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I'en PTEN, otkpbITsii B 1997 roay, nokanu3yercs Ha JIMHHOM I1JIEYE 1€CATON XpOMOCOMBI B
nokyce 10g23.31, Bxmrodaer 10 5k30HOB M 0XBaThIBAET 5,5 ThICSAY Nap HyKJIeoTUA0B. Ero akcnpeccus
4acTO 3HAYUTEIbHO CHIDKEHA MIPU Pa3IMYHBIX BUAAX 37I0KaUE€CTBEHHBIX HOBOOOPA30BaHUSX.

Konupyewmsiit PTEN Genok — 3710 ¢docdaTaza ¢ nBoiHON cyOcTpaTHOH cHenupUYHOCTBIO,
criocobHas aedocdopunuposars pochonentuasl a Taxke Gochomunuasl. MosekynspHas macca
cocraBisieT 47166 Da. Cognepxut 403 aMUHOKHCIIOTHBIX ocTaTka. KpucTtamimdeckas cTpyKTypa
PTEN mnoka3piBaeT, YTO OH COCTOMT B OCHOBHOM M3 nomeHa (ocdaraszer (PTPase), koTopsrit
CONEePXXUT cUrHaTypHYIO cTpykTypy p-mietiim CXSR (HCKAGKGR) mns dpocdaros, u nomena C2,
CBsI3BIBAIOIIETO ¢ (hochomumuaHONn MeMOpaHO.

B wietrke PTEN MokeT OBITh JIOKQJM30BaH B IUTOIUIA3MAaTHYECKOW MeMOpaHe, sipe,
nuTo301€e, U MUTOXOHApUsX. AnepHsiit PTEN urpaer BaxHyto posib B CTaOMJIBHOCTH XPOMOCOM,
BocctanoBiennn JJHK, criocoOcTByeT cTaOUIBHOCTH U TPaH CKPUTIIIMOHHON aKTUBHOCTH CyTIpeccopa
onyxoiu pS3.

Cynpeccopnas pynkuus memOpanocsazanHoro 0enka PTEN 3akirodaercs B MHTHOUPOBaHUU
PI3BK/AKT/MTOR-curHanpHOro myTH. ITO OIWH W3 YHHBEPCAJIbHBIX CHUTHAJBHBIX IyTEH,
PETYIMPYIOIMUX JKU3HECIOCOOHOCTh M METaboJaM3M OOJIBIIMHCTBA KJIETOK 4esnoBeka. PTEN
OTIIETISIET OCTaTOK (PocopHO KUCIOTHI OT (GochoruaunumHo3uton-3,4,5-rpudocdara (PIP3) B
nojoxxeHuu D3 uHO3UTONBHOrO KOJbIA, Ipeodbpasys ero obpatHo B PIP,. Dto mpuBomutr K
yYMEHbUIECHUIO KOHIeHTpauuu PIP3 m curnanoB, KOTOpple OT HEro 3aBUCAT. AHTarOHHCTOM
BoicTynaer PI3K, katanusupytromas peakuuto npespauieHusi PIP, B PIPs. [locnennuii cBsizbiBaeTcst ¢
JOMeHOM romodoruu miekcrpuHa (PH) ywame Bcero cepun / Tpuonnn kuHaza AKT, BeI3bIBas €ro
HaKOIUIEHUE Ha Ia3MaTrudeckoii MemOpane. 3atem AKT dochopunupyercst nymst kunazamu PDK1
u MTORC2. AxktuBupoBanHas TakuM obpazom AKT mmeeT MHOKECTBO MOCIEAYIOMUX LEeIeH aJis
dochopunpoBanus. Bmecre 3TH MoneKyibl y4acTBYIOT B pOCTe KJETOK, Mposudepanuu,
amorTo3e, MUrpaluu, TupQepeHnannuu, MeTadoaru3Me, U MepeKpPecTHO B3aUMOACHCTBYIOT C PAIOM
JPYTUX CUTHAJbHBIX ITyTEH.

PTEN sBisieTcst KpUTUUECKUM PETyJIITOPOM HE TOJIBKO POCTa M BBDKMBAHMS KJIETOK, HO
TaKXe U CUCTEMHOro MeTa0osn3Ma. OH BOBJIEUEH B IPOLIECCHI IIIMKOJIN3a, [NIFOKOHEOT €He3a, CHHTE3a
IIIMKOT€Ha, a TAaKXKe B JIMMUIHBIA METab0IM3M U PEryIMpOBaHNE MUTOXOHIPUATILHON () YHKITUY.

B nmnpouecce xkanneporenesa mpoucxonst wmyrtauuu PTEN, wnakTtuBupyromme ero
(dbepMeHTaTUBHYIO aKTHBHOCTb, YTO BEAET K CHIKEHUIO THOeH KIeToK. M0)KHO MpeAnoiarats, 4To
BbISIBJICHHE TUIIA MYyTal[1il JAaHHOTO T€Ha MOXKET IOMOYb CIIPOTHO3UPOBATh TSKECTh paKa, KOTOPBIN
BO3HUKHET.

Ha ceromusitnuii aens B 6a3e nanubix ClinVar moxxuo Haiiti 2086 pe3yabTaToB 0 BapuaHTax
nocnenoBaTenbHOcTH TeHa PTEN, u3 kotopbix 631 oTHECEH K BEpOSITHO aTOT€HHBIM U TATOT'€HHBIM,
a 981 umerot HeomnpenenenHoe 3HadeHue. CormacHo COSMIC — 0a3e maHHBIX, MOKa3bIBAIOIICH
pacripeeneHle pa3IuYHbIX THIIOB MYTallUi B THCTOJIOTMYECKUX 00pa3lax, Ui TOr0 TeHa caMoi
pacrpocTpaH€HHOI siBIsieTcst MucceHc BapuaHT (38,23%). Jlons HoHceHe 3aMeH cocTaiiser 17,24%,
MyTallM¥ CIBUIA paMKHM CUMTBIBaHMs B pe3yibrare aenenuii — 15,51%, a B pe3yiabTaTe BCTaBOK —
10,12%.
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