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ACCOIMALUSA TOJIUMOP®U3MA G(5557)A ATM T'EHA C ®AKTOPOM
PAIUMALIMOHHOI'O OBJIYYEHHUSA B KASAXCTAHCKHUX INOIIYJIALIUAX

(MuCcTHTYT O0IIIel TeHETUKH U IIUTOJIOTHH )

B cmamve npeocmasnenvt  pezyrvmamvl  UCCICO06AHUS, HANPAGLEHHO20 HA  GbIAGLEHUE ACCOUUAUUU
noaumopghnozo eapuanma G(5557)A cena ATM c¢ ¢hakmopom paduayuonHozo o00OIYyUeHUs 6 KaA3aXCMAHCKUX
NONYISAYUSX, NPeOCmAsNAowux cembu u3 pauona Oeticmeusi CeMUnaiamuncko20 S0epHO20 NONUSUOHA, U
auxeudamopos nocieocmeutl asapuu na Yeprnoovinockou AIC, scumeneu . Cemunaramuncka. B kauecmee KOHMpOJis
UCCIe008AHBL COOMBEMCMBYIOUUE KOZOPMbL U3 IKONOSUYECKU OIA2ONPUSMHBIX PESUOHO8 ATMAMUNCKOU 0bracmu.
Buvisienena accoyuayust mesxcoy paxmopom paouayuu u 2emepo3ucomHblM HOCUMENbcmeom no noaumopgusmy ATM
G(5557)A. Yemanosneno, umo nokazamenu OMHOCUMENbHO2O PUCKA 8 NORYAsyuU Jukeudamopos asapuu Ha AIC
eviute, uem 6 nonyusiyuu cemei CeMunaiamuHcko2o0 pecuoHa. 2Omo obvscHsiemcs Oonvutell 0030l 00yHeHus,
NOMYHUEHHOU OaHHOU KO2OPMOU U 8bIpAICAemMCs HeONAONPUAIMHBIM MEOUYUHCKUM CHIAMYCOM, 8 MOM YUCTe PA3GUMUEM
PAaKo8wix 3a601e68aHull, CepOeUHO-COCYOUCTBIX U AYMOUMMYHHBIX NAMONOUIL.

OnHUM U3 oIpeAessIIonMX (pakTOPOB pPaJnOTyBCTBUTEIBHOCTH KICTKH SIBISICTCS CTAHs KU3HEHHOTO IIUKJIA, Ha
KOTOPOI KJIETKa IOJBEPIIach OOIY4YEHHIO. 3a PEryJIsIIUI0 KJICTOYHOTO IMKJIA OTBETCTBEHEH LIEJIBIH KOMIUIEKC I'€HOB.
HenocrarouHoe KOIMYECTBO WM OTCYTCTBHE ()EPMEHTOB, PEryJIUPYIOUINX ONpPEAEIEHHbIC CTAANU KIETOYHOTO IHKJIA,
MIPUBOJUT K YBEJIMUYCHUIO YAaCTOTHl MYTHPOBAaHUS M T€HOMHOW HecTaOmipHOCTH. KOHTpONb 32 ypOoBHEM T€HOMHOH
HECTAOMIIBHOCTH SIBJISICTCS. OHUM M3 KITIOYEBBIX MOMEHTOB B CHCTEME PETYJISIINI KOHTPOJIS KJIIETOYHOTO nuKiIa. B xone
KJIETOYHOTO IMKJIAa UMEETCSI HECKOJIBKO TOYEK MPOBEPKH YPOBHS MOBPEXKICHHOCTH I'€HOMa, TJIaBHBIMH M3 KOTOPBIX
SIBJSIFOTCSL «YEKIOMHTBD Ha cragusx nepexoma G1/S u G2/M. BaxHyio poiib B KOHTPOJIE YpPOBHSI T€HOMHOMU
HECTaOMIIBHOCTH W OBPEKICHHOCTH TeHoMa urpaeT re’H ATM [1].

I'en ATM “ataxia telangiectasia mutated” pacmonokeHHBIH B monokeHnn 11q22-q23 [2] sBusieTcs OAHUM U3
KJIFOUEBBIX TEHOB - PEryJisiITOPOB KJIETOYHOro pocra M jaeneHus. Koaupyemblii Oenok sIBISieTCS SJEpHBIM CEpHH-
TpeoHHHOBOU (ochobenkoM, HMEIOMUM MOJeKyIsipHyr0o Maccy 350 kDA. benok, komupyemsiii remom ATM
npuHaAICKUT Gochonnosuton 3 kuHasHoMy cemerctBy (PI3), uto mpemompenenseTr e€ro poyib B CHTHAJIBHOMN
tpancaykuuu [3]. ATM xonupyer CepuH-TPEOHHHOBYIO NPOTEHMHKHHA3y, KOTOpas aKTUBUPYETCS IIPU HaJWMYUH B
KIeTKaxX NBYHHTEBBIX pa3peiBoB [IHK [4]. ATM OGenok Bmecte NBS1 OeinkoM NEHCTBYIOT Kak IEPBHUYHBIC CEHCOPHI
nByHHUTEBBIX TIoBpexxaeHuit JIHK, BbI3bIBas mocTpaHCISIMOHHBIE MOIU(UKAIIMN JIPYTUX CEHCOPOB, TaKWUX, HAIIPUMED,
kak MREI1 u MDCI1 [5]. Otn momumduimpoBaHHBIE CHUTHaNBbHBIE Oenku amiumunupyor curHanr o JJHK
TTOBPEKACHUAX U MEPEIAIOT CUTHAT AAJbIIE A0 KIOUEBBIX «YEKIIOMHTOB» KieTouHoro nukia. ATM camocTosiTensHO
crioco0eH QochopunupoBaTh HECKONbKO KimoueBbIX OenkoB (p21, TP53, CHK2, H2AX wu ap.) Touek KOHTPOISA
KJIETOYHOTO LIMKJIA, CIEICTBUEM YETO MOKET OBITh apecT KJIETOYHOIO KA, nHaykuus npoueccos JJHK penapamun n
amorito3a [6,7]. Otmedena crierduyeckast aktuBanust ATM mpu gericTBum raMma-ryuei [8].

