«KOMG6HHHMPOBAHHOEC NECHCHHE ONYXOACH FOTOBHOIO MOJrar

K Bonpocy o mytauuu B rese p53 npu muomax
roI0BHOTO MO3ra

P.A. Casees, A.I. Cepzeea, A.C. Benoxeocmos, 0.10. Ucmomura

YpanbcKan rocyaapcTeeHHAN MEAMUMHCKAS aKaaemums,
lopoackas kinmHuyeckan GonbHuua Ne40, EkarepuHbypr

eH p53 aBNAETCA KNIOYEBbIM FrEHOMCYNPECCOPOM ONYXONeBoro pocTa.
MyTauuu B 3TOM reHe 4acTo OGHaPYyXUBaIOTCA B ONYXONEBLIX KETKaxX Npu
pake MONIOYHOM Xene3bl, AMYHUKA, TONCTOM kKnwkn. CBeaeHUs O 4acToTe BCTpe-
4aeMOCTU MyTauui B reHe p53 Npu OoNyxonsax rol0BHOro Mo3ra Becbma He-
MHOMOUMUCNEHHLI U NPOTUBOPEYUBEI.

B HacTosuwen pabote NpUBOAATCA pe3ynbTaThl UCCNEAOBAHUA HA HANUYMe
MyTauui B reHe p53 Tpuauatv o6pasuos ruanbHbix (HEMpPo3INUTENUabHBIX) ONy-
XONew ronosHOro Mo3ara, NOMYYEHHbIX BO BPEMS ONepaTMBHOrO BMellaTenscTea.

Boapact 6onbHbix konebanca ot 3 no 64 net. 11 60nbHbLIX 6bIAKU XEHCKOro
nona n 18 - Myxckoro. B 9 HabniogeHuAx aMarHoCcTMpoBaHa aHannacTuyec-
Kan actpountoma ( B OQHOM cnyvyae o6pa3ubl MCCNeaoBannuchb y OQHOTO U
TOro xe 60NbHOro ¢ UHTepBanom B 4 roana) , 8 10 apyrux cnyyasx - ramobnac-
Toma u ewe y 10 60nbHbIX - MeaynnobnacToma.

O6pa3subl npeacrasnsnm cobon pukcnposaHHble NpenapaTtel onNyxonen 8
napagduHoBbix 6nokax. U3 kaxaoro 6noka rovoeunu no 8 cpe3os TOAWMNHON
15 mK. Ana nccnenosaHus oTéupanu cpesbl, B KOTOPbIX HE 6bINO y4acTkos
Hexpoa3a 1 xposouanuaHmii. NMocne genapadprHr3aunmn CpPe3oB KCUNONOM TKaHb
onyxonn obpabarbiBanu npoteuHason K u sblgensnu OHK metoaom
deHoNxNopoPOPMEHHON IKCTPaKUMK.

YunTbiBas TOT PakT, 4To Hanbonee CyueCTBEHHbIM ANA HapyLIEeHNA YHK-
umu 6enka p53 ssnaeTCA Hanuyue MyTauun B 5-8 3k3oHax, aHanuauposanu
y4acTKu reHa, COOTBETCTBylOWME UMEHHO 3TUM 3K30HaM. Mocneposarens-
HOCTb Kaxaoro 3k3oHa amnnugurumposanu metogom MNUP, a 3atem nposoau-
nu SSCP-aHanua, no3esonaowmin o6HapyXuTb To4YeYHble MyTauvn. Napannens-
HO NPOBOAMNNCH NCCNEAOBAHUA Ha NpeaMeT MyTauwui B reHax p16 v K-ras.

U3 29 nccnenosaHHbIX HaMyM 06pPa3LOB MWUOM FOAOBHOMO MO3ra MyTauum
reHa p53 6binu o6HapyxeHsl B 8 caydaax: y 3-x MyX4uH (13 14 - 21,4%), y 4-
X XeHwuH (M3 10 - 40%) n y ogHOro Manbyuka u3 5 geten. Boapacr atux
60onbHbIX 661N B Anana3oHe oT 12 ao 64 net. O6paTMNO BHMMaHUE, 4TO 7 M3 8
60AbHLIX NPOXMBANK B KPYNHBIX NPOMBIWAEHHbLIX LeHTpax, Toraa Kak us o6-
wen cepun - 29 HabaloaeHNH - 16 6ONbHLIX NOCTYNMAW U3 PANOHHbLIX FOPO-
pos.. Cnenyet NOAYEPKHYTL, 4TO 6 M3 8 6onbHbIX - XuTenn EkatepuHbypra, u
ABOE U3 HUX - M3 OAHOrO, YKanoBCKOro panoHa.

