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OHKOMEHHYIO POSIb MYTALWY FTEHA APC

Ksutkosa EM., TypcyHos X.3., Myxamezos P.C.

Pecny6/MKaHCKWIA NaTON0r0aHaTOMUYeCKUA LeHTp M3 PY3, T. TallkeHT
«HW CTaHaapTu3aLmm, cepTUuKaLmm 1 TEXHUYECKOro PeryiMpoBaHmsy, r. TallkeHT
WHCTUTYT BroopraHuyeckolixummm AHPY3, T. TalKeHT

BblsiBeHME HOBbIX MOP(ONOrNUYeCKUX 6IOMapPKePOB FeHETUYECKMNX U3MEHEHWNIA 1 pe3y/IbTaTOB NeYeHmns Na-
LINEHTOB MOXET 6bITb OCHOBAHO Ha OMMCaHUN MOPONOrMK B COYETaHUMN C FTEHOMHbIMU AaHHbIMU.

PaHee, Hamun [E.M.Kvitkova, 2012, 2019, 2021] 66111 NpeACTaB/eHbl faHHbIE 0 HACNIEACTBEHHbIX MyTaLUAX B
reHe afleHOMaTO3HOro nosinmno3a KMWkM (APC) Npu KonopekTabHbIX Nnoavnax. OfHaKko, B aHanus He 6blIn UH-
TerpMpoBaHbl JaHHbIe 0 MOPKOIOrK ONYXONN.

Llenblo HacTosLlero nccnefosaHms 6blio BbiSBIEHWE COOTBETCTBYIOLLMX accoLmaLmMin MeXay HacneACTBeH-
HbIMW n3MeHeHUAMK reHa APCNpM KONOpeKTanbHbIX aeHOMaTO3HbIX NOMNMNax, 0XapaKTepu3oBaHHbIX B pamMKax
HaLMX UccnefoBaHMi N MOPEHONOrMYeCKUMM 0COBEHHOCTAMM 3TUX ONYXONen.

MaTepuanbl 1 MeToAbl: Vccnesyemyto rpynmny cocTaBuin 33 KIMHWUYECKUX Cryyast C KONOpeKTanbHbIMU
a/leHOMaTOo3HbIMU NOAMNamMK1, KOTopble 6bi/IM NOABEPTHYThI CEKBEHNPOBAHUIO B KOAMPYIOLMX PErmoHax reHa
APC.

Moponormyeckas OLiEHKa, BbIMO/IHEHHAs Ha OCHOBE CTaHAApPTHbIX KpUTepueB, PeKOMeHA0BaHHbIX BO3,
BK/IlOYana crefytoLume nNpusHaku: pasmep, TWM, CTeMeHb AUCMA3UN U MaJIMTHU3AL UK NOJIUMOB.

MpoBesieH KOPPENALMOHHBIA aHann3 Mexay MoOphonorMyeckuMmn npru3HakaMmm 1 HacnefCTBEHHbIMU 13Me-
HeHuamM reHa APC. AHaIn3 6blfl BbIMOMHEH B fIBYX rPyMnax, CTPaTUMULMPOBaHHbIX B 3aBUCMMOCTM OT HaMums
MyTauum: 1- «<NO3UTUBHBIA MyTaLMOHHLIN cTaTyc APC», 2- «HeraTusblii cTatyc APC». Mpynna (1) ¢ MyTauusmu
BK/IH0YaNa Hac/lefjCTBEHHbIE TOUKOBbIE HE CUHOHUMUYHbIE M3MeHeHUs reHa APC.

OLieHMBaeMble MOEKYNAPHbIE MPU3HAKM TaKXKe BKNOYanm xapakTtep (TUM) TOUKOBbIX MyTaumii APC. B yacT-
HOCTK, Bblna OLeHeHa YacToTa MyTaumid: (a) CO CABUIOM pPamMKW CUUTbIBaHWSA, (B) C 06pasoBaHMEM npexaespe-
MEHHOr0 CTOM-KO/O0Ha, (C) C3aMeHO aMMHOKMNCOTbI B 6e/1Ke, B KOPPensLum ¢ BbllLeyKasaHHbIMWU MOPgonoru-
YeCKUMW NpU3HaKaMU 0310Ka4eCTBEHNS MOMNMOB.

PesynbTathl: MpoBeAeHHbI aHanus, nokasan CyLlecTBOBaHMe CTaTUCTUYECKM 3HAYMMOW CBA3N
MEXAy «MO3UTUBHBIM MyTaLIMOHHbIM CTaTycoM APC» U ManurHmsaumeli afgeHombl (p= 0.01). MauyeHTsI ¢ naeH-
TUHULMPOBAHHBIMN HaCcNeCTBEHHbIMWU MyTaLmaMu B reHe APC (48,4%,16/33) menu 3Ha4MTeNnbHO 6onee Bbl-
COKYI0 4acTOTy AMCNNA3UM 1 ManurHusaumm nonnnos (71%,12/16), no cpaBHEHMIO € NaLMeHTaMun 6e3 BbISBEH-
HoM MyTaumm B reHe APC (29%,5/17).

Hamu Takoke 6blia 0TMeYeHa TeHAEHLMA, NPy KOTOPOY NONWMbI C TSHKENON CTeneHbo AUCNNasun U Manur-
HM3aLuK 6bian CBA3aHbI C MyTaLUMsmMKM, COMBatOLLMMMN PaMKY CHUTbIBAHWUS UK 06pasytoLWMMK NpexeBpemMeH-
HblIli KOOH TepMMHaLMKX. MyTaLum, NpUBOAALLME K U3MEHEHWIO aMUHOKMUC/OTbI B 6eNKe BbisiBNEHbI Y NaLyeH-
TOB, KaK C aJleHOMaTO3HbIMW Nonunnamn 6e3 NpU3HaKoB 03/10Ka4ECTBIEHNS, TaK U Ha Pa3HbIX CTafuAaX nporpec-
c1poBaHus onyxonu. OfHaKo, 3Ta TeHAEHLMSA He bblia CTaTUCTUYECKM 3HaUnMoi (p=0,2).

BbiBoAbl: MonyyeHHble pe3ynbTaTbl MOKa3blBalOT, YTO MyTaumu reHa APC UrpatoT CyLUeCTBEHHYIO pOnb B
nporpeccmpoBaHn KOopeKTaibHbIX ageHoM. Mpun aTom, o6HapyxeHue MyTauuii APCB nonvnax 6e3 Npu3Hakos
MaIMrHM3aLumn, NoATBEPXAAET, UTO MyTaLuy B reHe APC NponCXOAAT Ha PaHHMX CTaAUAX KaHLeporeHesa.

Takvm 06pa3oM, MyTaLMOHHbIV cTaTyc reHa APC npeAcTaBnsieTcs BKHbIM 3/1EMEHTOM B pPaHHel [uarHo-
CTUKe, NPOrHOCTNYECKOW CTpaTU(MKaLMK, BbI6ope TapreTHOM Tepanumn 418 CeMeiHOro afeHoMaTo3Horo nom-
no3a 1 KO/I0peKTaNbHOro paka B Y36eKuncTaHe.
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