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CHEK2, BRCA1 M BRCA2 B ®OPMHUPOBAHUU HACJIEJICTBEHHOM
HNPEJPACIIOJIOKEHHOCTHU K PA3BBUTHIO PAKA AUYHUKOB
U PAKA MOJIOYHOM KEJIE3BI V )KEHIIUH KbIPTBI3CKON MO YA

K.B. Maxkuesa, JK.T. Ucaxosa, M.A. FOcy¢osa,
N.3. banaxwueéa, A.H. Tokmananueea, .M. Apan6aeea, H.A. Anaiiuues

Pak MonouHow xxenesbl U pak SM4HUKA BHOCAT 3HAYUTENbHBIN BKMaZ B OHKOMOrMveckyto 3aboneBaemMocTb U CMepT-
HocTb. Pak Mono4yHol xenesbl — camas 4actas 3rokaq4ecTBeHHas NaTtonorns y XeHLUWH: ero MHAMBUAYyanbHbIA pUcK
Ha NPOTSXXEHUN XU3HW cocTaBnseT npumepHo 5-20 %. B psge cnyvaeB pak MOMOYHOW >Xeneabl 4OCTaTO4HO Nerko 06-
Hapy>XVWBaeTCsl Ha PaHHWUX CTaAuUsiX U NONMHOCTbIO u3nedmsaeTcs. K coxanenuto, fgaxe NoBCEMeCTHOEe BHEAPEHNE CKpU-
HWHra NULb He3HaYNTENbHO COKPATMUIIO CMEPTHOCTL OT paka MOIOYHOMW Xenesbl: 3TO CBA3aHO C HEAOCTATOYHOMN YyB-
CTBUTENbHOCTbLI AMArHOCTUYECKMX NOAX0A0B, @ TaKkKe C BbICOKUM MEeTacTaTU4eCKMM MOTEHLMANoM HEKOTOpbIX (hopm
paka MOMOYHOW xenesbl. Pak AW4HWMKOB BCTpeYaeTcsl 3HaUYMTENbHO pexe paka MOSIOYHOW xenesbl — He Gonee yem
y 1,5 % xuTenbHWL, NraHeTbl, OQHAKO MPaKTUYeCKn BCceraa 3aTo 3aboneBaHne 06HapYXMBAKT Ha MO3AHUX HEWU3Nevun-
MbIX cTagusax. Onyxonu sudHuka AnvTenbHoe BpeMsl pa3suBatoTcs 6eCCMMNTOMHO, a MeToAbl X 0OHapYXXeHUst — yrb-
Tpa3ByKOBOE UCCIELOBaHNE N aHanNn3 ypoBHsi Mapkepa CA-125 — oTnmMyaloTcs HEBLICOKMM YPOBHEM HaAeXHOCTU. Pak
MOOYHOW Xenesbl U pak SSIMYHMKOB NPEACTaBnsaoT coboln 3aboneBaHns OA4HOM U TOW e CUCTEMbI OpraHn3ma — penpo-
OYKTVIBHOW, MNO3TOMY OHW XapakTepu3ylTcs onpefeneHHbIM CXOACTBOM rOpMOHasbHbIX, MeTabonnyeckvx 1 noBeaeH-
Yeckux hakTopoB pucka. VIHTepecHo, 4To aTh ABa 3aboneBaHWs ABNSATCS MaBHLIMU KOMMOHEHTAMW CaMOro 4acToro
HacneacTBEHHOIO CUHAPOMA Yy YernoBeka — Tak Ha3blBaeMOro CMHAPOMa HacneACTBEHHOro paka MOSIOYHOM xenesbl /
paka simdHukoB (breast-ovarian hereditary cancer syndrome). l'eH CHEK2 kognpyeT cepuH-TPEOHWHOBYIO KMHA3y, y4a-
CTBYIOLLYIO B KOHTPOSe KneTo4Horo uvkna, penapauuv AHK v aktneumpytowyto ATM npu obpasoBaHum ABYHUTEBbIX pas-
peieoB OHK. B npouecce penapauuu knHasza CHEK2 tawke docdopunmpyer BRCA1, nepegaBasi curHanbl B OTBET Ha
nospexaenve [HK. AktnempoBaHHas knHaza CHEK2 moxeT dhocopunmpoBath psf KMETOYHbIX PErynAaTOpHbIX Genkos,
Takmx kak Cdc25A, Cdc25C n TP53. 3T0 NpuBOAUT K akTUBALMM YEKNONHTOB (CBEPOYHbIX TOYEK) U K 3adepXKe NpoaBu-
XKEHUS MO KNeToYHOMY LymKIy. bein onucaH psa TepmuHanbHbix myTaumin B reHe CHEK2, namensiowmn 6enkoBbiv npo-
OYKT Y BAMSIIOLWMIA Ha KMHA3HYK akTMBHOCTb Berka. Hanbonee pacnpoctpaHeHHon MyTauuei B reHe CHEK2 sBnsietcs
myTaums B 10 ak3oHe-1100delC. BetpevaemocTb 1100delC 3HaumTenbHO BapbUpyeT B pasHbIX MOMynsLmMsX.

