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Lensio aaHHOro WCCNEN0BaHUA Bbiny YCTAHOBNEHWE YacTo
BRCA1w BRCA2 y NOHOPOB NEPBKYHON KPOBOAAYM, @ TAKKE OLE

T PACNPOCTPAHEHHbIX B POCCUACKOR NONYNAUMN MYTAUWA B reHax
HKa BOIMOXHOCTH NPOBEASHUS T@HETUYECKOTO CKPUHIHIA Ha Oase

opranuaaumit cnyxBbl KPOBK M BbISBNEHNE €ro NOTEHUNANbHBIX npoGnem. MNpw reroTunuposanni 1000 A0HOPOB NepenyHON KPOBO-
Nla4M, MAEHTUDULMPYIOWMX CeBA KaK PYCCKME ¥ NOCTOAHHO NPOXUBAIOLLMX HE teppuTopkyu Poccuiickoin Peaepaumu, o6HapyxeHo
2 wocutens MyTalumn 5382insC (4acToTae guifopke 0,2%, nnu 1:500) ¥ 0AKH HOCWTE/b MYTaLUK 3819delGTAAA (vacToTa B BeIBOpPKE
0,1%, uamn 1:1000) & rene BRCAT. Npw NpOBEAEHAN FEHETUHECKOTO ckpuHuHra Ha Gase opranvsauni cnyxGbl KDOBM TEXHMUECKIX
CNOXHOCTEM He OTMEYSHO. BaxHoe aHaueHne ANg 3QOEKTUBHOD CKPUHWHIE MMEIOT npegBapvTensHOE MHHOPMUPOBaHHKE O ero Le-
X W 3a/1a4a3X C Y4ETOM 3TUHECKUX U COLMANbHLIX aCnEeKTOB i MOTHBAUWSA Y4ECTHWUKOE.

Knioyessie cnosa: BRCA 1, BACA2, poccwitckan Nonynaums, CKpUHIHT, cnyxBa kposu

Brenenue

JlOoCTHREHHS MOJEKYISPHON FEHETHKH LIHPOKO HC-
M0AL3YIOTCA B MPAKTHHECKOH MEAMLIMHE L5 ONPEaCICHHA
HOCHTEIhCTBA MYTALNI C M3BECTHBIM NMATOICHHBIM apdpex-
tom. Haubozee pacnpocTpaHeHO FeHETHYECKOC TCCTHPO-
BAHHE /U1 AHAFHOCTHKH, B TOM YHC/IE NPCHMITAHTALHOH-
HOI M NPEeHATANBHON, MOHOICHHBIX sabonesanuit (ayro-
COMHO-PELECCHBHBIX, AYTOCOMHO-10MUHAHTHBIX, X-cuen-
nenubix). bojee criopHoit seaseTcs 1enecoobpasHoCTh —
KaK 3THYECKdA, Tak H JKOHOMMUECKas — CKPHHHHIG H
NpeHaTalbHOl  ANArHoCTHKH 3ab0jieBaHMIl ¢ AYTOCOM-
HO-AOMMHAHTHBIM THTIOM HACAEIOBAHNA, HO HEMOIHON
MEHETPAHTHOCTBIO M/HAH MO3AHHM HAYATOM. B a1Hx cay-
yasx, Kak NpasHio, reHeTHYECKOe JCC/ICd0BaHNE Ocye-
CTHIHAETCA B paMKax MEIHKO-IeHeTHHMECKOr0 KOHCYIBTH-
POBAHHA CeMeil ¢ BbISRICHHON oraroménHocTeio, OaHako
MpU TAKOM [OAXOAE HEKOTOPbIE HOCHTEN OKA3IBIBAITCA
VITVIIEHHBIMU B CHIY PA3IHYHBIX, B TOM 4HCIE OOBEKTHE-
HBIX, TPHYNH HEMOJIHAA NEHETPAHTHOCTb, MATbIH paMep
cemeil, HEAOCTATOMHO THlaTe bHBII cBop M/MAH HeJHAHHE
CeMEITHOTO aHaMHe3a.

