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IHeanblo uccaeoBaHUS SIBWIOCH H3Y4YeHHE BO3MOKHOCTH TEeHETHYECKOI0 TeCTHPOBAHHSA CJIIOHBI (POTOBOIi
JKUJIKOCTH) /UISI CKPUHHMHIA PaKka MOJIOYHOI Kkesie3bl. B mcciaenoBannn npunsiim ydactue 20 vemosek. Y 10
JKeHIIMH ¢ u3BecTHbIMU MyTauusavMu B reHe BRCA1 6110 npoBeneno cpasuenue JTHK, BbiiesieHHOM U3 00pa3uos
kpoBu M JJHK u3 ciioHbl ¢ TOYKM 3peHHMsi o0HApy:KeHUs MyTauui 3apoabimeBoil Junuu. CpaBuenue JTHK,
BblJeJieHHOHT u3 o0pa3uoB kpoBu u JAHK u3 ciaionbl Jrogeil ¢ u3BecTHbIMH MyTanusimu B Jokycax BRCAL1
NnpoaeMOHCTpUpPOBAI0 Hanuuyue uaeHTHYHbIX MyTtamuii BRCA1 B JHK wu3 caronsr m kpoBu B 100%
Haomoaenuii. Eme y 10 00c/ie10BaHHBIX MPOBEAEHO CKPUHUHIOBOE MCCJIET0OBAHMS CJIOHBI Y JIMI ¢ CeMeHbIM
aHAMHe30M paKa MOJIOYHOIl 3kede3bl, HO 0e3 KJINHMYECKHX NPH3HAKOB 3a200/1eBAHUSl [JISl BbISIBJCHHA
ACCOLMUPOBAHHBIX ¢ omyxoablo Myranumii B rene BRCAIl. Martepuaa /sl MCCJIeA0BAaHUS TeHETHYECKHX
NMO0JIUMOP(HU3MOB, ACCOLMUPOBAHHBIX ¢ PUCKOM Pa3BUTHSI paKka MoJIOYHOII kene3bl Obl1a [IHK, BhiiesieHHas U3
CJIIOHBI/POTOBOI KUAKOCTH M BeHO3HOI KpoBH. JlJIsi reHeTHYeCKOro TeCTHPOBAHMS 00pa3loB OMoMaTepHaJia
NnpuMeHsIM Ha0op peareHToB «OHKOI eHeTnKa», npon3soacTBa OO0 «HITIO JTHK-Texnoaorus». KauecrBeHHble
U KoJu4yecTBeHHbIe ucciaetroBanun JHK npoBoamam MerogoM mnosimMepas’HoOil LenmHOIl peakuuu B peskuMe
peanbHoro BpemeHnu. Ilo pe3yabraraM NpOBeICHHON0 CKPHHHHIOBOrO Hcc/Iel0BaHMsA cIOHbI Yy 30 %
00cJIeJOBAHHBIX JIMI ¢ ceMelHbIM aHAMHe30M 3a00J1eBaHusl, HO 0e3 KIMHMYecKkuX Npu3HakoB PMK, BbisiB/IeHbI
accouMUpoOBaHHbIEe ¢ onyXo0bi0 MyTanuu B rede BRCAL. Ilocaeaylomee ucciaenoBaHue BeHO3HO KPOBH JINL, Y
KOTOPBIX ObL1M 00HApY:KeHbI MyTaluu B rene BRCA1 no 1aHHBIM reHeTH4eCKOI0 TeCTUPOBAHMS CJIIOHBbI, BO BCeX
AHAJIM3HPYEMBIX CJOy4YasixX NOATBEPAMJI0 HAaJlu4ve UAeHTHYHBIX myrauuid B reHe BRCA1 B o0Opa3uax KpoBu.
IIpenBapurenbHble pe3yabTaThl HCCAEIOBAHUS CBUIETEIbCTBYIOT, YTO CKPHHHHIOBOE HCCJIeI0BAHHE CJIOHBI
MO:KeT NMPeA0CTABUTH HH(OPMALNIO 0 HAJTHYHMHU Y OJIM3KHX POACTBEHHHMKOB NAIMEHTOB, ¢ AUATHOCTHPOBAHHBIM
PaKoM MOJIOYHOI KeJsie3bl, MYTallii B reHaxX, aCCOMUPOBAHHBIX C MPeEAPACHOJI0KEHHOCTHIO K JaHHOMY BHAY
PaKa, YTO Ba’KHO /ISl PAHHEr0 BBISIBJICHHSI U OLIEeHKH MOJIEKYJISIDHOM reTeporeHHoCcTH 3a00/1eBaHmsI.

