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KAPOUO-®ALMO-KOXHbIA CUHOPOM,
OBYCNOBNEHHbIA MYTALMUEN B TEHE BRAF

LUuneneBa A.O.
HayuHbin pykoBoauTtens: poueHT O.B. Mo6a

MepBbit MOCKOBCKMIA rOCYAapCTBEHHbIN MEANLIMHCKAIA
yHusepcuteT umenn N.M. Cevernosa MuHsapasa Poccumn
(CeyveHoBckuit yHnBepcuTeT), Mocksa, Poccus

Knouesnbie criosa: knuHu4eckul criyqat, demu, kapouo-
ghayuo-KoxHbIl CUHOPOM, Ouaz2HOCMUKa, Jle4eHue

Axmyanvnocms. Kapano-¢panuo-koXXHbIH CHHIPOM
(K®KC) — penkoe renernyeckoe 3ab0jieBaHNE, OTHOCSIEECS K
rpynre Ras-maruii, 00yciioBIeHHOe MyTallsIMU B TeHaX Ras/mMu-
ToreHakTHBUpoBaHHOU npotenHknHazsl (MAPK): BRAF, MAP2K?2
u KRAS, xapakTepu3ylomieecst MHOXECTBEHHBIMH BPOXKIEHHBIMU
AQHOMAJIMSIMU CEPALIA, JIULA, KOXKHU, HEPBHOM CUCTEMBI U APYTUX Op-
raHoB. B GonbuinucTBe ciydaeB KOKC BbI3BaH MyTalusMu B reHe
BRAF, xopupytomeM OeloK, yJacTBYIOWUIl B pery/siuy KIeTod-
HOro pocTa U muddepeHunpoBky. M3ydeHne KIMHUYECKHX MPO-
seiaennii KOKC umeeT BaxkHOE 3HAUEHUE IJI JUATHOCTHKH, JIe-
YEeHUs U IIPOTHO3a 3a00JICBaHMHS.

Onucanue knunuyeckozo cryyas. IIpencTaBieH KIMHUYECKUH
ciydaii 7-nernero mansunka ¢ KOKC, y kotoporo Obuia BbIsBIEHA
MyTarus B TeHe BRAF ¢.1495A>C (chr: 140477813T>C) B rete-
po3uroTHoM coctosiHuM. IIpoBeieHa Banmuanys JaHHOTO BapuaH-
Ta, TEHETHUKOM OB BEICTABIICH BhILIEYKa3aHHBIN Anarno3. V3 ana-
MHe3a ObUIO BBISBIICHO, YTO PEOEHOK POIUIICS ¢ Makpoliedauei,
JCMOP(GHBIMU YepTaMU JINIA, BPOXKIEHHBIM IIOPOKOM CEpALia —
HaJIKJIAMAHHBII CTEHO3 JIETOYHOM apTepHu, KOTOPBIN ObLT ONepHpo-
BaH B Bo3pacte 1 mec. [TocineonepanoHHbLil NEpHO] OCI0XKHUI-
Csl OCTPHIM HapylIEHHEM MO3TOBOTO KpPOBOOOpAIIEHUs IO HIle-
MHYECKOMY THITy B 0acceiHax cpeiHe- U 3aJHEMO3TOBBIX apTepHi
C pa3BUTHEM CTOHKOTO yMepeHHOro remumnapesa. Cpenu GpeHoTu-
IIMYECKUX 0COOEHHOCTEH y peO&HKa HaOMIoaIuCh TUIIEPKePaTos3
KOXKH, PEJIKUE BBIOLIUECS BOJIIOCHL, MBIIIEUHAsi TUIIOTOHUS. B BO3-
pacte 1 Tox OBLT OIEPHPOBAH II0 MOBOXY ruapoHedpo3za. C Bo3-
pacta 1,5 net y 60JIbHOTO BO3HUKIIM STICITHYECKHE IPUCTYIIH,
HEI0CTaTOYHO KOHTPOJIMPYEMBbIE MPOTUBOCYIOPOKHBIMU ITperia-
paTtamu, IOTpeOOBABIIMMHI HEOTHOKPATHOH CMEHBI CXeM TepaIiiy.
Pa3BuBaeTcs ¢ 3a1epKKOil MOTOPHOTO U IICUXO-PEYEBOTO pa3BU-
Tusl. Pe6EHOK Moy4aeT CUMITOMAaTUYIECKOE JIEUeHHE, B TOM YHC-
JIe KapIUOTPOIIHYO0, IPOTUBOCYAOPOXKHYIO U aHTUCIIACTUUECKYIO
Tepanuro, OOTYIMHOTEPANHUIO, PH3NOTEPANHIO H KHHE30TEPATIHIO.
Ha ¢one neyenust oTMeyanoch yiydlleHue ABUTaTeIbHON aKTHB-
HOCTH, YMEHBIIIEHHE MBILIEYHOIO TOHYCa U 4aCTOTHI CyA0pPOT, HO
COXPAHSETCs 3HAUUTENbHAS 3aePIKKa PA3BUTHS.

3axmoyenue. KimHuueckuit ciyyail npeacTapieH s HOBBI-
HIEHHS OCBEIOMJIEHHOCTU Bpauei 0 JaHHOM PEIKOM U TOXKEIOM
3a00NIeBaHNH, BeJCHUE KOTOPOro TpeOyeT MyIbTHINCIUILTHHAD-
Horo moaxona u conpoBoxaenus. s quarnoctukn KOKC ne-
00X0IMMO MOJICKY/ISIPHO-TE€HETHYECKOE UCCIIEA0BaHNE, T03BOIS-
I01lI€E BBIABUTb MyTaLUU B reHe BRAF 1 Apyrux reHax, acColu-
upoBaHHbIX ¢ RAS-matusamu. {ns Benenus nanuentos ¢ KOKC
TpeOyeTcs KOMILIEKCHBIH MOAXO, BKIIFOYAOLUI ITUPOKUI CIIEKTP
o0cnenoBaHui, perysipHOe HaOMoIeHHe CIIEHUATHCTaMH, MM -
KaMEHTO3HYI0, XHPYPTUUECKYIO U PeaOMUINTAIIOHHYIO TepaIuio,
a TaK)Ke TeHETUUECKOe KOHCYIBTUPOBaHUE.
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