K HeoOXonMMBIM YCAOBHAM NPOBEASHHA CKPHHMHIA OT-
HOCSITCSH: THKECTb KIMHMUECKOro TeueHus 3aboneBaHis
(4aCTOTA WHBATMAMIAUMK M CMEPTHOCTH), BOIMOKHOCTDH
nposeaeHus ADeKTUBHOI NPODHIAKTHKN I ACHCHIA, 10~
CTYIMHOCTh MHGpOPMATHBHOIO TECTA [24].

K 3a00/eBaHHAM € dyTOCOMHO-AOMHHAHTHBIM THIIOM
HACACAOBAHNA OTHOCSTCH HACACACTBEHHbIC QOpMBI paKa
MonouHOI Keaesbl (PMIK) 1 paka simyumxos (PH), oBy-
CAOBACHHBIC MyTatsayu B renax BRCATH BRCA2 Hacaen-
CTBEHHBIMH AiBsioTes ot 5 10 10% cayuaes PMK u ot 10
10 20% cayuaes PA (3, 7, 16, 20]. 3aboaesaeMocTh PMAK u
Pl 8 Poccuiickoil ®enepatmn cocrasaser 54 315 1 12 843
HOBBLIX BOAbHBIX (1aHHBIe HA 2009 r.) COOTBETCTBEHHO 14].
TAKHM OGPAIOM, HACACLCTBEHHBIMM (hopMaMK PMAX u PA
jaBonenaeT cymMmapHo okoio 4000—8000 yen. s roa.

Hacaenctnennbie dopmbi PMXK n PS8 30--350% w
90—95% cvyaen COOTBETCTBEHHO 0OYCIOBACHD! MYTaLMS-
it B renax BRCAI w BRCA2 (14, 16]. Yactota myTauuii
B renax BRCAI u BRCAZ B EBporne B CpeilHEM COCTABAACT
1:800 — 1:1000 [8]. MccaenosaHuii, NOCBAWEHHBIX H3yye-
HHIO UACTOT BCTPEYASMOCTH MYTalMil B reHax BRCAI n
BRCA2. & Pocenn OcyLECTBICHO HeMHOTO. MacwtabHyl
paboTy BLINOJAHWAN B r.HosocuBGupcke, MatepHatoM ciiy-
sat1a THK 7920 310poBbix 4eJOBEK, NaHe b BRIOUAT He-
Teipe MyTaumn B reie BRCAL 5382insC, 185delAG,
4153delA. 300T>G (Cys61Gly). B Bwibopke obHApYKCHDI
ase myrauuu: 3382insC u 300T>G (Cys61Gly) ¢ qacroToit
0.25% (1:400) 1 0,05% (1:2000) coorsetctnenno [1]. Cxkpu-
HnHr 400 310pOBBLIN KEHUMH OLUT NPOBEAEH B Canxr-Ile-
TepGypre, B CNEKTP HCCACAOBAH IS BXOAMIN HECKOMBLKO My-
TallHil, ACCOLMMPOBAHHBIX € PANTHUHBIMIT ICHETHUCCKIT-AC-
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~ TePMHHHUPOBAHHBIMU 3300.1¢BaHHAMM, B TOM YHCIE MAKOP-
- mast Mytaums B rene BRCAJ — 3382insC. o1HAKO B 3TOM
spI0OpKE OHA He Obiia sapervctpuposasa [11]. B cnexmpe
syvrauuii B reHax BRCAJ u BRCAZ. xapaxTepHuIX 1L18 poc-

CHIICKOR NONyAsiuMM, NPEBATHPYIOT NOBTOPHIOUIHMECH MyTa-
. unn B reHe BRCAI (a0 80% o1 Beex) Kak npossicHue 3¢-
- dekrta ocHosartens [14]. Cornacho uenomy paay HCCIeA0Ba-

