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Iens. [Iposenenue aHan3a 4actoTel HocuTeNnbCTBa Myranut BRCA1\2, PALB2, CHEK2, NBN y manuenros
CO 3/I0KaYECTBEHHBIMY HOBOOOPA30BAHUAMU HOLKEyA0UHOH kenesbl (3HO ITK).

MaTepuanbl H METOABL. B OIHOLEHTPOBOE KOIOPTHOE HEPAHZOMU3UPOBAHHOE PETPOCIIEKTUBHOE UCCIIE-
JIOBAHWE BKJIIOYEHBI IAHHBIC 82 MAIMEHTOB, NpomeAmUX obcaesoBanue u nedenue B OIBY PHIPXT um
akag. AM. I'panosa B nepuog ¢ 2020 no 2022 r. B rpymy nccief0BaHNs BKIIOYEHBI ITALMEHTHL ¢ MOP(OIO-
TMYECKY TIOATBEPKICHHBIM IMATHO30M IPOTOKOBOH a/ICHOKAPLIMHOMBI IOKENYA0YHON KEME3bl. Y ITHX
OOJIbHBIX IIPOBOAWIM CKPMHMHI MyTaluii B 3k30Hax 2, 10, 18, 19 rena BRCA1 u B wmoueoM peruone 11-ro
3K30H4 reHd BRCA2. JJonoMHUTENIbHO IPOBOAWIN U3Y9EHHE CEMENHOTO OHKOJIOTUYECKOrO daHAMHE3A.
Pe3y/IbTaThl. AHAIU3 JAHHBIX MEULIMHCKON JOKYMEHTALIMY YCTAHOBU, 4TO 18 (22 %) 60imbHbx 3HO IDK nmem
HACJIE/ICTBEHHEIN OHKOIOTMYECKUY aHAMHE3. B 1aHHOI Koropre 5 (28 %) yenosex coodbmy o caydasx 3HO DK
Y POACTBEHHHUKOB, 9 (50 %) MMeNy CeMENHbIA aHAMHE3 PAKA AMYHUKOB, y 2 (11 %) POACTBEHHML] TALMEHTOB IPYII-
TIbI UCCIEIOBAHNA JUATHOCTUPOBAH PAK MOJIOYHOM JKeE3bl 10 Bo3pacta 50 sieT, Tarke y 2 (11 %) nanueHtTos B
aHaMHe3e ObUIo 601ee 2 POACTBEHHUKOB, KOTOPBIE CTPAIAIN PAKOM MOJTIOYHO JKENE3DI 1/ PAKOM IIPOCTATHL
[Ipn OLEHKE DE3YIBTATOB ONPEENCHUA MyTdlMil BO BCEH MCCICAyeMOU Ipymne (82 wenoseka) BRCAL
(€5266dupC) BosiBicHa y 8 marentos (9,7 %), PALB-2 (c.1592delT) -y 2 (24 %), myrarit CHEK2, NBN u BRCA2 -
HE JUATHOCTUPOBAHO HH Y OFIHOTO TarkeHTa; 5 (6 %) Hocutenert BRCA1 MyTatjuit 1 OJJfH TAIMEHT C YCTAHOB/CH-
HOI1 MyTatyelt PALB2, 10 JaHHBIM aHANN32 UCTOPHUIT OOMNE3HH, HE UMENM OHKOJIOTHYECKOTO aHaMHe3a. Hu ofH
U3 NALMEHTOB IPYIIIBI UCCIE0BAHMA He AB/IuIcs HocurerneM BRCA2, CHEK?2 u NBN myranun.

BoiBogpl. Hexoropsle manuenTsl, crpajgaomue 3HO DK, ABIAI0TCA HOCUTENAMA TeEPMUHAIBHBIX MYTAIUH.
YunTBIBAA IOMYYEHHBIE HAMU JAHHBIE O TEHACHIUU CBA3U IEPMUHANBHDIX MYTALIUIl U PAKA HOLKETYOUHON
JKENE3Dl, MOKHO CAIENATDh IPEATIONOKEHNE O TIEPCIEKTUBE UCTIONb3OBAHNA JAHHOIO MOKA3ATENA B KAUECTBE
OJIHOTO M3 MAPKEPOB PAHHETO BBIABIEHUA PAKA TIOKETYA0YHON JKENE3l HE TONBKO Y OOJBHBIX € HACIEACT-
BEHHBIMU (DAKTOPAMH PUCKA BO3HUKHOBEHUA JAHHOH HEOIUIA3UH, HO U Y ALMEHTOB 6€3 OHKOJIOTUIECKOIO
aHaMHe3a. [y noy4deHus JAIbHENIIIX PE3YIbTATOB TPEOYETCA IIPOAO/KEHUE HAO0PA NALMEHTOB B IPYIITY
UCCIIEN0BAHNA ¥ IPOBEACHNE PAHAOMU3MPOBAHHBIX MYJIbTULIEHTPOBBIX HCCIEIOBAHUIL

KirogeBnie €10Ba. 3/I0Ka4ECTBEHHBIE HOBOOOPA30BAHUA MOLKEIYAOUHON XKENE3bl, TEPMUHAIBHBIE MYTa-
nuy, BRCAL, BRCA2, PALB2.