KitoueBbie cnoBa: pak MosiouHoOH xene3sl, reH BRCA1, reHeTHueckne UcciieJOBaHUs CIIOHBI.
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The aim of the study was to explore the possibility of genetic testing of saliva (oral fluid) for breast cancer
screening. 20 people participated in the study. In 10 people with known mutations in the BRCAL1 gene, DNA
isolated from blood samples and DNA from saliva were compared in terms of detecting germline mutations.
Comparison of DNA isolated from blood samples and DNA from saliva of people with known mutations in BRCA1
loci demonstrated the presence of identical BRCA1 mutations in DNA from saliva and blood in 100% of
observations. Another 10 examined patients underwent saliva screening studies in individuals with a family
history of breast cancer, but without clinical signs of the disease, to identify tumor-associated mutations in the



BRCAL gene. The material for the study of genetic polymorphisms associated with the risk of breast cancer was
DNA isolated from saliva/oral fluid and venous blood. A set of OncoGenetics reagents manufactured by NPO
DNA Technology LLC was used for genetic testing of biomaterial samples. Qualitative and quantitative DNA
studies were performed by polymerase chain reaction in real time. According to the results of a saliva screening
study, 30% of the examined individuals with a family history of the disease, but without clinical signs of breast
cancer, revealed tumor-associated mutations in the BRCA1 gene. A subsequent study of the venous blood of
individuals who had mutations in the BRCA1 gene according to genetic testing of saliva, in all analyzed cases
confirmed the presence of identical mutations in the BRCA1 gene in blood samples. The results of the study
indicate that saliva screening can provide information about the presence of mutations in genes associated with
predisposition to this type of cancer in close relatives of patients diagnosed with breast cancer, which is important
for early detection and assessment of the molecular heterogeneity of the disease.

Keywords: breast cancer, gene BRCAL, genetic testing of saliva.

Pax monouno# xene3sl (PMIK) siBisercss Hanbosee pacrpOoCTpaHEHHBIM 3JI0Ka4€CTBEHHBIM
HOBOOOpa3zoBaHueM Y keHIIMH. Kaxxaplii ros1 B Mupe 6osee AByX MIJITMOHOB KEHILIKH 3a00JIeBalOT
PMIK, u ypoBensn 3a0oneBaemoctu yBenuuuBaercs [1]. B Poccun, B 2023 r. BbIsIBICHO 77 THICSY
HOBbIX ciydaeB 3aboneBanusi PMIK, coobmmn TACC rnaBHbii oHkonor Mun3apaBa PO,
A.Jl. Kanpun. 13-3a nporpecca B CKpUHUHIE, TUarHocTuke u jedenuu PMOK B mocnegnue ropsi,
YPOBEHb CMEPTHOCTHU MOCTETIEHHO CHIKAETCS, 0COOEHHO Cpear T€X, Y KOTo pak OblT 0OHApYKeH Ha
panneit craguu [2; 3]. Ha npoTsbkeHun necatuieTuii mporpammbl ipodriaktuka PMIK criienoBanu
TPaJULIMOHHOMY TMOJXOAY IpPH KOTOPOM KKl MMAlUMEHT MPOXOAMI OJMHAKOBBIM THII
ckpunuHTa. Ha pannux srtamax ckpuauHra PMOK mammorpadus Oputa BKIIOYEHA B CTaHIApTHBIE
nporpammsel ucciaegaoBanus. OIHAKO TPaJAULMOHHBIA MOJIXOJ B YAaCTU CIIy4aeB MOXKET OKa3aThbCs
HeOe3BpeanbiM [4]. Bce Oosbllle BHUMaHUST HAYMHAIOT IPUBJIEKATh HOBBIE METOIBI Oosee
IIEPCOHAIM3UPOBAHHOTO MTOAXO0/A K ajanTanuu MeToqoB ckpuHuHra PMOK s kaknoro nmanveHnra B
3aBHCHMOCTH OT €ro ypOBHS pUcKa. B Hacrosiiee BpeMs HallMOHAJIbHBIE IPOrpaMMbl CKPUHHUHIA
PMK He nepcoHann3upoBaHbl U UHAMBUAYAJIBHBIE PUCKU HE IPUHUMAIOTCS BO BHUMaHue. TeM He
MeHee, OlleHKa MaMMorpaduuyeckol MIOTHOCTH MOJOYHOH KeJe3bl, CTPYKTYPHbIE OCOOEHHOCTH,
CEMEHHBIN aHaMHE3 U T€HETUYECKUE BapUAHTHI peapacnookeHHoctr kK PMOK xopomo n3BecTHsI
Kak cepbe3Hble (hakTophl pucka. YTo kacaercs 3HaHMS HECKOJBKHMX (DaKTOPOB pUCKA, CYIECTBYET
0CTpasi HEOOXOIUMOCTh B MHUBHIyaJIbHOM MOJX0JI€ K CKPUHUHTY.