#uit, npeolaanarouieit B Poccuu  sABAseTCA  MyTaums

5382insC B rere BRCAJ. oHa coctasaser okono 70% ncex
 wvratnii B rene BRCAT npn PMUK 1 okoao 60% npu PA [7,
5,10, 13, 18. 22]. B rewe BRCAT uacto BCTPEUAKOTCH MVTa-
unn 4153delA, 300T>G (Cyso1Gly). 185delAG [2, 7, 9. 10,
12]. B HecKONbKMX POCCHHCKMX MCCICIOBAHMAX TAKKE Bbl-
apaeHbl MyTamiu 2080delA, 3819delGTAAA. 3873delGTCT
8 reHe BRCAI w mytaums 6174delT B rene BRCAZ2 (2, 3,7,
10, 12]. Cvwecisosatne hexTa OCHOBATEH IHAUNTC b
HO VIIPOLLAET EHETHYCCKOE TECTUPOBAHME M, TEM CAMBIM,
48T BOIMOKHOCTH BHEAPHTL MACIITAGHDIC CKPHHUHIOBbIE
[POrpaMMbl.

Cavaba kposn ssiasetca xopowei naatdopmoit L
MPOBEACHHA CKPHHMHIOBBIX MCCALIOBAHMI YKe co3taua
fa3a NaHHBIX, HE TPEDYIOTCH IONOIHMTENbHbBIE MPOLEAYPLI
118 B3gTMA OGuomatepuana (1eabHoit nepudepuieckoit
kposi). B rpynny nccnenoBaHust BOIAYT 310POBLIE TI0AH,
KOTOPLIM [PH HUTHYHUH KINHUYCCKH 3HAYMMMBIX FeHETHYC-
CKMX MapkEpoB MOIVT OblTh NPOBEACHBI MEPONPHATHS
¢ UEAbI0 NPOMHAAKTHKN W paHHEel AMAarHOCTHKH paliny-
HbIX 3000AeBaHUIT, B TOM YHCIE OHKOJIOTHYECKHX, ayTOHM-
MYHHBIX, GonesHel cepaeuHO-COCYANCTON CHCTEMBI I CHC-
tembl kposu. [IpoBeacHue TeHETHYECKOTO TECTUPOBAHMA
MOKET CAVKHTL LONONHUTEABHBIM (DAKTOPOM YCHICHHS
MOTHBAILMH JAOHOPOB KPOBOLAY N,

B 3azaun HAaWero MCCaACaOBAHNS BXOAMIN OLEHKA BO3-
MOAHOCTH IMPOBCACHNA FEHCTHHCCKOIO CKPHHHHIEA € UETbH)
BLIABICHHS  HACIGACTBEHHOH  MPEaApacnoaoAKeHHOCTH
kK PMAK u/wan PA ua 6ase oprasmsatntil c1yvkGel Kposu u
BBIABACHNE er0 MOTCHUHANBHBIX TPOBaeM.

MaTepuanan 1 MeToan

B uceaenosanun npuusan yaactue 1000 106posoiasHbIX
6e3B03MEITHBIX JOHOPOB NEPBHYHOI KpoBOIauH, uTo 0bec-
neyusaeT cayuaitHocts Buidopku, CGop smarepuana ObL1
nposenéH B oraeaeHus TpaHcdyiuonoruu Poccuiickoro
HAaYuHOTO teHTpa xupyprun um. axaia. b.B. ITetposckoro
PAMH ¢ mapra no oktabps 2012 r. Hacenenne Poccwuii-
ckoit Menepiann XapaKTepU3YeTCH BbIPDAKEHHOI ITHHYE-
CKOIf reTeporeHHOCTLID, YTO HEODXOAMMO YYHTLIBATL TPH
NpOBEACHNHH NONVISUHOHHEIX HecaexoBaHnil. Kputepussu
BKJIIOUEHHMA ITOHOPOB MEpPBHYHON KPOBOZaYM B BLIOOPKY
CAVKIWIN ITHHMECKAH NPHHALIEAHOCTL (MACHTHDHIHPYIO-
Lie ceds KaK pyCCKHe) M NOCTOAHHOE NPOAMBAHNE HA Tep-
putopun Poccniickoit @enepaumst. Takim obpasom. neene-
NOBAHHAA CAYYAilHAA BuIOOPKA SBIACTCH PENpPe3eHTATHB-
HOW [0 3THHYECKOMY COCTABRY 118 3TOH YacTH POCCHIlCKOH
rionyasii. CpeaHuil BO3PACT A0HOPOE cocTasn 35,4 rona