Objective. To analyze the frequency of carriage of BRCA1\2, PALB2, CHEK2, NBN mutations in patients with
malignant neoplasms of pancreas.

Materials and methods. The single-center cohort non-randomized retrospective study is based on the data of
82 patients who were examined and treated in Russian Research Center of Radiology and Surgical Technologies
named after academician AM. Granov from 2020 to 2022. Patients with confirmed ductal adenocarcinoma of
pancreas were included into the study group. Screening of mutations in exons 2,10, 18, 19 of BRCA1 gene and
exon 11 of BRCA2 gene was performed in these patients. In addition, oncological family histories were studied.
Results. Analysis of medical documentation data showed that 18 (22 %) patients with pancreatic cancer had
a hereditary oncological history. In this cohort of patients, 5 (28 %) had relatives with pancreatic cancet, 9
(50 %) had a family history of ovarian cancer, 2 (11 %) female relatives of patients in the study group were di-
agnosed with breast cancer before the age of 50, also 2 (11 %) patients had a history of more than 2 relatives
who suffered from breast cancer and / or prostate cancer. When evaluating the results of revealing the muta-
tions in the entire study group (82 patients), BRCA1 (¢.5266dupC) was revealed in 8 patients (9.7 %), PALB-2
(€.1592delT) — in 2 patients (2.4 %), mutations CHEK2, NBN and BRCA2 were not diagnosed in any patient.
5 (6 %) patients who were BRCA1 mutation carriers and one patient with an established PALB2 mutation, ac-
cording to the analysis of case histories, had no oncological history. None of the patients in the study group
was a carrier of the BRCA2, CHEK2 and NBN mutations.

Conclusions. Some patients with pancreatic cancer are carriers of germline mutations. Considering our data on
the trend of association between germline mutations and pancreatic cancer, we can make an assumption about
the prospect of using this indicator as one of the markers for early detection of pancreatic cancer not only in pa-
tients with hereditary risk factors for neoplasia, but also in patients without cancer anamnesis. To obtain the re-
sults, further observation of patients in the study group and randomized multicenter studies are required.
Keywords. Pancreatic cancer, germline mutations, BRCA1, BRCA2, PALB2.
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BBEIEHHME

