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Hacnedemeennwiii pax moaounoti ycenezvt (PM2K), accouuuposannviii ¢ mymayusmu BRCAI, xapakmepusyemces psadom ocobeHHocmell
no cpasnenuro co cnopaduveckum u BRCA2-accoyuuposannsvim. Cmpykmyphole u QYHKUUOHAAbHBIE UBMEHeHUs MYMUPOBAasuux 6enKoe
6 coomeemcmeuu ¢ munom u aoxycom mymayuii BRCAI onpedeasirom pazauunvie eapuarnmot peomuna PM2K. Hoenmughukayus eenomun-
geromunuueckux Koppeaayuil y 60avHoix Hacredcmeennvim PM2K noseonsem gvideaums ocHOBHble XapaKmepucmuKu, NepcoHaru3upos8ams
JuazHOCMUKY U Aevenue, OYeHUmMs NPOSHO3 U PUCK PA36UMUSI NePEUYHO-MHOICECMBEHHbIX onyxoneil 6 coomeemcmauu ¢ mymayusmu BRCA1
(4153delA, 185delAG, 5382insC).
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Genotype-phenotype correlations in patients with breast cancer and BRCA1 mutations (4153delA, 185delAG, 5382insC)
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Hereditary breast cancer (BC) associated with BRCA 1 mutations is characterized by a number of features as compared to sporadic and BRCA2-
associated BC. Structural and functional changes in mutant proteins in accordance with the type and locus of BRCA1 mutations determine
different variants of a BC phenotype. Identification of genotype-phenotype correlations in patients with hereditary BC makes it possible to
single out its basic characteristics, to personalize its diagnosis and treatment, to estimate the prognosis and risk of multiple primary tumors in
accordance with BRCAI mutations (4153delA, 185delAG, 5382insC).
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BsepeHue

Pak monounoii xene3sl (PM2XK) sBnseTcss Hanbosee
pacIpoOCTPpaHEHHOM 3JI0KAYECTBEHHOM OIMYXOJIbIO B CTPYK-
Type OHKOJIOTMIECKOI 3a0071€BaéMOCTH CPEIM XKECHIIMH.
Ha nosro HaciencrBeHHOro paka npuxonurcs g0 10 %
caydaeB PM2XK u o 15 % — paka ssmunukos (P4). Tepmu-
HajbHbIe MyTaluu reHoB BRCA I n BRCA2 nipeactaBisiioT
co0oit HauboJiee u3ydyeHHbIe U pacIpoCTpaHEeHHbIe T'eHe-
ThYecKue neeKThl, TTOBBIIIaIoNIMe puck pa3putus PM2K
u PA [1]. BRCAI aBnisieTcs TeHOM-CYIIPECCOPOM, YIaCTBY-
IOIIMM B perapaiyy 1e30KCUPUOOHYKICMHOBOM KMUCIOTHI
(IHK)), koHTpoOJIe KJIETOUHOTO LINKJIA, PETY/ISIIMN TPAHC-
Kpuniuu u 1p. B aureparype onucano 6onee 1000 myra-
it BRCAI. TlenerpanTtHbie Mmytauud BRCA I HewneHTAY-
HBI U TIPUBOMSAT K Pa3sAMYHBIM (DeHOTUIIAM paka, T.e.
CYIIECTBYIOT TaK Ha3bIBaeMbIe TeHOTHUIT-(heHOTUITNICCKIE
KOPPEJSIIINU, ONPEACISIONINe KIMHUIECKNE 0OCOOEHHO-
CTH, pe3yJbTaThl U 3(PPEKTUBHOCTD MTPOBOJUMOTIO Jiede-