[MoBpexnenns ATM reHa MOTYT BbI3BIBATH Ay TOCOMHO-PELIECCUBHOE 3a00JI€BaHIE — ATAKCHIO-TEICAHTMIKTa3HIO
(Ataxia telangiectasia), xapakTepU3yIOIIUECS HEPBHOM JCTCHEpalneii, TUIICPUYBCTBUTEIBHOCTRIO K HOHU3UPYOIICH
panuanuy, paHHUM CTapeHHeM, OTCTAaBaHWEM Pa3BHTHSI, TMIIOIOHAM3MOM, a TAK)KE MOBBIIICHHBIM PUCKOM DPa3BUTHS
OHKOJIOTHYECKUX 3a0oeBanuii [9].

B mocnenHee BpeMss MHTEHCHMBHO M3Y4YaeTcsli pOJb OJHOHYKJICOTHAHBIX moiauMopdusmoB rena ATM B
palMoOvYyBCTBUTENBHOCTH W (OPMUPOBAHUM MPEAPACHOIOKECHHOCTH K PaKOBBIM, ayTOMMMYHHBIM 3a0O0JICBaHUSIM.
WzBectno 1523 Bupa mommmopdmsma rena ATM, 3aMeHBI HYKJICOTHIOB, BBINAJCHHUS WM BCTABKA CMBICIOBBIX
MTOCTICIOBATEIBHOCTEH, KOTOPBIE MOTYT M3MEHATh pyHKIwH Oenka [10]. [Tomumopdmsm 1853 xomoHa, MPOUCXOAAIIHNA B
pesynbTrare 3ameHsl G—A no 5557 monokeHHro HyKJIeoTHJa, omnpenaesstomeil 3ameny Asp—Asn no 1853 xonony
momunentuna (ATM G5557A (Aspl853Asn)), Hambonee dYacTo acCOUMHUPYETCS C PA3IUYHBIMA PAaKOBBIMU
3aponeBanusivu  [11]. 1lenpto JaHHOTO HCCIIEAOBAaHUS SIBUJIOCH H3YyYEHHE PpOJM OATOro mnoauMopdusma B
PasuOIyBCTBUTEIBHOCTH XKHUTene CeMUIanaTHHCKOTO PErHOHa.

MarepuaJjibl 1 MeTOAbI

Obvexmol uccnedoganus. B xone uccienoBanusi ObutM npoaHanu3upoBanbl oopasubsl JHK, BeinenenHbie u3
neprdepuyeckoil KpOBM JIOJIEH, NPOXKMBAIOIUX Ha TeppuTopur CeMHIATATHHCKOTO SICPHOIO IOJMIOHA U
9KOJIOTMYECKH OJIArONPHSATHBIX PETHOHOB AJIMATHHCKOW 00JIaCTH.

st renoTunMpoBaHus moauMopHbIX amuteneit ATM G5557A Obutn HCIONIB30BaHBI:

1) 107 obpasuoB JIHK, mpexcraBnsromux ceMbd 3 IOKOJICHHWH, NpokuBaromue B 1.n. Yaran u bonene
Bocrouno-Kazaxcranckoi o0nactu;
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2) 68 oo6pasios JIHK, mpencraBistonux ceMbd 3 IMOKOJCHHH W3 SKOJIOTUYECKU OJaronpHsITHOTO pPErruoHa
AnmaruHckoit obnact (1. TaykapaTypbik);

3) 114 o6pasuor JIHK, mnpencraBisiiommx MyKuuH-THKBUAaTOpoB aBapun Ha YADC, 0aHOBpEMEHHO
SIBIISTFOILIMIX CST XKUTEISIMH T. CEeMUITaIaTHHCK;

4) 56 xoHTpONBHBIX 00pasnoB JJHK MyX4uH, COOTBETCTBYIONIIMX IpyIIe JUKBHIATOPOB IOCIEICTBUI aBapuu
Ha YADC u3 m.Yirrobe, Kanaranar, /[3epKUHCK AJTMATHHCKON OOJIACTH.