[Io pmaHHBIM  MeEXayHAPOAHOIO  (pOHIA
U3YYECHUA PAKa, 370KAYECTBEHHBIE HOBOOOPA-
30BaHuA HopKkenyfounon sxeaessl (SHO IDK)
3AHUMAIOT JIMJUPYIOIHE NO3ULIUK CPEAU BCEX
OHKO3400JIEBAHUI  KETYAOYHO-KUIIEYHOIO
TPAKTA 10 4aCTOTE NO3JAHEN BBIABIAEMOCTH U
CMEPTHOCTU. HeyremmuTebHble MEJUKO-CTaTh-
cruueckue noxasaremn 3HO IDK cBasannl ¢
NO3HAM OOpAIIEHUEM IIALMEHTOB, 4 TAKKE
C PE3UCTEHTHOCTBIO OIYXOJH K CYIECTBYIOIMM
CXEMAM XMMHOTEPAIEBTUYECKOIO JICYECHHUA.
BBuly OTCYTCTBHA IPOIPAMM CKPUHUHIA U BbI-
ABJIEHUA JIAHHOTO 320071€BaHuA  Oosee  yeM
y 80 % MAIMEeHTOB HA MOMEHT NEPBUYHON -
ATHOCTMKM  OONE3Hb IIPEJCTABNIEHA MECTHO-
PaCOpPOCTPAHEHHON WM METACTATHYECKOH
CTA/I €N, YTO B 3HAUUTEIbHOM MEPE YXYAIIAeT
IPOTHO3 3200/IEBAHUA U PE3Y/IBTATHL JICYECHUS
[1; 2]. YunTbIBas OTCYTCTBUE IPUHATHIX OMOMAP-
kepos pannero spupneHna 3HO DK a raxxe
TPYAHOCTH HMHCTPYMEHTAILHON  JUATHOCTHKH
3TOM IATOJNOIMM HA PAHHUX, JOKIMHUYECKHX
CTAUAX, MOUCK «MapKepoB> BblapieHus 3HO
[DK gBaserca akTyaIbHON TPOOIEMON COBpe-
MEHHOH KIMHUYECKON OHKOJIOruu [3]. OgHuM
U3 BO3MOXKHBIX METOAOB PAHHETO BBIABICHUA
paKa MOKENYAOUHON KeIe3bl ABIACTCH IeHE-
TUYECKOE TECTUPOBAHUE B IPYINAX PHUCKA U
CEMENHOIO AaHAMHE3 PAKA TIOJUKEYI0YHOM Ke-
nespl [4]. Tlpu HOpManbHOM (PYHKIIMOHUPOBA-
HUY KIETKU CTA0WIBHOCTb I€HOMA HMOAJIEPKU-
BACTCA 32 CYET CHUCTEMBI PACIO3HABAHMA Jic-
(exroB nocnenosarenpHocTd [JHK KuHazamu
ATM n ATR, Monmexynmamu IpeoOpa3OBAHUA
curHana CHEK2 u BRCAI u sddexropamu
uHunmanmy penapauu BRCA2 n RADS1. Tak-
K€ B CUCTEME MMEIOTCA MOJICKYJIbl — KOOPAUHA-
TOPBI B3AUMOZCHCTBUA PACIO3HABAHMA 1 PEIld-
pauuy, Takue kak PALB2 u BRIP1. Crout oTme-
TUTh, 4TO uMeHHO BRCA2 wurpaer o©Oonee
crenupuyeckyo poas B penapauun JHK pe-
TYIUPYA AKTUBHOCTb RADS1, Heo6x0AuMONt 1y