Knoueeable criosa: pak su4HMKA; pak MoroYvHou xenesbl; CHEK2; cuHapom HacneacTBEHHOro paka AnyHMKa U paka Mo-
NoYHOW xenesbl; anngemuonorus mytaumn CHEK2; BRCA1 n BRCA2.

KbIPI'bI3 ASIJITAPBIHBIH DMYEK BE3UHUH
KAHA SDHEJIUK BE3SUHUH PAT'BIHBIH OPUYII KETUIIUHE TYKYM KYYUYVIIYKTYH
CHEK?2, BRCA1 ’KAHA BRCA2 'EHJIEPUHUH TAACHUPU

K.B.Maxuesa, JK.T. Ycaxosa, M.A. FOcygoesa,
N.3. banaxwuesa, A.H. Tokmananueea, .M. Apan6aeea, H.A. Anaiiuues

3OMyek 6e3nHMH xaHa aHenuK 6e3anH parbl OHKONMOMMSAMbIK 0OPYNapAbIH XaHa enyMre y4ypoonopayH MHMHEH canmak-
TYy OpyHAy 9anevT. OMuyek 6e3nHUH parbl — asngap apacbiHAa 9H Ken ydyparaH 3anangyy WWLIKK, MblHOaW pakka
y4ypoo Tobokenaurn 6ormxon meHeH 5-20%pbl Ty3eT. AvipbiM ydyprnapaa aMyek 6e3nHuH parbl 6awiTtanksl cragus-
CblHAa OHoW ane bankanat )aHa Tonyry MeHeH anbirar. Tunekke kaplubl, 6apablk )Xepae TeKLepyy XYprysyy Kupru-
3unreHgurnHe KkapabacrtaH, aMyek 6e3MHMH parbiHaH enyMre y4ypoornopayH CaHbl KbiCKapraH >okK: byn gapTTbl aHbIK-
TOO XOMAOPYHYH XETULIEPNMK 3MEC CEe3rMYTUIN MeHeH GaiinaHbllUKaH, OLLIOHAOW 311e dMYeK parbiHbiH aipblM Typrnepy
XOrOpKy MeTacTtasra 33. JHenuk 6e3vHVH parbl amMyek Ge3VHWH parbiHa KaparaHga Cenpek KesfelleT— niaHeTaHblH
XatoouynapbiHblH 1,5%blHaH ken amec, BUPOK A33PNUK Kenvynyk ydypaa byn oopyHy eTe ked aublknai TypraH cTa-
avacbiHga b6ankawar. QHenuk 6e3anH parbl y3ak ybakbiT 60t a4 6up Genrmucu ok epdyn XXypyn oTypat, an aMu aHbl
aHbIKTOO MeTody — YNnbTpa YH annapatbl MeHeH usunngee xaHa CA-125 MapKepuHUH AEHr3aMNvH TeKLepyy — XOropKy
VLIEHNMAYYIYKTery bikmanap 6onyn acentener. OMuyek 6e3MHMH xaHa 3HenuK 6e3vHNH parbl opraHu3ManH 6up cnucrte-
Machl — penpoayKTMBAYY CUCTEMAChIHbIH 0opynapkl 6oMyn acenTeneT, OWOHAYKTaH anap Gupn-6MprHe OKLLIOLL FopMo-
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Hangblk, MeTabonvkanbIK )xaHa XXyYpyM-TypyM TOOOKEeNANK (hakTopriopy MeHeH MyHe3AeneT. OH Kbi3birbl, By aku oopy —
aMyek 6e3nHuH parbl/aHenunk 6e3vHuH parbl (breast-ovarian hereditary cancer syndrome) Tykym Kyyuyynyk CUHOApPOMY
[en atanraH agaMaarbl 9H Ken Ke3felKeH TYKyM KyyqynyK CUHAPOMYHYH GallKkbl KOMMOHEHTTepu Gonyn acenTener.
CHEK2 reHu kneTkaparbl unknam kesemengeere, OHKHbI kanbiGbiHa KenTUpyyre kaTtbilwkaH xaHa JHKHbIH aku xunke
axblpoocyHaa ATMan akTuBaeLwwTUpreH CepyH-TPEOHNHAMK KnHasabl koaaonT. CHEK2 kuHasgbl kanbibbiHa kenTupyy
npoueccuHae xabbipkaraH [HKra >oon Kbinbin, curHangapabl 6epyy meHeH, BRCA1andocdopaowtypar. CHEK2
akTusgelwTupunreH knHasbl Cdc25A, Cdc25C xaHaTP53 cbisikTyy Gyp katap kneTkanbik XeHre canyydy 6enokropay
docdoppowTypa anat. MyHyH e3y YeKnowHTTopAy (CanbIWThIpbIin TEKLWEPYYYY YeKUTTep) akTUBAELLUTUPYYre KneTka-
NbIK LIMKIT MEHEH XbINyyHy TOKTOTYyyra anbin kenet. byn makanaga 6enokTy e3repTyydy xaHa 6enokTyH aktueayynyryHe
TaacupuH Tuiirnayydyy CHEK2 renmHpern 6up katap TepmuHangbik myTauusnap cypettenreH. CHEK2 reHnHaerun aH
KeHvipy TapanraH myTaums 6onyn 10 ak3oHe-1100delC acentenet. 1100delC myTaumsacbiHbIH Tapanbilbl ap KaHgawn