HUsI, PUCK TIEPBUYHO-MHOXECTBEHHBIX HACJICACTBEHHBIX
OTYyXOJIEW B COOTBETCTBUM C ONPEACIEHHOU MyTallMEH.
Taxk, myrauust BRCA14185delA B 11-M 3K30HE onpenessieT
paBHblii puck PM2K u P4, Torna kak myrauuu, pacnoJo-
JKEHHBIE B 3-M 9K30HE, CBSI3aHBI C 00716 BEICOKM PUCKOM
passutuss PM2K n orHocuTenbHO HU3kuM — P4 [2, 3].
F. AlI-Mulla et al. moka3aiu, 4To BO3pacTHas IKCIIPECCHB-
HOCTb 1 TieHeTpaHTHOCTh PM2K 1 P4 3aBucsT ot nosoxe-
Hust mytauuii B reHe BRCA 1, pacrioJloXXeHHBIX BO 2-M,
11-m u 13-m ax3o0Hax [4]. [To nanubiM G. Plakhins et al.,
B CBSI3M C TEHOTUN-(OEHOTUITMICCKUMU KOPPEISALIUSIMHI
Hocutenu mytaiuu BRCA14185delA nmeroT 6oJee BhICO-
kuii puck PS, Hexxenu HocuTesu OoJiee pacripocTpaHeH-
Ho# myTtanuu 5382insC, 4To MpeanosaraeT MCoIb30Ba-
HHUe TMPODUIAKTUISCKUX XMPYPTUISCKUX OIIepaluit
o yaaJleH!UIo0 MpuaaTKOB MaTKU B IepBoil rpymnme [5].
Torma xak 6osiee OJIarONMPUSTHBIN IMTPOTHO3 HATUYUS MY-
Taunm BRCA15382insC 110 cpaBHEHUIO ¢ IPYTMMU MyTa-
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LUSIMUA KOpPEJIMPYET C BBICOKMM pucKoM pa3Butusi PM2K
u ounarepanbHoro PM2K (BPMXK) B TeueHue XKu3HMU.
Takum obpazom, Hanmnuue mytauut BRCA15382insC quk-
TyeT HEOOXOMUMOCTh 00JIee MHTEHCUBHBIX MPOQMUIAKTH-
YEeCKMX Mep, TaKMX KaK JIBYCTOPOHHSISI MAaCTIKTOMUSI,
cHikatomast puck bBPM2K Ha 90 % [6]. [1poBeaeHue npo-
(UIIAKTUUECKOM IBYCTOPOHHEN OBAPUIKTOMUHU JTOTIOJIHH-
TEeJIbHO CHWKAeT PUCK Ha 5 %, T.e. IJ1s1 HOCUTeIel MyTa-
uuu BRCA15382insC penpoayKTHBHOTO Bo3pacTa
JBYCTOPOHHSIST TpoMIaKTUIeCKasi MAaCTIKTOMMUSI Oe3 yaa-
JICHUS MIPUIATKOB MaTKM MOKET OBbITh afeKBaTHOM Mpe-
BEHTUBHOI1 Mepoii cHuxkeHust pucka PM2K [7]. Hecmotpst
Ha MHOTOYMCJICHHBIC MPOTUBOPEUYMBHIE COOOIICHUS
0 IIPOTHOCTUYECKOI 3HaYMMocTu MyTtanuii BRCAI'y 6011b-
HbIXx PM2K, HEZOCTAaTOUHO M3YyUYE€HO BIMUSIHUE TOW WK
WHOI MyTalliM Ha TIPOTHO3, KIIMHUYECKYIO KApTUHY U OT-
NaJIeHHbIE pe3y/bTaThl Tepanuu. TakumM oOpa3oM, Ha ce-
TOIHSIIHUM AeHb TeHOTUIT-(DEHOTUTTMYECKIE KOPPEIISIINT
MOTYT BBICTYIIaTh IPOrHOCTUYECKUMHU (DAKTOpaMU y OOJIb-
HBIX HacieacTBeHHbIM PM2K.