Buioenenue /IHK. JJTHK Boiensimu u3 3aMmoposkeHHBIX (-20°C) 00pa3ioB mepudepruaecKoil KpoBH, COAEPIKAIINX
B KauecTBe aHTHKoArysiuonHoro arenta DJ{TA. Jlmvmdormte mpomeBaim 2-3 pasa pactBopoM 1xSSC ¢ ocaxxnerneM
KIeTok mpu IeHtpudyrupoanmu Ha 13000 00./MMH W pecycmeHampoBaHueM ocanka. Jms sxcrpakmmm JJHK
ncnoibp3oBany musupytonmid 0ydep (0,2 M anerar Na, 1% SDS). OT 6e71KOBBIX KOMIIOHEHTOB OCBOOOXKIAIHCH ITyTEM
CTaHIAPTHOH (PEeHOJI-XITOPOPOPMHOI IKCTpakiuu: 1 00padoTKa paBHBIM 00beMOM (heHOJIa, 2 - PEeHOI-XIT0pOhOPMHOI
cmecskio (1:1), 1 - xnopodopmom. IHK u3 BogHoi#t (a3sl ocaxnanu nodasienueM 2,5 oobeMoB 96% staHona, ocagok
JHK mpowmbiBaiu 80% pacTBOPOM 3TaHOJA, BBHICYIIMBAIN Ha BO3AYyXE M PACTBOPSUIM B OWUIMCTHUILIMPOBAHHOW BOJIC.
Junst ounctku ob6paszuos ot npumeceir PHK, B pactBop AHK nodasmsiim PHK-a3y no koneunoii xonuentpauuu 50
MKI/MJ1 1 uHKyOupoBanu npu 37°C B Teuenne 1 yaca. O6pasusr JHK xpanwmmu npu —20°C.

III]P u nocnedyrowas pecmpuryus amniugukamos. I eHOTUINPOBAHNE OCYIIECTBISUIOCH C TOMOIIBIO aHAIHM3a
oJMMOp(U3Ma JUIMH PECTPUKLIHOHHBIX (parMeHToB npoaykToB ammunpukanuu (SSCP — single strand confirmation
polymorhysm) ¢ ucnonp3oBanuem crnenugpudeckoit pectpukraspl. s TP rera ATM Aspl853Asn ucmnonp3oBanu
100 ng uzonuposannoit JIHK u coorBecTBytomue npaiimepst 1uist [TLP:

5-GATTCATGATATTTTACTCTAA-3 n

5'-AAGACAGCTGGTGAAAAATC-3".

TLIP npoBouiu B 20 MKII peakiroHHoM cmecu. YcnoBus [TLP aMrumukanum cocTosii U3 MHUIMUPYIOIEro
stama - 94°C |, 2 mun; cnexyromue 35 ko npu 95°C B treuenne 30 cexk., Temnepatypa oxura - 48°C B Teuerne 30
cek., 72°C B teuenue 30 cek. ¢ 3axmo4uuTeNnbHBIM dTanoM npu 72°C B teuenue 2 muH. [P npomykrter (88-m.H.)
obpabateiBasn pectpukraszoi Ddel (Fermentas). ['omo3urotsl o HopmaibHoMy ajuiento (ATM 1853 Asp/Asp) naror 2
1oJiockl pazmepoM 69 u 19 1m.H.; rerepo3urotsl (ATM 1853 Asp/Asn) — 3 nosocer pazmepom 88/69/19 11.H.; rOMO3UTOTHI
o MyTanTHOMY ayielto (A7M 1853 Asn/Asn) — 1 monocy pazmepom 88 In.H.

Cmamucmuueckas obpabomxa. Ilokazatenn otHocutenbHOro pucka (OR), BBIABISIONINE NOABEPKEHHOCTD
renoB penapaiun JIHK u nerokcukanuyu KCEHOOMOTHKOB MYTAalMOHHBIM H3MEHEHHMSM B pe3yJibTaTe JeWCTBHS
pazuanuy, pacCIUTBHIBAIIN 110 CTAHAAPTHOH (hopmyure:

OR =a/b x d/c,

IZie a - KOJUYIECTBO JIF0AEH B 00JIyYeHHOH IpyMIie, UMEIOIINX MyTaHTHBIA T€HOTHIT;

b — KOIMYECTBO TMOACH B O0IyUYEHHOH IPyIIIe, HMEIONNX HOPMAaIbHBIM T€HOTHIT;

¢ — KOJIMYECTBO JIF0/Ieil B KOHTPOJIBHOM TPyIIE, UMEIOIINX MyTaHTHBII T€HOTHIT;

d — KOJINYECTBO JIIOJIeH B KOHTPOJIBHOW TPYIIINE, UMEIOLIMX HOPMAaJIbHBIN [C€HOTHII.

JlocTOBEpHBIii JIOBEPUTENILHBIM HHTEPBAJ BBIYUCIISUIN 110 (hopMyiam:

Clpin=exp(InOr-1,96V(1/a+1/b+1/c+1/d))

Clya=exp(InOr+1,96V(1/a+1/b+1/c+1/d))

HoctoBepHocTh paznuuuii (P) Mexay rpynnamu onpenessuid ¢ UCIOJIb30BaHuEM Chi* u t-kputepust CThIOJICHTA.
Yposens BeposTHOcTeH 0.05 ucnonp30Baics Kak KpUTEPUI 3HAUCHHUS.