Jlo 25% ciiyuaeB PMOK mMoryT ObITh HacneacTBEHHBIMU, ipudeM 20% 3THX cIy4aeB CBsI3aHbI
¢ nedexTaMu BBICOKONEHETPAHTHBIX TreHoB, Takux kak BRAC1 u BRAC2 [5]. Otkpsithe
KJIIMHUYECKH 3HAYUMBIX MYyTallUii, ciocoOCTBYIOMMX pa3Butuio PMOK, siBnsieTcss BaXKHBIM 1Iarom B
Pa3BUTUH MOJIEKYJIIPDHOM OHKOJIOTMM, IOCKOJBKY 3TH MYTallUM HPHUBOJAT K BO3HUKHOBEHUIO
reTEpOreHHBIX OIYXOJEH, pa3IuYaroIUXCs IO CBOEMY MPOMCXOKIECHUIO. OTH MYyTAallMM UIParoT
3HAYUTENIbHYI0 DPOJb B IPOTPECCHpPOBAHMM 3a00JE€BaHMsI M B HACTOAIIEE BpeMsl MOJJIeKaT
TEHETUYECKOMY TECTHPOBAHHMIO M JIeUeHHUIO mpemnaparamu rpymnsl PARP-unruburopos [6].
BrisBnenne mytaruii BRCA1/2 y 6onpapix PMX omnpenensieT He0OX0AUMOCTh 0OCIETOBAHMS HX

POJCTBEHHUKOB /ISl BBIABICHHUS 310poBBIX Hocutened wmyranuun BRCA1/2 u oGecneuenus
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JMArHOCTHKH 3JI0KaueCTBEHHBIX HOBOOOpPA30BaHUM Ha paHHUX CTaJusIX, KOrja jedeHue Hauboiee
spdextuBHo. Hanmmume knmHMyeckn 3HauuMblx wmytauuii BRCA1/2 mo3Bonser ompenenuTh
MAIMEeHTOB, KOTOPBIM MOXKET OBITh NoKa3zaHa Tepanusi PARP-unruouropamu, Bo3A€HCTBYIOIMMHU HA
TCHETUYECKYIO COCTAaBIISIONIYIO OIYXOJEBbIX KIETOK. AHanmu3 wmyranuid B reHax BRCA1/2
npeaycmotpen IIporpammoii rocynapcrBeHnbix rapantuii ¢ 2020 roga ¥ BO MHOTHMX pEruoHax
BKuitoueH B Tapupsr OMC. TToaTBepKAeHHBIE B HACTOSIIEE BpeMs O0IIHNe TeHETUIECKUE BapUualluu
ObuT O0OOIIEHBI B MOJENSIX MPOTHO3MPOBAHUS pPUCKA H JIAIOT BO3MOXKHOCTH OIICHUTH
OCYIIECTBUMOCTB ITPOTrpaMM PAHHETO BBISIBJICHUS U CKPUHUHTIA.

Llenb ucciae0BaHKs: H3YYUTh BO3MOKHOCTH T€HETHUECKOTO TECTUPOBAHUS CIIFOHBI (POTOBOM
KHJIKOCTH) JIJISl CKPUHMHTA paKa MOJIOYHOM YKeJIe3bl.

Martepnan u meroabl ucciaenoBaHusi. lccnenoBanue mnpoBeneHo Ha Oaze [BY3
«Knunnueckuid  oHkosiormueckud — aucmnancep  Nel» — MuHHcTepcTBa — 3/1paBOOXpaHEHUS
Kpacnonapckoro kpas u ®I'bOY BO «KybaHckuii rocy1apcTBEHHBIM METUIIMHCKUN YHUBEPCUTETY
M3 PO.

