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ACCOINAIUA MYTAgHﬁ IVS2+1G>A U 1100DELC TEHA CHEK2
C PAKOM MOJIOYHOMH KEJIE3bI B Y3BEKCKOMU ITOIIYJIALLNA
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Pak MOJIOUHON JKeie3bl SBISIETCS ONHHM M3 YacTO JHArHOCTHPYEMbIX OHKOJOTMYECKHX 3a0oJieBaHUM
y keHIuH. 1{ens ucenenoBanys Oblla HaNpaBlIeHa Ha H3ydeHHe cBs3H noauMopduizmos [VS2+1G>A u 1100delC
y JKEHILIMH C PAaKOM MOJIOYHOI Kene3bl B y30€KCKOM momynsiuuu. B ucciaenoBaHusX, MPOBEAEHHBIX 3a MEPUOL
¢ 2019 no 2021 rox B Y30ekucrane, 6bu10 JuarHoctupoBano 10984 ciyuast G0JIBHBIX PAKOM MOJIOUHOM KEJe3bl.
Cpenu MHOTHX (HaKTOPOB, BIMSIOMNX HA Pa3BUTUE 3JI0KAYECTBEHHBIX OIyXOJeH, HacIeICTBEHHAs IIPEAPacIIoo-
JKEHHOCTb Urpaet BaxHyto poib. [en CHEK2 sBnseTcs oHUM U3 T€HOB MPEAPACIIONOKEHHOCTH K PaKy MOJIOYHOM
xenessl. JlaHHOe HccieoBaHKue ObIIO HANIPaBJICHO Ha n3ydeHue cBsa3u nonumopdusmon IVS2+1G>A n 1100delC
rera CHEK2 ¢ pakoM MOIOYHOH >kele3bl B y30eKCKoil momymsiuu. Beimm mpoaHaau3HpoBaHBI 00pasmbl KpOBU
Ha HAJIMYME MCCIELYeMBIX HOTMMOPGU3MOB, B3SAThIC Y MAIMEHTOK C IMArHO30M «pPaK MOJOYHOI sKkene3bh» (oc-
HOBHas rpyrmma, n=200) n y yCJIIOBHO 3[0POBBIX JKSHILHH, COCTaBUBIIHNX KOHTPONIbHYIO rpymmy (n=100). O6pas-
LBl KPOBH COOHMPAIINCh U XPAHIINCH B IPOOUPKAX C ITHICHIMAMUHTETPAyKCyCHOH KucnoToid. Beinenenune JTHK
U3 nepudepudeckoil KpoBU MPOBOIUIOCH C UCIONIB30BaHHEeM HabopoB AmpliPraym Ribo-prep (OOO «Hekct buoy,
Poccust) u Diatom TM DNA Prep 100 («JIaboparopust M3oren», Poccust). [TomimepasHas nermHasi peakuus mpo-
BoAMIachk ¢ ucnonb3oBaHueM amiuudukaropa Corbett Research GRADIENT PALM CYCLER PCR Analyzers
CG1-96 (ABctpanus). [TomyueHHble pe3yabTaThl MOKa3bIBatOT, 4To nonuMopdusmel [IVS2+1G>A u 1100delC rena
CHEK2 MoryT ciyHuTh crielu(M4ecKUMH FeHeTHIeCKMMH MapKepaMy JUIsl OLIGHKH BEPOSTHOCTH PAa3BUTHS paka
MOJIOUHOH JKeJIe3bl B y30€KCKOH IOITYIISIHN.
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GENE WITH BREAST CANCER IN THE UZBEK POPULATION
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Breast cancer is one of the most frequently diagnosed oncological diseases in women. The aim of this study
was to investigate the association of the IVS2+1G>A and 1100delC polymorphisms with breast cancer in women of
the Uzbek population. Research conducted in Uzbekistan from 2019 to 2021 identified 10,984 cases of breast cancer
patients. Among the many factors influencing the development of malignant tumors, hereditary predisposition plays
a significant role. The CHEK2 gene is one of the genes associated with a predisposition to breast cancer. This study
focused on exploring the relationship between the IVS2+1G>A and 1100delC polymorphisms of the CHEK2 gene
and breast cancer in the Uzbek population. Blood samples from patients diagnosed with breast cancer (main group,
n=200) and conditionally healthy women forming the control group (n=100) were analyzed for the presence of the
studied polymorphisms. Blood samples were collected and stored in tubes with ethylenediaminetetraacetic acid.
DNA extraction from peripheral blood was performed using the “AmpliPraym Ribo-prep” kits (Next Bio LLC,
Russia) and “Diatom TM DNA Prep 100” (Isogen Laboratory, Russia). Polymerase chain reaction was carried out
using the Corbett Research GRADIENT PALM CYCLER PCR Analyzers CG1-96 (Australia). The results obtained
suggest that the IVS2+1G>A and 1100delC polymorphisms of the CHEK2 gene may serve as specific genetic
markers for assessing the likelihood of breast cancer development in the Uzbek population.

