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BoHpapsHckas J1.A.
HayuHbi pykoBoguTtens: goueHT J1.E. llapuHa

Poccuricknin HaumoHanbHbIN ccrneaoBaTenbCKui
MeauuUHCKuiA yHusepceuteT nmenn H.W. MNMuporosa
MwuH3sgpasa Poccun, Mockea, Poccus

KntoueBble cnoBa: demu; duazHOCMUKa; KpUOMUPUH-
accoyuuposaHHble nepuoouyeckue cUHOPOMbI; Mymauusi
eeHa NLRP3; aymosocnanumersbHbie 3abonesaHusi

AKTyanabHOCTb. KpHonmupuH-accolMnpoBaHHbIE IEPHOIH-
yeckue cuaapombl (KATIC) — penkue HaclieACTBEHHBIC ayTo-
BOCIIAIUTEIIbHBIE 32a001€BaHNs, BEI3BAHHBIC MYTAIlUsIMH B TeHE
NLRP3, npUBOJSIIMMY K aKTUBALUU WH(IAMMAacOMbI U U30bI-
TOYHOH IPOAYKIMU UHTepIelKkuHa- 1. 3aboneBaHue XapaKTepu-
3yeTcsl JIMXOPaAKOH, KOXKHOM CHIIbIO, apTPaIrHell U CUCTEMHBIMHU
BOCTIAJICHUSIMU Pa3IMYHON TsDKECTH. PacpocTpanéHHOCTH MaTo-
gorun — 1 : 360 000—-1 000 000 yenoBexk.

Onucanue KJIMHUYECKOro ciay4yas. Mansuuk, 15 ner. B Ha-
CJICZICTBEHHOM aHaMHe3e — XKeJe301ehULIUTHAS aHEMHUS Y Ma-
Tepu 1 0alyIIKu 10 MaTepuHCKOH uHuM. Je0roT 3aboneBaHus
B 2023 . ¢ ’3nM301MYECcKUX O0el B JIEBOM TOJICHOCTOIIHOM CY-
crase. [Ipu Y3U BoisiBiicH OypCHUT MPEeaxWLIPHON CYMKH, 09aro-
BbIe M3MeHeHus xupoBoro Tena Karepa. B urone 2024 . — yxyn-
HICHUE COCTOSIHUSA: CIAa00CTh, THIIEPTHIPO3, A Thl HA CITU3UCTOM
pra. Ilpu Y3U: yBenuueHnue nogaoopOI0YHbIX M HOAYETIOCTHBIX
nuMdaTryeckux y3noB. B Tepanun — aHTHOMOTHKY | ITpernapa-
THI XKene3a 0e3 ahpekra. B TeueHre ®HU3HU — SMU30/IbI MSATHU-
CTOM chinmy. [Ipu MOCTYIJIEHNH B TeMaTOJIOTHIECKOe OTAEICHHE
B HOsI0pe 2024 r.: mamyné3Has U MATHUCTAS CHINb HA TYJOBHIIEC
Y KOHEYHOCTSIX, TEJICAHTUIKTa31H Ha CIIMHE, aThl Ha CIM3UCTON
HOJIOCTH PTa, 0e30051e3HeHHbIe TUM(OY3IIB, Aeuryparus axusi-
JI0Ba CyXOXKIJIUS CIIEBA, XKaJIO0bI Ha epHogudecKue 001U B Tole-
HoOcTOMHOM cycTtase. Jlaboparopno — anemus (Hb 81 r/m, sxene-
30 1,7 Mmxmonw/i1, B9 2,25 ur/mi), ypoBerb C-peakTHBHOTO Oeika
noBbIeH 10 35 mr/n, yckoperune COD o 32 MM/4, cofiepikaHue
(ekanpHoOrO Kanenporektuna — 240,9 mkr/r. [Ipu Y3U: Gypcur
MpeaxUUIIPHON U PETPOAXUIUIAPHOM CYyMOK CJI€Ba, OTEK OKOJIO-
cycTaBHbIX TKaHed. Bepuduuuposan nonuaeguunTHeIi Xxapak-
Tep aHeMuu. B Tepanuu — xene30 (TUIPOKCH caXxapO3HbIH KOM-
wiekc) u ponueBas kuciora. C yu€ToM KIMHUKH U J1a00paTop-
HBIX JAaHHBIX 3aIll0I03PEHO ayTOBOCIAJIHUTENbHOE 3a00eBaHue.
B peBMaToI0rn4ecKoM OTACICHUH BBISABICH aHTHCTPENTONNU3UH
O — 1408 El/mn, HLA B5 He oOHapysxeH. PekoMeHI0BaHO Mpo-
BEJICHUE TIOJIHOTO CEKBEHUPOBAHUS 3K30Ma. J{o MoTyueHus AaH-
HBIX MOJICKYJIIPHO-T€HETHYECKOTO aHAJIN3a B Tepaluy — HecTe-
pOUIHBIE IPOTHBOBOCTIATTUTENbHBIE TpenapaTsl mo 100 mr 2 pasza
B JIeHb. [10 TaHHBIM MOJTHOTO CEKBEHUPOBAHMS SK30Ma BBISBICHA
mytanust NLRP3 p.D303N/WT (CAPS).

IIpakTHyeckast 3HAYUMOCTB. [IpencTaBieHHOE OMMCAaHUE
MOKa3bIBACT 3HAYMMOCTh MEXIUCIUIUINHAPHOTO MOAX0Aa MPH
ycranosieHuu auaruosa KAIIC u HeoOXonuMoCTh NpUMEHEHUS
COBPEMEHHBIX METOJIOB 00CIIEI0BaHMS, BKIIOYasi MOJIECKYJISPHO-
TeHEeTHUYECKUH aHaIu3.
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