B uccnenoBanuu npussuin yuyactue 20 yenoBek. CpeHUIl BO3pacT HCCIEAYEMBIX COCTaBUII
51,9 = 10,3 roga. ¥ 10 pa3HbIX >KEHIIMH C W3BECTHBIMH MyTanusMu B jJokycax BRCAT Obuio
npoBeneHo cpaBuenue J{HK, Boiaenennoit uz obpasnos kposu, 1 JIHK U3 cinioHbI ¢ TOUKH 3peHUs
oOHapyKeHHs MyTaIuii 3apoabimeBoit mmauu. Eme y 10 o6ce1oBaHHBIX IPOBEIEHO CKPUHUHTOBOE
WCCJICIOBAHUS CIIFOHBI Y JIMII ¢ CeMEWHBbIM aHamMHe30M PMOK 11 BBISIBIEHHS aCCOLIMMPOBAHHBIX C
omyxonbio myTtanuii B rene BRCA1. bauskue poacTBeHHUKH 0e3 KITuHUYecKux mpusHakoB PMOK
ObLTH U3 ceMel, B KOTOPBIX OJ[HA skeHIITnHa umena B anamue3e PMIK. [locnenyromiee nccnenoBanue
BEHO3HOI KPOBHU OCYLIECTBIISLIOCH Y JIMII, Y KOTOPBIX ObUM 0OHapykeHbl MyTanuu B rene BRCAL1
M0 JaHHBIM T€HETUYECKOTO0 TECTHPOBaHUsI CIIOHBL. OOpasel] 1enbHOM BEeHO3HOH nepudepruiecKoi
KPOBH, MOJTyYEHHBIH IMyTeM BEHENYHKIHUH, COOUpaIM B INIACTUKOBbIE MPoOHpKH oobeMoM 10,0 M
(Becton Dickinson), conpeprxaiue B kauectBe anTukoaryiasata K29JITA. Bssarue, npenoOpaboTky
U XpaHEHUE POTOBOM JKUIAKOCTH W BEHO3HOM KpOBM I HCCICAOBAHUN T'E€HETHYECKUX
MOJIMMOP(U3MOB, ACCOLMHUPOBAHHBIX C PHUCKOM pPa3BUTUS OHKONATOJOTHMU TPOBOJWIA B
COOTBETCTBUH C MHCTPYKIMEN K KOMIUIEKTY /It Bbienenus: JJHK u3 6uonornyeckoro marepuana.
C60p 00pa31oB CIIOHBI (POTOBOM KUAKOCTH ) TPOU3BOAMIIN CaMU 00ciIeIyeMble B IPEAO0CTaBICHHBIN
CTEpPWIbHBII TUIACTUKOBBIM KOHTEHWHEpP C 3aBUHYMBAIOLIEHCA KpBILKOW. Bce OHM mosydwmin
noApoOHYI0 WH(MOPMAIMIO B YCTHOW M MUCHbMEHHOM (hopme O TeNsiX U MPOTOKOJIe UCCIIeOBaHuS,
nporeype coopa CIIOHBI, a Takke JOOPOBOJILHO MOAMMUCAIN MHUCbMEHHOE COoTjlacue Ha yyacTue B
JAHHOM HCCIJIEZIOBaHUM. 3a JiBa yaca 10 cOOpa CIIOHBI HCCIelyeMble XEHIIUHBI He MPUHUMAIIN
HUKAKOW MUIIY WM HAIIUTKOB (32 UCKIIOYEHHEM YMCTOM BOJIbI). 3a MATh MUHYT A0 cOopa pOTOBOM

KHUJAKOCTH  oOcjenyemMble MPOIOJIACKUBAIM POT BOAOW. 3aT€M HECTUMYJIUPOBAHHYIO CIIIOHY



coOupaau MacCUBHBIM CIIIOHOOT/ICICHUEM B OTCYTCTBHUE JKEBATENbHBIX ABMKEHUN B CTEPUIIbHBIE
IJTACTUKOBBIE KOHTEHHEPHI eMKOCThIO 10 M. OT KaXI0ro y4acTHHKA OBLIO MOIYYeHO OT 3 10 5-6
MJI pOTOBOM XUAKOCTU. YTOOBI 00pa3er] COOTBETCTBOBANI KPUTEPUSIM MCCIEA0BAHUS, OH HE JOJKEH
ObUT MMETh NPU3HAKOB MPHUCYTCTBUS KpoBU. Cpa3y mocne cOopa oOpasipl CIIOHBI (POTOBOM
XKHUIKoCTH) 1neHtpudyrupoBanmu (ckopoctb 8000 o00/mMuH, Bpems 15 MuH), I8 yaajdeHHs
HEXKEJIAaTeIbHBIX YaCTHIl, 3aT€M CYNEPHATAHT COOMPATH U Pa3AeisUId Ha aTMKBOTHL. YacTh alTMKBOT
Kaxoro o0Opasla XpaHWiIu Npu Temreparype oT 2 1o 8 rpagycoB °C B TeueHue 2-4 4acoB Juid
MOCIIEAYIOLIETO MPOU3BOCTBA OMOXUMUYECKUX U TeHETUYECKUX MCCIIEeIOBaHMM exX tempore.

