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O6wan nHcpopmauma o reHeTUHEeCKOM TeCTUPOBaAHUMN.

NccnepnoBaHme reHoTUNa NpoBOANTCSA OOMH pas, B TEYEHUE XXMU3HU FEHOTUN YernoBeka He
nameHsietcsd. OBHapyXeHHble reHeTun4yeckne ocobeHHOCTU opraHm3ma, 0B03HaYeHHble
Kak aKkTopbl puMcKa, He O3HA4alT Hanuums unum oTcyTcTBUA 3aboneBaHunda. OueHka
3HAYUMOCTUN TEHETUYECKMX OCOBEHHOCTEN OpraHm3aMa HaxoauTCHA B WUCKIHOYUTENbHOM
KOMMNETEHUMM nevallero Bpada U MOXeT ObiTb Mpou3BedeHa TOMbKO Ha OCHOBaHWMU
KOMMMEKCHOWN OLIEHKMN COCTOSIHUSA OpraHn3Ma n obpasa >XM3HW.

Pe3ynbTaTbl naumeHTa

Monumopdunsm FeHoTun KommeHTapum
BRCA1:185delAG Ins/Ins MyTauua He oBHapyxeHa
BRCA1:4153delA Ins/Ins MyTaunsa He oGHapyxeHa
BRCA1:5382insC Del/Del MyTaumsa He obHapyxeHa

BRCA1:3819delGTAAA Ins/Ins MyTaunsa He oGHapyxeHa
BRCA1:3875delGTCT Ins/Ins MyTauns He oGHapyxeHa

BRCA1:300 T>G T
BRCA1:2080delA Ins/Ins
BRCA2:6174delT Ins/Ins 3_ yTaumsa He obHapyxeHa
CHEK?2:1100delC MyTauus He obHapyxeHa

CHEK?2:IVS2+1 /G MyTaumnsa He obHapyxeHa
N/N MyTaumnsa He obHapyxeHa
NToB 6nvu.|.a no pesynbrataM reHeTn4eckoro rTeCtmpoBaHus

. OueHka pucka
NakeT nccrniegoBaHum

MonynauMOHHbIN [NoBbILWEHHbIN Bbicokumn

Puck pa3sBuTtusa paka MosioMHOM
xenesbl U andHnkos (BRCA- v
acCoOLMVPOBAHHbIN)

3akntoyeHue no pesynbTaTamMm TeCTUPOBAHUA:

v" Yactbix myTauun B reHax BRCAL1 n BRCA2, oTBETCTBEHHbIX 3a pa3sutne BRCA-
accouUMPOBaHHOIO paka MOJSIOYHOW Xere3bl N AUYHUKOB HEe OBHapYyXeHO.

v" Mytauun B reHe CHEK2(1100delC, IVS+1) He oGHapy>keHo.

v' Mytauun B reHe NBS1(657del5) He obHapyxeHo.

PekoMeHOoOBaHHbIe AONONIHUTENIbHbIE UCCNEAOBaHUS:
v KoHcynbTauma mammoriora u ApyrMx CrneuvanuctoB B pexume 06a3aTenbHbIX
NpornakTM4eCcKUx OCMOTPOB.
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CnpaBo4Has uHcgopmaums

leHbl paka monovHon xenesol 1 n 2 (BRCA-1 n BRCA-2) dyHKUMOHaNsHo
NpenAaTCTBYIOT Pas3BUTUIO paka MOMOYHOM >xenesbl. M3BecTHo, yuto 5-10% cnydaeB paka
MOJSIOYHOM Xerne3bl N AWYHUKOB SABMSIOTCA HACnenCTBEHHbIMU M MX pa3BUTUE MOXeT ObiTb
cBs3aHO ¢ MyTauusamu B reHax BRCA-1 n BRCA-2. Ha HacTosWUin MOMEHT M3BECTHO OKOJ10
1500 reHoBapuaHToB BRCA-1 n BRCA-2, Hapywaowmx yHKUUIO FreHOB U NPUBOOALIUX K
pa3BuTU0 3abonesBaHns. Y naunmeHToB C pakoM MOJSIOYHOM Xenesbl CAaBAHCKOM nonynauuu, a
Takke ITHUYECKOW rpynnbl Tuna ALIKeHa3n Haubonee 4acTo BbISBNATCSA MNaTOreHHbIe
BapuaHTbl 185delAG, T181G, 4153delA, 5382insC B reHe BRCA-1 n 1528delAAAA, 1099SX
C>G, 6174delT, 9318delAAAA B reHe BRCA-2. lMonynsdumoHHasa 4actoTa BCTPEYaeMOoCTU
AaHHbIX PacnpPOCTPaHEHHbIX MyTauMW [OCTAaTOYHO Hu3ka (He Gonee 1 %). O6GHapyxeHue
NepeyYncrieHHblXx MyTauum OObI4HO CBA3bIBAETCS C YBEMWYEHHbIM PWUCKOM pasBUTUS paka
MOSIOYHOM Xenesbl W, B MEHbLUEN CTeneHu, paka andHukoB. BapuaHTel BRCA-1 185delAG,
5382insC 1 BRCA-2 6174delT cBa3biBalOT C yBENUYEHNEM pUCKA paka MOMOYHOM Kernesbl npu
AO0NTTOBPEMEHHOM UCNOSIb30BaHNN NepopanbHbiX KOHTpauenTneoB. BapuaHt BRCA-1 185delAG
nnn 5382insC  cootBeTcTByeT 6onee HebnaronpusATHbLIM  CTENEHSIM  TUCTONOrMyYecKomn
3riokavectBeHHocTH onyxonn. PMXK y myxunH BcTpedaetcss B 100 pa3 pexe, YeM Y XEHLUUH.
Hanunune mytaumnm B reHax BRCA1/2 y my>xunH B BodpacTe Ao 50 neT nosbillaeT PUCK pa3BUTUs
He Tonbko PMX, HO W paka nOoMKEeNyaovHOM Xenesbl, paka SAudyek, pak; cTaThbl.