KepAae ap TYPAYY.

TylyHOyy ce3dep: aHenuk 6e3auH parbl; aMyek 6e3uHuH parbl; CHEK2; amuek 6e31HWH parbiHbiH aHa aHenvk 6e3auH
parbiHbIH TYKYM Kyy4ynyk cuHgpomy; CHEK2 mytaumsaceiHbiH anngemumonorusicl; BRCA1 xxaHa BRCA2.

CHEK 2, BRCA1 AND BRCA2 GENES MUTATION
IN THE FORMATION OF A HEREDITARY PREDISPOSITION TO THE DEVELOPMENT
OF OVARIAN CANCER IN WOMEN OF THE KYRGYZ POPULATION

K.B. Makieva, ].T. Isakova, M.A. Usufova,
LE. Balakshieva, A.N. Toktanalieva, G.M. Arapbaeva, N.A. Alaychiev

Breast cancer (BC) and ovarian cancer (OC) make a significant contribution to cancer incidence and mortality. Breast
cancer is the most common malignant disease in women: its individual lifetime risk is approximately 5-20%. In some
cases, breast cancer is quite easily detected in the early stages and is completely cured. Unfortunately, even the
widespread introduction of screening only slightly reduced mortality from breast cancer: this is due to the lack of
sensitivity of diagnostic approaches, as well as to the high metastatic potential of some forms of breast cancer. OC
is much less common in breast cancer — no more than 1,5 % of the inhabitants of the planet, but almost always this
disease is found at late incurable stages. Ovarian tumors develop asymptomatically for a long time, and their detection
methods — ultrasound and analysis of the level of CA-125 — are characterized by a low level of reliability. Breast cancer
and OC are diseases of the same reproductive system of the body, so they are characterized by a certain similarity of
hormonal, metabolic and behavioral risk factors. Interestingly, these two diseases are the main components of the most
frequent hereditary syndrome in humans — the so-called hereditary breast cancer syndrome (breast-ovarian hereditary
cancer syndrome). The CHEK2 gene encodes a serine-threonine kinase, which is involved in cell cycle control, DNA
repair and activating ATM when double stranded DNA breaks are formed. During the repair process, kinase CHEK2
also phosphorylates BRCA1, transmitting signals in response to DNAdamage. The activated kinase CHEK2 can
phosphorylate a number of cellular regulatory proteins, such as Cdc25A, Cdc25C and TP53. This leads to activation
of checkpoints (verification points) and to a delay in advancing through the cell cycle. A number of terminal mutations
in the CHEK2 gene have been described, altering the protein product and affecting the kinase activity of the protein.
The most common mutation in the CHEK2 gene is a mutation in exon-1100delC 10. The occurrence of 1100delC varies
considerably in different populations.

Keywords: ovarian cancer; breast cancer; CHEK2; hereditary ovarian cancer and breast cancer; epidemiology of
CHEK2; BRCA1 and BRCA2 mutations.