ISSN 2073-7998

(o1 18 20 66 1eT). B noaosom coctase npeodaadain MyK4H-
Hbl (60,3%), COOTHOLIEHHE OTAHYACTCH OT NONYJAAUMOHHO-
ro, HO 3T0T hAKTOP HE OKA3bIBACT RAHAHMA HI 3HAMCHMH
YACTOT AVTOCOMHBIX FEHETHUYECKHX MapKEPOR,

BCC YYACTHHMKH 44N MUChbMCHHOC .'106}}0]]0,'[bﬂ0€ HH-
(hopMHPOBAHHOE COMMACHE HA Y4YacTHE B HCCIEJ0BAHHM.
Bisitie uensHoit nepudiepuueckoil kposu B o0béme 10 ma
[POM3BOAAOCH ONHOMOMEHTHO € JOHOPCKOH KpoBoaayeit.
OIHOBPEMEHHO 3an0JIHMNACh AHKEeTa, colepaKallas chene-
Hus 00 yuactHiKe ueeaenosadns (PUO, non. aara U MecTo
POXKICHHSE, MECTO NPOKNBAHNSA, HALMOHATBHOCTh, H3BECT-
HbIC 3a00/1eBaHHA), €ro POANTEIAX (MECTO POAKICHUA, Ha-
HHOHATBHOCTh, W3BECTHLIE 3aD0NeBaHuA) W APYTHMX POACT-
BEHHHKAX.

s soizenenns IHK n3 10 ma vensHoit nepudepuue-
CKOIl KPOBH HCIIOABL3OBAIN METOL BbicanauBarus |19].

Tenotunuposadie nporoanan metoaom MUP 8 pexume
PeATLHOIO BPEMCHH € HCTMIOIb30BAHHEM KOMIUICKTa «OHKO-
I'ernetuka BRCA» (000 «HITO AHK-Texnonorusi», Poc-
CHS1) COTIACHO MHCTPYKLNH MPOM3BOAXTES 1 amnanduka-
topa aetektipviotero A Tnpaiy (000 «HMO AHK-Tex-
nonoruss, Poccns). Kosmmnaext «Ounkolenernka BRCA»
pRJIOYAcT B ceba BoceMb MyTaumil B reHax BRCA[ (185de-
IAG, 4133delA, 5382insC, 3819delGTAAA, 3875delGTCT,
300T>G (Cysb1Gly), 2080delA) u BRCAZ (6174delT). Pa-
00Ta TeCT-CHCTEM OCHOBAHA HA MOIN(DULIPOBAHHOM METO-
e «npuMbIKaowmx npode» (kissing probes) [6]. AHanns kpu-
BBIX TUIABACHMS [POBOLWIN TIPH MOMOLIH TPOTPAMMHOIO
ofecnedecHMs K ACTCKTHPYIOLWIEMY  aMmrindukaTopy
AT npaitn.

[pu oGuapykeHu myTtaunit B reHax BRCAI u BRCA2
V JIOHOPOB NMEPBHYHON KPOBOAAYM MPH MX COMTACHH HH-
(OPMUPOBATH PONCTEEHHHUKOR € UX MOCJIEAYIOLLIM [EHETH -
HECKHUM TCCTHPOBAHHEM,

Pesyabrarn

ITpu odcaenovadin 1000 10HOPOB NEPBHUHOI KPOBO-
aa4il ¢ ucnoas3oBaHueM kKomiiekra «OukoleHeTnka
BRCA» Obino 00GHApYKEHO 3 HOCHTEAM MVTAUMH B reHe
BRCAL. B 1aByx cayuasx JACTEKTHPOBAHA MYTAUMA
5382insC (uacrora 8 suibopke 0.20%, nan 1:500), B on-
HoMm — wmytauus 3819delGTAAA (uactota B BhiGOpKe
0,10%, nan 1:1000).

