Ta'limning zamonaviy transformatsiyasi
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Annomayus. B ucciedosanuu uzyueHa 4aAcmoma 6Ccmpedaemocmu
eenemuueckux eapuarnmos 1100delC (rs555607708) u IVS2+1G>A (rs121908698)
eena CHEK?2 cpedu srcenwyun yzoexcrkou nonynsayuu. Obcredosanvt 300 sncenujun,
uz komopuvix 200 nayueHmox ¢ OUACHO30M paxKa MOJOUHOU JHcene3bl COCMABUNU
ocnosnyio epynny, a 100 300po6vix dHceHwun — KOHMPOIbHYI0. YcmanoeieHo, 4umo
ecemeposzucomuniii cenomun 1100delC (C/G) swisenen y 4 nayuenmox ochosHoll
epynnol u 1 dceHuunbl KOHMpPovbHoU epynnel, moz2oa kaxk 2enomun IVS2+1G>A
(G/IA) obuapyscen coomeemcmeenno y 6 u 1 obcredosannoi. Ilonyuennvie
pesyibmamsl  CGUOEMEeNbCMEYIOM 0 MeHOeHyuu K 0ojee 6blCOKOU dacmome
gCmpeyaemMocmu ucciedyemvlx 6apuUanmos cpeou NayueHmoK ¢ paKkom MOJ04HOU
JKcenesvl, OOHAKO CMAMUCMUYECKU 3HAYUMBIX PA3IUYULL MeNCOYy 2PYNNAaMu He
VCMAHOBIEHO.

Knrouesvie cnosa: CHEK2, 1100delC, IVS2+1G>A, pax monounoi

IHCEJIE3BL, y36€KCKCl}Z nonyjuAayus, 2eHemuyecKull I’lO]ZMMOpngSM.

BBenenue. V3ydyenne reHeTnueckux (paxToOpoB MpenpacroiOKEHHOCTUH K
paKy MOJIOYHOM IKeJe3bl SBISCTCS BaXKHBIM HANpPABICHHEM MOJICKYJIIPHO-
reHeTudeckux wucciaenoBanuii. OcoObrit mHTEpec mnpexactaBmsier ren CHEK2,
KOAUPYIOIUKA  MPOTEHMHKWHA3Y KOHTPOJBHOW TOYKH KJIETOYHOTO  IMKIIA,
y4acTBYIONIyI0O B KIeTouyHOM oTBere Ha moBpexaeHue JIHK. B nacrosmem

UCCJIEIOBAaHUH  PACCMOTPEHbI OCOOCHHOCTH  PACIpPOCTPAaHEHHs] BapHUAHTOB
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1100delC u IVS2+1G>A rena CHEK?2 cpenn *KeHIINUH Y30€KCKOM MOMYJISIUH.

Ieanb uccaenoBaHus - OMPEISTUTh YaCTOTYy BCTPEUAEMOCTH ajuieled u
reHotunoB BapuantoB 1100delC u IVS2+1G>A rema CHEK2 y keHimH
y30€KCKOM TOMyJISIUU U OLEHUTh HMX acCOIMAIlMI0O C PUCKOM pPa3BUTHs paka
MOJIOYHOU YKEJIE3BI.

MarepuaJibl 1 MeTOAbI McceqoBaHus. B uccienoBanue BrioueHsl 300
KEHIIMH y30eKkckor HanuoHanbHOCTH. OCHOBHYIO Tpymmy coctaBuau 200
MAIMEeHTOK C YCTAHOBJICHHBIM JTHarHO30M Paka MOJIOYHOH JKeJIe3bl, KOHTPOJIbHYIO
rpymniny — 100 310pOBBIX KEHIIUH.

Marepuanom wuccinenoBanusi ciyxkwia reHomHas JHK, BeigeneHnas w3
nepudeprudeckoil KpoBu oOcienoBaHHBIX skeHIUH. Jlms Beigenenus JIHK
UCIOJIb30BAIM  COOTBETCTBYIOIIME pEareHTbl M KOMMEpYECKHe HaOOpHI.
KomnyectBo u  kadectBo BbiAciaeHHoM JIHK oneHuBamu ¢ moMoIibro
cnektpodoromerpa NanoDrop 2000 (Thermo Fisher Scientific, CILIA).

MorekynspHO-TeHeTH4YeCKoe — uccienoBanne  BapuantoB  1100delC
(rs555607708) u 1IVS2+1G>A (rs121908698) rena CHEK?2 npoBoauimu MeToa0M
MOJMMEpa3Hol IIEMHOW pPeaklMud C HUCMob3oBaHueM amiutndukaropa Corbett
Research  GRADIENT PALM CYCLER CG1-96 (Ascrpamus). IlpomykTs
aMIUTUUKAIIMY aHATM3UPOBAIIM METOJIOM AJIEKTpodopesa B arapo3HOM relie.

CTaTuCTUYECKYIO 00paboOTKy  pe3yJibTaToOB OCYILIECTBIISIITU c
ucnonp3oBanueM mnporpamm WINPEPI 2016 (Bepcust 11.65) u EpiCalc 2000
(Bepcust 1.02). JI71st OIICHKH acCOLUAIMK PaCCYMThIBAIN OTHOIIeHHE 1maHcoB (OR),
95% noBeputenbubiii uHTEPBAT (95% A1) 1 ypoBeHB CTAaTUCTUYECKON 3HAYUMOCTH
(p).