JlJig TeHeTHYeCcKOoro TeCTUpOoBaHUsI 00pa3loB OHoMaTepuaia MPUMEHSUIM Ha0Op peareHTOoB
«Onkol eneruka», ucnonb3yromux 3pdext diayopecuenuu, npoussoacrsa OO0 «HIIO JIHK-
Texnonorus» (Poccust) mia Bwigenenus JIHK w3 nepudepuueckoid KpoBH U BbISBICHUS
HacieacTBeHHbIX — MyTammid  185delAG, 2080delA, 4153delA, 5382insC, ¢.3700
3704delGTAAA,c.3756  3759delGTCT, 300T>G (Cys61Gly), B rene udenmoBeka BRCA1 u
6174delT B rene yenoeka BRCA2 meronom 1P B pexume peanbHoro Bpemenu. [1oarorosky k
[TIP npoBoaumu ¢ ucnonb3oBanueM [ILIP-60kcoB. [Ipumensuin amrumdukarop AETEKTUPYIOMINN
«AT maiir» npousBoacrea OO0 «HITO JIHK-Texnonorus» (Poccus), copmeriaroniero ¢yHKIHHA
MPEU3UOHHOTO MPOrPaMMHUPYEMOr0 TEPMOIMKIEpa W ONTHYECKOH CHCTEMbI, IO3BOJIAIOIIEH
perucTpupoBath (PIyOpeCcUEHIMIO PEaKIUOHHOM cMecu HemnocpeactBeHHo B xone [IIP wu
OCYIIECTBIISIACH ABTOMATHUYECKH C TIOMOIIBIO porpammHoro odecrieuenus Real Time PCR v.7.3,
MOCTABIISIEMOTO C JETEKTUPYIOIINM aMILTU(DUKATOPOM.

PesynbTaTsl HecjieA0BAHUA U UX 00CyKICHHE

CymectBytoue nporpaMmel ckpuHuHra PMOK kaxyTcst He10CTaTOUHBIM HUHCTPYMEHTOM JUIS
KEHILIMH C BBICOKMM I'€HETHMYECKHM PHUCKOM paka MOJIOYHOH »kene3bl. OIHUM U3 COBPEMEHHBIX
METOAOB oOcienoBaHus Mpu mogo3peHun Ha PMOK sBisiercss BBINOJIHEHHE TE€HETHYECKOIO
UCCIIE/IOBAaHUsI HAa HAJWYMe MYyTaluui, YBEIMUYMBAIOIIMX PHUCKU pa3BUTUS  3a00JIeBaHUS.
['eHeTnyeckoe TECTUPOBAHUE MOKET 3HAUUTEIBHO YIYYIIUTh KA4€CTBO IpOrpaMMm IpouiIaKTUKU
PMXX, noMoub BBIIBUTH JIHMI] M3 TPYIIbI BBICOKOTO PHUCKA, KOTOPHIM TpeOyeTCsi MHTEHCHBHOE
HaOI0IeHNe, M JKEHIIMH M3 TPYIIBl HU3KOTO PHUCKA, KOTOPHIM cliefyeT H30eratb HEHY)KHBIX
PEHTTEHOBCKUX  MCCIENOBAaHMNM M JUIMTEIBHBIX  MHTEPBAJIOB  MEXAY CKPUHHHIOBBIMU
HCCIIEIOBAaHUAMH JI0 Tocieayrouiero koutposs [7]. Ilo umerommmces: JaHHBIM, MyTallil B T€HaX
BRCAT1 nmu BRCA?2 noseimarot pucku pazsutus PMXK 10 60-70% [8]. O6HapyXUTh MyTHPYIOIIIE
IeHbl MOYKHO C IIOMOLIbIO CHEHUAJIBHOTO TE€HETHYECKOIO TECTHUPOBAHUA. YTBEPXKAAIOT, YTO
TEHETHYECKOEe TECTHPOBAHWE MOXKET O0ECNeUYuTh MOAXOAIUN Ccrnoco0 MaKCUMHU3HPOBATh
0€30MacHOCTh 1 MUHUMM3UPOBATh Bpel npu ckpuHuHre PMOK 1 nmoreHuuanbHO MOXKET YIydIIUuTh

[IporpaMMy M, CJ€J0BATEbHO, WHIWBHIYAIU3UPOBATh PAHHEE BBIABICHHE W CKpuHUHT PMIK.



