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AKTYaAbHOCTb. XPOHWYECKUI MAAAEHUYECKUI HEPBHO-KOX-
HO-apPTUKYASIPHBIA CMHAPOM / MAQAEHUYECKOE MYALTUCUCTEM-
Hoe BocnaanTenbHoe 3aboneBaHue (CINCA/NOMID) — peakuit
MOHOTEHHbIA ayTOCOMHO-AOMMWHAHTHbIM ayTOBOCMAAUTEAbHbIN
CUHAPOM M3 rpynnbl KPUOMMPUH-aCCOLMMPOBAHHbBIX NEPUOAK-
yeckux cuHppomoB (KAIC), cBsi3aHHbIX C MyTauMaMW B reHe
NLPR3, NpuBOASILUIMMU K HapyLUeHUIO cuHTe3a Henka Kpuo-
nMMpUHa U Pas3BUTUIO CUCTEMHOIO acenTUYECKOro BOCMAAEHMs.
MoAMOpraHHOCTb NMopaXeHus, BbICOKasi BEPOATHOCTb PaHHEN
MHBAAMAM3ALMK, CAOXHOCTb Nopbopa Tepanuu OMpeAeAstoT
AKTYaAbHOCTb U3YYEHWSA AQHHOM TEMBI.

Lienb uccnepoBaHUA. [peacTaBUTL KAMHMKO-A@bopaTtop-
Hble ocobeHHocT cuHapoma CINCA/NOMID y pebeHka paH-
Hero Bospacra.

MauneHTbl U MeToAbl. [1pOaHaAM3MPOBaHbI aKyLLIEPCKO-
6MONOrMUECKUIA, FEeHEAAOTMYECKUI aHaMHEe3, aHaMHe3 3abone-
BaHWA MaAbumnka ., 4 aeT, ¢ cuHapomom CINCA/NOMID.

Pe3yabratbl. Manbumk A., 4 ropa, oT BTOpon bGepemeH-
HOCTW, BTOPbIX ONEepaTMBHbIX POAOB Ha cpoke 35 Hea. Macca
Tena npu poxpeHun — 1890 r, poct — 47 cMm, OUEHKa
no wkane APGAR — 8/9 6annoB. leHeanorMyecknuin aHamHes
otaroweH: y matepu KAMC, cuHapom Makaa - Yaanca (MyTa-
umnsa p.Phe311Leu (¢.933T>G) B reHe NLPR3). C poxaeHus
y pebeHka MMeAacb pPeuMAMBUPYHOLLAA YPTUKapHas CbiMb
B couyeTaHuu ¢ GebpUAbHOM AMXOpapkon 6e3 KaTapaAbHbIX
ABAEHUI C pasHoW yactoto. C 6 Mec HapacTaeT 3aAepxka
B MCUXOMOTOPHOM MU U3MYECKOM pa3BuUTUK. [pu obcaepo-
BaHWM Ha BbICOTE KAMHUKU BbISIBAEHO MOBbILEHWE YPOBHSA
6enkoB ocTpoit dpasbl BocnaneHusa (BOD): C-peakTMBHbIN Henok
(CPB) — 63,3 mr/A, nenkountod — 25,4 x 109/A, CKOPOCTb
ocepaHuns aputpoumtoB (CO3) — 43 mm/u. lpu odptanbmo-
CKOMUU — OTEK AWMCKa 3PUTEABHOTO HepBa, MpW HeWpoBu3ya-
AM3aLUMKM — NPU3HAKKW BHYTPEHHEW ruapouedanmu. Mpu mone-
KYASIPHO-TEHETUUYECKOM WCCAEAOBAHUM HaWAeHa naToreHHas

myTaums p.Phe311leu (c.9337>G) B reHe NLRP3 B rete-
PO3UTOTHOM COCTOSIHUK. [laumeHTty amarHoctupoBaH KATIC,
cuHapom CINCA/NOMID. Hauata Tepanusi aHakMHpoW B A03e
3 MI/Kr/CyT MOAKOXHO, UYTO MPUBEAO K KyNUPOBAHWIO CUM-
NTOMOB, HOpMaAn3auun yposHa BOD, pa3BUTHUIO BO3PaCTHbIX
HaBbIKOB. B AMHamMWKe C 2 AeT BHOBb 3nu30Abl debpuanteTa
B COYETAHUW C TFOAOBHbIMKU 6GoasMM, doTodobuer, adtamu
NMOAOCTU pTa, C 3 AeT apTpanruu, HapactaHue CPB (19,4 mr/A).
[\03a aHakWHPbI NOBbILWEHa A0 5 Mr/Kr/cyT. B 3,5 rona KAvHKKa
acenTMYecKoro MeHWHruTa, CbiIBOPOTOUHbIN aMUAOUA A (SAA) —
27,5 Mr/A. B 4 ropa pebeHoK rocnvraArnsvpoBaH B AETCKyto
FOPOACKYH KAMHMUECKYI0 6oAbHMLY Ne 1 1. HuxHero HoBropoaa
C KAMHWKOM MEHWHIWUTa, pPa3BMBLUErOCS MNPW CaMOCTOATEeAb-
HOM OTMEHe MaTepbto aHakWHPbl. OO6BLEKTMBHO: COCTOAHWE
Taxenoe, Temneparypa 39,0 °C, MEHWHreaAbHbl€ CUMMTOMBbI
NOAOXMUTEAbHbIE, pe3kasi TonoBHasi 60Ab, pBoTa, dpoTtodobus,
60AM B XMBOTE, TMMNEPEMUA KOHBIOHKTMB. AHaAM3 AMKBOpa:
HEUTPOOUABbHBIM UMTO3 — 187/1 MKA (106 HEWTPOPUAOB,
81 AvmdoumnT). MUKPOOBUOAOTUUECKOE WCCAEAOBAHUE AWMKBO-
pa MOATBEPAMAO €ro acenTUYeckui xapaktep. NabopaTopHo:
CPB — 43 wmr/A, anerikoumTos — 12,7 x 109/a, CO3 — 27 MM/,
dubpuHoreH — 4,61 r/A, CKOPOCTb KAYBOUKOBOW GUALTPALIMK
no Weapuy — 95,6 MA/MUH/1,73 m2. CocTosiHWe pebeHka
CTabUAM3MPOBAHO NPW BO30OHOBAEHWW Tepanuu aHakuHPOW
B AO3€ 6 MI/Kr/CyT BHYTPMBEHHO KaneAbHO.

3aknoueHue. OnucaH KAACCMUYECKUMI CAyval CvHApOMa
CINCA/NOMID c pebroTom B nepuope HOBOPOXAEHHOCTMU.
AvarHo3 NoATBEPXAEH MO COBOKYMHOCTU KAMHUYECKMX, MOAE-
KYAIDHO-TEHETUYECKUX Aa@HHbIX MO Kputepusam Eurofever/
PRINTO. PebeHKky nokasaH KOHTPOAb YpoBHA BO®, SAA, dyHK-
umu noyek. HepoctatouHas adpPeKTMBHOCTb 6Ha3UCHOM Tepanmu
CBUAETEALCTBYET O HEOOXOAMMOCTM CBOEBPEMEHHOM KOPPEK-
UMK AO3bl U cnocoba BBEAEHWS aHAKMHPbI AASI KOHTPOAS HaA
3aboneBaHMEM.

Russian Pediatric Journal. 2026;7(1):42-60

i 2026:7(1):42-60

WCKUIA NeaAuaTPpUUEeCKUI XXypHaA.
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