ASSOCIATION OF IVS2+1G>A AND 1100DELC MUTATIONS OF THE CHEK2

Keywords: CHEK?2, IVS2+1G>A, 1100delC, breast cancer, oncology, apoptosis

BBenenue

Pak Momo4HON »kene3bl ABISAETCS OTHUM
13 pacrpoCTpaHEHHBIX BUIOB PaKa Cpeaun KeH-
LIMH ¥ OIHOW U3 BELyLIUX NPUYUH CMEPTHO-
CTH cpenu HUX. B wacTHOCTH, B Y30ekucraHe
B niepuoy ¢ 2019 mo 2021 rox pak MOJIOUHOM
xKeJe3bl OblT tuarHoctuposad y 10 984 xeH-
muH [1]. B HacTosiee BpeMsi UMEETCS MHO-
KECTBO JJaHHBIX O Pa3IMYHBIX (aKropax, BiIU-
SIOUIMX HA Pa3BUTHE OHKOJIOTHYECKUX 3a0oie-
BaHui. OXHUM W3 Takux (HaKTOPOB ABIAETCS
HacCJle/ICTBEHHAs MIPEIPACIONOKEHHOCTD.
[Tocnennue ucciaenoBaHus BBIIBUIIM HaJUMune
reHoB C BbICOkOM (BRCAI, BRCA2, TP53),

cpenneit (ATM, CDHI, CHEK?) u HuU3KO#
MEHETPAHTHOCTBIO, KOTOpPBIE MOTYT CHOCO0-
CTBOBATh PA3BUTHIO paKka MOJIOYHOW IKese3bl
[2-4]. YacToTa BCTpe4aeMOCTH TEHOB pHCKA
paka momounoi xene3bl (PMXX) Bapoupy-
€T cpeau pas3lnuHbIX mnonyisuuid. Hackoib-
KO HaM HM3BECTHO, YacTOTa PACIPOCTPAHECHUS
rera CHEK? (6enxa CHK?2) cpenn y30ekcknx
MOMYJSIIUI O HACTOSLIETO BPEMEHU HE M3-
yuanace. Ilporenn kunaza CHEK2 (hCDSI)
COCTOUT U3 543 aMUHOKHUCIOT U UMEET MOJie-
KyasipHyto Maccy 60 915 Jla. Otot reH orse-
yaet 3a cuHrte3 6enka CHK?2, xoropsrii urpaer
BaXKHYIO poJib B mnporeccax penapauuu JJHK
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u amnonto3a [5]. Ten CHEK2 dochopuiu-
pyercst Ha ocratke Thr68 ¢ ydactuem ATM,
IIOCJIe Yero B3aUMOJCWUCTBYET C TaKUMH MO-
nexynamu, kak CDC25, CDC25B, CDC25C,
NEKG6, TpanCKpuIIIHOHHBINA (pakTtop FOXM]I,
TP53, BRCAI wim BRCA2. Ou saBusercs
OIJHUM W3 KITIOUEBBIX (PaKTOPOB, KOHTPOJIH-
pyIOIIMX Tpouecc AeleHus Kietku [6]. Ten
CHEK?2 cocrout u3 16 »K30HOB, a ero Oel-
KOBBIH TIPOYKT BKIFOYAET TP OCHOBHBIX JI0-
mena. N-konreBoit SCD (SQ/TQ) nomeH, BBI-
MOJHSIOMINN PETryASTOPHYIO (PYHKIIHIO, OXBa-
TeiBaeT 2075 amunokuciaor. FHA-goMeH ox-
BateiBaeT 112—175 aMUHOKHUCIOT U OTBEYaET
3a cBs3biBanue Oenka CHK?2 ¢ apyrumu ¢oc-
(hopunmpoBaHHbIME  OenmkamMu.  C-KOHIIEBOI
CEepUH-TpeOHMHKHHAa3HbIM KD-/1oMeH oxBaThI-
Baet 225-475 amunokucior [7]. B Hamewm wnc-
CIJIC/IOBAHUU MBI H3YYWJIN JIBA MTOTUMOpPU3Ma
rena CHEK?2, pnusiomux Ha (yHKOUIO Oen-
ka: 1100delC u IVS2+1G>A. [Homumopdusm
1100delC rena CHEK?2 Bo3HHKaeT B pe3yibTa-
Te JeJELMH OJHOI0 IuTo31Ha B mo3uiuu 1100,
YTO MPHUBOAUT K CIBUTY PAMKH CUHTHIBAHUS
U BHEJIPEHHIO CTOM-Ko/I0Ha rocie 380 amuHo-
KUCIOT [8]. YcTaHOBIEHO, YTO HOCHUTENHU MO-
mumop¢usma 1100delC noxBepKeHbl HE TOJb-
ko pucky pasButus PMIK, HO m OGomee BBI-
COKOM BEpOSITHOCTH BO3HHKHOBEHHS paka
JKelyaKa, MoYeK M capkombl. Hocurenn storo
MaTOreHHOro BapHaHTa HMMEIOT PHUCK pa3BU-
THS paka MOJOYHOU sxkene3sl B 2,0-4,8 pasza
BblllE B TeyeHue >xku3HU [9]. CrualicuHro-
Bass mytamus [VS2+1G>A npuBonut k ne-
dhextHOMYy B3ammoneiictBuio CHEK2 ¢ p53,
Cdc25 u BRCAL1 [10]. B pesynbrare napyuia-
ercs pyHkius rena CHEK?.