TOMOJIOTUYHBIX peKOMOMHAIMH. [I0 MHEHMIO
pAa AaBTOPOB, UIMEHHO HAPYIIECHUA B JAHHOU
CUCTEME WUI'PAIOT OCHOBOIOJATAIONIYIO POJb B
passurun 3HO ITX [5]. MHOTOLIEHTPOBOE UC-
crneposanue IMPACT, mpoBefeHHOE TIpyHIIon
aBropos u3 CIIIA, mokasaso, 4to u3 76 marueH-
TOB, CTPAJAIOMMX PACIPOCTPAHEHHBIMU (POP-
Mamu 3HO DK, repMuHaIbHBIE MyTaLUU BbIAB-
nensl y 21,5 % [0]. B nienoM B smtepatype ume-
I0TCA JAHHBIE O TOM, YTO HAJIMYME MYTAIUN
reia BRCA moBblaer pucK BO3HUKHOBEHUA
SHO IDK, ofHaKO BIMAHUE JJAHHBIX MYTaL[Uil
HA KIMHUYECKOE OCOOEHHOCTH pa3BUTUA 0O-
JIE3HU HEJOCTATOYHO M3ydeHO. I[IpoBefeHHbIe
KOTOPTHBIE UCCIEAOBAHNA NTOKA3AIH, YTO y M-
nuenTos, crpagaonmx 3HO DK u asmomuyx-
C1 HOCUTE/IMU  T€PMUHATBHBIX — MYTAIUN
BRCA1, BRCA2, PALB2, CDKN2A u ATM, 3a60-
JIEBAHWE JIUATHOCTUPYETCSA PAHBIIE, YEM Y I1d-
IUEHTOB 6e3 Myranui [7; 8]. OfHaKko uccneno-
BaHue, nposeseHHoe C. Ferrone et al, B nomy-
JALUKA  TTAUEHTOB-AIMKEHA30B,  CTPAJAIOMUX
SHO DK, He BbUABWIO CYLIECTBEHHBIX PA3JIU-
4iil MeXIy HammaueM Myranui BRCA u kaku-
MU-JINO0 KIMHUKO-TIATOJIOTMYECKUMU TIPU3HA-
KaMU OOJIE3HH, B TOM 4YUCJIE MOMEHTOM MAHHU-
(ecranmu SHO ITK [9]. [TporHOCTHYECKAS POIIb
myraruit BRCA npu 3HO DK okoHuartenpHo He
onpezeneHa. Hccneposanue T. Golan et al,
Brmovasiee manuenTos co 3HO DK ¢ pas-
JUYHBIM craTycoM Myrtanuil BRCA, moxasaio,
YTO MEAMaHa OOUIEN BBUDKUBAEMOCTU IIALMEH-
TOB, IIONYYAIOIIUX TEPANUI0 IPU HAIMINAU
BRCA-myTanuii, cocrasuger 14 mecaues, a i
OOJBHBIX 0€3 YCTAHOBJICHHBIX T'E€PMUHAIBHBIX
myTauil — 12 mecanes. CTOUT OTMETUTD, YTO
HA MOMEHT IyOJIMKAIMU MEIUAHA OOIIEN BbI-
xusaemocty y narpentos 3HO DK ¢ pannumu
CT/IUAMU 320071€BAHUS BOOOIIE HE ObLIA JIOC-
TUTHYTA, TOCKOJIBKY 52 % MAIUEHTOB ObLIN KU-
BbI HA TIPOTSIKEHUN 60 MECSIEB C HAYAIA TPO-
BegeHua  uccaegosanud  [10].  IlonyyeHHsie
ABTOPAMM [JAHHBIE CBUETENBCTBYIOT, YTO IId-
nuenTsl, crpagaomye 3HO IDK ¢ BbLABIEHHDI-
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My myratuamu BRCA Moryr uMerb 3HaUUTeIb-
HO JIyYIIMI IIPOTHO3, 4eM O0masA IOMYJLALNA
60npHbIX 3HO DK, Bornee mo3gHue uccnenoBa-
HUA «CIYYal — KOHTPOJIb», IPOBECHHBIE TPYII-
nou Blair et al, mokazam, 4TO OOIAs BBLKU-
BAEMOCTb W OE3PELUAMBHBIN IIEPUOJ TIOCTE
[IEPEHECEHHON Onepanuy y manueHTos co 3HO
IDK ¢ myranmamun BRCA1 u BRCA2 B cpasHe-
HUU C JAHHBIMU KOHTPOJIbHO¥ TPYIIIBI 6€3 MYy-
TalUM OK43a/1aCh JJOCTOBEPHO HuKe. [lpyroe
UCCIIE/JOBAHUE «CIIYYal — KOHTPOJIb», CPABHU-
Batomiee nanuenTos 3HO IDK Ha pannux cra-
auax ¢ myragued BRCA, nepeHecimx xXupyp-
TUYECKYIO PE3EKIMIO, C KOHTPOJIBHOM TPYIIION
¢ BRCA-IMKMM THIIOM, HE BBIIBUIO CTATHUCTHU-
YECKU 3HAYMMBIX PA3IMYUI MEIUAHBl OOMIEH
BBDKUBAEMOCTH B T'PYIIIAX, ABTOPBI NIPUILIHA K
BBIBOJY, 4TO MyTarnuu BRCA He nmenu nporHo-
CTMYECKOTO 3HAYEHUA IIPU PAHHUX CTAUAX
SHO IDK [11]. BOMBIIMHCTBO 3apETUCTPUPO-
BaHHbIX cnydaes 3HO IDK cumrarorcsa cropa-
JAUYECKUMH, OJHAKO IIPUMEPHO OT 5 10 10 %
UMEIOT COOTHOLIECHUE C CEMEMHBIM aHAMHE30M
3200JIEBAHNSA, YTO ONPEAEIACTC KAK HAMUYUEM
y TIALUEHTA JIBYX U 60JI€e POJICTBEHHUKOB IIep-
BOI'O MOPAZIKA WK TPEX U 60JI€ee POACTBEHHU-
KOB JII000T0 nopsizia ¢ auarHosom 3HO TDK [12].
O[HAKO HCCIEOBAHUA B PA3HBIX MOMY/IALMAX,
BrIovatomue nanyenTos co 3HO DK noarsep-
JIAIA OTCYTCTBUE YETKOH CBA3ZU MEXKIY HATMUNEM
myranmit BRCA u cemerinbiM aHamHesoM [13; 14).
B COBOKYIHOCTH IIOJIyYEHHBIE JIATEPATYPHbIE
JIAHHBIE YOE/MTENBHO TOATBEPAKAAIOT PACIIMPE-
HYE NIOKA32HUI K TEHETUYECKOMY TECTUPOBAHUIO
i Taupentos, rpymn pucka 3HO IDK 6e3 ce-
MEMHOTO aHaMHe3d. TakuM 00pa3oM, KIMHUYE-
ckoe uccneposanre BRCAI\2-Myranuit  Moxer
UMETb BAKHOE NPAKTUYECKOE 3HAYEHUE B BbLAB-
nenvu 1 nporrosuposannu 3HO DK B ToM
4uCIe Uy OONBHBIX 0€3 CEMEMHOIO aHAMHE3A
3/I0KAYECTBEHHBIX HEOIUTA3UI 1 HACTIEACTBEHHBIX
CHHJIPOMOB.