Mpit BesBASHUH MyTaunK B rede BRCAT wan BRCA2,
YUMTHIBAA AVTOCOMHO-A0MMHAHTHBLIN THN HAcaCa0BAHUA
¢ 50%-HOll BEPOATHOCTLIO MEPEaadk, NMOKAIAHO NpoBeae-
HHE TEHETHUYCCKOrO TeCTHPOBAHNSA COBEPLUIEHHOICTHHUX
POACTBCHHUKOB | cTeneHn poacTea (poaMTeNn, ieTH, pol-
HBIC BpaThd M CECTPHI) H, B 3ABHCHMOCTH OT €ro pesyibra-
TOB, JAPYIHX YIEHOB ceMbH. B CHIY HEBO3MOAHOCTH TeHO-
THMHPOBAHIN BCEX POJACTBCHHIUKOB | cTeneHu poacTea (oT-
Ka3 OT TeCTHPOBAHNS, HEAOCTYIHOCTL BHONOTHYECKOrO Ma-
TepHAna) B OAHOM Cayyae Obl10 NPOBEAEHO TEHETHYECKOE
obcaenosarie Goaee AaabHel POACTBEHHHLLL, HILIBHBLIEH
KeJaHHe MPOHTH TCCTHPOBAHME.

31

AT T N TR TAG



OPUIMHANBHBLIE WCCNEAOBAHWS

Tenernueckoe TecTHpoOBaHHE OBOCHORBAHHO KAK V KeH-
WMH, TAK M Y MVAUUH, B CBA3H C BBICOKOH BEPOSTHOCTHIO
PAIBUTHS B TeUEHHE KU3IHU 3N0KAYSCTBEHHEBIX HOBOOOPA30-
BaHMil paminuHbx Jokwzaumit (PMAK, PH. paka Tena
MATKH y KEHUIHH, Paka NPeacTaTeabHoi keaesul n PMAK
V MYXKYMH, paka MOTAKENYI0MHOI Keedbl, PAKA KeayiKa,
paka oboROYHON KMIIKH, METAHOMBI) NMPH HATHUHH MYTa-
unn B reve BRCAN wan BRCAZ |17, 23].

Crparerus AaibHeldlero odbCae10BaHus BO BCEX Cayva-
X BKJHOM@IA NOBTOPHbLA BbI30B Z0HOPA, NOBTOPHOE B3ATHE
GHOJIOTHYECKOIO MATEPHATA H NOATBEPAICHHE HOCHTENLCT-
BA MYTAUUM (MOATBEPAIICHO BO BCEX TPEX cyuasy), cood-
LIEHHE [OHOPY pe3yibTaTa reHOTHNHPOBAHMHI, Doaee 110-
ApOBHBIIL ONPOC € LEILIO BbISABACHUSA CYHAER OHKOTOTHYE-
CKHX 3a000eBaHNil B ceMbe, MPH COMACHH IOHOpa — NpPH-
raalieHHe s FeHeTHYECKOTO TECTHPOBAH S €0 POACTBEH-
HUKOB | CTeneHu poacTBa W APYIHX WieHOB ceMbM. YeTa-
HOBAGHHBIM HOCHTeIAM MyTauuil B rede BRCAT Guina pe-
KOMEHIOBAHA KOHCY/ILTALMS MEAMUMHCKOTO reHeTHKaA Uist
onpeeieHus TPOIPAMMBL  JIHHAMMYECKOTO  HalTI0IeHUS
€ UeNBI0 PAHHEH AMATHOCTHKH ZTOKAYCCTBCHHLIX HOBOOD-
Pa3oBaAHMH PANIMYHLIX JOKATH3ALNIL

OnucaHue Beex TPEX CIYHASE MPHBEACHO HUKE,

"M
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Puc. 1. PopocnosHas cembn aoHopa M.
PA — pax susHukoR; P — pak nérxoro; ! — NpoBeaeHo reHoTUNUpoBaHne

I
1 2 3 4
P A (o401 PAlng
L382msC
11 1 '
/’ 1 2
log Mr

Puc. 2. PopocnoeHan cemsun AoHopa K.
PMX — pak MONOYHOI xeneasl; PX — pax xenyka; | — nposefiexo ra-
HOTUIMPOBaHWE

Cayuau Aol Cemsst donopa H.