Jns  anHanmu3a Takke OBUIM  WCIIONB30BAaHBI MPOrpaMMbl Uil 00pabOTKHM  pe3yJbTaToB MOJEKYJISIPHO-
SMUAEMHOJIOTMUYECKUX UCCIIEJOBAHUM, BIIOJIHEHHBIX METOJIOM «CIIy4ai-KOHTpOIb» [12].

Pe3yabTaThl M UX 00CyXKICHUE

Jns ananm3a ObII MCHOJIB30BaH MaTepuall MO PAAMAIMOHHO-O0JYYEHHBIM IOIYJISINSAM, COOpAaHHBIH B XOe
mpoekta «[lomomHenne, n3yyenne u coxpanenue rendbankos JJHK, kietok u Tkaneit uenoBekay. [logdop KOHTPOIHHBIX
00pa3IoB OCYMIECTBISICSA, UCXOAS M3 COOTBETCTBMS HECKOJIBKMM IapaMeTpaM, TaKMX Kak CPeIHWI BO3pacT, IO,
HaJM4YKMe BPEAHBIX NPHUBBIYEK, B YACTHOCTH KypeHus. B tabmumax 1 m 2 mpencraBieHbl JaHHBIE IO COOTBETCTBHIO
0OJIy4EHHBIX U KOHTPOJIBHBIX TPYIHIL.

W3 00pa3uoB nepudepruueckoil KpoBH IpeCTaBUTENeH 00JIydeHHBIX U KOHTPOJIbHBIX KoropT BhiaeneHa JJHK u
NPOBEICHO reHoTUIHpoBanue ameneit 4TM rena no noaumopdusmy 1853 konona. Ha pucynkax 1 u 2 npencraBieHbl
HpUMEpbI ONpe/ieNIeHHs] TEHOTHIIOB 10 M3ydyaeMoMy BHIY nonumopduizma ATM reHa B 00OIyYEHHBIX U KOHTPOJIBHBIX

rpyImnax.

Tadamna 1 - CoorBercTBue npu3HakoB obiydeHHoH (nm. bonene m Yaran Bocrouno-Kazaxcranckoi obmacti) u
KOHTpoJbHOH (1. TaykapaTypbIk ATMAaTHHCKOM 00J1aCTH) TOITYJISIIIH

Iomynsaunn Cpenunit OTHHYecKas [Ton, uenosex, (%) BpenHble npuBbIUKH,
BO3PAaCT, | MPHHAICKHOCTB, 4eIoBek, (%)
Jer yenosex, (%) KEHCKUI MYKCKOH Kypenne AJKOTO0IIh
OGiryyeHHas Kazaxu — 62 (53,45) 54 (46,55) 22 (18,89) 15 (12,99)
koropra (116 gen.) 35,5 116 (100)
KonTponbsHas Kazaxu — 36 (52,17) 33 (47.,81) 12 (17,41) 7 (10,15)
koropra (69 yein.) 39,2 69 (100)
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Tabauma 2 - CooTBETCTBHE MPHU3HAKOB MOMyNIAUM JUKBUAaTopoB aBapuu Ha YADC (r. CeMunamaTHHCK) C
KOHTPOJIbHOH Koroproii (1.1 Yirrooe, XKanaranamn, J[3ep)kuHcK AJIMATHHCKO#M 00J1aCcTH

Ionynsuuu Cpennuii DTHUYECKasl IPUHAJUIEKHOCTD, YEIIOBEK Bpennsie npuBbIuKwy,
BO3pacT, (%) genoBek (%)
JeT Kazaxu Pycckue u Hpyrue Kypenune Anxoroins
YKPauHIIBI

JluxBuaTopet
TTOCTICICTBUI aBapuy Ha 48,6 75 (65,8) 36 (31,6) 3(2,6) 72 (63,2) 81 (71,1)
YADC (114 gen.)

KonTponsHas 49,2 37 18 1 34 37
koropta (56 gei.) (66,1) (32,1 (1,8) (60,7) (66,1)

6 7 8 9 10 11 12 13 14

150b.p—
100b.p

75 bp

88bp
69b.p

50 bp

25 bp

19bp

1-14 — THK o6pa3nos K137 — K150; 1-4, 6 u 14 — renotun G/A; 7-11 u 13 - renotun G/G

Pucynoxk 1 - DrextpodoperpamMma MpoayKTOB PECTPUKIAH aMILTUHKaTOB TeHa ATM G5557A
B oOpasnax IHK mpencraBureneld KOHTPOIBHBIX TPYIIT
u3 .11 J[3eprkuHCK, Yrrobde, XKanatanan, TaykapaTypslk ATMaTHHCKOH 00aCTH.

M 1 2 3 4 5 6 7 8 9 10

150b.p I
100b.p—
75 b.p, ’
“69b P
50 bp—

25 bp—>

“L19b P
1-10 — IHK o6pasmos K81, K182, 80, 404, 405, 412, 416, 429, 487; 1-10 - renotun G5557G

Pucynoxk 2 - DiexkrpodoperpamMma rnpoyKToB pecTpukiuu amiuindukatos rena A7M G5557A B obpaszuax
JHK npencrasureneii cemelt u3 m.i. Yaran u bonene Bocrouno-Kaszaxcranckoii o0macTi.

