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AkTyansHocTb. ['eModarouutaphsiii cuaapom (I'dC) — no-
TCHIMAJIBHO YIPOXKAIOILEe KU3HU COCTOSHUE, XapaKTepu3yloliee-
sl aKTUBHBIM pa3pylLIeHHEM KJIETOK KpOBU Makpodaramu. Bropuu-
Helil ['DC (BI'DC) yacto pazBuBaercs Ha GOHE pa3ITUUHBIX 3200-
JIeBaHHH, BKITFOYAs peBMaTHIECKUe OOIE3HH, UTO IeNaeT U3ydeHne
€ro MEeXaHH3MOB 0CcO0eHHO BakKHBIM. HacnencTBeHHsle GakTops!
MOT'YT MIpaTh 3HAYUMYIO POJIb B IIPEAPACHIONOKEHHOCTH K Pa3BH-
turo 'OC. Otuonorus nepsuunoro 'AC, o0ycnoBieHHOro MyTa-
LIUSIMH B psijie TEHOB, U3BECTHA, OJJHAKO POJIb HACJIEACTBEHHOTO
(axropa pu BI'DC ocraercs HesicHo. Lleab: onpenenurts Ha-
JIMYHe BAPUAHTOB B T€HAaX, OTBETCTBEHHBIX 3a IIEPBUYHBIH U BTO-
PHUHBIH reMoaroluTapHbIil CHHAPOM, y nanueHToB ¢ B ®C Ha
(hoHe peBMaTHYECKUX 3a00ICBaHHIA.

Marepuaisbl 1 Metoabl. O6cnenosano 110 nereii ¢ moa-
TBEP)KAEHHBIM PEBMAaTHUECKUM 3a00JIEBaHUEM, U3 HUX 55 MaJib-
YHKOB M 55 neBoUeK. Y BceX OONBHBIX ObLT IMAarHOCTUPOBAH IOHO-
IIECKUI apTPUT ¢ CHCTEMHBIM HavdajoM. BceM nmanuenTaM ObLIO
npoBenieHo nmomHoreHoMHOe cekBeHnpoBanue JJHK sk3oma mmst
M3y4EHUs TeHOB, OTBETCTBEHHBIX 3a pa3Butue [ O®C.

PesyasTarsl. Y 32 (29%) u3 110 6onbHBIX ObLIO HACHTU(H-
IUPOBaHO 35 pa3nu4HbIX BapuantoB reHoB I'@C, Bce oHM ObLIH
rerepo3urotHeiMu. Cpenu uux TNFRSF1A4 (5/35), IFIHI (5/35),
TNFAIP3 (4/35), STX11 (1/35), NLRPI (2/35), NLRP3 (2/35),
TREXI (2/35), PLCG2 (2/35), NOD2 (3/35), NLRC4 (1/35), PRF1
(1/35), PSTPIP1 (1/35), IL23R (1/35), IRF'5 (1/35), NFATS (1/35),
CARD14 (1/35), OTULIN (1/35), SIAE (1/35). Bo3pact nebrora
B['®C y GONBbHBIX C BHISBICHHBIMH BapHaHTaMHU B 'eHax U 0e3
HUX OTIIMJaics u coctasmi 7,6 [3,7; 11,7] u 9,3 [5,1; 14,0] rona
cootBeTcTBeHHO. JmutensHoCcTh BI'®C y neteii B 00enx rpym-
nax 3HaYMMO He paznuyanack: 27 [15,7; 43,5] aueii y narmeHToB
¢ BapuanTamu B reHax ['@C, 24 [18; 38] nus B rpymme cpaBHe-
Hu. JletanbHoCTh y 601bHBIX ¢ BI'OC 1 BapraHTaMU B UCCIIEAY-
eMBbIX reHax coctasuia 6% (2/32), y nereii 6e3 3HaYMMBIX I'eHe-
TUYECKHUX BapuanToB — 2% (2/78).

3akaiouenue. BI'OC MoxkeT OBITh ACCOIIMUPOBAH C TaTOTEH-
HBIMH T€T€pPO3UTOTHBIMU BapruaHTamu B reHax ['®C, uTo, B cBOIO
o4epenb, MOKET O0BSICHATH MEXaHU3MbI €TO PA3BUTHS U OKa3bl-
BaTh BJIUSHHUEC HA TAXECTb 33.6OJ'ICB3.HI/I$[ Y OTACIIBHBIX 6OJ'I]>H]>IX.
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