Ponocrossan cembi notopa M. npusenena na puc. 1.

V ponopa M. (IV.1, sysunna, 20 ner, s10pos) Gsl1a 00-
Hapyaena myrtauns 3819delGTAAA B rede BRCAJ Tlpu
MEPBUYHOM JaMOTHEHHH AHKETBI CIYYaes OHKONOTHYECKHMX
saboneBannii B ceMbe He oTMeuanock. s obeaenosaHus
GuUTH npuraates pojntean aovopa M. (sxoposwr). TMpr
onpoce math aoHopa M. (111.2, 46 aer) coobuimia o ABYX
cayuasx paka siurukor (1.1, 111.3) w onHom cayuae paka
nérxoro (11.3) B cembe no MarepuHckoil THHUH. ¥ matepi
aodopa M. (111.2) Takke Obwta o0HapyAKeHa MyTallHs
3819delGTAAA B reve BRCAL

Cayuan No2. Cemba donopa K.

PonocnosHas cembit 1oHopa K. npusencHa Ha puc. 2.
Y nonopa K. (111, Kenwuna, 39 aet, 3a0popa) Ouiia o6Ha-
pyxena myrauus 5382insC s rene BRCAJ [pu nepauuHOM
JANOAHEHNH AHKETBI CAYYach OHKOTOrHMecKHN 3abonesa-
Huit B cembe He otmeuanock. Jdonop K. Gsina sbi3sana no-
BTOPHO, TIPH TILATEALHOM Onpoce ObIN BLISIBICHBI 1BA C1Y-
yas OHKOMOrHUecKHX 3abonesaniit B cembe (1.1, PMIK: 1.4,
PaK KeaviKa) B MOJOAOM Bo3pacTe. Bbl10 MPOBEIEHO TeHe-
Tiyeckoe TeetuporaHue cectpn soxopa K. (11.2, 34 rona.
3noposa), v Heg mytaums 5382insC s rene BRCA/ orcyter-
posania, [pyrie poacTBeHHHKI He ObuTi 00C1e10BaHb! B CH-
NV PARTHUHBIX TIPHMMH (CMEPTh, HEKENAHHE WM HCBO3-
MOKHOCTh MHGDOPMUPOBATH).

Cayuan No3. Cemva donopa T.

V nonopa T. (myskuuHa, 23 rofa) 6bi1a oOHapyKeHa My-
tauns 3382insC B rere BRCAL [lpu nepsuuHoM 3anonHe-
HUM  AHKEThl CIV4aeB OHKOJOrH4eckux 3adonesaHuit
B CeMbe HE OTMeHatoch, Hoiee Toro, GLUIO OTMEYEHO, UTO
AMBBI POAMTENH OTIA M MaTepy Aoxopa T. (BO3pacT cTapiue
S0 aeT), 32 MCKTIOUSHHEM Jlea 10 OTUOBRCKON JTHHUK (no-
b 8 BOB). Bo3moxHo, repenaya MyTalMn NPOHCXOAKIA
Oe3 apHO MaHudecTauuy (HenoIHas MEHCTPAHTHOCTS,
PAHHAS CMEPTh), AN00 MyTaLHs BOHUKIA de novo, KoHTakT
¢ cembeit 1oHOpa T. He Dbl YCTAHOBIEH, FTEHOTHITHPOBAHIE
POJACTBEHHUKOB HE ObiJI0 TPOBEAECHO W NMPOBEPUTL 3TH I'H-
MoTe3kbl HE YAAI0CH.