[TockonbKy 10 HAcCTOAIIETO BPEMEHM HC-
cienoBanusi nonumoppusmos CHEK?2 cpenu
y30€KCKUX JKEHIIWH HE MPOBOIMIKCH, IETHI0
JTAHHOTO MCCIIEIOBaHMs ObLIO M3yUYeHHE CBI3H
IByX noauMopusmoB rena CHEK?2 (1100delC
u IVS2+1G>A) ¢ PMXK. Tlonumopduszm
1100delC u IVS2+1G>A B pa3nuyHbIX THO-
OyJISIASIX  MOXKET —OTIMYarbes.  MyTarus
1100delC sBnsiercs omgHOM W3 Hambosee pac-
MIPOCTPAHEHHBIX, U B HEKOTOPBIX TOMYIAINIX
oHa accouuupyercs ¢ 28-37% puckoMm pa3Bu-
tusgs PMXK B Teuenue xuznu [11; 12]. Yacto-
ta BcTpeyaemoctu 1100delC B momymsmmsax
ctpan CesepHoli EBponbl, Takux kak OUHIISAH-
musi, BenmkoOpuranust, Hunepnanmel, cocras-
nser 1,4% [13-15], B lIBenun — 0,7% [16],
B [Tonbire —0,25%, B Uexuun — 0,15% [17]. Tlo-
mamop¢usm IVS2+1G>A rena CHEK?2 takske
accouuupoBat He Tosnbko ¢ PMIK, Ho u ¢ pas-
BHTHEM pakKa MOYEBOTO ITy3bIpsi, TOJICTOTO KH-
[IeYHUKA, TPEACTAaTeIbHON JKeIe3bl, JKEITyIKa
A IMATOBUAHOW >kene3bl [18]. OmHako maH-
HBIA TIomuMopdu3M m3yueH cnabo. M3BectHo,
YTO OH BCTpeUaeTcsl Cpeu HaceneHus lepma-

Huu, Bocrounoit Esponel, benapycu u Iosnb-
i [11; 18]. MBI tymaem, 4To peKoCTh MyTa-
uu [VS2+1G>A B Oy sIHsIX MOXKET OBITh
CBs3aHa C HEJJOCTATOYHOM H3YyYEHHOCTHIO [19].
Uccnegosanust mokasanu, uro IVS2+1G>A,
kak 1 1100delC, peaxo BcTpeyaeTcs UM TOJI-
HOCTBIO OTCYTCTBYET Cpe/IH a3UaTCKUX U TIOPK-
CKUX momyrsiiuii [19-21].

Lens wuccienoBanuss — W3YUYCHHUE IIO-
mumopduamoB [VS2+1G>A u 1100delC rena
CHEK?2 cpenn y30eKCKHX KEHIIUH, CTPATAI0-
mux PMOK.

