(OIMTOB — 3HAYUMOTO JledUIiuTa
OCHOBHBIX CyOTIONyJIsAIiT TUM(OIMTOB HE BbIsSIBJIE-
Ho: CD3" 6,23 TrIc. /MK, CD4" 3,96 ThIC. /MK, CD8*
1,86 Thic. /MK, CD19* 1,66 Thic. /MK IMMyHOTI00Y-
JIUHBI CBIBOPOTKU KPOBU — B TIpefiesiax peepeHTHBIX
3HaveHnil. AHTHHYKIeapHblil cCKpuHUHT (anti-dsDNA,
ANA, aaTrdochomunuHbII CHHAPOM) — ayTOAHTH-
Testa He oOHapyskeHbl. Y 3V opraHoB GPIOIITHOM T10JI0-
CTH — MPU3HAKU BHYTPUOPIOITHOM JINM(baIeHOTIaTHH,
i dy3HBIX UBMEHEHUT TAPEHXUMBI TTIO/IKEITYI0UHOI
skeste3nl. [Ipr ocMOTpe T1a3Horo HA B MTEIEBOH JaM-
e — MPU3HAKN BOCHAJIEHUS INCKOB 3PUTEIbHBIX He-
pBoB. JltombasbHast myHKIwst — 1uto3 21,5 /mm3. MPT
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TOJIOBHOTO MO3Ta ¢ BHYTPUBEHHBIM KOHTPACTHUPOBA-
HreM — 0e3 matosiorui. MoJIeKyIsIpHO-TeHETHIECKOE
MccJieloBaHne:; CEKBEHUPOBAHME HOBOTO TTOKOJIEHUS
(NGS, naboparopuss HMUILL ITOU, uMMyHOJIOTH-
yeckast matesib) mytanust B reie NLRP3 ¢.913G>A,
p.Asp305Asn B reTepo3UrOTHOM COCTOSTHUU. VIcxost
13 JIAHHBIX aHAMHe3a — YPTUKApPHOIOAO0OHAS CHIIb
C TIEPBBIX JIHEN KU3HU, IIMU30/Ibl aPTPAJITHH, PE3YJIb-
TaToOB (DU3UKATBLHOTO 00CIEOBAHMS — PACIIPOCTPA-
HEHHasl [SITHUCTO-TIAITyJIe3Hasl, YPTUKaPHOTIO00HAST
CBIIIb, J]aOOPATOPHBIX ¥ MHCTPYMEHTAJIbHBIX METO-
JIOB 00CJIe/I0BaHUS — JIeHKOIMTO3, oBbieHne COD
n CPB 6e3 nipusHakoB HHGEKIIMOHHOTO IIPOIIECca, BOC-
najieHre JIMCKOB 3PUTEJIbHBIX HEPBOB, TIOBBITTIEHHBIH
IIUTO3 B INKBOPE, & TAKKe PE3YIBTATOB MOJIEKYJIIPHO-
TreHEeTUYEeCKOT0 NCCIIEIOBAHNS — TTATOT€HHAT My Tallus
B rene NLRP3, peOeHKy BbICTaBJIEH IUAarHO3: EPBIY-
HOEe UMMYHOIE(MUIIUTHOE COCTOSTHIE: ayTOBOCIIAIN-
TeJIbHBIN CUHIPOM — KPUOTTUPUH-ACCOIMUPOBAHHBIH
nepuofndeckuii cunapom (cunapom Maxkia — Yasi-
ca) (myranus B reie NLRP3 ¢.913G>A, p.Asp305Asn
B T€TEPO3UTOTHOM cocTosTHUM ). OcnojcHenue: 3acTon
JINCKOB 3PUTEJIbHBIX HEPBOB; HEBPUT 3PUTETHHBIX HE-
PBOB.

[TarnenTy MHUIIMUPOBAHA TTATOTEHETUYECKAST Te-
panusg MOHOKJIOHAJIbHBIM aHTUTEJIOM K UHTepJIeHKu-
Hy 1B — kanakumnymabom B 103e 5 Mr/Kr 1 pa3 B 8 He-
nesb. [lociie mepBoro BBeieHNs Ipenapara OTMedeHa
MTOJIOKUTENIbHAS TUHAMUKA — TIOJIHOE pa3pelenue
CBITIH, JIEUKOIUTHI CHU3UINCH 10 15,8 ThIC. /MK, COD
25 mM/4, CPB 7,5 mr/i1. JlaGopaTopHble 1MoKas3aTein
nocJsie 4-To BBEJIEHUS KaHAaKHHyMaba — JIEHKOIIUTBI
9,8 teic. /MK, COD 7 Mm/4, CPB — oTp.

3akmovenue. B ripesicTaBieHHOM KIMHUYECKOM
cJlydae BBICHIIAHUS Ha KOKe pebeHKa, MOsSIBUBIIHECST
C TIEPBBIX JIHE JKU3HU, OBLIN TPUHSATHI 32 3a00J1€Ba-
HUS KOKM — XPOHUYECKYIO KPAIMBHUILY W aTOITNYe-
CKHI IepMaTUT, HECMOTPSI HAa OTCyTcTBUE aderTa
OT aHTUTUCTAMUHHBIX W TOITUYECKUX MTPOTUBOBOCTIA-
JINTEJIBHBIX TIPENapaToB. ApTpasrus, Mpu3HaKu BOC-
TaJieHns B BUJI€ CTOMKOTO JIEWKOIIUTO3a, YCKOPEHUS
COJ3 npu OTCYTCTBUM 04aroB MH(MEKITUY IJTUTETbHOE
BpeMs He TPUHUMAJINCh BO BHUMAHWE, YTO TIPUBEJIO
K 3a/IepKKe TIOCTAaHOBKY MArHO3a, OTCYTCTBUIO a/1€K-
BATHOW Teparnu U Pa3BUTUIO OCJIOKHEHUS B BUJIE He-
BpUTA JIMIEBOTO HEPBA.
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