Pacnipenenienre reHOTUIIOB B OOJTYYEHHBIX MOIYJISIIMSAX COOTBETCTBYET pacupeesieHnio Xapau-Baitnbepra (s
npencraButeneii cemeil u3 m. bogene m Yaran - chi2=0,03, p=0.86; mnas YADC - chi2=0,45, p=0.5). B momymsmun
3JI0POBBIX MY’KUHMH, HPEICTABISIONICH KOHTPOJIb Ul JIMKBHAATOPOB mociencTtBuii aBapun Ha YADC, He ObLIO
00Hapy>KEHO HU OIJHOTO TOMO3WUTOTHOTO MO peakomy amrento (5557A) renoruma (chi2=0.0, p=1). Bo3moxHo, 3TO
CBSI3aHO C HEJOCTATOYHOCTHIO 00BEMa BBIOOPKHM MM ATHUUECKOI reTepOreHHOCThIO nccie yemMoi rpynmnsl. OIHako U B
KOHTPOJIbHON momymsamuu cemed u3 1. Taykaparypelk, mnpenacraBneHHod 100% kazaxamu, Takke HE OBLIO
TEHOTUIIMPOBAHO FOMO3UTOTHOCTH IO PEAKOMY ajuielto. [103ToMy cpaBHEHHE 4aCTOThI BCTPEYAaEeMOCTH PEIKOTO aJlIess
(5557A) ATM rena B mOmyJSLMSAX 3IOPOBBIX JIIOJEH, HE MOJBEPIHYTHIX pagUallIOHHOMY OOJy4EHHIO, C
JIUTEpATYpHBIMU JaHHBIMU HE MNPCACTABUIIOCH BO3MOXKHBIM. HpI/IMe'{aTeJII)HO, 4TO YacToTa pacrnpoCTpaHCHUA
TE€TCPO3UTOTHOTO HOCUTCIILCTBA BAPbUPYCT Y Hpe}lCTaBHTeﬂef/ll Pa3JIMYHBIX 3THHUYCCKUX TI'PYIIII. TaK, JUIsA KaBKa3lCB
(0,66; 0,34; 0,66-0,66), adpukanis (0,27; 0,21; 0,31-0,63), ucnans (0,70; 0,21; 0,22-0,20), 1 A7 ITHUYECKAX TPYIIT
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Tuxoro okeana (0,54; 0,40; 0,56-0,60), monyueHnbic U3 0a3bl qaHHbIX SNP. JlaHHBIC 0 BCTpe4aeMOCTH 3TOTrO BHIA
nosuMopdu3mMa B HOMYJISLUIX a3MaTOB BECbMa Pa3HSITCS.

Ha pucynkax 3 u 4 npencrasieHbl JaHHBIE 10 PACHPENEIICHHIO TE€HOTUIIOB MO mojauMoppusmy rena ATM
G5557A B o6iryyenHbIx (cembr 1 YADC) 1 KOHTPOJIBHBIX KOTOPTaXx.

CpaBHUBasl paclpe/elieHne I'€HOTHUIIOB 10 JAaHHOMY BHJIY IMOJUMOpP(GU3Ma B KOHTPOJIBHBIX M OOIyYSHHBIX
MoMyJsinusiX, OBIIM  paccuuTaHbl II0Kasarenu oTHocurenbHoro pucka (OR, odds ratio), ompenensromnye
WHIUBUAYAIBHYIO PaAUOPE3UCTCHTHOCTh WM PaJHOYyBCTBUTENBFHOCTh B aCCOLMAIMN C KOHKPETHBIM T'CHOTHIIOM.
Pe3ynbTaThl CTATHCTHYECKOTO aHAIM3a CyMMHPOBAHBI B Ta0IHIE 3.

™™ G55 o 100 206
[ l‘lASC =2 Ty4CHHAsA
o 1907 5 480 ATM G5557A nomysHs
z z 80 1 O KoHTporb & S 60 - (cembu)
@ o ] 29 O KouTponbHast
o £ 60 o g
o g 240 1 TTOMyJISITHS
S0 40 A (cembn)
o u 20
o
§2 20 0 N m
U ; — GIG G/A AIA
ol GIA ALA
Pucynok 4 - Pactipenenenne ATM G5557A Pucynoxk 3 - Pactipenenenne ATM G5557A reHOTUTIOB B
TEHOTHITIOB B ITOIIYJISALIUH JTUKBUAATOPOB aBapun Ha YADC  momyssimuu cemeit u3 .11, Yaran u bojene KoHTponbzHOM
U COOTBETCTBYIOLIEH KOHTPOIBHOM KOropT HOMYJIAUM U3 1. TayKkapaTyphlk

Tadamma 3 - Acconmanus reHoruna no noiaumoppusmy ATM GS5557A ¢ dakropom oOiaydeHHs B IMOMYJISIIAA
nukBuaaTopoB aBapuu Ha YADC U cOOTBETCTBYIOIIErO KOHTPOJIS