AxTtyaapHocth. Pax swmunuka (PS) sBiser-
Csl OAHOW M3 YACTBIX 3JIOKaYECTBEHHBIX OITyXOJICH.
B cTpyKkType OHKOTMHEKOJIOTHYECKOH 3aboseBaeMoc-
TH JKCHIIMH paK SIMYHUKA B MOCIEAHUE rofsl B Kbip-
TBI3CKOM PecrnyOnnke ycTOMYHMBO 3aHUMAeT BTOpPOE
MECTO U HAaXOJUTCA Ha TOM K€ MECTC Cp€Au NPUYINH
CMepTHOCTH. BBICOKHME MoKa3aTean CMEpTHOCTH 00-
YCIIOBJICHBI, B TIEPBYIO OY€peab, IMO3THEH THArHOCTH-
KOH 3TOTO 3a00MeBanust. YacToTa BBISIBICHHUS PAHHHUX
dopm PS B penpomyKTHBHOM BO3pacTe HE IPEBHI-
mraet 30 %, a y 6ombHBIX cTapiuie 60 JIeT cocTaBisieT
MeHee 15 %. JluarHocTuka paka SUYHUKA Ha PaHHUX

CTausAX OCTAETCsI OAHOM U3 aKTyaJbHBIX 3a/lau OHKO-
ruHexonorud. IIpeamaraemslie mporpaMMbl CKpUHUHTA
PA manosddexkTuBHB BBUAY OTCYTCTBHS TECTOB, 00-
JAAl0NIMX JTOCTATOYHOM YYBCTBUTEIBHOCTBIO U CIIE-
U(GUIHOCTHIO TIPU JTaHHOM 3a0oieBanuu [ 1, 2].
Hecmorpst Ha TO, 4TO GONBIIMHCTBO ciyuyaeB PSl
SIBISIFOTCS.  CLIOPAAMYECKUMH, IOl HACJIEACTBEHHBIX
(hopM B pazIMUHBIX NOMYJSIIUSAX KoieOnercst oT 5 1o
20 %. Unentudukanus rpynmsl prcka ¢ HacIeACTBEH-
HOM NpenpacroyioKeHHOCThI0 K P MoxeT ABiIsThCS
OTHUM M3 IyTeH pa3pabdOTKH METOIOB paHHEH auar-
Hoctuku PS. Ilpu m3yueHuu rpymnm pucka 1o pasBu-
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THIO paka Mojo4HoH xene3sl (PMIK) u paka ssmaanKoB
(P51), accormpoBaHHBIX ¢ MyTalUsIMU B BBICOKOIICHE-
TpanTHBIX TeHax BRCA1 n BRCA?2 Gpu10 ycTaHOBIEHO,
YTO BEPOSITHOCTh PA3BHUTHS paKa SUYHMKA Y JKCHIIHH-
HOCHUTENBHUIl MyTaIllMi B 3THX T'€HaX Ha MPOTSKEHUU
sku3HK gocturaet 60 %. Bmecte ¢ TeM, poib HU3KOIIE-
HerpanTHbiX renoB CHEK?2, PTEN, P53, FANC, NBS1
B Pa3BUTHM HACJIEACTBEHHOTO PaKa MOJIOUYHOW >KEIIe3bl
1 paKa SIMYHAKA 3y4YeHa HeToCTaToqHo [3, 4].