OneHka TeHEeTHMYECKUX PHCKOB TakKe TpeOyeTcsl 30pOBBIM MallMeHTKaM, HMEIOIIUX OJIM3KUX
POJCTBEHHUI] y KOTOPBIX nuarHoctupoBaH PMOK wnm pak sSMYHUKOB, UMEIOT POJCTBEHHUKOB
moboro mona ¢ obHapyxeHHbIMH m3MeHeHusiMu B reHax BRCA1 wmu BRCA2 nmbo umeror
N00POKAYECTBEHHYIO OIYXOJIb MOJIOYHOM KeJe3bl C MPU3HAKAMH YCHJIEHHOTO POCTa.

BaxupiM s1memMeHTOM 1000 IpOrpaMMbl  T€HETHYECKUX HCCIEAOBaHUU sBisieTca  cOop
ounonormdeckux obpasnoB s nonydenus JAHK. Ha cerogusmiHmiAi JeHh NMPU T€HETHYECKOM
TECTUPOBAHUHU MPEUMYILIECTBEHHOE MPEAIOUYTEHUE OTAACTCS aHAIM3aM KPOBHU, KOTOPHIE SIBIISIOTCS
HauboJee ucnoiap3yemMbiM Ouomatepuanom ais nonydenus J{HK Boicokoro kauectBa, He00X0quMOM
JUId aHajn3a FeHOB, aCCOLMHUPOBAHHBIX € MpeapacnoioxkeHHocThio K PMXK. Jlns B3sTust 06pa3uos
KpoBH TpeOyeTcsi KBaTu(pUIMPOBAaHHBIN CIIEHUAIUCT, a CBA3aHHBIC C MPOIETypor 00jb, cTpecc U
OECIIOKOMCTBO MOT'YT BBI3BIBAThH JUCKOM(OPT y 00CIECAyEeMbIX JTUI. ITO 0COOCHHO TIPOOIEMATHIHO
B Clly4ae N€HETUYECKUX TECTOB IS MPOrHO3MPOBAHMUS PHUCKa, TakuX Kak TectupoBaHue BRCA,
KOT'/Ia TECTUPYEMBIN YEIOBEK YacTO COBEPIUICHHO 3710poB. HeoOX0oAMMOCTh CIauyu KpOBH B TaKHX
CiIydasix MOXKET JIEMOTHBHUPOBATh HEKOTOPBIX IMOTEHIMAIBHBIX MAIMEHTOB OT COIJIacus Ha
IIPOXOXKACHUE TECTUPOBAHUS. COop KpoBH MOXET OBITh MPOOJEMOH, OCOOCHHO st
HOBOPOXXICHHBIX WJIM JIOJEH C OTKJIOHEHUSIMU B Pa3BUTUM WM MOBeJeHUU. B 3TON cBA3M
CYILLIECTBYIOIINE TEXHOJIOTUU F€HETUYECKOTO TECTUPOBAHUs MpeapacnoiokeHHocTeio kK PMXK Bce
OOJIBIIIYIO POJIb OTBOMAT HEHMHBA3UBHBIM METOJIaM TOJyUEHHUs OMomarepuayia Jijisi TeHETHIeCKOTO
TecTUpOBaHus [9].

COop 00pa3iioB ¢ UCHOTB30BAHUEM CIIOHBI SBISETCS MPOCTHIM MeTooM nonydeHus JTHK
3aponpimeBoit nuHNH. ['enomnHas JIHK Moxer ObITh HM3BJIE€UEHA W3 CIIOHBI, KOTOPYIO MPOIIE
MOJIYYUTh CAaMOCTOATENbHO. B oTinune ot coopa KpoBH, J1st cOOpa CIIFOHBI HE TpeOyeTCst 00 yueHHBIH
¢nedotomuct. Itor Meroa cobopa JTHK cranoButcs Bce Oojee MOMyNSpHBIM 3a MOCIEAHHUE TOJbI
Onmarofaps npocroTe cOopa U ynydieHuto kadectBa u konmuuectBa JJHK, koTopyro MmoxHO cobpaTh
n3 citonbl [10]. IIpocroil, AemieBblidi M HEMHBA3UBHBIM OHKOJOTMYECKUM CKPUHHMHI MOJIOYHOMN
JKelle3bl SBISIETCA KIIOYOM K peanbHoM s¢dexktuBHOCcTH paHHedl nuarHoctuku PMIK. Taxum
oOpa3oM, citoHa U OMOMapKephl Ha €€ OCHOBE MMEIOT OOJIBIION MOTEHIHMAN ISl KIWHUYECKOTO
npumenenus [11].