MarepuaJjbl 1 METOAbI HCCIIETOBAHUS

B uccnenoBanuu ObUIO M3y4€HO JBa IO-
mumop¢usma rena CHEK2 B 0CHOBHOH Ipy1i-
Te MarueHTok, crpanarnmx PMXK (n = 200),
U B YCIIOBHO 37I0POBOH KOHTPOJIBHOH IpyIIe
(n = 100), cocrosimei U3 KEHITUMH Y30eKCKOM
HAI[MOHAIBHOCTH. JlOTIONTHUTENbHBIE CBelle-
HUS O TAIMEeHTKax ObUIM IMOJY4EeHbl U3 HX
MenuiuHCKuX Kapt. OrcyrcrBue PMXK y xen-
IIMH KOHTPOJIGHOW TPYHIbI OBUIO MOATBEPIK-
JIeHo MeTonoM Mammorpaduu. st uccieno-
BaHWS y TTAIIMCHTOK M3 00CUX TPy OBLIO B3sI-
TO 10 3 MuI mepuepruuecKkoil KPOBH, KOTOpast
XpaHWach B MPOOMpPKax C ATHICHIHMAMHUHTE-
TpaykcycHoi kucnotod (JATA). Briaenenue
JHK u3 nepudepuueckoil KpoBU MPOBOAU-
JIOCh C MCIOJb30BaHUEM JIM3ALMOHHOTO pac-
TBOpa, (heHoma, xmopodhopma, 3TaHOIA, a TaK-
ke HabopoB AmpliPraym Ribo-prep (OOO
«Hekct buo», Poccus) mu Diatom TM DNA
Prep 100 («JIaboparopust M3oren», Poccus).
KomuuectBo m kauectBo BbijeneHHoi JIHK
OLIGHMBAJIOCH C IIOMOLIBIO CIIEKTPOdOTOMETPA
NanoDrop 2000 (Thermo Fisher Scientific,
CIIIA). Bce MomneKkymnapHO-T€HETHYECKHE HC-
CJIEJIOBAHUSl MPOBOJMINCH B OTAENE MOJIEKY-
JSIPHOW MEAMLIMHBI M KJIETOYHBIX TEXHOIOTUH
PecnyOnukaHcKoro  crienuagu3upOBaHHOTO
HayYHO-TIPAKTUYECKOTO0 MEJULUHCKOIO IIEeH-
Tpa reMarojIoruu.

Ananuz  mymayuri  CHEK2  1100delC
u IVS2+1G>A memooom I[IL[P. Ammnudu-
Kanusi  uccienyeMbeix  JiokycoB  1100delC

(rs555607708) u IVS2+1G>A (rs121908698)
resa CHEK?2 mnposoaunace metopom IILP
¢ ucnois3oBanueM amiumdukaropa Corbett
Research GRADIENT PALM CYCLER PCR
Analyzers CG1-96 (Ascrpamus). Jns awm-
IH(HUKAIUYA TPUMEHSUTUCh PEaKTHBBI TECT-
Habopa kommanuum Litex (01338-100, OOO
HII® «Litex», Poccust). )1 MOATOTOBKH aM-
MINGUKAMMOHHON CMECH Ha OIWH 00paser]
(¢ mByms xommonenTamu AJUJIEJIb-1 u AJl-
JIEJIb-2) ucnonb3oBamuchk 17,5 MKI pacTBo-
puTtens, 2,5 MKI peakunoHHoM cMec, 0,2 MK
Taq-momumepasbl. [oToBas amruupuUKaIoH-
Hasi cMech B oObeMe 20 MKJI TepeHOCHIIACh
B TIPOOHMPKH, TOCIIE YeTO B KaXKIYIO MPOOHp-
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Ky noGasisiin o 1 xaruie (MpuMepHo 25 MKII)
MUHEPAIBHOTO Maciia. 3aTeM B KKAYI0 aM-
mndukanronHyto cmech AJUIEJIb-1 u AJl-
JIEJIb-2 mon cioi Macma oOaBisTd S5 MK
ananuzupyemorr JIHK. B kauectBe orpuua-
TEJBHOTO KOHTPOJISI B 00€ peaKIMOHHBIE CMe-
CH J00aBISUIM 5 MKJI PacTBOPHUTENS, MOCIE
4ero mpoOUpPKU UEHTPU(YTUPOBAIA HA MH-
kpouentpudyre FV-2400 npu 2400 00./muH.
B TedeHue 3—5 cekynn. Ilocme mpobupku mo-
MeIIau B TEPMOCTAT, ITPEeIBAPUTEIHHO HArpe-
ToIi 710 94 °C, u aMIuTUUKAIUIO TIPOBOIUIN
COIJIaCHO TIPOTpaMMe.

