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AHHOTAUUsl. XpoHHWUYECKUH MeHUHTHT (XM) mnpencraBiser coOOW 3HAYUTEITHHYIO
KIMHUYECKYI0 TMpo0sieMy, OOYCJIOBJICHHYIO CIIOKHOCTSMH B JIMarHOCTUKE W pPa3HOOOpa3neM
aTrosiorndeckux (pakrtopos. B manHO paboTe mpencraBieH KIuHUYeCKuid ciaydaid XM y peOeHka,
CBA3AHHBIM C TEHETUYECKOM IATOJIOTMEM — KPUONMPUH-ACCOLUUUPOBAHHBIM IEPUOJUYECKUM
CUH/IPOMOM.

KiroueBble cj10Ba: MEHUHIHT, KPUOIIMPUH-aCCOLIMMPOBAHHBIA NEPUOANUYECKUN CUHAPOM,
myTtanuu rena NLRP3.

BBenenne. XpoHUYECKUH MEHMHTHT HpEICTaBIseT co0oil penkoe 3abosieBaHHE, KOTOPOE
MOKET UMETh KaK camopaszperatoniuecs: (GopMbl TeUEHUS, TaK U MPUBOIUTH K JIETAIbHOMY UCXO[Y,
B 3aBUCHMOCTH OT €ro 3THOJOruu. OCHOBHBIE NPUYMHBI XPOHUYECKOTO MEHUHIHTA MOXHO
KJacCuUIUPOBAaTh Ha MATh KaTeropuil: HMHQEKIHOHHBIE, HEMH(PEKIUOHHBIE, OIYXOJIEBbIE,
JIeKapCTBEHHbIE M TeHeTHueckue ¢akTopbl. K MH()EKIMOHHBIM MPUYMHAM OTHOCATCS B IEPBYIO
ouepeqlb TYOEpKyJie3, KPUIITOKOKKO3, BUpYCHble wHHbpeknuu (Bkimodas BHUY) u HekoTopbie
OaktepuanbHble areHThl. Hanbosee pacnpocTpaHeHHBIMH HEWH(EKIMOHHBIMU 3THOJIOTHYECKUMU
dakTopaMu  SBISIFOTCSL ~ MaJMTHU3alMs,  CapKoWao3, cuHApoM  bexyera,  BacKyJIuThI,
JI00pOKaueCTBEHHBIE OITyXOJIH, TUuMQoIponudepaTuBHbIe IPOLECCH U Ay TOUMMYHHbIE 3a001€BaHUs
[1]. JomonHUTENbHO B MATOT€HE3€ XPOHUYECKONO MEHWHTUMTAa MOTYT y4acTBOBAaTh Pa3IUYHbIE
IFEHETUYECKUE MYyTallMM, TaK Ha3blBAEMbIE «MOHOIEHHBIE ayTOBOCHAJIUTENIBHBIE CHUHAPOMBIY,
KOTOpBIE  SIBJISIFOTCSI CUCTEMHBIMH  PAacCTPOWCTBAMU  BPOKJIEHHOW HMMMYHHOW  CHCTEMBI,
XapaKTepU3yIOIEeMCsl TIOBTOPHBIMU 3IMH30JaMU BOCHAJCHUs 0€3 Haluuus ayTOAHTUTEN WIU
peakTuBHBIX T-kieTok. Ha maHHBII MOMEHT W3BECTHO 12 MOHOIE€HHBIX ayTOBOCHAIUTEIBHBIX
3a00JeBaHUi, KOTOpPbIE, KaK MPAaBUJIO, XapaKTEePU3YIOTCSI paHHUM HAayaJloM Ha MEPBOM IOy >KU3HU
WJTU B paHHEM JIETCTBE; OJIHAKO, TAaK)Ke OBIJIO OMTMCAHO HAavajo BO B3pOCIOM Bo3pacTte [2, 3]. MHorue
U3 3TUX CHUHJPOMOB SIBJISIIOTCS HACJIEACTBEHHBIMU U SIBIISIFOTCS PE3YJIbTATOM MYyTallMM OJHOIO I'eHa.
Takum 00pa3oM, XpOHHYECKOE TEUEHHE MEHMHTUTa MOXKET ObITh BBI3BAHO KaK MHGEKIHOHHBIMU
areHTaMM, TaK W HEMH(EKIMOHHBIMH (aKTOpaMM, BKIIOYAas KaK 3JI0KAueCTBEHHbIE, TaK U
NO0OpOKaYeCTBEHHbIE OIYXOJIM, JIEKAPCTBEHHBIE Ipenaparbl, ayTOMMMYHHBIE paccTpoicTBa H
reHetuyeckue aedextsl [4, 5].