Odcyxaenue

TexHuueckux CIOXKHOCTEH NpH MPOBCACHHH ICHETHYE-
CKOTO CKPUHIHIA Ha Gase opraHusaumii cay:KObl KPoBH He
OTMEUEHO.,

Pazmep ucenenosannoil suidopky (1000 ven.) e nosso-
M HAM YCTAHOBHTE YaCTOTEI BCEX MyTaumit B renax BRCAJ
n BRCAZ, BKIOUCHHBIX B MAHEAb U [CHOTHTIHPOBAHMS.
3aKOHOMEPHOIT MOXHO CUHTATh OTHOCHTEALHO BBICOKYIO
vactory (0,20%, wan 1:500) maxopHoil B poccHItCKOi no-
nyasiunu mytaunn 5382insC 8 rere BRCAL Bonee peakue
MYTALIH, 32 neknouenmneM 3819delGTAAA B rene BRCAI,
He GbLH oGHapyxeHsl, Yactors MyTaumit B renax BRCAI n
BRCA2 B nonyisiiii, BEPOATHO, HECKOIBKO BBIIIE B CHIY
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NPUCYTCTBUA B HEll §0IbHBIN-HOCHTEACH MVTALMIi, KoTo-
phle B HCCAGAOBAHHYIO BLIDOPKY HE BOULTH.

B HaueM MCCICIOBAHMM BRIFRIEHO 3 HOCHTENS MyTa-
umii B rene BRCAJ, accOuUMMPORIHHLIN C MOBBILIEHHBIM PH-
cKoM pazsutst PMK u/unu PA. Bee 3 wocurens npu nep-
BHYHOM 3aMOAHCHHH AHKETH HE VTIOMAHYIN O Cay4asx oH-
KOJOIMUECKHX 3a001eBaHMIl B CeMbE, B JIBVX CEMBIX (10HO-
pa K. u noropa K.) npit noapotHoM aHaTi3e poa0CI0BHBIX
BLISIRACHA HACAENCTBeHHaN OTATOWEHHOCTL no PMAK win
PH (HECKOABKO CIVYAEB B CEMBE 10 OIHOI JAHHHH, CaIyuan
Pa3sBHTHA OHKOJOTHICCKHUX 3a001€BAHN B MOTOI0M BO3PA-
cre). OBHapyKeHNe KOHKPETHOTO TeHETHYECKOro aediekTa
no3soasier npaktuyecku co 100%-Hoit TOYHOCTLIO onpea/e-
JTMTh, BXOAMT M KAKAbI1 M3 LICHOB TAKOH CEMbU B IPYIITY
BLICOKOTO PHCKA B OTHOWEHMH passuTia PMIK n/ian P
(XOTSl CTATMCTHYECKH BEPOATHBLI M ONMHCAHDBI CIyYan, Koria
B OAHON CeMbe MPHUCYTCTBYIOT B¢ PasHLIe TEPMUHATbLHBIE
mytauny [21]). OrpuuartennHutil pesyabsTarT TeCTHPOBAHUS
MO3BOAACT CHATh OOYCHOBACHHYKO HE3HAHHEM TPEBOXK-
HOCTh, KOTOPash MOKET ObIThL 3HAYUTEILHO BRIPAKEHA MPH
OTATOWIEHHOM ceMeiHOM aHamuese. Mpr obcaeaosain
B OOLICH CTOKHOCTH YETBIPEX WICHOB CEMEN, ¥V OIHOTO U3
HUX OBLIO NOATBEPAILCHO, V TPEX — UCKIOUYEHO HOCHTCTb-
CTBO CEMENHOI MyTaUnm.