Lenv uccneoosarus — NPOAHAIAZUPOBATD
YACTOTy BCTPEYAEMOCTU TE€PMUHAIBHBIX MyTa-
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nuit BRCAT\2, PALB2, CHEK?2, NBN y maruen-
TOB CO 3/I0KAYECTBEHHBIMA HOBOOOPA30BAHUSA-
MU TIOJKEITYJOUHOM XKETIE3bL.

MATEPHAJIBI 1 METO/IBI
HCCIETOBAHNNA

B KOropTHOE peTpOCIIEKTUBHOE OJHOIIEH-
TPOBOE UCCJIEOBAHNE BKIIOUEHBI JAHHBIE AHA-
mu3a JHK nepugepraeckoit Kposu 82 manueH-
TOB, NPOMIEANX OOCIEIOBAHUE U JICYEHUE B
OIBY PHIPXT um axan. A.M. [paHoBa B eprof
¢ 2018 mo 2022 r. AHa/m3 IPOBOAWIN METOAOM
CEKBEHUPOBAHMA HOBOTO IOKOJNEHUS INyTEM
ckpunuHra B BRCA1 (538insC, 415delA,
185delAG, T300G, ¢.2080insA, ¢.208delA,
3875delGTCT, 3819delGTAA,  ¢.5251C>T,
c4675G<A, ¢5177 5180delGAAA), BRCA2
(6174delT, ¢3749dupA, c961 962ins AA),
CHEK2 (c.1100delC, c444+1G>A, ¢.839
897del, c470T>), PLAB2 (c.1592delT), NBN
(657del15). TIpoBOAMIN CKPUHUHT MYTALHI B
3K30Hax 2, 10, 18, 19 rena BRCA1 u B Kmoue-
BOM pervone 11-ro axsona rena BRCA2. [lo-
TIOJIHUTENIBHO TPOBOAWIN U3YYEHHE CEMEHO-
IO OHKOJNOTMYECKOTO aHAMHe3d. B Kauectse
reseTnueckux (paxropos pucka 3HO DK uc-
nonb3osanu Kpurepun NCCN, 2023.

PE3YJIBTATBI U UX OBCY;KTEHUE

B rpymrie ncciefoBaHua BO3pact O0MIbHBIX
BAPbUPOBAICA OT 51 10 79 JeT, MeAraHa BO3-
pacta cocrasuia 64,3 r. KoIm4ecTso MyKIuH —
46 (57 %), sweHiud — 36 (43 %) (Tabmura).

AHAIM3 JJAHHBIX MEAULIUHCKON JOKYMEH-
TAIIUU YCTAaHOBWJ, 4TO 18 (22 %) 6GOMbHBIX
MMEIM  HACIEJCTBEHHBIM  OHKOJIOTMYECKUI
anamues. [Ipu atoM 5 (28 %) uyenosek cooob-
i o cnydaax 3HO DKy poacTBeHHUKOB, 9
(50 %) WMenn CEMEVHBI dHAMHE3 PaKa AWY-
HUKOB, y 2 (11 %) pOACTBEHHUL] IAIMEHTOB
IPYIIIBl UCCIEAOBAHUA JUATHOCTUPOBAH PAK
MOJIOYHO JKeNe3bl 10 Bo3pacta 50 Jier, Takke
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PacnpeaeseHne MAMEHTOB ¢ CEMEHMHBIM OHKOJTOTHYECKHM aHAMHE30M B 3aBHCHMOCTH
OT HACJIEICTBEHHOTO (hakTopa pucka (kputrepun NCCN, 2023)

. Pak nompxenyrouHon Pax MOJIOUHOM KeJ1e3bl
PaK MOIOYHOI JKeTe3bl Pax in4HuKOB y pozi-
y JKeNe3bl Y POACTBEH- . | 1 /wm pak npeacra-
HacencrBeHHbI|  MUHAMYM Y OfJHOTO Ny CTBEHHULIBI [IEPBOU y

HUKA [IEPBOY CTENEHN TEJBHON XKETeE3bl 6071ee

(haxrop POZCTBEHHUKA CTETIEHU POJICTBA B
POZCTBA B JOOOM 9eM JIBYX POZICTBEHHU-

B Bo3pacte < 50 sieT OOOM BO3pACTE
BO3pACTe KOB B JIIOOOM BO3PACTE
Komaectso
OOIBHBIX, 2(11) 5(28) 9 (50) 2(11)
aoc. (%)