Mamepuanbl U Memopbl

B uccrnenoBanue ObIIM BKITIOUEHBI 22 OOJBHBIX C MY-
tarmeir BRCA15382insC, 5 — ¢ BRCA1185delAG, 4 —
¢ BRCA14153delA. B uensax BbISIBJIeHUS MyTallMil TeHa
BRCA 1 BLITOJTHSTICS. MOJIEKYISIPHO-TEHETUYECKUI aHaIn3
JAHK 1efiKOLIMTOB KPOBU C TTOMOIIBIO aJlJieJb-Crieuudu-
YECKOU MNOJIMMEPA3HON LEMTHOM peaKIMM C MOCIEAYIOLIM
1eKTpoPOopeTUIECKUM aHaIn30M BhiaeaeHHbIX JJHK-
(dparMeHTOB.

Pesynbmambi

BRCA14153delA-accommmpoBannbiii PIM2K

B xone nmpoBeaeHHOro uccieaoBaHusl y OOJIbHBIX
BRCA14153delA-accoumnpoBaHHbiM PM2K ObUTH BBISB-
JIEHBI OCHOBHBIC XapaKTePUCTUKN HACTIEICTBEHHOTO paKa:
MOJIOIOM BO3PACT BOSHUKHOBEHUS IIEPBUYHOM OITYXOJIN,
cinydau PM2K n/unmm P4 y KpoBHBIX pOICTBEHHUKOB, TIep-
BUYHO-MHOXKECTBEHHBII XapaKTep OITyX0JIEBOTO ITPOIIeC-
ca. 3 4 6onbHbiX ¥ 3 (75 %) 3aboseBaHUE BBISIBICHO
B Bo3pacrte 10 45 net, y 1 (25 %) — no 50 jaer. [Ipu reHea-
JormyeckoM aHanu3e PM2K y matepu o 45 net BcTpevan-
cs B moyioBuHe cinydaeB BRCA 14153delA-accolmmnpoBaH-
HBIX OMyXoJieil. TuIl ormyXoJin B OOJILIIMHCTBE CJTydaeB ObLT
MpeaCTaBIeH NHBA3UBHBIM IIPOTOKOBBIM PAKOM, TOJIBKO-
Bblii BcTpevasics B 25 % ciayvaeB. YacroTa Memy/UIsIpHO-
ro paka y Hocuteneit myranuu BRCA14153delA cocrta-
Buaa 25 %, xpubposHoro — 25 %. Y Bcex GOJbHBIX
BRCA14153delA-accounmpoBanHbiM PM2K oryxonb ObI-
JIa TIpeicTaBIeHa TPYKAbI HEeTaTUBHBIM OMOJIOTMYECKUM
noatunoM. [lepBUYHO-MHOXECTBEHHBIN XapakTep OIy-
XOJIEBOTO MpoIiecca ObLI MPEACTaBICH C BBICOKOI 4acTO-
TOI — MOJIOYHO-SIMYHUKOBBINI cuHaApoM 1 BPM2K BcTpe-
yajauch B 25 % cinyuaeB. M3 3 6oabHbIX ¥ 2 (66,7 %),
MOJyYaBIINX HEOATbIOBAHTHYIO IOJUXUMHUOTEPAITHIO

A KmyajlibHas mema

o cxemaM TAC u CME, 6b11 1OCTUTHYT YaCTUYHBINA KT -
Hu4deckuii perpecc, y 1 (33,3 %), nosyuaBlieil Mocjaeno-
BateabHO cxeMbl TAC u FAC, — crabunmu3anus omnyxoJe-
Boro mpoiecca. [loaHoro maTtomMop@oJOoru4ecKkoro
perpecca QJOCTUTHYTO He ObL10. MeCTHBIX peLUINBOB
B TeyeHue 6 JieT He Habmonanock. Mactakromus 1o [leii-
T Oblja BbIMOJIHEHA 3 OOJIbHBIM, NPO(UIAKTHYECKAs
KOHTpJiaTepaibHasl MOAKOXHAsI MAaCTIKTOMUSI C MAcCTO-
MEeKCUEN, PEKOHCTPYKTUBHO-IIJIACTUYECKOMN oIepanuein
00erX MOJIOYHBIX XeJjle3, IBYCTOPOHHEHN npoduiakTuye-
CKOI JTamapoCKOIMMYecKoil oodopaKTomMuein — 1 mauu-
EHTKE.