Heab uccaenopanus. [Iposectn aHaINU3 KIMHUYECKOTO CIIy4asi XpPOHHUECKOIO0 MEHUHTHUTA,
CBSI3aHHOT'O C KPMOIIMPHUH-ACCOLIMMPOBAHHBIM nepuoandeckum cuaapomom (KAIIC).

Matepuan u Metoabl. [IpoBesieH peTpOCHIEKTUBHBIN aHAIN3 JIUTEPATYPHBIX HCTOYHUKOB U
MEIULMHCKUX KapT UCTOpUU 3aboseBanus nanueHrta K.

Pesyabrarsl uccienosanus. [Tanment K. 2020 rona poxaenus, 0T BTOPBIX CPOYHBIX POJOB,
c maccoil Tena 3400 r, ObLI NMPUBUT B POJIOME, OCJIOKHEHHH B HEOHATAIbHOM IEPHOZE HE
Habmoanock. PebeHok Haxoawics Ha UCKYCCTBEHHOM BcKapmimBaHuu. B Bospacte 11 Mmecsies
NAIMEHT BIEpBble ObLJ TOCMUTAIM3UPOBAH B TOPOJICKYIO AETCKYI0 MH(PEKIMOHHYIO KIMHUYECKYIO
6onpauny (I'’IUKB) r. Muncka ¢ nuarHo3om ocTpas pecnuparopHas HHPEKUus U 3HTepUT. B
NPEIIECTBYIOLINE JHU UMeT MecTO KOHTAKT ¢ HocuteneM COVID-19 B cembe. B xoze 3ab6oneBanus
ObUIM 3a(UKCUPOBAHbl JBYCTOPOHHUH OTUT (THOMHBIA CHpaBa), THOMHBIA KOHBIOHKTHBHUT U
sKk3aHTeMa. Pusnyeckoe pa3BUTHE peOEHKa OLEHMBAJIOCh KakK cpeaHee rapMmoHuyHoe. [Tomywan
JIEYEHNE B COOTBETCTBUH C KIIMHUYECKUMHU PEKOMEHAALNUSIMHU, HACTYIIUIIO BbI3JOPOBIICHUE.

Yepe3 Mecsl] MOCE BBIMTUCKU MAIMEHT ObLI MOBTOPHO TOCIUTAIM3UPOBAH C JIUArHO30M
THOMHBIM OTUT, MpPH ATOM JIOMOJHHUTENBHO ObLIa JAMAarHOCTHPOBAHA OYAaroBas IMHEBMOHUS H



BTOPUYHBIA MEHHMHTUT HEYTOYHEHHOH »THojoruu. CHycTss HEAeNmo TMOocie MNpeKpaIieHus
AHTUOMOTHUKOTEPAIUU Y TTAIIMEHTa BHOBb BO3HUKIIN JINXOPAJIKa U ToI0BHAs 00uib. [Ipu kiinHnueckoM
OCMOTpPE OTMEYANIOCh YBETUYEHHE 00beMa IroJIOBbI, pa3Mep OOJIBIIOTO POJHUYKA COCTABUI 2X2 CM,
IUIOTHBIHM, Ha YpOBHE KOocTel yepena. [ MCKIItOYeHnss MEHUHTUTa ObLIa BBITIOTHEHA JTIOMOaTbHast
MyHKIUS: JIMKBOPOTpamMMa XapaKkTepru30Bajiach IUTO30M 175 KIETOK, KOTOpbIE OBbLIN MPEACTaBICHBI
Herutpopmwiamu Ha 100%. MuUKpOOMOIIOTHUECKUE HCCIENOBAHUS JIMKBOpAa HE  BBISIBUIHN
Bo3Oynutenei. MHCTpymMeHTanbHbIe HcclenoBaHusl (HeipocoHorpadus) MOKa3ald yMEpEeHHOE
aCUMMETPUYHOE pPACIIMPEHHUE IEPEJAHUX POroB OOKOBBIX JKEJYIOYKOB, a TaKK€ MHUHHUMAaJlbHOE
pacipeHue nepeaHero cyoapaxHouaaabHOro MPOCTPAHCTBA U TPETHETO KeITyA0UKa.