Takke y 2 (11 %) manmeHToB B aHAMHE3E ObUIO
oone 2 POACTBEHHUKOB, KOTOPBIE CTPAJAIN
PAaKOM MOJIOYHOM JKENEe3bl U/UIA PAKOM IIPO-
CTaTbl. CTOUT OTMETUTD, YTO HU OIH U3 MAIU-
€HTOB TPYIIIBI HCCIEIOBAHUA HE COOTHOCHII
ce0s ¢ ITHUYECKON I'PYIIION aMKEHA30B. ['ep-
MHUHAIbHBIE MYTALMU B TIPYIIE MAIUEHTOB C
oHkonornyeckuM aHamuesoM 3HO IDK Bbus-
JIEHBL Y 3 4esOoBeK (BOE OOJBHBIX ObLIM HOCHU-
tensmu mytaiu BRCAL (€.5266dupC)), eme y
OJIHOTO IAIMEHTA BbiABIEHA Myrauusa PALB2
(¢.1592delT). V opnoro BRCAl-HOCUTENA pak
MOJIOYHOM ene3bl OBl AMATHOCTUPOBAH Y Ma-
TEPU JI0 JOCTWKEHUA BO3pacTa 50 JIET, y BTOPO-
ro Hocurend BRCA1 pakom NOmKeNTyZL04YHOH
Kenespl 6onen orerl. CTOUT OTMETHTB, YTO Y
JTOTO XK€ MAIMEHTA GAOYIIKA 110 MATEPUHCKOM
JUHUM CTPAZATd PAKOM MOJIOYHOM JKENE3Bl,
a JIBOIOPOJIHBIN Opar MO OTIOBCKOW JIMHUU
yMep oT paka Toiacror kumku. CECK2-myranus
JMATHOCTMPOBAHA Y OOJIBHOTO, 6a0yIKa U /e
KOTOPOT'O CTPAJJAIA PAKOM MOJIOUHOM KEJIE3bI
1 PAKOM IIPOCTATHI COOTBETCTBEHHO.

5 (6 %) marnmenToB — Hocurtenein BRCAL
MYTA[MM ¥ OJUH TAIUEHT C YCTAHOBJIECHHON
myranueir PALB2 — 1o gaHHbIM aHa/Im3a UCTo-
pul GONE3HUM HE HUMENTU OHKOJIOTMYECKOTO
aHamHe32. CTOMT OTMETUTb, YTO y OJHOIO U3
Hocuteneit BRCAl-myramun B xozie 06C€en0-
BAHUA [JIMATHOCTUPOBAIA PACTIPOCTPAHEHHBIN
pax npocraTel. HU OMH U3 TALUEHTOB TPYIIIBI
UCCIIEN0BAHNS HE ABJLICA HOCUTENEM MYTAIAU
BRCA2, CHEK2 u NBN.

BOBIIMHCTBO 3dPETMCTPUPOBAHHBIX CITy-
yacs 3HO IDK cumraiorca CropajudeckuMy,
OJJHAKO IPUMEPHO OT 5 0 10 % UMEIT COOT-
HOIIEHUE C CEMENHBIM aHAMHE30M 3a0071€Ba-
Hud, a puck BosHukHoBeHua 3HO IDK B Teue-
HUE JKU3HU TIPU HAIMYUU OTATOLIEHHOTO Ce-
MENHOIO aHAMHE3a 10 JAHHOMY 32060JI€BAHUIO
BO3pACTaeT B 2,3-3,2 pa3a B 3aBUCUMOCTU OT
KOJIMUECTBA 3200JICBIIMX POJICTBEHHUKOB [12].
B Hamem uccnenoBaHuu 22 % OOJIBHBIX UMETH
HAC/IEICTBEHHBIM  OHKOJIOTMUECKUIN AHAMHE3.
[10 IaHHBIM MPOBEAECHHOTO AHAIN34, HANOOIEE
9acTo — Y 9 (50 %) 1 5 (28 %) uenosexk — Kpos-
Hple poacTseHHuKM cTpagamu SHO IDK u pa-
KOM IMYHUKOB. B nccnegosanuu M. Cote et al,
BKTIOUaBIeM 6osee 350 maruenTos ¢ 3HO ITK,
TAKKE HAMOO/IEE 9ACTO POACTBEHHUKM CTPAJa-
mu 3HO DK u pakom sugHukoB [16]. CBs3b pa-
Ka an9HuKoB U 3HO DK, 10 MHEHMIO aBTOPOB,
000CHOBbIBAeTCA HamuneM BRCA2-myranuil.
B uccnenosanum M. Roberts et al. BBIABIEHO,
910 y 14 % monynauyuu 6ombHbx 3HO IDK my-
TAIUK ONPEAENAIOTCA B T€HAX, OTBETCTBEHHBIX
3a Boccranosnenue IHK BRCA 2 [12]. Oxnako B
HAIIEM UCCIEJOBAHUY HU Y OJHOTO MAIUEHTA
BRCA2-myrana He BbigBiaeHa. [lomydeHnbie
HAMH JIAHHBIE, BEPOATHO, MOXHO OOBACHUTH
TeM (PaKToM, 4T0 Myrauun rena BRCA2 Berpe-
qaloTCA B POCCHM OTHOCUTENBHO PEAKO, NPH
3TOM HUX CIEKTP HE OIPAHUYMBAETCHA IIOBTO-
PAIOIMUMKCA NOBPEKAEHUAMH [17].