BRCA1185delAG-accounmnpoBannbiii PIM2K

Monopaoit BozpacT pazsutusi PM2K cootBeTcTBYET
u HocutenssM mytaiiuu BRCAI1185delAG (n = 5): Tak,
10 45 jieT nepBuYHbIi 1rardo3 PM2K Beictasien 3 (60 %)
6osbHBIM, 10 50 et — 1 (20 %), B mocTMeHoIay3e —
1 (20 %) nanmenTke. CeMeHbI OHKOJIOIMYECKMIi aHaAM-
He3 oTsiroieH y 2 (40 %) 13 5 60JbHBIX: B 000MX CIIydasix
PM2XK 0Obl1 y MaTepu U 2 KPOBHBIX POJCTBEHHUKOB ITPO-
0aHJa Mo MaTepUHCKOU TMHUU. Bo Bcex citydasix ormyxoJjib
ObLi1a MpeacTaBjieHa MHBa3MBHBIM IIPOTOKOBBIM PAKOM.
Yacrora kpubpo3Horo paka cocrasuia 20 % cpean maiu-
eHTOoK ¢ mytauueir BRCA1185delAG. Y 1 (20 %) 6onbHOI
ObLT AMarHOCTUPOBAaH CUHXPOHHBIH BPM2XK. V 2 (66,7 %)
13 3 MaLMEeHTOK ObLI JOCTUTHYT YACTUYHbII KIMHUYECKUIA
perpecc Ha (DOHE HEOaaAbIOBAHTHOM MOJIMXUMMUOTEPAIIUN
o cxeme TAC, y 1 — ctabuin3aiiysi OImyxoJIeBoro mpolec-
ca nipu ucrosb3oBannu cxeMbl FAC. [TonHoro natoMmop-
(hOJIOTMUECKOTO perpecca IOCTUTHYTO He ObLIo. Becem
00JIbHBIM BbITNOJHEHA MacTaKToMus 110 [leiitu, y 1 (25 %)
0O0JILHOI pa3BUJICSI MECTHBIN peLIMAMB Yepes3 3 roaa mocie
XUPYPrUueCKOro JeUeHMsI.