CkpuHHHT HanGonee 3(peKTused Npi TOTATLHOM OX-
pare KonTuHredTa. [TpensapurtenbHoe aHKCTHPOBAHME HE
oBaanaeT 10CTATOUHON HHMOPMATHBHOCTHIO B CHAY 00bEK-
THBHbIX H CYOBEKTHBHBIX [IPHYUH 1 HE O3BOAACT YBEPECHHO
HCKMIOMHUTE BOZMOKHOCTL HOCHTENILCTRA MeHeTHUECKUX -
dekron. TIpH HCMONBIOBAHIM AHKETHBIX JaHHBIX 00 OTsi-
rOWEHHOCTH CeMeIHOro OHKOTOTMYECKOIO aHAMHE3a Kax
KPHTEPHS 4751 HANPABISHNA Ha reHernyeckoe odeaenosa-
HHE MBI OBl YIYCTHIM Bee TPH 0OGHAPYKCHHBIX HAMIL CAYIA.
ITOT PeIVALTAT CBHACTE/IBCTBYET HE TOJILKO O HEODXOAMMO-
cTH Gosee TLIATEALHO NIPOBOANTL ONPOC (MOBTOPHOE AHKE-
Tuposanne Ob10 Goree MHMOPMATHBHO), HO H O HEA0CTa-
TOUHOH UHGOPMUPOBAHHOCTH HaceacHHA, M 06 owndoy-
HBIX npeactasicHusx. B wactwoern, aoHop M. He no-
MHIJI/HE 3Ha1 0 eMepTH npababywku ot PA B 33 rona, a no-
Hop K. Gbia yGexaena, uto PMIK HacreayeTes ToAbKO No
MATEPHHCKOI THHMI M HE TIPHIABANA JHAUCHHA TOMY (ak-
Ty, uTO poaHas cectpa ¢é orua ymepaa ot PMIK B sospacre
10 40 net. B moBom cayyae, JakKe 1PH CAMOM TLLATEIBHOM
NOAX0AC K AHKETUPOBAHMIO, OHO MOXET ObITh HeaocTaTo -
HO MH(OPMATHRHO B CHIY OOBEKTUBHLIX MPHYHH (MATHIH
pasMep cemeil, nepenasa MyTalni MPEeNMYILECTBEHHO MYK-
YUHAMM).

Takke OTMEYCHO HETdTHBHOC OTHOIICHHE K Pe3yabTa-
TAM FEHETHHECKOTO TeCTHPOBaHUsS (HEIOBEPHE, NMOLO3PH-
TEALHOCTB), OCODEHHO B CIVHAAX, KOTId B CeMbsX He ObL10
MHOKECTBEHHbIX CAVUaes OHKOJOrHuUeckMx 3abosnesanmil
(noxop K., nowop T.). Hanpotis, 8 cemue nonopa K., B Ko-
TOopoil HabAwAANach OYEBHIHAA OHKOJIOTHUYSCKad OTd-
FOWEHHOCTL, OTHOLIEHHE K TeCTHPOBaHWIO B ue1oM Bblio
NOJOKHTETBHBIM.
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Takum 06pa3oM, BhissiIeHbl NPoGACEMbl HA 3TANE AHKS-
THPOBAHMA YIACTHIKOB, NPH COOBUWICHIM MM Pe3yibLTaTos
TeCTHPOBAHMA 1 AAThHEITLIMX pekoMeHaaunit. BaxHoe 3Ha-
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kop. TpeQvercs NONyAAPU3ALMA IHAHMI O HACACACTBEH-
HBIX, B TOM YHCJAE OHKONOrHUCCKHUX, 3aldonesaHusx cpeiu
HaceaeHIst; HeoBXoAMMa nponarania BHUMATEILHOTO 1 aK-
THBHOTO OTHOLUCHHA K CBOCMY 310POBbLIO.
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Identification of BRCA1 and BRCA2 mutations —
genetic screening availability on blood service basis
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We aimed to define frequencies of BRCAT and BRCA2 mutations in Russian blood donors and to evaluate availability and potential
problems of genetic screening on blood service basis. We genotyped 1000 self-identifying as Russians blood donors and detected
two BRCA15382insC (0,2%) and one BRCA1 3819delGTAAA (0,1%) mutation carriers. No technical difficulties were detected during
carrying out genetic screening. Preliminary informing about screening's objective taking into account ethic and social aspects and
participants motivation are required for its success.
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