B nmreparype OnmMcaHbl HACIE/ACTBEHHbBIC
CHUHJIDOMBI M 3200JIEBAHMA, KOTOPBIE CBA3AHBI
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C NOBBIIIEHHBIM pUCKOM passutus [TAIDK, B ux
YUCIe: CUHAPOM CEMEMHBIX ATUIIMYHBIX HEBY-
coB 1 MenaHoMbl (FAMM-cuHzpOM), CUHAPOM
[leitria - Jbxrepca, cupgpom Jlunua [18].
B Hamem nuCCIen0BaHuI He Y OJHOTO MAIIMEHTA
BBIIIEYTIOMAHYTBIX HAC/IEACTBEHHBIX CHH/PO-
MOB HE 3apErUCTPUPOBAHO. BO3MOXHO, HaH-
HBII (DAKT CBA3AH C TEM, YTO JAHHBIE CHUH/PO-
MBI OTHOCHTEJIBHO PEKO BCTPEYAIOTCA B IOIY-
A — MeHee 5 % [19).

B nocnenee BpemMsa peKOMEH/ALUH 110 T'e-
HETUYECKOMY TECTUPOBAHUIO HACIECTBEHHBIX
3HO ITX Bce yaie noABepraiorcs KpUTHUKE CO
CTOPOHBl PA3IMYHBIX UCCICAOBATENEH, IO-
CKOJIBKY €KETOJHO TOABIAIOTCS OOHOBIEHHBIE
JIAHHBIE, CBUJICTENbCTBYIOMME, YTO CYIIECT-
BYIOIIME OPraHU3ALMOHHBIE AITOPUTMBI CKPHU-
HUHI, OCHOBAHHBIE HA CBA3U C CEMEVHBIM
AHAMHE30M HE3(P(EKTUBHBI, YTO IPUBOAUT K
TIO3IHEMY BBIABICHUIO 3TUX Heortasuil. B 2007 r.
B XOJIE MCCIEOBAHUA OOJNBHBIX HA MYTAIUH
BRCA1\2, npoBeieHHOI'O I'PYIIION aBTOPOB U3
Hopseruy, BbiABIeHO, 4TO 50 % IMAIUEHTOB C
MyTaluAMA  3apogplmeBoit smHud BRCA He
UMEIOT CEMEMHOIO aHAMHE3a PAKA, CBA3AHHOIO
¢ myrauuamu rera BRCA [13; 20]. B namem uc-
CIEOBAHNY OOJIEE TIOJIOBUHBI OOJIBHBIX C YCT4-
HOBJICHHBIMU T€PMUHAILHBIMU MYTALUAMU HE
MMEJIM CEMEMHOIO OHKOAHAMHE3.