PesynpTathl psiga WcciaeloOBaHUM MOCTYIMPYIOT, YTO H3-3a MPOCTOTHI cOOpa, ym0OHOTO
XpaHeHusi 00pa3loB, HCIOJIb30BaHHWE OOpa3lOB CIIOHBI SBISETCS XOpOIIEeH allbTepHATUBON
oOpasmam kpoBu 1t moiydenusi reHoMHor [IHK Beicokoro xauectBa. CiroHy CUATAIOT HAAC)KHBIM
uctounukoMm JIHK s caMbIx pasHBIX TeHeTHYecKuX uccienoBanuii [4, 12]. YcraHOBIEHO, YTO
kauecTBo TeHoMHOM JIHK u3 00pa3moB citoHBI OBLIO COMOCTAaBUMO € OOpas3laMu KpOBH IO
MOKa3aTeNsIM YUCTOTHI, TeHoTunupoBanus u [11IP — ammmudukanuu [13]. Tlokazana mpurogHoCTH

JIHK, BBIIEIEHHOM U3 CIIFOHBL, ISl BBICOKOIIPOU3BOAUTEIBHOIO MOJIEKYJISIPHOTO T€HOTUITHPOBAHUS



nytem cpaBHeHHs ee dddextuBHocTH ¢ IHK, Bhitenennoi u3 kposH [ 14]. [TonyueHHbIe pe3ynbTaTh
MO3BOJIMJIM KOHCTaTHpoBaTh, uTo JIHK 13 KpoBU U CIOHBI TOKa3aja 4acTOTy F€HOTHUITUPOBAHUS U
Y4acCTOTY BOCIPOU3BOJUMOCTH > 99% 1 MOCITYXKWJIM OCHOBaHUEM JJIs1 BBIBOJIA, UTO CIIFOHA SIBJISETCS
ncrounrkoM J[HK gocraroyHOro koinyecTBa M KauecTBa IS 1€JIe T€HETUYECKUX UCCIIET0BAHMIA.
CitoHy MOKHO CUMTATh SKBUBAJIEHTHBIM KPOBU MAaTEpUAJIOM JUJIsl TEHETUYECKOr0 aHajau3a Kak JJis
MMOJITHOTEHOMHOTO CeKBEHUPOBAHUSI, TaK U JUIsl CCKBEHUPOBAHUS BCETO YEJIOBEUYECKOT0 3K30Ma [15] u
takuMm obOpa3zom JIHK ciioHBI cTaHOBHUTCS BCe 0o0Jiee BaXKHBIM MHCTPYMEHTOM JJisi OOHApPYKCHHUS
reHOMHBIX Bapuauuid. Coob1aercs, 4To TouHOCTh reHoTunupoBanus JJHK, nomyuenHoii u3 ciroHsl,
cpaBHMMa ¢ TOYHOCThIO reHotunupoBanus JIHK, nmomyuennoit u3 kposu. bonee 95% SNV,
BBISIBIICHHBIX B CJIIOHE, COOTBETCTBOBAIM SNV, BBISBIIEHHBIM B KPOBH 10 BCEMY I'€HOMY, BO BCEX
obmacTsx KoaupoBaHus reHoB [16,12]. MonekynsapHoe TeCTHpOBaHUE sl BCEX HAOOPOB MapHBIX
obpasnos JIHK kpoBH-CIIOHBI OT OHUX U TEX K€ JIHI] IPOAEMOHCTPUPOBAIIO YPOBEHb COBIIAJICHHS
pe3ysbTaToB reHoTunupoBanus 99,996 % [12].