Hemexyus npooykmos —amnaugpuxayuiL.
Paznenenve mpoayKToB aMILTU(GUKAIIIN TIPO-
BOIMJIOCH METOAOM TOPU30OHTAIBHOTO DIIEK-
Tpoopesa B 3%-HOM arapo3HOM Tene, IpHu-
rotoBieHHoM Ha TAE-Oydepe. Jlns Busya-
JM3aliu pe3ylibTaToB 3J1eKTpodopesa B refb
no6asisiu 1%-Helid pacTBOp OPOMUCTOTO 3THU-
Qv B KOJIM4ecTBe 5 MKJI Ha 50 MJT pacIuiaBlieH-
Horo rens. AHanmsupyemsie pparmentst JJHK
BH3YQJIM3UPOBAIUCH TOA YIBTPa(HOIEeTOBBIM
(Y®) mznydyennem Ha ayvHe BOJHBI 310 HM,
MIPOSBIISSICH B BUJE SIPKUX OPAHIKEBO-KPACHBIX
niosioc (puc. 1).

e
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reTepO3Hr OTHBIH
TeHOTHII
nommopdusMa
IVS2+1G>A

Puc. 1. Dnexmpogpopezpamma sviasienus
nonumopgusma IVS2+1G>A eena CHEK?2

Cmamucmuyeckuii ananuz. CTaTUCTHUE-
cKasi 00pabOTKa MOIYYCHHBIX JIAHHBIX MPOBO-
JIWIAaCh C HKCIOJIb30BAHUEM CTATUCTHUYECKUX
KOMITBIOTEpHBIX Tporpamm «WinPEPI 2016,
Version 11.65» u «EpiCalc 2000, Version 1.02».

Pe3yabTaThl Hcce10BaHUS
U UX 00Cy:KIeHne

HawnGonpmas vacrora3aboneBaHuii HA0IO-
JlajJach B BO3pAacTHOU kareropuu 55—64 rona
(n=163), a HanMEeHbIIIasI — B BO3PACTHOU TPyTITIC
29-33 roma (n = 7). Ilo nokanu3amum OmyXoau
y 2 ManueHTOK HOBOOOPA30BaHUS BBISBICHBI
B 00erX MOJIOUHBIX JKeje3ax (IpaBasi u JieBas),
y 100 manueHTok — B JIEBOM MOJIOYHOH *keese,
y 98 maueHTOK — B IPaBOM MOJIOYHOM JKeTe3e.
Pacripenienenne mo THITy OIMyXOJH TTOKAa3aljo,
yro 20,3% manueHToK MMeJIN JTIOMUHAIbHBIN
A tum, 42,9% — momuHaneubiii B, 21,5% —
HER2/neu-nonoxureneusiii, 15,2% — Ttpoii-
HOU HeraTuBHbIN TUI (Tal. 1).

Ilo cragmsam 3aboneBanus 7 (3,5%) mamu-
eHTok mmemu | cramuro, 125 (62,5%) — 11 cra-
muro, 60 (30%) — 111 cramuro, 8 (4%) — IV cra-
nuto (puc. 2).

B 4 o6pasuax u3 200 B OCHOBHOH TpyTi-
ne u 1 o0pasue u3 KOHTPOIBHON TPYIIBI OBLT
BBISIBJICH T€TEPO3UTOTHBIN T€HOTHUIT TIOJIUMOP-
¢m3ma 1100delC rema CHEK2. I'etepo3urot-
HeId TeHoTHN monumopduszma [VS2+1G>A
Obl1 OOHapyxeH B 6 00pasiax OCHOBHOH
rpynmsl ¥ B 1 o0pasiie KOHTPOIbHOW TPYIIITEI
(Tabm. 2).

[Homumophuzmet IVS157+1G>A n
1100delC tema CHEK2 mpemmyIecTBEHHO
BBISIBIISUTNCH Y KCHINUH cTapiie 45 et (cooT-
BETCTBCHHO y 6 U 4 MalMeHTOK). Y MalueHTOB
C BBISIBJICHHBIMH MOJIMMOP(U3MAMU UCCIICY-
€MBIX JIOKYCOB OIYyXOJIM B OCHOBHOM HMMEIHU
pasmep 2-5 cMm (T2) u naxommucs Ha Il cragun
3aboneBanus (Tadm. 3).

