CvHpopom M3H 2 tTuna

CvHopoMm MOH 2 Tuna cBsi3aH ¢ ayTOCOMHO-A0OMUHAHTHbBIM TUMOM HacnenoBaHUs MyTaumm
RET (RErranged during Transfection) npoTooHKOreHa B repMMHaTUBHOM KNeTke. XapakTepHO
pasBUTME ONYyXONen WUTOBUOHON Xenesbl (MenynispHOro paka), Haano4e4yHKoB
(cbeoxpomoumMTOMbI) U/MNK NEePBMYHOro runepnaparTnpeosa. [pyroe HassaHne —
MHO>ECTBEHHbIN 3HOOKPUHHbIA ageHoMaTo3. Bo3MOXHO coyeTaHne ¢ 60n1e3Hbto
[vpwnpyHra "
amnnongo3oM Koxu. Hactota cnHgpoma — npeanonoxutenoHo 1,25-7,5 cnyyaes Ha 10 MH
HaceneHus. YCTaHOBNEHO, YTO cpean MenynnsapHoOro paka WmMToBUAHON Xenesbl
HacnencTBeHHble (PopMbl COCTaBNAAIOT 25%. KnuHuyeckn B pamkax cuHgpoma M3OH 2 tnna
BbIOENSIOT cnenytowme Ho3onormnyeckue rpynnel. 0 MenynnspHbii pak WUTOBUOHOWM
Xeneabl.

0 CuHopom M3H 2A tuna (npexHee Ha3BaHne — cuHapom Cunnna). XapakTepHo coYeTaHme
MeoynNapHOro paka WMTOBUAHON Xenesdbl C OeoXPoOMOLUTOMON U/Mnn NepBnUYHbLIM
rmnepnapaTupeosom.

0 Cungpom M3H 26 tnna (npexHee Ha3BaHue — cuHapoM MOH 3 Tuna, nnvm cnHaopom
BarrepmaHHa—®pobya). Pa3smBaioTcs MenynnsipHbliA pak WUTOBUOHON Xenesbl,
dPe0XPOMOLNTOMA, HEBPVHOMbI S3blKa WU/WUAN FaHT TMOHEBPOMbI KMLWEYHNKA, NaToNorns HepPBOB
ceTyaTku. BHewHun Bna nauMeHToB xapaktepeH ana cuHgpoma MapdaHa.

0 OwnarHoctmka cuHgpoma MOH 2 Tuna ocHoBaHa Ha BbiSIBNEHUN XapaKTEPHbIX KINMHUYECKUX
nposiBneHun u mytaumin reHa . 'ed RET cooepXuT 21 3K30H 1 KOOUPYET CUHTES
TpaHCMeMbPaHHOro TUPO3NHKMHA3HOMO PELLENTOPA, MMEIOWErO KPYMHblEe 9KCTPaMeMbpaHHbIi,
TpaHcMeMbpaHHbI 1 BHYTPUKIETOYHbIA AOMeHbI. [lokazaHa pofb 4aHHOMo pelenTtopa,
aKTUBHOro B aMOpuMoreHese noyek, Nepugeprnyeckoin HepBHOM CUCTEMbI, HEMPOSHLOKPUHHbBIX
KneTok. B 3penom opraHuame akcnpeccusi reHa pe3ko nagaet. eHoTunmnyeckne ocobeHHOCTH
KoppenupytoT ¢ peHOTUNNYEeCKMUN NPOoSIBNEHNSAMN cuHapoma. Tak, npu cuHgpome MOH 2A
Tuna obHapyxuBatT MyTaumm B kogoHax 611, 618, 620 n 634, npu cuHapome MOH 26 Tuna
— B kofoHax 883 n 918. Mopdhonornyecky oTMedatoT 0cobeHHOCTU Meay nNsiPHOro paka
WMTOBUOHOWN Xenesbl 1 (PEOXPOMOLIMTOMbI: MyfbTULEHTPUYHbBIA XapakTep pocTa Ha (PoHe
o4aroson unu guddysHor runepnnasmm HeMPOSHAOKPUHHBIX KNeTOK.
VmmyHorncrtoxummyeckun mytaumm RET, kak npasunio, He BbISBASIOT (HET YCUIIEHMUS
3KCrpeccum rexHa).
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