I'en CHEK2, sBnsitomuiicst OmyxoJieBbIM Cympec-
copoM, JIokanu3yeTcs Ha 22-i xpomocome. MyTtanus
HO00delC rena CHEK2, npuBopsmas K cCHMHTE3y He-
MTOJTHOLIEHHOTO YKOPOYEHHOTO Oeika CO CHHXEHHOH
9KCIIpecCUel, BCTpeuaeTcsl B cTpaHax EBporisl ¢ wac-
toroir ot 0,2 mo 1,4 %, ompenenser 2—10-kpaTHOE
yBenuueHue pucka passutus PMOK. Drta myrarms
TaK)Ke aCCOLMMUPOBAHA C MOBBIIIEHHBIM PUCKOM OITy-
XOJIeW IpyTuX JIOKIN3aui (IMYHKUK, IpocTara, ToJC-
Tasi KUIIKA, )KEITYT0K) ¥ MOXKET BCTPEUAThCS B «PAKO-
BBIX CEMBSIX» C OTCYTCTBHEM I'€HETHUECKHUX 1E(EKTOB
BRCA1 u BRCA2 [5, 6]. Yactora myrarmmun CHEK?2
1100delC cymiecTBeHHO BapbUpyeT B 3THHYECKHX
Ipynnax M pPasIuyHBIX MOMYIALUSAX. [eHeTudeckuit
nepexr CHEK? ivs2 + 1G > A cuuraercs crenuduy-
HBIM JUIsl CJIaBSHCKOTO HAcEJICHUsI, Hanboiee pacrpo-
crpaneH (0,48 %) m u3y4eH B MOJBCKOM ITOIYIISIINH,
MIPUBOIUT K 00pPa30BaHHUIO YKOPOUSHHOTO OEJIKa, acco-
rurposad ¢ PMOK, pakom mpocTtaTsl, pakoM IHUTOBU-
HOM sxerie3bl. Takum 00pa3om, UccieoBaHUE pacIpo-
cTpaHeHus u ponu Mytanuii reHa CHEK?2 B pa3sutun
HaCcJIeICTBEHHBIX (OPM pakKa SMYHHKA B POCCHHCKOM
TIOMYJISIIUN SIBJSIETCS] aKTyaJdbHOW 3ajadeid, Harpas-
JIEHHOH Ha pa3paboTKy METOA0B MPO(UIAKTUKH, PaH-
HETO BBISBICHUS U JICUCHUS paka sudHuKa [7].

Marepuanbsl 1 Metroabl. Marepuanom i Ha-
IIero HccieoBaHus mociayxwim oOpasusl  JIHK
OONBHBIX PAKOM MOJIOYHOM >kene3sl (n = 117), n3 Hux
C IMarHO30M INEPBUYHO-MHOXECTBEHHBIN paK SUYHU-
KOB ¥ MOJIOUHOM eite3nl (n = 19) O0NbHBIX, HAXOIUB-
IIMXCSA HA CTAllMOHAPHOM JieueHNH B HarmonanbHOM
LIEHTPEe OHKOJIOrMH MHUHMCTEPCTBA 3APaBOOXPAHEHHUS
Keipreickoit Pecrryonukn (HLIOuI) 3a nepron 2012—
2013 rr. JlaHHBIC O KOXKIOW NMAIIMEHTKE, COOpaHHBIC 3
BCEX BO3MOXHBIX MCTOYHHKOB, 3aHOCHJIUCH B CIICIIU-
aIBHO pa3paboTaHHYIO0 HaMH (OPMaIH30BaHHYIO Kap-
Ty (PK), Ha OCHOBaHMH KOTOPOH CO3/1aHa KOMITBIOTEP-
Has Gasza nanHbix. K 3anonHsuiach MHAWBUYaTbHO
Ha Ka)kJI0TO MalMeHTa AJs NOCIEIYIOIEro 3aHeCEeH s
B TeHEeTHYECKHH peructp. Bospact mamueHTox Kose-
6ancs ot 28 mo 70 ner. lnarao3 O6buT BepupUITUPOBaH
COITIACHO THCTOJOTHYECKOM Kiaccupukarmmu Mex-
JlyHapOJHOIO MPOTHUBOPAKOBOIO COr03a. Y JaHHOHU
IpYIIBI OOJILHBIX UMEIOTCSI OTATOLICHHBINH CeMeWHbIi
aHaMHe3, HAaCJIe[ICTBEHHBIM aHaMHe3, OpakeHHE MO-
JIOYHOM KeJe3bl U SIMYHUKOB [8].

Kputepuem orbopa mpu ceMeiHOM pake MOJoY-
HOH JKerne3bl ¥ pake STIMYHNKOB CTAJIO HAJIMYHE y Talld-
€HTKH OIHOTO WiH Oornee poncTBeHHUKOB /11 cTemeneit
POZACTBa, CTPAAIOIIETO KAaKUM-TTHOO OHKOJIOTHYECKUM
3a0oneBaHueM. HacnencTBEHHBIM THIT OIpeAessuICs
110 HAJIMYMIO paKa MOJIOYHOW JKele3bl M paKa SHYHHU-
KOB Yy KPOBHBIX POJCTBCHHHKOB IEpBOM JHMHHHU. Ie-
HETHYECKOE HCCIIEN0BaHNE O0pasloB KPOBH MallMEH-
TOB OCYIIECTBIIUIOCH B HayuyHO-HCCIe10BaTeIbckoM
WHCTUTYTE€ MOJICKYTAPHOH OHOMOTHMM W MEAWIHHEI
npu HannoHanbHOM IIEHTpe KapAMOJIOTMH M Tepa-
i MuHHCTEepCTBa 371paBooXpaHeHnst KovIpreizckoit
Pecrry6nmku.