BRCA15382insC-acconunpoBannbiii PIM2K

s BRCA15382insC-accoumnpoBanHoro PM2K Tak-
XK€ XapaKTepeH MHBAa3MBHBIU MPOTOKOBBIA paK, MemyJI-
JISIPHBII 1 KpUOPO3HBIi pak Bcrpetuiacsy 2 (9,1 %) 6onb-
HBIX, TPUXIBI HETATUBHBINA moaTturr — y 17 (68 %).
OTMeyeH Takke 6oJiee paHHMI BO3pacT BO3HUKHOBEHUS
3aboneBanusi: y 9 (40,9 %) u3 22 60abHBIX 10 45 JeT,
y 3 (13,6 %) — no 50 jeT, TeM He MeHee CPaBHUTEIbHO
HIKe, Heken rpu myTtanusx 185delAG un 4153delA. Ho-
Jisl BO3pacTHOM Koropthl ctapiiue 50 jeT cocraBuja
13,6 %, crapme 56 ner cpeaum BRCAI15382insC-
accouuupoBanHoro PM2K — 31,9 % u He nipeacraBiieHa
npu apyrux mytausax BRCAI. Ilpu aHanuse ceMeitHOTO
OHKoOJIoTu4yeckoro aHamHe3a PM2K y matepu BcTpeTuicst
y 6 (27,3 %) GONbHBIX, CpeAU KPOBHBIX POACTBEHHUKOB
npobaHaa mo MaTepuHckoi tuaun —y 7 (31,8 %). Mo-
JIOYHO-IMYHUKOBBII CUHAPOM BeTpetuica y 3 (13,6 %)
6osbHbIX, BPMX — vy 4 (18,2 %). HeoanbioBaHTHast
noJuxXuMuoTeparnus Oblja IMpoBeaeHa 7 OOJIbHBIM
BRCA15382insC-accounupoBanHbiM PM2K, o cxeme
CMF — 2 (y 1 maumeHTKM HabJoganach CTabMIn3aius,
y 1 — gactuunslii perpecc), FAC — 4, y Bcex TOCTUTHYT
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00BEKTHBHBIN OTBET, B ITOJIOBMHE CIIy4yaeB — IOJHBIN per-
pecc. I[Monuxumuorepanus mo cxeme TAC Obl1a TIpoBe-
neHa 1 60JIbHOM ¢ YACTMUYHBIM PErpeccoM MepBUUYHOU
oIyxoiu. JIBycTOpoHHsIsT mpodrIaKThdecKast JIarmapocKo-
nuyeckast 00(pOpIKTOMUS ObLIa BbIMOHEHA | GOIbHOM
BRCA15382insC-accomuupoBanHbiM PM2K, podunak-
TUYeCcKasi KOHTpJIaTepalbHas MOIKOXKHAsT MaCTIKTOMUS
C OOJHOMOMEHTHOM PEKOHCTPYKTUBHO-IUIACTUYECKON
orepalnueit — 2, IByCTOPOHHSIST TTpoduaakThyecKas ja-
nmapocKomuyeckasi 00(hOpIKTOMUS M KOHTpIaTepabHast
MOAKOXHAasi MaCTIKTOMMUST — 1 GOJABHOIA.

