TPaHC(PY3UOJIOTUH U AyTOrEMOTPAHC(Y3HUH.

Bv1600wi. O hekTUBHOCTH 17| 0€30MacHOCTb
MH(Y3UOHO-TPaHCHY3UOHHOU Teparuu, npoduiakTUKa
NOCTTPAaHC(Y3MOHHBIX PEAKIUH U OCJIOXKHEHUN Oo0ecreunBaeTCs
KOMIUIGKCOM  Me€p W CPEICTB,  BKJIOYas.  IPUMCHCHHE
KpOBOCOeperaromnmx TEXHOJIOTHH, ayroremMoTpaHchy3un U
npenapatHol  TpaHC(Py3MONOTMM  —  TO3BOJISIIOT  3HAYUTEIHHO

COKpPaTUTh MPUMEHEHUE MOTEHIMAIbHO OMNAaCHbIX KOMIIOHEHTOB
JOHOPCKOM KPOBH; MPEABAPUTEILHOE 00CIEA0BAHNE TOTEHIIMAIIBHOLO
pELUIINEHTa — MO3BOJIIET CBOEBPEMEHHO MPUHSAThH PEUICHUE O BBIOOpE
MH(PY3MOHHO-TPAHCPY3MOHHOM MpPOrpaMMbl U TPaHCPY3UOHHOM
cpensr; otBox Kell momoxxkurenpbHBIX JOHOPOB OT . JOHAIUH
SPUTPOLUTOB, oOecrneueHre (HEHOTUIIUPOBAHBIMA  JOHOPCKUMU
SPUTPOLUTCOAEPKAIMMU ~ CpeJaMU  JICYEOHBIX  YUPEKICHUN U
(P€HOTUITMPOBAHKUE KPOBH MOTEHIUAJIbHBIX PELUITUEHTOB — O3BOJISIOT
CO3JaTh YCIOBHS I TMPOBEACHUS MAKCUMAJIBbHO WIACHTUYHOM

Tpancdy3uu, odecreunBas MpeaynpeKacHUE ATTIONMMYHHU3AIINH.
Jlumepamypa
1. Ouepku 1O MPOU3BOJCTBEHHOW M KIMHHYECKOM TpaHc(hy3uosoruu / moja peaakiuuei
A.N.BopoOreBa. — Mockpa: Heroguamen, 2006. — 632¢.
2. UleBuenko, 0.J1. bezonacuoe nepenuBanue kposu / 10.JI.11leBuenko, E.b.XKubypt. —
Canxrt-IlerepOypr: ITutep, 2000. — 320c.

KINMHUYECKHUE OCOBEHHOCTU HACJIEJACTBEHHBIX
SMUTEJUAJIBHBIX OITYXOJEA SUYHUKOB
Casonesuy EJLY, Owypux O.C.2, Casuyruii C.0.%,
3aiiyesa T.I1.°
VO «I'poaHeHCKHii roCy1apCTBEHHbIH MEIUIIMHCKII YHHBEPCUTET»

[ToMOpCKUI MENUIIMHCKUNA YHUBEPCUTET T. Ilerun?

VY3 «I'pogHeHckas obiacTHas KIMHAYECKAs GOMBLHHIA»