[Tpu nocnenyromei rocnuranuszanuu B I'J/IMKD na mosropusix MPT u KT uccnegoBanusx
TOJIOBHOT'O MO3Ta oOHapy»XeHa JTUHUS 1epesioMa B T0OHOM KOCTH (B pe3yJibTaTe MaJieHui ¢ KpoBaTH,
0 KOTOPBIX MaTh paHee He coo01ana), cyorypaibHasi THTpoMa clieBa U PU3HAKA MEHUHTUTA. TpeThs
rocrutanu3anus ans koutpoias MPT mokazana oTpuiiateabHyl0 AUHAMUKY THTPOM, MPHU 3TOM Ha
(oHe aHTHOMOTUKOTEPATIMH IIUTO3 B JIUKBOpe yBenuumics 10 2100 ki1eTok, HeUTpo(uIIbl COCTaBUIIN
96%, a ypoBenb C-peakTuBHOT0 Oejka JocTur 293 mr/a. B cBsi3u ¢ 5TUM ManueHT ObLT IEpeBe/ieH B
PHIIL] HeBponoruy U HEMPOXUPYPIUU AJIs OTIEPATUBHOIO BMEIATEIbCTBA — JPEHUPOBAHUS TUTPOM
¢ 06enx ctopoH. [Tocne oneparuu neyenue mpoaosnkanock B ' JIUKD ¢ momoxxutenbHON THHAMHKOM.
K nBym romam xu3nu no ganaeiM MPT romoBHOro Mosra oTMe4anoch MHHUMaIbHOE qU(Qy3HOE
YTOJIIIEHUE TBEPIOM MO3roBOM 000JOYKM M HeOOMNbIIME CyOaypanbHbIE TUTPOMBI HaJl O0OMMH
OOJBIIMMU TONYIIAPUSIMHU, YTO UHTEPIPETUPOBATIOCH KaK OCTATOYHBIC PEAKTHBHBIC M3MEHEHHUS C
yIIydiIeHueM cocTosiHusI. PU3nyecKkoe pa3BUTHE COXPAHSIIOCh CPETHUM U TAPMOHUYHBIM.

[TaTas rocrnurTanus3anus OPOM3OILIA B BO3pAaCTe YETHIPEX JET B CBA3M C IOBBILIEHHEM
temmneparypsl 10 37,3-37,4 °C, HacMOpKOM M TOJOBHOM Oonbio. HakanyHe amOynaTopHo Oblia
3auKkCUpOBaHa OTpHUIIATENIbHAS JWHAMUKA JlabopaTopHbIx mokasareneir (COD — 40 mm/qa, C-
pPEaKTHBHBIN O€JTOK — 82 MI/J1, mpoKaIbIUTOHUH - 0,32 Hr/Min). Pe3ynbrarhl TroMOanbHOM MyHKITUU:
uTo3 28x1076 kietok, u3 KoTopsix 60% coctaBmim HedTpodunsl u 40% mumdonutsr. Crenyer
OTMETUTh, YTO BO BpeMs BCEX TOCMUTAIM3AIMI TpPU TMOBTOPHBIX JIOMOANbHBIX MYHKIMSIX
HaOJI0AAJICsl YMEPEHHBIN IUTO3 € NMPeo0dalanueM HEUTPO(UIIOB; 0JTHAKO BO30YIUTETh MEHHHIHTA
He ObLT 0OHApY>KEeH, HECMOTPSI HA MHOTOKPAaTHOE MCCIeOBAHNE JTUKBOPA METOIaMU MUKPOCKOIIHH,
MOCEBAa U METOJIOM IMOJIMMEPA3HO-LIETTHONW peaklny. 3HAYUTEIIbHON MOJIOKUTEIHLHOM TUHAMUKU Ha
(dboHe aHTUOMOTUKOTEPATUH, IPOTUBOIPUOKOBOM TEPANIUU U IPUMEHEHHUSI [NTFOKOKOPTUKOCTEPOHIOB
HE 3apErucTPUPOBAHO.