06cy:xpeHue

B xone npoBeaeHHOro Uccae0BaHUsI He ObLIO BbISIB-
JICHO CYIIIECTBEHHBIX Pa3IUYMil B pa3Mepax IMepBUIHOIO
y371a B MOJIOUYHOM KeJIe3e U CTaTyce TMMMaTUIeCKUX y3JI0B
y 6onbHBIX PM2K B 3aBucumocTtu ot myrauuu BRCAI,
aHaJjornuHble naHHble nmonxydeHbl G. Plakhins et al. [5].
Hnsg Hocureneit myraunu BRCA15382insC xapakKTepHbIM
ObL1 O0Jiee paHHUI BO3pacT Ha MOMEHT MOCTAHOBKU M-
arHo3za PM2K mo cpaBHEHUIO C HOCUTEISIMUA MYTalLlUU
4153delA unu B rpynne criopaguueckoro PM2K: 43, 44
u 48 et coorBeTCTBEHHO. OTCYTCTBME TOPMOHAIBHBIX
peLenTopoB ObLIO CBSI3aHO C HEOJIAroNnpPUSITHBIM ITPOTHO-
30M TOJIBKO cpeau nauueHTok 6e3 myraunit BRCAI (HR
=0,18; 95 % noBepurenbHbiii unTepBai (JIN) 0,03—0,98;
p=0,04), B TO BpeMs KaK BIMSIHUE CTaTyca TOPMOHATBHBIX
peuentopoB Ha mporHo3 PM2K cpenu Hocuteneit myranuii
BRCAI ne 6nu10 ctatuctruyecku 3HaunMbiM (HR = 1,09;
95 % AN 0,21-5,67; p = 0,91). [1pu aHan3e KPUBBIX BbI-
JKMBA€MOCTH TTOCTICTHSIS OblIa CTATUCTUIECKH JOCTOBEP-
HO HHMXE y ManueHToK ¢ MyTtanusiMu BRCA14153delA
o cpaBHeHMIO ¢ 5382insC: 5-1eTHAS 0011as BbIXKMBae-
MoCTb cocTtaBuia 75 u 91 % coOOTBETCTBEHHO, TOrIa
Kak B rpyiiie crnopaaudeckoro paka — 94 % (p = 0,008)
[5]. B xone npoBeneHHOro HAMU MCCIeI0BaHMS 1JISl BCeX
00JIbHBIX ¢ MyTaLussMu BRCA I xapakTepHbIM ObUT paHHUIA
Bo3pacT Bo3HukHoBeHus: PM2K (mo 45 ner): B 75 % ciy-
yaeB cpeau Hocutenei 4153delA, 60 % — 185delAG,
40,9 % — 5382insC. Haunbonee yacro PMX y matepu
BcTpevascs cpear 6oabHbIX BRCA I-accoLMUpPOBaHHBIM
PMXK ¢ myraumeit 4153delA no cpaBHeHmio ¢ 185delAG
1 5382insC (50, 40 u 27,3 % COOTBETCTBEHHO), B TO BpeMsI
Kak PM2K y cecTpnbl mpobaHia ObUT TOJILKO Cpeaur 00JIbHBIX
¢ mytauueit 5382insC (31,8 %). [1pu cpaBHUTEILHOM aHa-
JIN3€ TUCTOJIOTUYECKOTO THUITIA OTYXOJH OTIMINUTEIbHOMN
0COOEHHOCTBIO SIBJISIETCSI BBICOKAsI 4acTOTa KpUOPO3HOIo
paka y 00/1bHbIX HacieacTBeHHbIM PM2K (25 % npu my-
tauuu 4153delA, 20 % — 185delAG u 9,1 % — 5382insC),
HaOJI01a1ach aHAIOTMYHAS BCTPEYaeMOCTh MY IISIPHO-
ro paka, 3a UCKJIIOUYECHUEM €TI0 OTCYTCTBHUS Y MAlIMEHTOK
¢ mytauueii 185delAG. Takke B mob3y OoJiee arpeccrB-
HOTO THUIIA OMYXOJH y OOJBHBIX ¢ MyTauueit 4153delA
o cpaBHeHU1o ¢ 185delAG 1 5382insC cBUaETEILCTBYET
¥ TIPUHAIJIEXXHOCTh K OMOJI0TUYECKOMY (CYppOTaTHOMY)