I'ensr I'enotun KonTtpoms, gen OO0my4yeHHEIE,
(%) gei (%)
Koi-Bo yenoBek OR CI (95%) P
(cembu 3 mmn. boxene, Yaran, 68 106
TaykapaTypsIk)
G/G 64 (94,12) 93 (87,74) 0.45 0.14-1.43
ATM G/A 4 (5,88) 13 (12,26) 2.24 0.70-7.17
A/A 0(0,0) 0 (0,0) 0.64 0.01 —32.80 0.38
ATM G/G 64 (94,12) 93 (87,74) 0.45 0.14-1.43
JloMuHaHTHAas G/AuA/A 4+0=4 (5,88) 13+0=13 204 070 —7.17 0.17
MOJIEITh (12,26)
ATM G/Gu G/A 64+4=56 (100,00) 93+13=112 052 | 0.03—7928.
Peueccunas (100) 1
MOJIEIIb A/A 0(0,0) 0(0) 1.93 0.01 —32.80
Kou-Bo yenosek (koHTposs — YADC) 56 114
G/G 50 (89,29) 95 (83,33) 0.60 0.23 - 1.60
G/A 6 (10,71) 17 (14,91) 1.46 0.54-3.94
ATM A/A 0(0,0) 2 (1,75) 2.51 0.12-53.19 0.44
ATM G/G 50 (89,29) 95 (83,33) 0.60 0.23 - 1.60
JomuHaHTHas G/A u A/A 6+0=6 (10,71) 17+2=19 1.67 0.63 — 4.44 0.30
MOJIEITb (16,67)
ATM G/Gu G/A 50+6=56 (100,00) 95+17=112
PeneccuBHast (98,25) 0.40 0.02-8.44 0.32
MOJIETIb A/A 0(0,0) 2 (1,75) 2.51 0.12-53.19

Kak BuAHO M3 MpencTaBIEHHBIX AAHHBIX, TOMO3UTOTHI 110 MHUHOpPHOMY ajento (AS5557A) m rerepo3uroTsl
(G5557A) rena ATM nMerOoT CTaTUCTHYECKH HEJJOCTOBEPHO ITOBBIIICHHBIH PUCK B OTHOIIEHNH (akTopa paguanun. Kax
U OKHJIAJIOCh, CTENICHb OTHOCHUTEIBHOIO PHCKAa TOMO3MIOT MO PEIKOMY ajuIeNII0 y IpeacraButenieil koroptsl YADC
BBIIIE YeM B TOMYJisiuy ceMell n3 CeMMITaJIaTHHCKOTO PernoHa. DTO BIIOJIHE OOBSICHUMO 0oJiee )KECTKUM XapaKTepoM
o0y4eHus B TpyIIe JUKBHIATOPOB mociencTsuii aBapru Ha YADC. PagmonporekropHas pons amiens G5557 rena
ATM BEIpakeHa HE CIJIBHO, O Y€M CBHICTEIBCTBYIOT Pe3yNbTaThl CpaBHEHHs Mokazarteneii OR B 1ByX 0OMydeHHBIX
rpyImax.
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3HAYUTEIBHOE YHUCIO PabOT TOCBSIIIEHO TOUCKY CBs3M MOJUMOpGHBIX BapuaHToB ATM reHa B cB3M C
NPE/IPaCONIOKEHHOCTBIO K TEM WJIM MHBIM PaKoBbIM 3a0oseBaHusM. Accoumanusi noiauModuoro amienst A5557G c
pa3BUTHEM paka IPyAM BBISBIEHA y IpeicraButenieil ¢uHckoil momyssiumu [13], u ¢ pa3BUTHEM paka NpOCTaThl B
COUETAaHUM C PAJUMAUUOHHON Tepanuedl Ha cMmewmaHHod mnomymsiuuu [14]. bbula ycTaHoBieHa TOBBIIICHHAS
THIIEPYyBCTBUTEIBHOCTh K pajualiy dYeloBedecknx (GuoOpoOsacToB, rerepo3uroTHeix mno AS5557G amremo [15].
OTMEUYECHO, YTO B CEMBSX, OTATOMICHHBIX HACJICICTBCHHOCTHIO IO PAKOBBIM 3abosieBaHUsM, momumopdpmm ATM
AS5557G mposiBnsieT 6oree BRICOKYIO CTEIIeHb aCCOIHAINH ¢ 3TUM 3aboseBanueM [16].

B mHacrosimiem mccieIoBaHUE Ha MpUMepe Ka3axXCTAaHCKUX IMOIMYIBIIUN M3ydanach CBs3b momumopdmma ATM
AS5557G ¢ pakxTopom pagmanuu. CTOUT OTMETUTH, 9TO OOIydIEeHHAs MOMYyJSAIus ceMeil n3 CeMUIaJaTHHCKOTO pEernoHa
“MeeT OJIarONOIyYHbIH MEeIUIMHCKHN cTtatyc. OnHaKo, KOropTa JUKBHIATOPOB mocieAcTBuil aBapun Ha YADC mo
MEIWIMHCKUM TIOKa3aHMWsAM BechMa HebmaromomydHa: 100% OoneroT cepaedHO-COCYyIUCTBIMH 3a00JIeBaHUSIMH,
OTMEUYEHO 7 ciy4aeB pakoBbIX 3abosieBaHuit (6,94 %), 4 ciydas ayToMMMYHHBIX 3a0oneBanuid (3,51%), 15 ciyuaes
runotupeoza (13,16%) u 8 cnyuaeB caxapuoro guadera (7,02%). Ilo-BuamMoMy, WUMEHHO HEOJIArONPHUSITHBINA
MEIUIMHCKUI cTaTyc B koropte YADC sBisieTcss MPpUUMHON TOBBIIIEHUS CTENeHM accouuanuu amiens AS557ATM
TeHa B KOTOPTE JIHI, IOJYYUBIIMX OoJice CHWIBHOE OOIyYeHHUE, MO CPaBHCHHIO C TIPEACTABUTCISIMH CeMEH U3
CeMUnagaTHHCKOTO PETHOHA.
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TYKbIpbIM

