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PAHHUN OEBIOT U TAXKENOE TEYEHUE
TRAPS-CMHOPOMA

Kosopaesa A.M.", Kokuna M.10.2

HayuHble pykoBoguTenu: npoceccop,
uneH-kopp. PAH E.N. AnekceeBa'?, npodeccop
T.M. OBopsikoBckasa'?, poueHT E.I Yucrakosa'?

'®rAQY BO «[epBbit MockoBCKUiA roCyAapCTBEHHBIN
MeauuUHCKuiA yHusepceuteT nmeHn .M. CeveHosa»
MuH3anpaBa Poccum (CedeHoBckuin yHMBepcuTeT), Mockea,
Poccus;

20rAY «HaumnoHanbHbI MeguLUUHCKMIA uccnenoBaTenbCKUi
LleHTp 3a0poBba aeten» Munagpasa Poccun, MockBa,
Poccus

Knouesbie criosa: knuHu4eckul criyqau;
aymoeocrnanumernbHoe 3abonesaHue; TRAPS-cuHOpom;
OuaeHocmuka; rnepeuYHbIl uMmyHodeguyum; mepanus

Axmyanvrocme. Ilepnogudeckuii CHHAPOM, aCCOLIMUPOBAH-
HBIH ¢ perienTopoM ¢akropa Hekpo3a omyxonu (TRAPS), opdan-
Hoe 3a00JIeBaHNEe, KOTOPOE CIIOKHO JTUATHOCTUPOBATh U3-3a MO-
3aUYHOCTH KJIMHUYECKOW KapTHHBL.

Onucanue knunudeckoeo cayyas. [lanmentka A., 1 rog 9 mec.
VY pebénka ¢ 2 Mec 3ajiepiKka MOTOPHOTO Pa3BUTHS PETYIISIPHO Tie-
PeHOCUT MH(DEKIIMOHHbIE 3a00JeBaHuUs: KUIIEUHbIE, BUPYCHEIE,
opoapuHreanbHbId KaHau103. [leproanyeckn — 3Mu30/bl JH-
xopajku 10 38°C B COUETaHHUHU C CHIIBIO 110 TUITY KPAIUBHUIIBI,
CyCTaBHBIM CUHJPOMOM (OTEK, 60JIb, OTPaHUYEHHE NOABUKHOCTH
KOJIGHHBIX, TOJICHOCTOITHBIX CYCTaBOB), TUMdaneHonarue. [Ipu
KOMIIBIOTEPHOH TOMOTpaduy OPraHOB IPYIHON KIETKH: HHTEP-
CTUIMAbHBIE U3MEHEHHS 110 THUILy MaTOBOTO CTEKJIa 3aJHUX OT-
Jes0B 000ux NErkux. IIpy MarHnTHO-pe30HaHCHOI ToMorpaduu
TOJIOBHOTO MO3ra: NEPUBEHTPUKYIISIPHBIE TIINO3HBIE U3MEHEHUS,
THUIOIIIA3Hs KaylaJIbHBIX OTJIENIOB YE€PBS MO3KEUKA C YMEPEHHBIM
pacIIMpeHneM JJMKBOPHOTO MPOCTPAaHCTBA, aCCHMETPUYHAs BEH-
TpuKynomeranus. JJaHHbIX 3a reMoOnacTo3 HeT. Tepanus TIIoKo-
KopTUKocTepounamu 6e3 adekra. [Ipu MOTHOIK3OMHOM CEKBE-
HUPOBAHUM BBISBICHBI [€TEPO3UTOTHBIE MyTaluu B ree SHOC2
(HyHnano-nofo0OHb1# cuHApoM), B reHe TLR3 (ummyHozaeduur,
tu 83). l'ocnuranusuposana B HMUL] 310poBbs gereil. B oOmem
" GHoxuMHuecKkoM aHanm3ax kpou: COD — 40 Mm/4, ypoBeHb
C-peakTtuBHOro Oenka — 78 mr/in. UMMyHOGEHOTHITHPOBAHHE
JTUMQOIMTOB: CHIXKEHHE OTHOCUTEIFHOTO M a0COIIOTHOTO YHCa
NK-xknerok. IIpu MPT cycTraBoB: CHHOBHT IJIEYEBBIX, TOKTEBBIX,
Ta300€IPEHHBIX, KOJIEHHBIX CYCTaBOB, MEJIKUX CyCTaBOB CTOIL.
YMmepeHHas ciuieHoMeranus. BocnanuTenbHble 3a00/1€BaHMs KU-
[IeYHHKa UCKITIOYeHBL. [10 TaHHBIM MOJIEKYISIPHO-TEHETHYECKOTO
00CTIeIOBaHuUS BBISBICH BAPHAHT HEONPEAEIEHHOTO 3HAYCHUS B
rene TNFRSF1A (¢.362G>A het). [lnarno3: AyToBOCHAINTEINb-

Hoe 3aboseBanne — TRAPS-cunapom. [lepBuunbiii IMMYyHOIE-
¢uuut HeyTOUHEHHBIH. C 1eNbI0 NPEeJOTBPAIleHHUS IPOTrPECCHPO-
BaHUsI OCHOBHOTO 3a00J1€BaHMs IPUHATO pelIeHrne 00 HHUINALUH
tepanuu off-label uarnéutopom akropa HeKpo3a OMyXOIH-0L —
a1aTMMyMaOoM U CeJIEKTHBHBIM UIMMYHO/IETIPECCAHTOM — WHTHU-
outopom JAK-knHAa3 — TOGAMTHHIOOM, C 3aMECTUTEIHHON 11e-
JIBIO — €KEMECSIHO KypChl BHYTPUBEHHOTO HMMYHOIJIOOYJIMHA.
Ha ¢one Tepanuu cocTosiHUE C MTONOKUTEILHON TUHAMUKOM: KY-
IIMPOBAHbI CHCTEMHBIE IPOSBICHHS, OCTPOBOCIIAIUTEIBHBIC H3Me-
HEHHUS B CyCTaBaX, HOPMAIU30BAINCH Ja0OPaTOPHbBIE MOKA3ATEIH.

3axnouenue. Knuaudeckuil ciyyail 1eMOHCTPUPYET MpH-
Mep arpeccuBHOTO edroTa U Tedenust TRAPS-cunnpoma Ha do-
HE MePBUYHOT0 UIMMYHOAEe(DHINTA y peOEHKa paHHEro Bo3pacra,
YTO BBI3BAJIO TPYJHOCTU B AWArHOCTHKE U MOAOOPE MMMYHOIE-
IIPECCUBHOI TE€palMu B CBSI3H C BEICOKMM PHUCKOM PAa3BUTHS WH-
(heKIMOHHBIX OCIOKHEHHM.