TprXabl HeratuBHOMY moaruiry (100, 60 u 68 % coorset-
CTBEHHO). YacToTa IepBUYHO-MHOXECTBEHHBIX OITyXOJIei
TakXe Obljla BbllIe cpeau OOJbHBIX C MyTalMel
BRCA14153delA o cpaBHenmio ¢ 185delAG u 5382insC
(Bctpeyaemocth BPMXK cocrasuia 25, 20 u 18,2 % coor-
BECTBEHHO); MOJIOYHO-SIMYHUKOBbII CUHIPOM B 25 % ci1y-
yaeB cpean 00JabHBIX BRCA 14153delA-accolimmpoBaHHBIM
PMX un 13,6 % — BRCA15382insC-accounmnpoBaHHBIM
PMXK, y 6onbHBIX ¢ MyTanueit 185delAG He BcTpeyanuch
PM2K u P{. Ha ocHoBaHMM NOJTy4€HHBIX JaHHBIX MOXHO
NpeAnoJIOXUThb, UTO st 00abHbIX PM2K ¢ myTrauueit
BRCA14153delA o cpaBHenmto ¢ 185delAG u 5382insC
XapaKTEePHBIM SIBIISICTCSI HAUOOJIbIIIEE YMCIIO CIIy4aeB BO3-
HUKHOBEHUSI OHKOJIOTMYECKOTO 3a00JIeBaHMSI B paHHEM
BO3pacTe, OTCYTCTBUE PELICTITOPOB CTEPOUIHBIX TOPMOHOB
u cBepxakcnpeccun HER-2/neu, Boicokas yactora P,
BbPM2K, oTcyTcTBUE MOJHBIX KIIMHUYECKUX U MTATOMOP-
(hOoJIOrMYeCcKUX perpeccoB Ha (POHE HEOATbIOBAHTHOI IT0-
JMXUMUOTEPANIUU. YUUTHIBas HEOOJBIIOE KOTNUECTBO
HaOJIIONCHUI, HE TIPEACTABIISICTCSI BO3SMOXHBIM CTaTUCTH-
YECKU JOCTOBEPHO ITPOBECTH CPAaBHUTEJIbHBIN aHAINU3 PH-
cKa pa3BuTust KoHTpaatepajibHoro PM2K u P4 y 6obHBIX
HacneacTBeHHbIM PM2K B 3aBucumocTtu ot myraumii. Ot-
JIMIUTETbHBIMU OCOOCHHOCTSIMU SIBJISTIOTCSI OTCYTCTBHUE
cJlyd4aeB MOJIOYHO-SIMYHMKOBOI'O CUHIPOMA Cpeau 00JIb-
HbIX BRCA1185delAG-accounupoBanibiM PM2K 11 BBICO-
kas yactora BPM2K y 6onbHBIX ¢ MyTauusMu 4153delA
n 5382insC. MccnemoBaHus ¢ OOJBITUM KOJIUYECTBOM
HaOJIOAEHU MOTYT MPUBECTU K 060Jiee TOUHON OLIEHKE
WHAWBUIYaJTbHOTO PUCKA Pa3BUTHS TIEPBUUYHO-MHOXECT-
BEHHBIX OITYXOJIEU B 3aBUCMMOCTU OT TOM WJIM MHOM MY-
Tauuu reHa BRCA 1, 9To 1O3BOJIUT MHINBUIYAJTU3UPOBATh
METOBI JISYCHUSI ¥ TTPODWIAKTUKY, HATTpUMED, OOTBHBIM
¢ myranueit BRCA1185delAG He pekoMeHIyeTcs B Kave-
CTBe MPODUIAKTUICCKUX MEP Hapsay C omepalusMu
Ha MOJIOYHOH kKejie3¢ MPOBOAUTH MPOGMIAKTUIECKYIO
oopopakTomuio [8]. TakuM 00pa3oM, perieHusI O IpeBeH-
THUBHBIX Mepax cHUXeHUst pucka PM2XK u P noxHbI
YYUTBIBATh MHAWBUIYaJIbHBIE PUCKU, OCHOBBIBASICh
Ha OLIEHKE COCTOSIHUS Pa3JIMYHBIX (DAKTOPOB TeHETHYE-
CKOM MPeapacnoIOXEHHOCTH.

3akniouenue

IIpencraBieHHbIe 0OCOOEHHOCTU HACIEACTBEHHOTO
PM2K no3BojsitoT NpoaeMOHCTPUPOBATh HEKOTOPhIE
TeHOTUIT-(DEHOTUITNYECKIE KOPPEISIIIUN Y HOCUTEIei
mytauuit BRCAI. 1na 6onbHbIX BRCA14153delA-acco-
nuupoBaHHbIM PM2K xapakTtepHbIMU ObLIM OOJice paH-
HUI BO3PAacT BOSHUKHOBEHUS 3a00JIeBaHUS, TPUKIBI
HEeTraTUBHBIN MTOATUII, BBICOKAs YaCTOTa MEAYJUISIPHOTO,
KPpMOPO3HOTO paka ¥ MePBUUYHO-MHOXKXECTBEHHBIX OITY-
XO0JIell, OTCYTCTBHME ITOJHBIX ITaTOMOPGHOTIOTUYECKUX
perpeccoB. Cpenu namueHTOK ¢ BRCA1185delAG-ac-
counupoBaHHbIM PM2K oTMedyeHa BbicOKasi yacToTa
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