[Ipobnema AMArHOCTUKHU M JICUCHHS SMUTEIHAIBHBIX OMyXOJeH
SUYHUKOB SIBIIICTCS aKTyalbHOH H TpeOyeT pa3pabOTKu HOBBIX
MOX0JI0OB K BEJICHUIO ATOM rpynmbl 00ibHBIX. OTKpeITHE B 1994 rony
reHa BRCAL, CBSI3aHHOI'O C HACJIEICTBEHHOU
MPEPACIIONOKEHHOCThI0 K PaKy SHUYHUKOB, IMO3BOJIMIIO HApsAy CO
CIIOpaIUYeCKUMHU BBIJCIUTh HACIEACTBEHHBIC (hOPMBI paka SUYHUKOB.
Heneuuun, wuHcepuumu u Jgpyrue wmytanuu B reHe BRCAL,
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oTBeTCTBEHHOM 3a penapanuio JHK, Moryr BbI3BaTh mOTEPIO
(YHKIIMOHAJIBHBIX BO3MOXKHOCTEM OENKOB W MPUBECTH K OIIMOKaM
pPEIUIMKALIMK, TIOBBIIICHHOW YYBCTBUTEIBHOCTH K T€HOTOKCHYECKUM
BO3JICUCTBUSAM, 3JIOKAYECTBEHHOM TpaHchopMaluuMu  KJIETOK U
pasButuio Heorasuu. Wnentudunupoano Oonee 300 mytanumii
Pa3IMYHBIX THUIIOB, JIOKAJW30BAHHBIX B Pa3JIMYHBIX 00JIaCTAX TEHaA
BRCAL. VYcraHoBieHO, 4YTO PHUCK pa3BUTHUA OHKOMNATOJIOTHU Y
HOCHUTEJI MyTalluu accoluupoBaH ¢ Bo3pactoM u B 30-50 pa3 Bbhiiile,
4yeM B oOmeld nomyssiiuu. Bmecte ¢ Tem, myTarun de NOVO BO3HHKAIOT
B reHe BRCAL oueHb penko u 3TO, BEPOATHO, OOBsICHAET «dPdeKT
ocHoBarens» (founder effect mam mpeamecTBeHHUK, poAOHAYATBHUK
MyTaIuii), KOrja B OSTHHYECKH TOMOTCHHBIX IONYJISAIUSX BCETrO
HECKOJIBKO  MYTallUid  COCTaBJISIIOT  a0COJIFOTHOE = OOJIBIITMHCTBO
noBpexacHui reHa BRCAL. Ot renernueckue a1eeKThI epeaaroTcs
U3 TOKOJICHUSI B TIOKOJIEHHWE U CHEUU(PUUYHBI JJI OMNpPEACIICHHBIX
STHUYECKUX Tpynn. K  BBICOKONEHETPAHTHBIM T'€PMHUHAIBHBIM
myTarusaMm B reHe BRCAL cpenn >KEHIIMH CIaBIHCKOW 3THUYECKOMN
rpymmnbl otHocAT 5382insC, 300T>G (C61G), 4154delA. Tlo naHHBIM
autepaTyphl B ctpaHax Boctounoit EBponsr 90% Bcex moBpexkaeHU
reHa BRCAL npencraBieHbl STUMU TpeMsT MyTaIUSIMH, YTO MTO3BOJISIET
CYIIIECTBEHHO CHHU3UTh CTOMMOCTH OOCJEOBaHUS OOJIBIIUX TPYIII
HACEJICHUSI HAa HAJIMYME HACJEICTBEHHOW MPEIpPaCIONOKEHHOCTH K
Pa3BUTHIO paKa.

[lenbro paboThI IBHIJIOCH U3YYEHHE YaCTOTHI BCTPEYAEMOCTH TPEX
ocuoBHbix MyTauuii B rene BRCAL (5382insC, 300T>G (C61G),
4154delA) .y O0NBHBIX C AMUTEINATLHBIMU OIYXOJSIMH SIMYHUKOB U
KJIIMHUYECKUX OCOOEHHOCTEN paka SIMUHUKOB Y UX HOCUTEIIbHHII.

Marepuanbl ¥ METOABI HCCHEAOBaHUA. {714 OLEHKM pOJIH
HACJIEICTBEHHOM MPEIPaCIOIOKEHHOCTH B Pa3BUTHUHU paka SIUYHUKOB
nposeaeHo uccieaopanue 200 o6pasuos JJHK 00ibHBIX ¢ OMyXoasaMu
AUYHUKOB, MPOXOJUBIINX O0OCIEOBAaHUE U JiedeHHEe B ['poHEHCKOM
O00JJACTHOM OHKOJIOTMYECKOM JIUCTaHCcepe. Y TalUeHTOB ObLIO
MoJIy4eHO UH(POPMHUPOBAHHOE COTIACHE 00 Y4aCTHUU B UCCIICAOBAHUSAX.
N3omanus JIHK u3 BEHO3HOW KPOBHM BBIIIOJHEHA METOAOM COJIECBOM
DKCTPAKIUH. JIHK-tectupoBanue IIPOBOAUIIOCH METOA0M
MYJbTUIUIGKCHOW — moJimMepasHoi  mermHodt  peakmwm  (ITLIP).

Onpenensanuch TpU OCHOBHBbIE HacieAcTBeHHble MyTannu BRCAL

5382insC, BRCAl 4153del A, BRCAl C61G.
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MonekynspHO-TeHEeTHYEeCKast IMarHOCTUKAa  IMPOBOJMIIACH B
Jlabopatopun  I'enetuku u  Ilatomopdonorun  Ilomopckoro
menunuHcKkoro yausepcurera . [{etun (ITombima) B pamkax qoroBopa
o corpyanHuyectBe ¢ YO «['poIHEHCKHI TOCYIapCTBEHHBIN
METUIIMHCKUHA YHUBEPCHUTET.