Makanaga Cemell SIpoJbIK TOJUTOHBI alMarbIHIAFbl OoTOackuiapsl MeH YADC amaThIHBIH 3apJanTapbiH
xororbiiap, Cemeid KaaacklHbIH THIPFBIHAAPHI KyparaH KazakcTaHabIK MOMyJsIMsIIapaarbl PaaualusIIblK CoyIelepaiH
¢dakropeiveH ATM A5557G reni nmoauMopdThIK OailylaHBICKI 3ePTTEY HOTHIKENIEPl KapacThIPbUIbLIFAH. bakpuiay
peTiHae AnMarbl OOJBICHIHBIH KOJIOTHSIIBIK JKAFIaiibl THIMII aliMaKTapbhIHBIH THICTI IIOFBIPBI 3epTTEiai. Pamuarms
¢daxropeiver monmuMopdTel ATM  reHi OOMBbIHIIA T'eTEpPO3UIOTTHIK TaCMAJIAAYLIBUIBIK apachbIHIarbl OaliaHbIc
anpIKTasbl. Cemeil aiimarbiHaarsl Cemeil nomyssiusicbiHa Kaparanna YADC anarbiH KOIOLIBUIAD MOMYJISILUICHIHAA
CaAJIBICTBIPMAJIBI  KAyill KOPCETKIIITEepPi J>KOFaphl CKEHJIrl aHBIKTAIAbl. BYJl OCBI IIOFBIPBIHBIH JKOFaphl MOJIIepIe
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ColleHyIMeH TYCIHIIpUIe i )KoHe MEAMIMHAIBIK Halap MopTeOeMeH, COHBIH ILIIHIE KaTepdl iCiK, )KypeK-KaHTaMbIpiap
aypyJiapbIHBIH YKOHE ayTOMMMYH/IBIK aTOJIOTHsUIAP/IbIH JaMybIMEH KOpPiHe.

Summary

In the article were shown results of the research directed on revealing of association of ATM gene polymorphic
variant G (5557) A with the factor of a radiation in the Kazakhstan populations, representing families from area of
action Semipalatinsk nuclear polygon, and Chernobyl accident consequences liquidators, inhabitants of Semipalatinsk
were presented. The matched cohorts from ecologically favorable Almaty area regions were investigated as a control.
The association between the radiation factor and heterozygote carrying of polymorphism ATM G(5557)A was revealed.
It is established that indicators of relative risk in population of liquidators of Chernobyl accident consequences were
above than the same rates in population of families living around the Semipalatinsk nuclear polygon area. This implies
the facts that the dose of the irradiation received by the cohort of liquidators of Chernobyl accident consequences were
considerably higher and this cohort expresses the bad medical status, including the development of cancer,
cardiovascular and autoimmune pathologies.

YIK 631.527:633.11
Kanraszues A.C.
IF’EHETUYECKHUE OCHOBbI CUCTEMATHUKMU NIIEHUIL B POJE Triticum L.

(Kazaxckuit HayqYHO-HUCCIIeI0BATEILCKUM MHCTUTYT 3EMIICICIHS 1 PACTCHUEBOICTBA)

B cmamve npusoosimes pe3ynbmamol 2eHEMUYECKO20 AHAAUZA 6UO08BIX NPUSHAKOS MAPKUPYIOWUE KYIbMYpPHbLE
28 XpoMOCOMHbBIE RUIEHUYbL. YCMAHOBIEHO,YMO «(MAPKUPYIOWUE» 6UO006ble NPUSHAKU NOJONCEHbL 6 OCHOBY OeleHUe
nuleHUY HA UObL AGISIOMCS 2EHEMUUECKU 00YCI0BNEHHbIMU U KOHmMpoaupylomes 1-3 u 6onee ( nonumepnvimu) 2enamu.
DkcnepumenmanvHbiM — nymem  Obl10  00OKA3AHO — OOWHOCMBI) — NPOUCXOICOCHUST  KVILMYPHBIX — (20JI03EPHbIX»
Mempaniouonvblx NuleHuy, pPoOOHAYarbHUKoM xomopoeo seisemcs 1.dicoccumSchrank u T.dicoccoides Korn. Ha
OCHOGE De3yIbMmamos YUIOSeHeMUYeCKol C83U NUEHUYb NPEONIONCEHA 2eHEMUKO-IKOI0SUYECKas KIAcCUgurayus 6
pooe Triticum L.