B teuyenue HabmoneHUs MaTh COOOIANAa O HECKOJIBKHUX 3MH30/1aX a(pTO3HOTO CTOMATUTa U
KOXXHBIX BBICBIIIAHUH, KOTOphIE HE OBUIM UACHTU(DHUIIMPOBAHBI MEIUKAMU KaK WM3BECTHOE
JK3aHTeMHOe 3a0ojeBaHue. B Bo3pacte yeTbipex jeT y peGeHKa, TOMUMO MOBTOPHBIX THOMHBIX
OTUTOB, OBUIM TIEPEHECEHBl JHTEPOBUpPYCHas WHQEKIMs, napBoBUpycHas B19 wundexuus,
aCTPOBUPYCHBIA SHTEPUT, a TAK)KE BBISABICHBI Ne(QUIUT MACChl Tella, YBEIWYEHHE aJICHOUJIOB U
cyOknmuHMYecknii runotupeos. [Ipomomkanock mucnancepnoe HaOmonenue B I'JIUKB, u Oputo
oOpareHo BHUMaHWe Ha OTCTaBaHue B (pu3ndeckoM pa3Butum mamnueHTa (puc. 1). [Tozxke y pebenka
ObLTa yCTaHOBJIEHA HU3KOPOCIOCTh, YTO MPEIIOJIOKHUTEIHFHO MOXKET OBITh CBS3aHO C MPHEMOM
TJIFOKOKOPTUKOCTEPOUIOB.
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Pucynok 1. Habmoienue 3a Gpu3nyecKkuM pa3BUTHEM MAlUEHTA

Y4uThIBas TOBTOPHBIE STTM30,1bI THOWHBIX HHPEKINH (TTApOHUXUH, PEIUIUBHPYIOIIUAE OTUTHI
U TIHEBMOHHHU), HEOJHOKpATHBIC PEUUIUBUPYIOUINE SK3aHTEMbl (pacICHEHHbIE paHee Kak
MPOSIBJIICHUE AIJICPIrHYECKUX PEaKIHii) U MOBTOPHBIE SMU30/1bI AQTO3HBIX CTOMATHTOB B COUYETAHUU
C MOCTOSIHHBIMH M3MEHEHUSIMU B JIMKBOPE M OTCYTCTBHEM BO30YyIUTENs MPU MCCIEJAOBAHUU Ha
MEHHHTHT, OBUIO 3aloJ03peHO Haluyhue Yy peOeHka TNEepBUYHOTO HMMYHOAEDUIUTA WIN
TeHeTUYECKOro cuHIpoMa. B pesynbraTe oocnenoanus, nposenenHoro B PHIIL JIOI'U nanubix 3a
NEPBUYHBI UMMYHOJIEPHUIUT HE OBUIO BBHISBICHO. [IpoBeneHO reHeTHdeckoe OOCieOBaHHE -
TapreTHOEe CEKBEHHUPOBAHUE T'€HOB, CBSI3aHHBIX C MEPBUYHBIM UMMYHOACPHUIIMTOM, B PE3yJbTaTe
KOTOPOTro 0OHAPYKEHO reTepo3uroTnoe HocuTenbcTBO MyTaruu NLRP3 ¢.1070A>G (p.Lys357Arg).
MyTanuu 3TOro TeHa acCOIMHUPYIOTCS C CHHAPOMOM IMEPUOIUYECKUX JIUXOPAJOK, CBSI3aHHBIM C
kpuonpuHOoM  (cryopyrin-associated periodic syndrome). Ilpu oOcnemoBaHuUM poOAUTENCH
aHAJIOTUYHBIX MyTalluil He OBLIO BBISBICHO.