TIWIK

MaTtonorndeckut reHotn BRCA-2 noBbIlaeT pUCK BO3HUKHOBEHUS pak cTon
KWULLKW, SHOAOMETPUS, NOMAXKEeNy404YHOM Xernesbl, MOYeBOro ny3blps, xef§es, AMNX NyTen, a
TakKe BO3HUKHOBEHUSI MENAHOMbI. b

MyTtauum reHa CHEK2 HacnegyoTcs no @ O@MNHAHTHOMY TUMNY, C O4MHAKOBOM
4acTOTOM BCTPEYalTCsa Y  MY>KYUH . RFATHOCTb BO3HUKHOBEHMSI OBOnesHu
NnoBbILIAETCHd Jaxe npu Hanuy HO n B reteposurotHon dopme. NeH CHEK2
KogupyeT NpoOTENHOBYIO as §akTusmnpyetcsa npu nospexaeHnn OHK 1 BoBnedveHa
B npouecc pery % JeneHvss n anontosa (3anporpamMMuMpoOBaHHasl CMepPTb

2 € CHEK2 4acTto npmBOAAT K PasBUTUIO CapKOMbl, paka MOOYHON
@ I, 3NoKa4eCTBEHHbIX ONYX0Nen MO3ra, TONICTOW KULLKK, Xenyaka.
nQonee 4acto BcTpeyaemon wMyTaumen B reHe CHEK2, accoumMMpoBaHHOM C
pasmMTnem onyxonen, siensetcsa geneund 1110delC, npuBogsiuas kK CMHTE3y yceueHHoro 6enka
C OTCYTCTBMEM KMHA3HOM aKTUBHOCTU. Puck Bo3HUKHOBeHUs PMXK y HocuTenbHUL OaHHON
MyTaumm yeenundnsaeTcs B 1,4-4,7 pas.
MyTtauusa IVS2+1G>A B caWTe chnanWcuHra 2 3k3oHa reHa nNpUMBOAUT K HapyLIEHWUHo

rpaHuL CLUMBAEMbIX 3K30OHOB, CABUIY PaMKuM CHUTbIBAHWUS, YTO NPUBOAMT K CUMHTE3y Genka c
HapyLEeHHbIMU PYHKUUSMW., KaK 1 B cnyydae geneuunn 1110delC.

=

e NBS1 kogupyeT 6enok HUMOPWH, KOTOPbIM y4acTBYET B PErynsaumm KneTovyHOro
LVKNa, urpaeT BaXKHyHO porib B penapauun asyHuTeBbix paspbiBoB JHK. Mytaunsa 657del5 B 6
3k30He reHa NBS1 npuvBOAWUT K COBUMY PaMKUM CUMThLIBAHWA WU NpexaeBpeMEHHOMY ObOpbIBY
cvHTe3a 6enkoBon UEenoykn. B roMO3MroTHOM COCTOSHMM [aHHad MyTauusa MpUBOAUT K
pasBUTUIO HACMEACTBEHHOrO CUHOPOMAa XPOMOCOMHbIX noriomok («Nijmegen breakage
syndromey). eTepo3urotHoe HocutenbCcTBO MyTauui 657del5 B reHe NBS1 accounmpoBaH ¢
yBerMyeHeM XpOMOCOMHON HeCcTabunbHOCTM M Habn4aeTcs NPenMyLLEeCTBEHHO Y CNaBsH U
accoumMpoBaHO C MOBbIWEHHLIM PUCKOM pPa3BUTUS paka MOSIOYHOM Xenesbl. YactoTta
BCTpeyaemMocTn MyTauumn c.657del5 B cnaesHckon nonynsauum coctasnset 0,5-0,7%.
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