Pesynomamor. 'Y 28  OOJBHBIX € DOUTEIUAIBHBIMU
3JI0Ka4€CTBEHHBIMU ONyXOJISIMU SMYHUKOB BBISIBJICHBI MYTallUH B TCHE
BRCAL: 13 myrarnuii 5382insC (46%), 12 myranuii 4153delA (43%) u
3 mytaruu C61G (11%). Bo3pact OOJIBHBIX ¢ HACICACTBEHHBIM PAKOM
SUYHUKOB HA MOMEHT YCTaHOBJICHHS JIMarHo3a BapbupoBaioT 3910 79
ner. Cpegnuii Bo3pacT manueHTOoK coctaBuia 54,9+10,3 roma. B
Bo3pacTe 110 50 J1eT pak SMYHUKOB ObLT AUATHOCTHPOBAH Y 13 KEHIITUH
(46%). OTArOIIEeHHBIN CEMEHHBIM OHKOJIOTHYCCKUI aHaMHe3 nMenn 13
nanueHTok (46%), mpudem, TOIbKO y 9 M3 HUX POACTBECHHUKH OOJeIN
pakoM SMYHHUKOB W/WIM pakoM MOJIOYHOM - kene3bl. Cpenn
POJICTBEHHHKOB TICPBOM JIMHHHM PaK SUYHUKOB W/WIM paKk MOJIOYHOU
xenme3pl Obul y 6 keHmuH (21%). AHamu3  Ciy4acB IMEPBUYHO
MHOKECTBEHHOT'O paka cpeau HocuTelbHHUIl MyTaruu B rene BRCA1L
MOKa3ajl, YTO CHHXPOHHBIA paK SMYHMKOB M MOJOYHOH JKeJe3bl OBLI
JTUArHOCTUPOBAH TOJBKO Yy OJHOW HAllMEHTKH — HOCUTEIHHUIIBI
mytanuu 5382insC — B Bo3pacte 47 jier. Y n1ByX OOJIBHBIX B aHAMHE3E
(6omee 10 et Ha3am) UMed MECTO PAK MOJIOYHOM JKEIIE3bI, IIPHUEM Y
OJIHOM W3 HUX HAPSAYy € PAKOM SMYHHUKOB IOCJIE XUPYPTHUYECKOTO
JiedeHus Obljia AMArHOCTAPOBAaHA CapKoMa MaTKH. Y OJTHOW MaIllUeHTKU
pak sSWYHUKOB Paspmiics crycts 10 gjer mocne nedeHus
KOJIOPEKTAJIbHOFO: paka. Takum obOpasom, y 5 u3 28 xenniuna (18%)
UMEJl MECTO . NIEPBUYHO-MHOKECTBEHHBIM pakK. XUPYpPrHUeCKOe
aedenue ObUTO. TpoBeneHo 27 (96%) OonbHBIM, OJHA MAIMECHTKA
OTKa3zajiach OT OIEepaTUBHOTO BMemIaTenbcTBa. Ha mepBom srtame 4
OONMBbHBIM ObLTa BBINOJHEHA JUATHOCTHYECKas Jamapockomws, 13
MKEHITMHAM — SKCTUPIIALIMS MATKH C MPUIATKAMH, PE3EKIUs CaIbHUKA,
OJTHOM 00IbHOM ITPOM3BEACHA TanapoToMHusl, agHeKkcakTomus B LIPB mo
MECTy  >KUTEJIbCTBA. [locne  mpoBeneHus 2-4 KypCOB
MOJIMXUMHUOTEPANNKU OINEPATUBHOE JICUCHUE B O0BEME IKCTUpIAIIU
MaTKd C MOpUAATKaMHd W PE3EKIMU CajbHUKa BBIMOJHEHO emie 13
KEHI[MHAM, B OJIHOM cJiiy4ae OblIa MPOM3BEACHA TOJILKO MPOOHAas
jJanaporoMusi. Y OJHOM OOJBHOM XUPYpPrUYECKOE JICUCHHE ObLIO