Ooécysycoenue. KpnonupuH-acCOUMUPOBAHHBIN MEPUOAUUECKUA CHUHAPOM — 3TO TpyMIa
HACJIE/ICTBEHHBIX 3a00JIeBaHM, MPUUNHON KOTOPBIX SBJSETCS FeHETHUECKas MyTallus, TPUBOIIIAS
K THIEPHPONYKIMH KpuomupuHa u, kak cieactsue, MJI-1B. Ogun u3 BapmantoB KAIIC Tarke
ces3an ¢ cuaapomoMm PFAPA (periodic fever, aphthous stomatitis, pharyngitis and cervical adenitis
— CHHAPOM TEPUOJIUYECKON JHMXOpaaKH, apTO3HOTO CTOMATUTa, (apuHTUTA M MIEHHOTO
nuMmbaZeHnTa). YUUTbIBas HEOJHOKPATHYIO HCTOPHUIO PETYJSPHBIX OJHOTHUITHBIX JIMXOPaJ0YHBIX
3MU30/10B, COMPOBOKAAIOITUXCS BHICHIMTAHUSIMU, XPOHUYECKHUM aCENTUYECKU MEHUHTUT, BBISIBJICHUE
mytaruid NLRP3 ¢.1070A>G (p.Lys357Arg), B COOTBETCTBHH C MPHUHITBIMH JUATHOCTUYECKHUMH
kputepusimu [3] pebeHKy ObUT THArHOCTUPOBAH KPHOIMUPHUH-ACCOIUUPOBAHHBIN MEPHOINICCKHIA
cUHApOM. J[MarHo3 ycTaHaBIUBAETCS Ha OCHOBAaHUM JUATHOCTHUYECKUX KPUTEPUEB U OOHAPYKEHUS
reHeTUYECKON MyTaumu. B npencraBieHHOM KiIMHHYECKOM ciayvyae quarHo3 CAPS ycraHoBieH Ha
OCHOBAHUU JIAHHBIX HEOOBIYHOT'O TEUEHUS 3a00JI€BaHUS U TEHETUYECKOTO UCCIIEIOBaHUS. Y YUTHIBAs
OTCYTCTBHE MYTAallMM Yy pPOAMTENEH, B JaHHOM CiIydae Mbl UMeeM peOeHKa C TpOsSBICHHEM
npuobpeteHHoi de novo mytarnuu rena NLRP3. Ha ocHoBaHuu aHanm3a Bceit HCTOpyu 3a00JIeBaHUI
pebenka ObLT c(hopMyTHPOBAH 3aKITIOUNTENBHBIN Tuarno3: ['ereposurornoe HocuteabcTBoO NLRP3c.
1070A>G(p.lys357Arg), kpuonupuH-aCCOMUPOBAHHBIN NMEPUOTUYECKUA CHHAPOM. XPOHUUYSCKHUI
MEHUHITUT HEYTOYHEHHOW 3THOJIOTUU. Pe3uayanbHble SBIEHUS IEPEHECEHHOIO XPOHUYECKOIO
THOMHOTO MEHHMHTHUTA: BOCHAIMTEIBbHBINA CyOCTpaT B CyOypalIbHBIX TUTpoMax. XpoHudeckas bOH
(z-score-2,04), cpeaHel TSKECTH.

Crneumnduueckoit Ttepanueit KAIIC sBisercs npuUMEHEHHWE AHTAarOHHUCTOB PEICHITOPOB
uHTEpyeliknHa-1. B Hacrosimiee Bpemsi NMpOBOIUTCS JAajibHellIee HaOMIOJEeHHE 3a JWHAMHKOU
COCTOsIHMSI peOeHKa, Ha3HaYeHa OUOIOrnYecKas Tepamusi.

3akiaroyenne. B mpencTaBIeHHOM — KIMHUYECKOM — ClIydae  CIEQYeT  OTMETHTH
MPOJOKUTEIFHOE TEUCHHE ACENTUYECKOT0 MEHMHTHUTA, YTO SIBJISETCS aTUIUYHBIM I JETCKOM
IIPAKTUKU U MO3BOJISIET MPEANIOIOKUTh BO3MOKHOE YyYacTHE IeHeTH4ecKoi narosoruu. CorimacHo



nuTepaTypHbiM  gaHHBIM, aAuarHo3 KAIIC (kpuomupuH-acCOMMUPOBAHHBIA  MEPHOIMYECKHIA
CUHJIPOM) MOJKET TPOSBISTHCS B PA3INYHBIX KIMHHYECKUX (POopMax, OJTHOW M3 KOTOPHIX SIBIISICTCS
acenTUYECKUN MEHUHTHT. Y YUThIBas OTCYTCTBUE MyTallMid y pOJUTENEH, y MaleHTa Obljia BhISIBICHA
npuoOperenHas de novo mytanust B reHe NLRP3. TTo uadopmanmm pecryOarMKkaHCKOH TeHETHISCKOM
ci1ykObl, JAaHHBIN CITy4yal sIBISETCS YeTBEPTHIM NOATBEPKAeHHBIM B PecryOnuke benapyce. [lanHoi
CTaTheii MBI XOTEIH TMPHUBJICYh BHUMAHHUE K TPYJAHOCTH JUATHOCTHKH ayTOBOCIATUTEIBLHBIX
TEeHETUYECKUX CHHIPOMOB, MX PEIKOCTH, HEOOXOIMMOCTH IIUPOKOTO JAMArHOCTUYECKOTO MOUCKA
BBIXO/ISI 32 PAMKH «OOBIYHBIX» OOJIC3HEH.
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