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VBeanpHas MenanoMa (Y M) sBisercss MyabTH(AKTOPHOI 3710Ka4eCTBEHHON BHY TPUITIa3HOM
OITYXOJIbIO MEJIAaHOLIUTAPHOIO MPOUCXOXKACHUS ¢ Haubosee YacToil JIoKanu3aueil B Xopuou/ee.
OnHUM U3 aKTyaJlbHBIX HAaIPaBICHUN O(PTaIBLMONIOTUY SBISAETCS PaHHSSA IMATrHOCTUKA MEJIaHOMBI
XOPHUOUJEH B CBSI3U C €€ HEOMaronpusTHBIM BUTAIBHBIM IPOrHo30M. OJTHAKO He BO BCEX CIydasx
yAaeTcss BBIABUTH OIyXOJb HA pAHHMX CTaJHMsIX Pa3BUTUS, UYTO MOXKET OBITH CBS3aHO C
noNUMOP(HHON KIMHUYECKON KapTUHOW M OECCUMITOMHBIM TeueHHeM 3a0oineBaHus. HauanbHyto
MEJIaHOMY XOPHUOHJIEH 3aTpyIHHUTENbHO audepeHupoBare ¢ HEBycoM Xopuouzaeu. Hesyc
XOpUOUJCH SBISETCS JOOPOKAUECTBEHHOH OIMyXOJdblO, OJHAKO OH MOXET I0/IBepPraThCcs
37I0Ka4ecTBEHHOU TpaHchopmanmu. B cpeanem, mpu S5—jeTHeM HaOMIOACHUM MaWTHHU3ALMS
HeByca xopuouzaeu coctaBisier 1% mnpu OTCYTCTBUU KIMHUKO-WHCTPYMEHTAJIBHBIX (DaKTOPOB
pucka u B 11%, 22%, 34%, 51%, 55% npu Hammuuu ot 1 10 5 GakTOpoOB pHCKa.

B HacTosiiiee BpemMsi OCHOBHOE BHHMAaHHME HANpaBiICHO Ha BBISBICHHE MOJIEKYJISPHO-
TFEHETUYECKUX IPEIUKTOPOB pa3BUTHs HadaJbHOM MEJNAaHOMBI W HEByca Xopuouaeu. Jlius
UCCJIEJIOBAHUS TE€HETUYECKUX U SIUTCHETUUYECKUX HapyIIeHWH HEeoOXOoIuMa TKaHb OITyXOIH,
OJITHAKO IIPU HayaJbHOM MEIAHOME U HEBYCE XOPUOUJIEU OMOIICUS OIyX0JIEBOM TKAHU 3aTpyIHEHA
U 3aBHCHT OT OIbITa XUPYproB-odrampMonoroB. «KuakocTHas OHOICUS», OCHOBaHHas Ha
uccnenoBanuu nupkynupyromei omyxosnesoi JIHK (no/IHK) B nepudepudeckoii KpoBu, SBIIETCS
aJbTEPHATUBOM Ul JAaHHBIX TPYII MalueHTOB. «KuakocTHas OUONCHS TMO3BOJSIET OLIEHUTH
001b11101 CIIEKTp TEHETUYECKUX abepparnmii U MOXET UMETh KaK
muddepeHInanTbHO—AMaTHOCTUYECKYI0, TaK U IMPOTHOCTHYECKYIO 3HAYUMOCThb. [lo JaHHBIM
muteparypsl, yactota Bcrpedaemoctu o lHK (GNAQ/GNAII) cocraBnsier 84% ciydaeB y
MAIUEeHTOB ¢ MeTacTatuueckoit popmoit YM. [lng YM nanuuue mytanuuii B reHax GNAQ u GNA 11
(80-96%) sBnsItOTCS MATOTHOMOHWYHBIMH M OTHOCSITCSI K PAaHHUM COOBITHSIM B OHKOTEHE3E.
[Tonmumopdusm mapkepa C34357 rena ABCBI/MDRI Takxe mpencTaBisieT 0cOObl MHTEpeC B
CBSI3M C PUCKOM Pa3BUTH Y M U IPOrHOCTUYECKON 3HAYMMOCTBIO JJIs JaHHBIX NalueHTOB. OHaKO
MaJblii ONBIT KCCIEOBAHMM, HAIMPABICHHBIX Ha HM3Y4YeHHE 4acTOThl BcTpedaemoctu 110JJHK
(GNAQ/GNA11) u pactipenencHus reHOTUNIOB nonuMopdHoro reaa MDRI/ABCBI y nanyeHToB
pa3IrM4HOro Habopa ¢ HauaIbHOW MEJIaHOMOW U HEByCaMH XOPHUOUJIEH, a TAKKE UX aCCOLUAIIUU C
KJIIMHUKO—MHCTPYMEHTAJIbHBIMU ~ XapaKTEpPUCTUKAMHU  OIyXOJIeH, JMUKTYeT HEO0OXOIUMOCTb
U3yYeHHUs YyKa3aHHBIX B3auMoOCBs3ed. /[ moucka M aHanu3a OJHOHYKJIEOTHAHBIX 3aMEH B
MCCJIEIOBaHHBIX TeHaxX Obu1 ucrnonb3oBaH meron [ILP B peanbnom Bpemenu. Meromom ROC
aHanM3a ONpEJesieHa CTAaTUCTUYECKash MOIIHOCTh CHCTEMbI C YYBCTBHTENbHOCTHIO (0,886,
crnenuduanocTteio 1, mmomansto moa kpusoit AUC 0,979.
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