JOIIOJIHCHO pGBCKHHGﬁ MCTACTATUYCCKHU U3BMCHCHHOT'O Y4aCTKa TOHKOM
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KMUIIIKKA C HaJIO)KEHHMEM aHAacTOMO3a KOHeEIl[ B KoHell. Pacrmpenenenue
OOJIBHBIX IO CcTaausiM coracHo kiaccudukaiuu [TNM  Obuto
cnenyrormuM: T1cNyMg — 2 (7%), TsNMy — 23 (82%), TsNxM; — 3
(11%). B OosbmuHCTBE cioydaeB ObUTM TIOpPaKeHBI 00a SUYHHWKA W
OIyXOJIM JocTUraiu Oonbimmx pasmepoB (1o 50cm B gumamerpe). Ilo
pe3yibTaTaM THCTOJOTHYECKOrO0 KCCJACAOBAaHUSA BCE OMYXOJIH ¥
HocutenbHUll Mmytanuu B TeHe BRCALl Obuin  cepo3HBIMU
aZiCHOKapIIMHOMaMH. B  OOJILIIMHCTBE CiIy4yaeB HMEIH  MECTO
HU3Koau( G epeHIupoBannbie omyxonu (82%). ¥V 5 manuentok (18%)
yAaJI€HHbIC OMYXOJM ObLIM YMEPEHHON cTeneHu TuQdepeHIIuPOBKH.
Kypchl aaploBaHTHOM TOJUXMMHOTEpANIMM MPOBOJIUIUCH BCEM
OOJIbHBIM, 3a HCKJIIOUYEHHUEM OJIHOM MallMeHTKH, KOTOpOMl u3-3a
TSOKECTH COCTOSIHMSL B TOCIICONIEPAIlMOHHOM TEpHOAC OHH ObLIN
MPOTUBOIIOKA3aHbl. MI3BECTHO, YTO y OOJBHBIX C PACHPOCTPAHEHHBIMU
oryxoisamu suaHukoB (1-1V cragun) B mogaBasionieM OOJBITUHCTBE
Cly4aeB He YIA€TCs BBITIOJHUTH MOJHYIO. [IUTOPEIYKIIMIO M MPOIIECC
npuodpeTaeT XpOHWYECKOE IEepCUCTHpPYIoliee TeueHue. B cBs3u ¢
OTUM  OCOOBIM HWHTEpeC TMPEACTABISICT aHAIUu3  OTJAJICHHBIX
pPEe3yIbTATOB JICUCHUS paKa SUYHUKOB Y HOCUTEILHUI] MyTaIMil B TeHE
BRCAIL. Otnanéunsie pe3ysibTaThl JCUYCHUS HAMU OIICHUBAJIWCH Ha
OCHOBAHUHU MPOJOJDKATEILHOCTH JKU3HU TMAIlUEHTOK, OJHOTOIUYHOM
BBDKMBAEMOCTH U YacTOTC BO3HMKHOBEHHS PEIUIUBOB 3a00JICBaHUSI.
Bmecte ¢ TeMm,  IOHATHE «pEIUAUB 3a00JEBaHUSI», KOTOpPOE
MIEPEBOUTCS C JJATHHCKOTO SI3bIKa KaK «BO3BpAT 00JIE3HU», Y OOJBHBIX
C HAJIMYMEM OCTATOYHOM OMYyXOJIU MOCTE XUPYPTUUECKOTO JICUCHHS 110
MOBOAY PAaCHpPOCTPAHEHHOIO paKa SUYHUKOB HAI0 BOCIPHUHUMATH
ycioBHO. [IporpeccupoBanue omyxojeBOTo Mpoliecca OIEHUBAIHN IO
nanaeiM  Y3U, KT, MPT B couderaHuum ¢ TMOBBIIICHUEM YPOBHS
omyxoJjieBoro mapképa CA-125. IlporpeccupoBanue 3a00j€BaHUS B
TEYEHHE T0Jl1a MOCIe OKOHYAHUS JICYECHUS UMEJIO MECTO y / TTallMeHTOK
(25%). OcoObiii uHTEpEC NPENCTABISIET KIMHUYECKUN Ciydal
HaOJII0/ICHUs] HACJIEICTBEHHOIO paka SIMYHUKOB B TedeHue 11 ner.
Cepo3nas nuctageHokapuuHoMa sudyHuKOB B |l ctagum Obiia
nuarHoctupoBaHa B 1999 roxy y nHocutenpHuilbl myTanmuu C61G B
redie BRCAl1l B BOo3pacte 58 ner. Ilocine mnpoBeneHus
KOMOUHHUPOBAHHOTO JIeYEHUsI O€3peUIMBHBIN IEPHOJT COCTaBMUII 8 JIET,
o0Iasi MPOJOKUTEIBHOCTh >KU3HU OT MOMEHTa YCTaHOBJICHUS