Taoauma 1
OnucarenbHbIe XapaKTePUCTUKHU MAIMEHTOB ¢ PAKOM MOJIOUHOH skene3bl (n=200)
XapaKTepUCTHKH MAIEHTOK 0CHOBHOW Tpymms! (n=200)
ot 65 1o 85 oT 55 1o 64 ot 45 1o 54 ot 34 no 44 ot 29 1o 33
Bo3spacr
39 63 55 36 7
B 00enx B IIPaBOi B JI€BOI
Jloxanuzanus MOJIOYHBIX JKENe3ax MOJIOYHOI1 kKelese MOJIOYHOI1 kKelese
OITyXOJTH 5 100 08
Knaccupuranus mroMuHanbHEIH A | moMuHaneHbl B | HER2 mosutusHe | HER2 nHeratuBHbINH
BHUJIa paKa MOJIOU-
HOM KeJie3bl 20,3% 42.9% 21,5% 15,2%
| 111 v

Cranus 0ome3Hu

3,6% 62,3% 29,9% 4.2%
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0,00% | | |

ctagus | cragma ll ctagma lll ctagua IV

Puc. 2. HpoueHmyoe COOMHOULEHUE nAYyUermoe ¢ onyxojivto Ha pasiudtHblx cmaousix

Taoauna 2

HccnenoBanue cBs3U NPeIpacONOKEHHOCTH K PaKy MOJIOYHOM JKese3bl
¢ nomumopduzmom rera CHEK?2 B y306ekckoii momysisinuu

OcnoBnas rpynma (n=200) | Konrponsnas rpynma (n=100)
Myrarnus Yacrora (p)
nMeeT HE UMeeT nMmeer HE UMeeT
IVS157+1G>A 6 194 1 99 p=0,2
1100delC 4 196 1 99 p=0,5
Taoauna 3

Cas13b nonmumopdusmoB 1VS2+1G>A u 1100delC
C KIIMHUYECKUMHM NOKa3aTeIsIMUA allMeHTOB OCHOBHOM rpymisl (n=200)

[Toxkazarenn OcHosHas rpymnmna (n=200) IVS157+1G>A | 1100delC
Bo3spact >45 ner 6 3
NalMeHTOB <45 et 0 1
Pasmep >2cem (T) 1 0
OITyXOIT! 2-5cm (T)) 5 3

>5cm (T)) 0 1
Omyxonu, pacupoCTpaHUBIINECs HA OpPraHbl TPYJHOM 0 0
KJIETKH paznmaHoro pasmepa (T,)
Cranus I 1 0
I 5 3
11 0 1
v 0 0
Jloxanu3anus B 00enx MOJTOYHBIX Kejle3ax 0 0
OmyXoJH B npaBoii mosouHoi#1 xenese 3 2
B neBoit MonouHOM Kenese 3 2
Bosneuénnocts | MeTactasbl B TMM(aTHYSCKUX y3JIaX HE 0OHAPY/KEHBI 4 0
mvMoysn08 (N) '\ feracraser B OAMBIIICTHBIX THM(ATHIECKHX y3Tax 2 2
Mertacrtasbl B COCETHUX HOAMBIIIIEYHBIX m/IM(i)amqecm y3Iax 0 2
OTtnanéHHbIe MerTacTassl B ipyrux opranax He oOHapyxkeHsl (M) 6 4
MeTacTasel MetacTasbl B IpyTHX opranax ooHapy»xensl (M) 0 0
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Taoauna 4

Yacrora nonmumopdusmon 1100delC u IVS2+1G>A B 0CHOBHOHM M KOHTPOJIBHOM Ipymnax

Yacrora ajurenert C and G
nojumopduzma 1100delC

Yacrora ayurenreit G and A
noumopduzma IVS2+1G>A

I'pynmna C G G N
n % n % n % n %
OcHogHas rpymma (n = 200) 396 99,0 4 1,0 394 98,5 6 1,5
Kontponsnas rpynma (n=100) 199 99,5 1 0,5 199 99,5 1 0,5

[Mpumeuanue: npupoxHslili ajutens nonumopdusma 1100delC obo3nauen Oyksoit C, GpyHKIHMOHANIB-
HO omacHBIH amtens OykBoi G. IIpupomusrii amnens momumopdmma [VS2+1G>A ob6o3naueH OykBoit G,

(DYHKIIMOHAIBHO OTACHBIN ajuiesib OyKBOU A.