Hanbonee yacTo MyTauum reHa p53 Gbinu BhIABNEHLI NpU Meayn nobnac-
Tomax - B 4 HabnoaeHuax u3 10. CneagyeT uMeTb B BUAY, Y4TO peyb uaeT o
AnM33aMBPMOreHeTUYECKON 3N10KAYECTBEHHOM ONYX0NW, KOTOPas AWarHoCTU-
pyeTtcs, xak Nnpasuio, B AeTCKOM Bo3pacTe. BoT noyemy mbl uccneaosanu
naTb o6pa3uos ot aeten (3, 4, 6, 8 U 12 neT) n NATbL 06pPaA3LUOB OT B3POCALIX
6onbHbIx (20, 22, 24, 41 n 64 net). MyTauun reHa p53 Guinu 06HapPYXeHb!

84



Marepuansi Poccusickon xondeperumm 17 - 19 man 2004 r. Exarepunbypr

AUWb Y OAHOro pebexka u y Tpex 83pocnblix, IPU 3TOM y CaMbIX CTAPLIMUX -
Manbumka 12 net uy Tpex xexnwuH 24-64 net. C Apyro# CTopoKbl, Npu ae-
TanbHOM aHanu3e BLIRBMAAETCA elWe 0OAHA CYLEeCTBEHHAn OCOBGEHHOCTbL: Y ABYX
nambonee monoAapix 60nbHLIX (12 1 24 roaa) MyTaumu reHa p53 yCTaHOBNEHbI
B8 7 3k30He, y 60nbHOM 41 ropa’ B 6 3k30He U y 6onbHOM 64 rona - B 5-m
3k30He. 3TW AaHHble NO3BONRIOT BLICKA3aTb NPEANONOXEHMUE, YTO Y BONbLHBLIX
crapwero Bo3pacTta UrparoT poNib He CTONbKO AU33MOpUOreHeTnyeckue,
CKONBKO WHbIE MEXaHW3Mbl OHKOreHe3a, B YaCTHOCTW, MyTauuu de novo.

Y710 KacaeTca aHaNNacTUYECKUX acTPOUUTOM, TO MyTauuu reHa pS3 Guinn
o6HapyXeHbl B TPEX CAY4asix 3 9 1 TONBKO B 7-M 3K30HE - BCE Tpoe HONbHbIX
MYXCKOr0 Nona cpasHUTENbHO 6onee MONoAOro BospacTa (CpeaHui Bo3pacT
- 44,3 rona, B TO BpEMS Kak CPEAHWA BO3PACT APYrux WecTu 60NbHbIX 3TOM Xe
cepum - 51,7 rona). MpeacrasnneT nHTEpec oAHO HabNAeHUE - MyX4uHa,
34 neT, aHannacTuyeckan acTpouMTomMa nesomn nob6HOM aonu, onepuposaH 3
oktabps 1995 roaa. B o6pasuax onyxonu BbiABNEHA MyTauMa B 7-M 3K30HE
rena p53. MpoaoNkeHHbI POCT rUOMbI OTMeueH Yeped 4 roga. B matepua-
ne oT NosTopHOM onepaunu 12 aHeapa 2000 ropga Takxe obHapyxeHa MyTa-
UMA B TOM Xe 3K30He.

N3 10 HabnoaeHnt rnMobnacToMbl aHaNoOrMuHas MyTaums UMena Mecro
TONBLKO B OAHOM CAayyae y XxeHWwuHbl 23 neT. Mytauuid reHos p16 n K-ras He
BLINBNEHO HW B OAHOM U3 UCCNeaoBaHHbIX 06pa3uoB rNMOM roNnoBHOro MO3ra.

Kak uaBecTHO, MyTauuu 8 reHe pS3 NnpuBoAAT K NOAABNEHUIO anonNTo3a B
KneTkax, Hakannueamowux reHetnieckme aedekTsl (Npeaonyxonessie 1 ony-
xonesble KneTkn). B 3TOM KOHTEKCTe NpakTUYeckn BaxHo, 4TO MHOrue cpea-
cTBa XMMUOTEepanun onyxonen Bubi3biBalOT PS3-3aBUCUMYIO MHAYKUMIO anon-
To3a. Hannune aedexTa reHa p5S3 obycnosnusaeT HEAPHEKTUBHOCTL ITUX
npenapaToB Yy OHKONOrnYyeckux 60nbHbIX. O4eBuAaHO, B NOAOBHLIX Cnyyanx
6yayT 6onee 3apdekTUBHBIMU U PS3-HE3aBUCUMbIE XUMUONpenaparsl.

OnpeaeneHne 4acToTbl BCTPEYAEMOCTU MYyTaHTHLIX GOpM reHa pS3 8 ram-
aNbHbLIX ONYXONAX FONOBHOrO MO3ra ABNAETCA HEOOXOAUMBIM 3TaNOM OUEHKN
NPOrHOCTUYECKOR 3HAYUMOCTU AAHHOro resetTudeckoro aedexrta. Ectb oc-
HOBaHWA nonaraTb, YTO TECTUPOBAHNE MYTAHTHOroO reHa pS3 B onyxonesom
MaTtepuane MoXeT UMeTb NPaKTU4eckoe 3Ha4eHue B HENPOOHKONOrUn, Tak
KaK No3soNuUT yeennunTb 3GHEKTUBHOCTL XUMUOTEPanuu.
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