nuarHoza 11 gjer. JletasbHOCTH OOJIBHBIX HACTEACTBEHHBIM PaKOM
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SUYHUKOB Ha TEPBOM TOAY >KW3HU IMOCJE YCTAHOBJICHUS JIUArHo3a
coctaBunia 18%, Torga Kak Mo CBOAHBIM JAHHBIM MOMYJISILIMOHHBIX
PaKOBBIX PETUCTPOB CTpaH EBpombl, OJHOrOJWYHAS BBIKMBAEMOCTH
OOJIbHBIX PAKOM SIMYHUKOB COCTaBiisieT B cpenHem 63%. Cpenssis
IPOJAOJDKUTEIIBHOCTD KU3HU Y HUX cocTaBmia 9,242, 7 mecsma. CrycTs
JBa roja OT YCTaHOBJEHHUs 3a0oieBaHus W3 28 KEHIIUH TOJ]
HaOJIIOIEHMEM OcTaBaIMCh 18 4eoBek, uto coctaBisgeT 64%. Takum
o0Opazom, OYEBU/THO, 4TO BBIKUBAEMOCTD OOJILHBIX
pacrpoCTpaHEHHBIMU (OpMaMH HACIIEJCTBEHHOTO paKa SHYHUKOB
BBIIIIE, YeM B OOIIEH MOITYIISIITUH.

Buvisoowi. HacnenctBeHHbI pak sudHUKOB B 89% o0yciioBIIeH
HocutenbcTBOM MyTaruii 5382insC u 4153delA. Pak sSudHWUKOB y
Hocutenbhul,  Myrtanuun BRCAL  umeer psa XapakTepHBIX
KJIMHUYECKUX  0ocoOeHHOCTeH. (OCOOCHHOCTBIO Pa3BUTHUS  paka
SUYHUKOB, accoluupoBanHoro ¢ myranueid B rene. BRCAL, sisnsiercs
OBICTPBI POCT ONYXOJM W HHU3Kass CTENEeHb IU(PPHEepEeHIUPOBKH,
JIBYXCTOPOHHEE  MOpaXEHHWE  SUYHUKOB, ~ BBICOKAsS  YacToTa
MePBUYHO-MHOKECTBEHHOTO paka. [IpoBeACHHBIN aHaMM3 IOKa3aj
OTCYTCTBHE OYCBHIHON CBSI3M HACICACTBEHHOTO paka SWYHUKOB,
accoruupoBanHoro ¢ wMytanueir B TreHe BRCAL, ¢ cemeitHbiM
OHKOJIOTHYECKMM aHaMHE30M/ M MOJOJILIM BO3pPacTOM Ha MOMEHT
MaHH(DecTaruu 3a00ICBaHUS.

YJIBbTPA3ZBYKOBAS OXOBUOMETPUSA KAK
JIMATHOCTHYECKUI METO/I ITPU TIEPBUYHOHN
I'TAYKOME
Caooenuresa E.B., Maoexun A.C., Kupuya JI.B., Xapyx U.A.
Y3 «I'Kb Ne2 r. I'poaHo»

Meton ynprpasBykoBoii 3xobmomerpun (Y3 OBM) naBHO U
YCHEIIHO TMpUMEHSieTCs B OQTaabMOJIOTHUA TPU  HUCCIEIOBaHUU
IJIa3HOTO 5I0JI0Ka, a TakKe [JIi H3MEPEHHUS €ro aHaTOMHYECKUX
napameTpoB. Mcnons3oBanne Y3 OMb gano BO3MOXKXHOCTH YBUJIETH
M3MEHEHUSI BHYTPUIJIA3HBIX CTPYKTYp MpPU PA3IUYHOW TJIa3HOU
narojorud. B 3apyOekHONW W OTEUECTBEHHOM  JHMTEpaType
BCTPEUAIOTCSI  COOOUIEHHUS OO0 HCCIEAOBAaHUAX AHATOMHUYECKUX

CTPYKTYp IJia3a MPU OCTPOM MPHUCTYIIE 3aKPBITOYTOJIbHOM TIayKOMBI
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