B wuccrnenoBaHuu y MalMEHTOK C BBISB-
JeHHbIMH nonmuMopdusmamu  [VS157+1G>A
n 1100delC He 6bUT0 0OHAPYKEHO METACTa30B,
YTO COIIACyeTCs C TMOJTYYCHHBIMH JTaHHBIMHU
JIpYrux aBTopoB, uTo y 90% mnanueHToB omy-
XOJIb HE METACTa3UPyeT HA MOMEHT ITOCTAaHOBKH
nuarnoza PMOK [22].

UccnenoBanne CHEK2 1100delC wu
IVS2+1G>A B y30€eKcKoii TIOYSINH BEISBHU-
JI0 CIenyIone pesyiabTaThl: (PyHKIIMOHATBHO
omacHeiii amiesib G B 1100delC BcTpedancs
yale y MalMeHTOB C pPakoM MOJIOUHOW Ke-
ne3sl (PMIXK) mo cpaBHEHHIO CO 3I0POBBIMH
monopamu (1,0% mpotus 0,5%), HO craru-
CTHYECKH 3HAYNMBIX PazlIM4dil HE BBISBICHO
(*=0,4; p=0,5). Oraocurensubli puck (OR)
= 2,0 (95% JAU: 0,22-18,11), xoadhdunment
pucka (RR) = 2,0 (95% AU: 0,22-17,77). bes-
onacHblil amiens C yame BcTpedasncs B KOH-
TPOJILHOH rpymiie, 4eM B OCHOBHOH (99,5%
poTuB 99%), HO pa3NuuKe TaKXe He JOCTUIIIO
cratTucTrueckoit 3Haummoctu (x>=0,4; p=0,5).
OR =0,5 (95% J1U: 0,05-4,48), RR=1,0 (95%
AU: 0,98-1,01). DOyHKIIMOHAIBHO OIMACHBIN
aitens A B IVS2+1G>A Ttaxke ObUI yalle
y nmauuentoB ¢ PMIK, yem y 3m0poBbIX JOHO-
poB (1,5% mpotus 0,5%), HO cTaTUCTUYECKH
3HAYUMOTO PA3MHUUsS HE BBEIABICHO (y*=1,2;
p=0,2). OR = 3,0 (95% HAU: 0,36-25,34),
RR = 3,0 (95% JU: 0,36-24,75). be3onacHsbrit
amnens G yamie BcTpedajcs B KOHTPOJIBHOM
rpymmne (99,5% mnporus 98,5%), HO craru-
CTHUYECKH 3HAYNMBIX PazlUudil HE BBISBICHO
(x*=1,2; p=0,2). OR = 0,3 (95% AU: 0,04-
2,76), RR = 0,9 (95% AU: 0,974-1,005). He-
CMOTpsI Ha OTCYTCTBHE CTaTUCTHYCCKOW 3Ha-
YUMOCTH, BBISBICHO, YTO HANIWYME ajuiens A
B IVS2+1G>A MoxeT yBennuuBaTh pUCK pas-
Butus PMXK B 3 paza (tat0mn. 4).

Bnepsrle B y30eKCKOW MOMYISIIUE OBLIO
MPOBENICHO  W3Y4YCHHUE  MOJUMOP(HU3MOB
IVS2+1G>A wu 1100delC rena CHEK? y xen-
LIMH, CTPAAAIONINX PAKOM MOJIOYHOH KeJe3bl.
[Tony4eHHble pe3yNbTaThl, 10 MHEHHUIO aBTOPA,