[Mmennna — BaxkHEHIIas NPOJOBOJBCTBEHHAS KyJbTypa 3€MHOIO Iapa, €€ CUCTEMaTHKa Uil CEBEpHOIo
MONyIapusl Kas3allach PEIICHHOW: OCHOBHAs CHCTeMa ObUIa YCTaHOBJICHA, a BBIIEICHHBIC B IPHUPOJIC HOBBIC BHIBI
JOTIONTHSUIA, HO HE W3MEHSIM TMPHHATYI0 CHUCTEMAaTHKy. PaboTHI mociemHMX JleT B 00JacTH TEeHETHKU, OMOXMMHHU
MOJIEKYJIIPHOH OMOJIOTHH PUBENH K IEPECMOTPY CTapbIX IPEACTABICHUH O (QIIIOTeHUH MIICHUIBI U PEBU3HU CHCTEMBI
pona Triticum [1,2,3].

ITocne Toro, Kak OBIJIO YCTaHOBIIEHO, YTO JIBAa M3 TPEX TEHOMOB TETPAIUIONIHON MIICHUIIB IPOUCXOIAT U3 Poaa
Aegilops BO3HUKIIA TOTPEOHOCTh B MEPECMOTPE MPUHITOH CHCTEMbI KiIacCH(UKAIMU, MMOCKOJIBKY MO0 MHEHHIO psja
yueHbIX [2,3] MexpomoBod THOpHI Helb3sd OTHOCHTH K poay ofHoro u3 poaurteneil. B.M. boynen mnpemmoxun
o0beanHUTh poabl Aegilops w Triticum, cOXpaHUB, TJe 3TO BO3MOXXHO BHJOBbIE Ha3BaHus: Aegilops ovatum, oH
npejyiaraeT MMEHOBaTh Triticum ovatum, Aegilops cquarroso - Triticum cquarroso. IlpoTuB mnpemioxkenus B.M.
Boynena Bozpaxan A.H. XKykosckwuii [4], B.®. Hopodees [5], H.II. Tonuapos [6]. OnHako, B HacTosIee BpeMms
MHOTH€ TPUTHKOJIOTH 3a PyOeKOM IPHUJICP)KUBAIOTCSI CUCTEMATHKH, NpeaoxeHHoi B.M. Boynenom.

Cpenu cucTeMaTuKOB MIIEHUIBI HET €IMHOTO0 MHEHHMS MO BOIIPOCY O KOJIMYECTBE BUIOB B poae Iriticum. OnHu
TPUTHUKOJIOTH TPHIACPKHUBAOTCA MU PEpeHINaTbHON (CpaBHUTEIHHO-MOP(OIOTHIECKOH) CHCTEMBI MIICHUIBI U
HACYMTHIBAIOT UX B POZE MIIEHHUIHI 26-29 BUIOB [5,0], a psAa CHCTEMAaTHKOB MPU3HAIOT CAMOCTOSATENFHBIMU 15 BUIOB
[7,3]. C gpyroil CTOpOHBI TEHETHKH M3 3apyOCKHBIX CTpaH MPU3HAIOT WHTETPAIbHYIO (MOMMIDIONW3ANUS H
JECHHANTHYECKas) CUCTEMY IIIEHHUIIBI — CAMOCTOSTEIbHOI ToNbKO 3-6 BUIoB [1,2,8].

B 1essix BbISBICHUS CHCTEMAaTHKU M (uiioreHur 28 XpOMOCOMHBIX KYJIBTYPHBIX BWJIOB MILIEHUI] B 0OIIeH
CHCTEME, a TAK)KE C LENbI0 CEJIEKINH MIICHUIBI B TeUCHHE MHOTUX JIET HAMHU MTPOBEACHBI PEIUIPOKHBIE CKPEIINBAHUS
pasiauuHBIX pasHOBUAHOCTEH Mexay Bumamu 1.durum, T.turgidum, T.persicum, T.aethiopicum, T.polonicum,
T.turanicnm, a taxxe T.dicoccum, T.durum c T.aestivum

MaTtepuajibl 4 MeTOABI

B kauecTBe HMCXOIHOTrO Marepuajia Ui HOJNyYeHHE THOPHIOB HCIIONB30BAIM COPTAa M BHUABI M3 MHPOBOH
koyutekiu : T.turgidum var.solomonis, var.lusitanicum, var. herrearae, T.persicum: var.fuliginosum, var.stramineum,
T. aethiopicum: var. meneliki, var. ps- rarum, 7.turanicum (K-39319, K-40162), T.polonicum(K-22697), T. durum:
Amber 2, XappkoBckas 46, Kamm18, K-45406, K-6150; T.aestivum: bezocrtas 1, ABpopa, Kaskas, [Torykapmukoas 49
u np. Kactpamms u onpuieHHe MAaTepUHCKIX KOJIOCHEB MPOBOAWIH 1O O0menpuHATON MeToauke [9]. CraTucTudeckas
00paboTKa TaHHBIX THOPUIOIOTHYECKas aHaIu3a IpoBoamIn Mo Meroauke [11]. MccnenoBanus npoeeneHsl ¢1986 mo
2009 rr. B mpearopHoii 30He 3aMNIMHACKOTO AJlaTay Ha CTAI[MOHAPHOM YYacTKe OTAEJa CEJEKIMH 3ePHOBBIX KYIBTYp
Kazaxckoro HUU 3eminenenus u pacTeHUEBOICTBA.
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