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CNMPABOYHAA NUHOOPMALIUA.
FTEHETUYECKUN AHANU3

18-139 BbisBneHune mytauum 1100 delC B reHe CHEK?2

FEH FeHeTMYeCcKUi mapKep BapuaHTbl reHOTUNOB

CHEK2
L 1100 delC
Checkpoint kinase 2 Aeneuus He BblABAEHA Aeneuus BblABAEHA

OMIM ID: 604373 (rs555607708)

ObBLWAA UHOPOPMALMNA OB UCCNEAOBAHUN

lfeH CHEK2 pacnonio)KeH Ha A/IMHHOM nJiede 22-i xpomocombl. OH KoaupyeT 6e/10K, KOoTopblii 061a4aeT BbIparkeHHbIM KOHTPOU-
PYIOLWMM AeNCTBMEM Ha KAETOYHbIN LUMKA. AKTUBALMA LAHHOTO reHa M COOTBETCTBYOWEro emy 6esKka npoucxoamTt B cyyae no-
BpexaeHuna OHK. 3To noBpekaeHne MOXKeT BbITb Kak BCleAcTBME BHELWHMX GaKTOPOB (NeKapcTBeHHan Tepanusa, BAMAHWE MyTare-
HOB W T.A4.), TaK 1 BCIeACTBME HapylleHua uenocTHocT AHK nocne genenuns Knetku. Mpu akTMBALMKM AaHHbIN reH ocTaHaBAMBaeT
KJIETOYHbIN UMK M 3anyCcKaeT NpoLeccbl BOCCTAHOBNEHMA LEeNoCTHOCTH noBpexaeHHon [HK. Takum obpa3om, 3ToT 610K BbICTY-
naeT B POJIM OMYyXONEBOr0 cynpeccopa, uaun 6eska, NpefoTBpaLLatoLEero pa3ssnTme onyxosu.

MoKkasaHo, 4To myTauumn B reHe CHEK2 yBennumeatoT HacaeACTBEHHYIO NPEeAPACcrnoNOXKEHHOCTb K Pa3BUTUIO paka. ITO CBA3AHO C
TEeM, 4TO MyTaUMW MHAKTUBUPYIOT cnocobHocTb 6eska CHEK2 K BbiNoAHeHMo cBoux ¢yHKLMA. Takum obpasom, ntobbie nospe-
®aeHus OHK nepegatotca nocne geneHusa A0YEPHUM KaeTKam. BbisBieHa YeTKas CBA3b HaNMUMA PA3NNYHbLIX TUMOB MyTauuii C
Pa3BMTMEM paKa Pas3/IMYHON JIOKAIM3aLMM (PaK MOIOYHOW Xesie3bl, PaK NPeACTaTeNbHOM ¥Kenesbl, NoYeK, TONCTOW KULLKK, LUTO-
BUAHOW 3Kenesbl), a TaKKe HEKOTOPbIX TUMOB AMMOOM.

MyTauma 1100delC saBnsetca cneactemem ytpaTbl (geneumnn) uutosmHa B 1100-m nonokeHum reHa CHEK2. XoTts ata myTauus
BCTPEYaeTCA pPefKo, OHa 3HAYMTENIbHO MOBBILIAET PUCK PA3BUTUA PaKa MOJIOYHOW Kenesbl (PMMK). OTOT pucK Koppenupyer c ce-
MeMHbIM aHAMHE30M U YBE/NIMUYMBAETCA, KOr4a HOCUTENU UMEIOT POACTBEHHUKOB C 3TUM AMarHosom. Y Hocutenel myTtauumn 6es
OTATOLLLEHHOM HAacNeACTBEHHOCTU pUCK pa3BuUTUA PMMXK cocTasaseT npubamsutensHo 20 % v ysenmumnsaetca o 44 %, korga 3atpa-
TMBAOTCA KaK POACTBEHHUKM NEpBOM, TaK 1 BTOPOM TMHUN.

MyTauma 1100delC reHa CHEK2 npuBoAMT K MNOBbILEHHOMY PUCKY Pa3BUTUSA PaKa MOJIOYHOM »Kesie3bl KaK Y KEeHLMH, TaK Uy MY K-
YWMH, OZHAKO CTEMEHb PUCKA HE N3MEHSIEeTCA, eC/IU 3TU JII0AM ABAAKOTCA HoCcUTenamu mytauunii reHos BRCAL nan BRCA2.

MyTaunn reHos CHEK2 nam TP53 6biain CBA3aHbI C PE3NCTEHTHOCTbIO K XMMMOTEPANuUM Npenapatamu Ha OCHOBE aHTPaLMKANHA Y
MauMeHTOB C PaKOM MOJIOYHOWM Xenesbl.

BO3MOXHble reHOTUNbI

= [Jleneums B reHe CHEK2 He BbifAB/ieHa — PUCK PA3BUTUA paKa MOIOYHOM »Kenesbl U paka AMYHMKOB Haxo4mMTca B npeaenax o6-
LWEenonyAALMOHHbIX 3HAYEHUNA.

= [Jeneums B reHe CHEK2 BblsiBNE€HA — PUCK Pa3BUTUA paka MOJIOYHOM Xesesbl M paka AMYHMKOB 3HAYMTENbHO MpeBbllwaeT 06-
LWENOMNY/ALUOHHbBIE 3HAYEHUS.

WHmepnpemayusa pe3ynbsmamos uccnedo8aHus 00HHA npoeodumbc,q gpavyom-crieyuasucmom 8 Komrisziekce ¢ AHaMHEe30M, Knu-
Hu4eckumu, na6opamoprlMU u, npu Heobxodumocmu, dpyeumu 2eHemu4yecKUMU OaHHbIMU.

Ba)kHble 3ame4vaHun

OTCyTCTBME HApyLIEHUA MO UCCAeA0BAaHHOMY reHeTUYECKOMY MapKepy He UCKAoYaeT BEPOATHOCTb Pa3BUTUA 3abosieBaHUA BCaed-
CTBME APYrUX MPUYMH, B TOM YMCNE FTEHETUYECKMX U He OTMeHAEeT 0bLLEeKNMHUYecKoro obcnenoBaHus (camoobeneoBaHmne, exe-
rogHoe 1ccaefoBaHMeE C MOMOLLbIO MHCTPYMEHTA/IbHbIX METOA0B, OCMOTP MaMMO/0Ora, rMHeKosiora). Mpu BbiABAEHUM MyTauuu
pekomMeHAyeTcA MeANKO-TeHeTUYeCcKan KOHCYNbTaLms.

NPEAOCTABJIEHHAA MHOOPMALMA HE ABNAETCA MHTEPNPETALUMEN PE3Y/IbTATA TEHETUYECKOIO AHA/M3A.
NPOKOHCY/IbTUPYMUTECH CO CNELUATMCTOM!