BHOCSIT BKJIa/I B TOBBIIIICHUE CKOPOCTH M AP PEK-
TUBHOCTH JIMarHOCTUKW JAHHOTO THUIA paka.
Myrauus [VS2+1G>A Ha gaHHBIA MOMEHT U3-
y4eHa OTHOCHTEIHHO Maylo, W WCCIEIOBaHUE
JTAHHOTO TIOJIMMOpP(H3Ma TaKKe CIIOCOOCTBYET
€ro WJICHTU(UKAIMN B TCHETUYCCKU OJU3KUX
MOMYJISIUSX, aHAIM3y €ro HacleJCTBEHHBIX
OCOOCHHOCTEH, a TaKkke MPOBEIEHUI0 Oolee
IIMPOKUX TEHETHYECKHUX HCCIIeTIOBAHNN.
Oepanuuenus dannozo ucciedosanus. Bo-
MIEPBBIX, KOJIMYECTBO YIACTHUKOB B OCHOBHOM
U KOHTPOJILHOW Tpymmax ObUIO OTHOCHUTEIb-
HO HeOouybuM. CUUTACTCs, YTO TPOBEICHUE
JTAHHOTO HCCJE/IOBaHUs B Ooliee MIUPOKOM
MacITade MO3BOJUT MOBBICHTH TOYHOCTH JTHa-
THOCTHKH paka MOJOYHOM Kee3bl y JKEeHIIHH.
Bo-BTOphIX, OONBIIMHCTBO OOCIEIOBAHHBIX
MAI[UCHTOB HE WMEJIM BBIPAKCHHBIX KJIMHU-
YECKUX MPOSBICHHUN (B OCHOBHOM 3TO OBLIU
nanuenTthl Ha Il cranuu 3aboneBanus 0e3 Me-
TacTazoB). B-TpeThuX, Mepwox MpOBeIeHUS
uccienoBanus Obu1 orpanwdeH (1,5 rtoma).
B cBsa3m ¢ 3TM He OBUTO BO3MOXXHOCTH TIO-
JTy4duTh JaHHBIE O PEUUIUBAX 3a00JCBaHUS
WJIH JICTAJIbHBIX UCXOJaX CPE/IH MMalUeHTOB.

3akiaouenue

B neuennn oHKOIOrHYECKUX 3a00JeBaHHN
KpaifHe BaKHO CBOEBPEMEHHO TOCTaBHUTh Mpa-
BUJIBHBIN JIMATHO3, TOCTUYh MaKCUMAIBHO TI0-
JIOXKUATENBHBIX PE3YJbTATOB, COXPAHUTH KU3HB
MalKeHTa, TaKke MHHUMH3UPOBATh yIIEpO
37I0pPOBBSI TALIMEHTa BO BpeMs JieueHus. Onpe-
JICJICHUE 4acTOTHl MUHOPHBIX ajuiesield UMeeT
BaKHOE 3HAYCHHUE /I BHIOOpA METOMIOB Jieve-
HUSI, TIOCKOJIBKY TIO3BOJIIET IPUHUMAThH peliie-
HUS O TIPOBEJICHUU PaJUKAJIbHBIX XUPypruye-
CKHUX OIEpaIHii, a TAKKe CIIOCOOCTBYET CBOEB-
peMeHHO# npoguITakTUKe 3a00JIeBaHUS CPEIU
POJCTBEHHUKOB IAIUEHTOB C BBISBICHHBIMHU
MyTanusiMu. [lodydeHHble pe3yabTarbl IO-
Ka3bIBAIOT, 4TO0 Tmojaumopdm3mer [VS2+1G>A
n 1100delC rema CHEK2 ™oryT ciyXuTh
crienn(pUUeCcKUMH TeHETHIECKUMHU MapKepaMu
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JUIsl OLIEHKH BEPOSITHOCTH Pa3BUTHUSI Paka MO-
JIOUHOH XKeJie3bl B y30EKCKOH MOmysinuu. AB-
TOp HaJieeTcsl, YTO B JaybHeHeM OyayT mpo-
BEZCHBI JIONIOJHUTENIbHBIC HCCIIEN0BAHMs, Ha-
IIPaBJICHHbIE HA M3yYCHHE B3aMMOCBS3M I'€Ha
CHEK2 c¢ gpyruMu reHaMu, OTBEYAIOUUMHU
3a IIPOLIECC alloNTO3a, YTO II03BOJIUT IIOIYyYUTh
OoJiee TOYHBIEC JaHHBIC.

Asmop evipasicaem uckpenHiow diazodap-
HOCMb COMPYOHUKAM OMOENeHUsI MAMMONOSUU
Pecnybnuxanckozo cneyuanuzupo8annozo Ha-
VUHO-NPAKMUYECKO20 MEOUYUHCKO20 YEHmpPa
onKono2uu u paouono2uu Pecnyonuku Y3oexu-
cman u e2o Tawkenmcko2o 20po0cko2o hunu-
ana, a maxace cCompyoOHUKam omoena MoneKy-
JISIPHOU MEOUYUHBL U KIEMOYHbIX MEXHON02ULL
Pecnybnuxanckozo cneyuanuzupo8annozo Ha-
VUHO-NPAKMUYECKO20 MEOUYUHCKO20 YEeHmPa
2emMamonozuu.
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