Pe3yabTarhl ucciaenoBaHus W ux oOcyxaeHue. B pesynbrare
MOJICKYJIIPHO-TEHETHYCCKOTO  aHajdn3a yCTAaHOBJIICGHO, YTO TETePO3UTOTHBIN
renotun C/G Bapuanta 1100delC rena CHEK?2 oGnapysxen y 4 (2,0%) maraeHToK
ocHoBHOU rpynmbl Uy 1 (1,0%) sxeHIMHBI KOHTPOJIBHOU Tpymibl. ['eHotun G/A
BapuanTa IVS2+1G>A BoisiiieH y 6 (3,0%) maireHToK ¢ pakoM MOJIOYHOM 5KeJie3bl

nuy 1 (1,0%) obcrneqoBanHON KOHTPOIBHON TpyIbl. YacTOTa MUHOPHOTO ajljiess
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G BapuanTa 1100delC cocraBuna 1,0% B ocHOBHO# rpymme u 0,5% B KOHTPOJIbHOM
rpynmne. [lpu oneHke acconuanuu Mody4yeHsl cienyomue nokazatenu: OR=2,0;
95% JU: 0,22-18,11; p=0,5.

s Bapuanta IVS2+1G>A yactora MunopHoro asuiens A coctasuia 1,5%
Cpely MAaMEHTOK C PaKOM MOJIOYHOM sxene3bl U 0,5% cpeau 310pOBBIX JKEHILIUH.
3HadyeHue oTHomeHus ImaHcoB coctaBmwio OR=3,0 mpu 95% JAU: 0,36-25,34 u
p=0,2. AHaJIN3 KIMHUYECKUX XapaKTEPUCTUK IOKa3aJ, YTO BO3PACT MALMEHTOK
OCHOBHOW TIpymmbl BapsupoBasl oT 29 no 85 mer. Haumbospiiee KOIMYECTBO
NAlMEHTOK OTHOCWUJIOCh K Bo3pacTHoul rpymre 55-64 ner (n=63). Cpenu
oOcneoBaHHBIX TpeoOmananu marueHTku co |l cragmeit 3abonmeBanus — 125
(62,5%), Toraa kak | cragus BeisiBiieHa y 7 (3,5%), 1l cramus —y 60 (30,0%) u IV
ctaausi — y 8 (4,0%) >KeHIIUH.

Uccnenyemblie Tr€HETUYECKHUE BapUAHTHI MPEUMYIIECTBEHHO
0OHapYyKUBAIKUCH y TAIMEHTOK cTapiie 45 5ieT. Y HOCUTENbHUIL TaHHBIX BAPUAHTOB
OMYXOJM TMPEUMYILECTBEHHO XapaKTepU30BIUChH paszmepamu 2-5 cm (T2) u |l
craaueil 3aboneBanus. [lomydeHHble pe3yibTaThl MPOJEMOHCTPUPOBAIH OoJiee
BBICOKYIO YaCTOTy BCTPEYaeMOCTH MHUHOPHBIX ayeneii BapuantoB 1100delC u
IVS2+1G>A rena CHEK2 cpeam marmumeHTOK C pakoM MOJIOYHOW KENe3bl I10
CPaBHEHHUIO C KOHTPOJILHOM Ipyniod. Bmecte ¢ TeM BBISBICHHBIEC Pa3IMuMs HE
JOCTUTAIM yPOBHSI CTaTUCTUUYeCKoW 3HauumocTu (P>0,05), 4yTo HE MO3BOJISET
clenaTh OKOHYATENIbHBIM BBIBOJ, O HAJIWYUU JIOCTOBEPHOW  accolualuu
MCCJIETyEeMbIX BAPUAHTOB C PUCKOM Pa3BUTHS 3a00JIEBaAHUS.

3akiouenue. B pesynprare nmpoBEAEHHOTO HMCCICIOBAHUS OINMPEIACICHBI
OCOOEHHOCTH pacCIIpeaeacHus ajieneid u reHoturnoB BapuanToB 1100delC u
IVS2+1G>A rena CHEK2 cpenu xeHIIUH y30€KCKOM MOMyJIsuuu. Y CTaHOBJIEHA
TEHJICHIIUS K OoJiee BBICOKOM YacTOTE BCTPEUYAEMOCTH MUHOPHBIX ajuiesiei
HCCIIEyEMbIX BAPUAHTOB y MAIMEHTOK C PAKOM MOJIOYHOM KEJE3bl 110 CPABHEHUIO
CO 3/I0POBBIMH >KCHIIIMHAMMU.

[Toy4yeHHbIe NaHHbBIE MIPEACTABISAIOT HAYYHBIM UHTEPEC ISl JalbHEHIIero

M3YyYEeHHUS MOMYJIMOHHO-TeHeTuYecknX ocodeHHoctel rena CHEK2 u onienku ero
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pojau B HaCHC,HCTBeHHOﬁ MpeapacIIoIOKCHHOCTH K paKy MOJIOYHOM KEJIE3HI. I[JIH
IMOATBCPIKACHUS BBIABJICHHBIX TeHI[eHHI/Iﬁ HCO6XOI[I/IMO IMPOBCACHUC

JOITOJIHUTCIIBHBIX HCCJ'IGI[OBaHI/Iﬁ C YBCIIMYCHUCM 00BEMa BBI60pKI/I.
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