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AKTyanbHoOCTb Llenb JNutepatypa
HanpasneHune nauneHTa Ha MeaMKO-reHeTu4ecKoe
KOHCYAbTUPOBaHMe (MTK) Npu Noao3peHnm Ha MpeAcTaBUTb TaKTUKY BEAEHUA NaLMEHTKM 29-TW NIeT C 1. Genetic: Familial High-Risk Assessment: Breast,
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HapyLeHUs, NPUHATUA MPEBEHTUBHbIX Mep 1, B HEKOTOPbIX
C/ly4anX, KOPPEKLMM CNeumnabHoro NPOTMBOOMNYX0EBOrO
NeyeHus.

MaTepMan bl 1 MeTOAbI

MpobaHg, — XeHWwuHa, 29-T1 neT. B cemeMHOM aHaMmHe3e: y maTepu npobaHaa — NPeArnoNoKUTENbHO PaK IerKoro B Bo3pacTe 24-x neT, y 6abywiku npobaHaa no AvHum matepu — PMXK B
Bo3pacTte 35-Tu NeT, y ABOOPOAHON 6abylwKn npobaHaa no AMHUK matepu — PMXK. Mo pe3synbtaty MK nposegeHa AHK-aMarHocTMKa 4acTbiX NaTOreHHbIX BapuaHTOB B reHax BRCA1,
BRCA2 — myTauui He BbisBNEHO. MccnegoBaHue naHenn M3 24 reHos, acCOLMMPOBAHHbIX C FEHETUYECKOW MpeapacnonoKeHHOCTblo K PMMX mMeToaom BbICOKOMPOU3BOAUTENBHOMO
CEKBEHMPOBaAHWA — BbIAB/MEH MaTOreHHbIM BapuaHT ¢.844C>T (p.Arg282Trp) B 8 3K30He reHa TP53 B reTepo3nrotHoit ¢opme, CBA3AHHbLIA C pa3BUTUEM CUHApPOMa JIn-PpaymeHu.
Mony4eHHbIN pe3ynbTaT BaAMAMPOBaH METOAOM CEKBEHMPOBAHMA No CaHrepy. C y4ETOM BbICOKOTrO pPUCKa Pa3BUTUA NEPBUYHO-MHOXKeCTBEHHOTro PMMK npu cuHapome Jin-®paymenun oo
49% [1] xupypruyeckoe neveHune npobaHay BbINOAHEHO B 06beme pafMKaibHOW ABYCTOPOHHEN MOAKOXKHOM MACTIKTOMMU C OAHOMOMEHTHOM PEKOHCTPYKLMEN 3HAoMnpoTesamu U
buoncuei CTopoXkeBoro MMdaTnyeckoro y3na. JlydeBas Tepanus He NPOBOAM/IACH B CBA3M C BbICOKOM BEPOATHOCTbIO PaAMaLMOHHO-MHAYLMPOBAaHHOIO paKka Npu 4aHHOM CUHAPOME.

BbiBoAbI KoHTakTHasa nHdopmauus

1. HeobxoanMo yumTbIBaTb HE TO/IbKO K/IAaCCUYECKME KPUTEPUM NPY HAMPaB/IEHMM Ha uccnenoBaHue gTP53, HO U Kputepumn
Womnpe. 2. MNpu PMXK, noaxoadiLem nog Kputepumn cuHgpoma JIn-®paymeHu, BaxKeH CBOEBPEMEHHbIN 1 NPaBU/IbHbIN BbIGOP
naHe/v reHoB A/ UCCNeaoBaHMA METOAOM BbICOKONPOU3BOANTE/IbHOIO CEKBEHMPOBAHMS, T.K. B HEKOTOPbIX 1abopaTopmaAx reH TP53
B NaHeNb He BXxoauT. 3. CBOeBpeMEHHAA MOMEKYNAPHAA ANATHOCTUKA CUHAPOMA JIn-PpaymMmeHU MOXKET NOBAUATb HA TAKTUKY
crneumanbHOro NPOTMBOOMNYXOEBOMO NeveHUA naumeHToB ¢ PMIXK.
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