CpaBuenune [IHK, Beinenennoit u3 o6pasnoB kpoBu u JIHK u3 CiltoHBI C TOYKH 3peHHS
OOHapYKCHHSI MyTAIMiA 3apPOJIBIIIECBON JTUHUH JCCSITH PA3HBIX JIIOJCH ¢ M3BECTHBIMU MYTaIlUSIMU B
nokycax BRCA1 nmponemoncTpupoBano Hannuue ujaeHTuuHbix mytauuiit BRCA1 B JIHK u3 cironst
u kpoBu B 100% wnabmonenuit. [lo pesynapTaram HpOBEACHHOTO CKPUHHUHIOBOTO HMCCIEIOBAHUS
cironbl y 30 % o0cieI0BaHHBIX JIMIl C CEMEWHBIM aHAMHE30M 3a00JIeBaHUs, HO 03 KIMHHYECKUX
npusHakoB PMJK, BbIsIBIEHBI accouuupoBaHHblE ¢ onyxojbio Myrtanuu B reHe BRCAL.
[Tocneaytomee uccaeaoBaHne BEHO3HON KPOBH JIHII, Y KOTOPBIX ObLTH OOHApPYKEHBI MyTAllMH B T€HE
BRCAI no JaHHBIM T€HETMYECKOTO TECTUPOBAHMS CIIOHBI, BO BCEX AHAIM3UPYEMBIX CIIydasix
MOATBEPAWIIO HAIMUKE UACHTUYHBIX MyTanuii B reHe BRCAT B oOpa3iiax KpoBwu.

3akio4eHue

Hacrosiiee npeaBapuTelbHOE HCCIIEJOBAaHUE HE MO3BOJISIET JaTh CTATUCTUYECKH 3HAYUMYIO
OLICHKY pe3yJIbTaTOB M'€HETHYECKOTO TECTUPOBAHMSI CIIOHBI (POTOBOM KHUAKOCTH) Ui CKPHHHHTA
PMX. OueBugHo, 3TO oOmpeaensercs HEAOCTATOYHBIM KOJIMYECTBOM MPOAHATU3UPOBAHHBIX
oOpasnioB Oumokuakocteil. B To ’xe BpeMs pe3ynbTaThl JAaHHOTO KCCIEIOBAHUS TO3BOJSIOT
3aKJIIOYNATh, YTO 3a(UKCHPOBAaHHBIC pE3YyNbTaThl TEHOTUIMUPOBAHUS  OJHOHYKJICOTHIHBIX
MOJIMMOP(HU3MOB CITIOHBI ¥ KPOBH MOTYT pacCMaTpUBAThCA, KaK apryMEHTBI, CBUIETEIHCTBYIOIINE O
11e1€CO00Pa3HOCTH TeHETUYECKUX HCCIIEIOBaHMSI U PAHHEro BbIsBICHMUS U cKpuHMHra PMXK.
Pe3ynbTaThl JaHHOTO MCCIENOBAHUS CBUIACTENBCTBYIOT, YTO CKPUHHHTOBOE MCCIICIOBAHHUE CIFOHBI
MOXKET TMPEeNOCTaBUTh HWH(POPMAIMI0O O HAIWYUU y OJM3KUX POJCTBEHHUKOB MAI[MEHTOB, C
quarHoctTupoBaHHbiM PMOK, MyTanuii B reHax, acCOLIMMPOBAHHBIX C MPEAPACIOIIOKEHHOCTHIO K
PMXK, uTo BaskHO AJ1s1 paHHETO BBHISIBJICHUS U OIICHKH MOJICKYJISIPHOM reTepOreHHOCTH 3a00JICBaHMS.

CoueraHue reHeTUYeCKOT0 TECTUPOBAHUS CIIOHBI U KPOBU BO3MOXHO CTaHET OCHOBOW pazpabOTKu



3 GEKTUBHBIX TAaKTHUK CKPUHMHIOBBIX M PAaHHMX JMAarHOCTUYECKHUX HccienoBaHuil. Heo6xoanMel
JIOTIOJIHUTENbHBIE HCCIIEN0BAHUS Ul PACIIMPEHHOIO HENPEIB3SITOr0 aHajau3a BO3MOXKHOCTU
HCIIOJIb30BAaHUsl TECTUPOBAHUS CIIOHBI s OOHapykeHus myrauuil B reHe BRCA1 c¢ nenbro
COBEpILIEHCTBOBaHMs CKpuHMHra PMJK B coueraHuu ¢ Jpyrumu OOIIENPUHATBIMH METOJAaMH B

COCTaBEC KOM6I/IHaI_II/II/I pAada AMarHoCTUYCCKHUX 6I/IOMapKep0B.
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