Konrponbnyto rpyniy cocraBuin 102 sxeHIu-
Hel, oOparuBmmecss B HIOul' ¢ paszmmaabMu kamo-
0aMH, HO TIPH TIOJIHOM OOCJETOBaHUU (MCCIIEIOBAHBI
Y TeHbI) PaK MOJIOYHOH JKeJe3bl ¥ paK SHYHUKOB ObUIH
uckimodensl. Eme ofHUM ycioBHeM BBIOOpKH OBLIO
OTCYTCTBHE B aHAMHE3€ CEMEHHOH M HACIEACTBEHHOU
OTSITOIIEHHOCTH I10 OHKOJOTHYECKHM 3a00JICBAaHUSM.
OnmHOPOIHOCTH BBEIOOPOK TIO BO3PACTy OIMpenesieHa
PaBHOMEPHOM CO cTaTHCTHUecKoil ommokoit p = 0,05
JUTSL MEIIMKO-OMOJIOrMYEeCKUX UCClienoBaHui [9].

Pe3yabTaThl padoTsl. Hamu ObUTH MCCIICTIOBAHBI
o6pasupr IHK 117 OONBHBIX pakoM MOJOYHOHU Kelle-
3p1. I3 HUX y 19 mamumeHToK ObUT IMepBHYHO-MHOME-
CTBEHHBIN PaK ANYHUKOB U PAK MOJIOUHOM >KEIe3bl, IPH
oMot Habopa peareHTOB «I1D-buounn (PMX)»,
MIPEAHA3HAYEHHOTO sl ONpeNeNeHHs  MyTalui
B crenyronmx reHax: BRCA1(mo mokycam:185delAG,
T300G, 4153delA, A4158G, 5382insC), BRCA2
(617delT), CHEK2 (1100delC).

B pesynbrare Hamero uccIeIOBaHHA YCTAHOB-
JICHO, 4TO B JIaHHOW SKCIEPUMEHTAJIBLHOW TIpyIIe
(n = 117) HocurensHun Mytauuii renoB BRCAI,
BRCA2 u CHEK2 ne obnapyxeHo. Pe3ynbrarsl qaH-
HBIX MCCIIEJIOBaHUMH, KaK U Ipyrue o0pasibl, ObUTH Ipo-
aHaIM3UPOBaHbI U NepecMOTpeHbl VIHCTUTYTOM MoJte-
KyJISIpHOH OWMOJOTMM M MEAWIMHBI UM. ODHIelbrapra
(r. Mockga, 2013).

OtcyrcrBue Mmytammii reHoB BRCA1, BRCA2
u CHEK?2 y 117 KbIprbI3cKUX KEHIIUH ¢ BEpUPUITHPO-
BaHHBIM JJMarHo30M Pak MonouHoit xene3s! u Pak sud-
HHUKOB — 3TO MOJIOXKUTEIBHBIN PE3yNbTaT, T. €. (yHKIUS
(epMEeHTOB y JaHHBIX MAIMEHTOK HE OblIa M3MEHEHa.
V HUX ObUT HAWIEH UL « TAKUAN THII.

BriBoj

OTpunarenbHblil pe3ynbTaT B IMOUCKE MyTalui
10 JJaHHBIM TEHaM B HallleM MarepHaie He O3Hadva-
€T uX IOJHOE OTCYTCTBHE, IOCKOJIBKY HCCIIEI0Ba-
HBI ObUTH JUIIb 5 JokycoB reHa BRCAL (a mmen-
HO Jokychl:185delAG, T300G, 4153delA, A4158G,
5382insC) u mno oxHomy JioKycy reHoB BRCA2
(617delT) m CHEK2 (1100delC). U 310 HE oTpHIatOT
MHPOBBIC JTaHHBIC.
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B nuTeparypHBIX HCTOUYHHKAX OTMEUEHO, YTO Ha-
ciiesiIcTBeHHast (hopMa paxa MoJIOUHOI skene3bl B 5—10 %
Bcex cimydaeB sBisiercss BRCA1/2 acconmmpoBaHHBIM.
HccnenoBanust B 3TOM HalpaBIeHUH HEOOXOIUMO MPO-
JIOJDKATh, OCKOJIBKY 3TO OTKPBIBAET OOJIBIINE BO3MOXK-
HOCTH JuTs1 Oyaymmux uccienosanuii [10, 11].
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