Ocoboe BHUMAHUE CTOUT YEIUTh CTATH-
CTMYECKUM JIAHHBIM 3THUYECKOU T'DYIIIBI All-
KEHA30B, TAK KAK B HEIl BCTPEYAEMOCTh I€PMHU-
HAIBHBIX MyTanui, B 0cobeHHOCTH BRCA2
(6174delT), KpailHe BBICOKA, CIEJOBATEIHHO,
JIOJDKHA PACCMaTpUBATLCA OTAEAbHO [20]. B Ha-
IIEM UCCIEA0BAHNY HU OJIUH U3 MAIMEHTOB HE
acconuupoBan cebd C JAHHON 3THUYECKON
rpymmoit. CTonT O6pATUTh BHUMAHHUE, YTO B
JIUTEPATYPE €CTb YIIOMUHAHUA O TOM, YTO, II0
JIAHHBIM HCIOJB30BAHUA PE3YIBTATOB MPAMOTO
TEHETUYECKOTO TECTHPOBAHUSA, Y TAI[MEHTOB-
AIKEHA30B  BBIABACHO, 4TO 20 % HOCHUTENEH
T€HOB ANIKEHA30B HE WICHTU(PUIMPYIOT CeOs
KaK MOTOMKOB JaHHOM 3THUYECKOH TPYIIIbI U,
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CIIE/JOBATENBHO, MOTEHLIMAIBHO OYAYT HMCKIIO-
YEHbl M3 KPUTECPUCB CKPUHMHIA CYIICCTBYIO-
IIMX [IPOrPAMM, BKIIOUAIOUX IPOUCXOXK/ICHUE
AIKEHA30B KaK OJUH U3 OCHOBOIOJIATAIOIIMX
IPU3HAKOB PHUCKA PA3BUTHA HACIEICTBEHHBIX
(dopM paka, B yactHoctn 3HO IDK. Taxke B
JAHHOM HCCIEI0BAHAM aBTOPbI OOHAPYKIIH,
9r0 U3 393 HOCUTENEW MyTAIMU I'€HOB
BRCAI\2 ¢ JOCTYIIHBIMY JAHHBIMK O CEMENHOM
AHAMHE3€ paka 44 % He MMEIM CEMEHHOro
AHAMHE32 paKa, ceazaHHoro ¢ BRCA [21].

BBIBO/IBI

Taxum 06pa3oM, HEKOTOPHIE ITALUEHTHI,
crpagaompe 3HO DK ABnAI0TCA HOCUTEIAMU
TepPMUHAIBHBIX MyTalui. Ecim yuects mony4en-
HBIE HAMU JIAHHBIE O TEHJICHIIMK CBA3U T€PMU-
HaIbHBIX MyTanui 1 SHO moppKesyouHon xe-
JIE3BL, MOKHO CENATh NPEANONOKEHUE O Tep-
CIIEKTHBE UCIIONb30BAHMUA JAHHOTO [IOKA3TeENd B
K44€CTBE Of{HOTO U3 MAPKEPOB BBIABICHUA PAKA
TIO/DKENTY/IOUHON JKEJIE3bl Y IALUEHTOB TPYIII
pucka. [IpyHMMasg BO BHUMAHHE TOT (DaKT, 4TO
OHKOJIOTUYECKUN dHAMHE3 UMEN TOJIBKO TPETh
6ompubIx 3HO IDK rpymmbsl uecieoBanus, Om-
PE/EIEHNE TEPMUHATIBHBIX MYTALIUI JUI1 PAHHE-
IO BBIABJICHUA HEOIUIA3UI TIO/LKENYJOUHOM KE-
JIE3BI 1IENIECOOOPA3HO MIPOBOJUTD U Y IAIUEHTOB
6e3 OHKO-aHaMHe3a. [IpesicTaBngercss neperex-
TUBHBIM BBIIETICHUE <«TPYII PUCKA> PA3BUTHA
3HO IDXK, 0OCHOBAHHBIX HE TOJBKO HA JAHHBIX O
HACJIE/ICTBEHHBIX PUCKAX BO3HUKHOBEHUA 3HO
[DK ¢ nocmepyommm POBEAEHAEM AHATN3A
TEPMUHAIBHBIX MYTALIMI KaK OHOTO U3 (PaKTo-
pos passurua 3HO TDK Hame wuccnenosanue
XAPAKTEPU3YETC HEOOMBIION BBIOOPKON OOJIb-
HBIX, YTO, OE3yCIOBHO, MOKET OTPAHMYMBATH
TIOTYYEHHBIE PE3YIbTAThL [IpofiomkeHne Habopa
MAIMEHTOB B TPYIIY MCCAEAOBAHMA, 4 TAKKE
IPOBE/ICHUE MY/IBLTULIEHTPOBBIX, PAHIOMUZUPO-
BAHHBIX TPOCIEKTUBHBIX UCCIEAOBAHUAN TIOMO-
XKET B TIONYYECHUN JTATBHENIINX PE3YIBTATOB I
ONPE/IENIEHUA MECTd TE€PMUHAIBHBIX MYTALIUN
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B IMATHOCTHIKE PAKa TOJDKENYJIOUHOH JKEE3bl Y
TATUEHTOB TPYII PUCKA Pa3BUTHS TAHHON He-
OILIA3UNL
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®unHaHCcHpoBaHHUe. llccneoBaHue He
MMEJIO CTIOHCOPCKON MOJIEPKKH.

KoH(IHKT HHTEpecoB. ABTODBI 325B-
JIFIOT 00 OTCYTCTBUN KOH(JIMKTA HHTEPECOB.
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