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AKTyanbHOCTb. CemelnHasa CpeAn3eMHOMOPCKas AMXOPAA-
ka (CCA) — HacnepCTBEHHOE (Kak MpaBMAO, C ayTOCOMHO-
peLeCcCUBHbIM TUMOM HaCAeAOBaHWSA) ayTOBOCMaAUTEAbHOE
3aboneBaHWE C MOBTOPSAIOWMMUCSH 3MU30AAMU  AUXOPAAKM,
cepo3nTamMu, pacrnpoCTPaHEHHOE CPEAU OMpPeAeAEHHbIX 3THO-
coB. B HacTofilee Bpems onucaHbl CAyd4au C ayTOCOMHO-
AOMWHAHTHBIM TUMOM HaCAeAOBaHUA. [laToreHHbI BapuaHT
¢.2177T>C (p.Val726Ala) B reTepo3nroTHOM COCTOSIHUU B reHe
MEFV onucaH B autepatype y nauueHtoB ¢ CCA ¢ ayToCOMHO-
AOMWHAHTHbBIM TUMOM HacAepOBaHuMs. [poBeaeHUe pAnddeper-
LUMaAbHOM AMArHoCTMKKM pasamyHbix dopm CCA 1 npaBuAbHas
TaKTMKa BEAEHWA NaumMeHTa — BaXHbIM acnekT Tepanuu u cTa-
61AM3aLMK COCTOSTHUS.

Lienb uccnepoBaHus. MpepctaButb caydai CCA'y pebeHka-
apMsAHMHa CO CAOXHOCTAMM B MpoLiecce AMArHOCTUKK B Ae6to-
Te 3aboneBaHus.

MauueHTbl U MeToAbl. KAMHUYECKMIA OCMOTP M PETPOCHEK-
TUBHbIN @aHaAM3 UCTOPUKM Bone3HM Manbunka 11 AeT.

Pe3yabtatbl. Manbumk, 11 AeT, NOCTYNMA B AETCKYIO 6OAb-
HULY AAS NpodUAaKTUUecKoro obcaepoBaHust no nosopy CCA.
N3 aHamHesa: ¢ 8-MecAYHOro Bo3pacta OTMEYaAUCh 3NU30AbI
$ebpPUNBHON AMXOPaAKK ¢ MHTepBarom 1-1,5 mec, nepuoau-
YeckM BO3HMKatowme adTbl POTOBOW MOAOCTU, BOAUM B XMBO-
Te. B aHanMzax nepuvoaMyecku HabAIOAAAOCH MOBbILEHME
CO3 a0 30 MM/4Y NpU HOPMaAbHbIX 3HAYEHUAX AEMKOLIMTOB,
CPB — 90-300 mr/A, ocTanbHble NOKasaTeAu B NpeAenax BO3-
pacTHOM HOPMbI. CeMelHbI aHaMHe3 He OTAroLleH. B TeueHne
nepsbix 1,5 AeT yctaHaBAMBaAu anarHo3bl: «OPBW», «AHrMHa»,
«TOH3UAAUT», «CTOMATWUT», «CMHAPOM MpPOpe3biBaHUS 3yOOB».
B 1 roa 10 mec — pnarHo3 «CuHApoM MapLuanna», B AeYEHUN —
NPEAHU30AOH NpU NpucTyne, B 2 ropa 1 Mec — apA€HOTOH3UAA-
aKTOMMUS, 6€e3 addekTa — NPUCTYNbl AMXOPAAKM COXPAHSAAUCH.
B 3 ropa npyv MOAEKYAIPHO-TEHETUYECKOM O06CAEAOBaHUM

B reHe MEFV BbisiBAeH €.2177T>C (p.Val726Ala) B reteposu-
FOTHOM COCTOSIHMW. Ha OCHOBaHWM AQHHbIX KAMHUYECKOW Kap-
TWHbI (COOTBETCTBYHOLLMX AMArHOCTMUECKMM KPUTEPUAM TeAb-
Xalwomep) 1 MOAEKYASIPHO-TEHETUYECKOTO 06CAeA0BaHUSA ObIA
ycTaHoBAeH anarHo3 CCA. B aeueHun — koaxuumH 0,5 mr/cyT,
C MNOAOXWTEABHBIM 3QEKTOM — OTCYTCTBME PELIMAVMBOB B Teue-
HWEe 2 AeT, B CBA3U C YEM KOAXMUMH OTMeHeH. Yepes 11 mec
npucTynbl $eOPUAbHON AMXOPAAKM BO30OHOBUAKUCH, MPKU MAAHO-
BOM MOBTOPHOM 06CAEAOBaHUM BbISIBAEHbI CUMMITOMbI XOAECTa-
3a, BbIIBAEH reH HLA-B51, nmeroLmi BbICOKYHO accoumaLmio
¢ 60/e3HbI0 bexueTa, ycTaHOBAEH AMarHo3: «Hecneunduyeckui
PEeaKTMBHbIN renaTuT, PeakTUBHbIK MNaHKPeaTUT, CUHAPOM
xonectazar. [1pOBeAEH Kypc renatonpoTeKTOPHOM Tepanuu,
BO30OHOBAEHA Tepanua KOAXMLMHOM C 3CKarauuen AO03bl
A0 1 Mr/CyT, C BbIP@XEHHbIM MOAOXUTEABHBIM 3bOEKTOM.
Ha ¢oHe Tepanuu B TeueHue 5 AeT HAOAOAEHWMS MPUCTYMbI
He MOBTOPAAUCH, AaBOpaTOpHble aHaAu3bl B MpeAenax BO3-
PacTHOM HOPMBbI.

3aknoueHue. YuuTbiBas 3THUYECKYID MNPUHAANEXHOCTb,
NMOBTOPSIIOLLMICA WM MEPUOAUYECKUI XapaKTep TeyeHus npu-
CTyMOB AMXOPaAKM M CEepo3UTOB, COOTBETCTBME AMArHOCTU-
YeckuM Kputepuam Teab-Xallomep, CUHAPOM Mapluanaa,
paHee MOAO3pPEBAEMbIN Y MauMeHTa BBUAY PELMAMBOB TOH-
3UAAMTE, ObIA MCKAKOYEH. Y MNauuMeHTa BbICOKa BEPOATHOCTb
ayTOCOMHO-AOMMHAHTHOIrO TMna HacnepoBaHms CCA, B cBs3M
C YeM HEOOBXOAMMO MPOAONKUTE OBCAEAOBAHME: KOHCYALTALLUS
Bpaya-reHeTuKa C NPOBEAEHWEM CEMEWHON cerperaumm BblsB-
AEHHOro BapuaHTa, NpoOBEAEHWE NMOAHOTEHOMHOIO CEKBEHUPO-
BaHWUA. KAMHUYECKUI CAyYalt AeMOHCTPUPYET BaXXHOCTb MHAM-
BUAYaAbHOIO MOAXOAA K 06CAEAOBAHMIO U KOPPEKLMK Tepanuu
nauneHtam ¢ CCA. Kpome Toro, BaXXHO yuuTbiBaTb BbIABAEHWE
reHa HLA-B51, uto B AAAbHENLLEM MOXET NOBAWATb Ha TAKTUKY
BEAEHUWSA W Tepanuio NaumeHTa.





