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SBIISIETCSI OTOOP TPaHC(HOPMHUPOBAHHBIX PACTCHHN BO BpEMs MOIYYCHHS TPAHCTEHHBIX
pactenuii. IlpuMeHeHHe T'€HOB YCTOMYMBOCTH K AaHTUOMOTHKAM B TPaHCTEHOMHKE
NO3BOJISIET OBICTPO U 3(P(PEKTUBHO ONPEAETUTh TPAHCTEHHBIE KIETKH, TKAHU WU
pacteHus. B HacTosee BpeMsi T€HHO-UHKEHEPHBIE CEJIbXO3KYJIBTYPhI BBIPAIIABAIOTCS
Ha Iiomanu okosio 180 MIIH. reKTapoB IO BCEMY MHUPY U IPAKTHUYECKH BCE OHHU
collep)KaT TeHbl YCTOMYMBOCTH K aHTHOMOTHMKY. TeM He MeHee, B TOCIEAHHE TObl
MMEETCs TEHJEHIUS 10 MOJIYYEHUIO TPAHCT€HHBIX PACTEHMM, HE COJEpKallUX B CBOEM
reHOME TeHbl YCTOMYMBOCTU K aHTUOMOTHUKAM.

Nwmerotcss pa3nuuHble MOAXOJbI MO CO3JaHHIO O€3MapKEepPHBIX TPAHCTEHHBIX
pacTeHull, © B OCHOBHOM BCE€ OHH TPYAOEMKHE M Jaoporocrosmue. bonee mpoctsiM
METOAOM SIBJIIETCS. CKPUHUHI IONYJISILUM CO3AAHHBIX PACTEHUMM C IOMOILIBIO
MOJIEKYJISIDHOTO ~ aHanu3a. B Oo’pmMX MONyMsSUUAX pAcTeHW B  pe3ysbTare
pacLIEIVIEHUsI MOTYT MOSIBUTHCA MIPUPOJHBIE T€HOTUIIBI, HE COJlepKalIue NaHHbIi reH. C
nomouisto [I1{P-ananu3a MoKHO OOHapyKUTh WX, U IOTOMU Pa3MHOXAaTh UX CEMEHA U
MOJIYYUTh TEHHO-UHKEHEPHBIE copTa 0e3 CoAepKaHus ITOrO I'eHa.

B Ilentpe renomuku u 6nonndopmaruku AH PY3 ¢ momomipio Texnonoruun PHK-
uHTepepeHunn pa3paboTaHbl BBICOKOKAaYE€CTBEHHbIE TI'€HHO-MH)KEHEPHBIE COpTa
xynormyaTtHuka cepun [lopnok. /laHHBIE copTa HECyT B CBOEM T€HOME BEKTOPHYIO
koHcTpykiuio pHellsgate-8::PHY A1, conepskainyro reH YCTOWYMBOCTH K aHTHOHMOTHKY
KaHAMUIUHY.

Lenpto naHHOM paboThl OBLIO MOUCK cpeau nomyisinuii coproB Ilopiok
TCHOTHIIOB, HE COJIEpXKAIuX IreH ycToMumBocTH K kaHamMunuHy (NPTII) m momydyenue
COpPTOB, CBOOO/IHBIX OT JIaHHOTO T€HA.

Ha nmoneBom yuactke Llentpa cpemu coptoB Ilopnok-1, Ilopnok-2, Ilopnok-3 u
[Toprnok-4 mpoBeAeH paHAOMHU3UPOBAHHBIA OTOOpP TEHOTHUIIOB C  YIYYIICHHBIMHU
arpOHOMUYECKUMHU M XO3SICTBEHHO-IIEHHBIMH ToKazarensiMu. [lo 100 oOpasioB cemsiH
kaxaoro copra [lopmok ObuIM BBICa)KEHBI B YCIOBHIX (PUTOTPOHA B TpeX MOBTOpax. B
KayecTBE KOHTPOJIA ObUIM BBICA)KEHBI CEMEHAa HEe TPaHC(OPMHUPOBAHHOTO XJIOMYATHHKA
Koxkep-312. B nepuon nmpopocTka pacteHus: ObUTH olleHeHb! Ha Hanuune ¢peHoruna PHK-
untepdepeniiun reHa ¢uroxpoma Al (PHYAI). C kaxmoro WHIWBUIYATBHOTO
pacteHust ObUT MpoBeieH cOop ucTheB U BhieneHa reHomHas JIHK ¢ momomproCTAB.
Jlns aHanu3a ObUIM  OTOOpaHBl BeKTOp-crenududeckue mpaimepsl 35S-F/PDK-R,
KOTOpbIE€ MCIOJIb30BaHbl JI1 MOATBEPKJICHUSI HAIMUUSI B T€HOME PacTEHUN BEKTOPHOU
koHcTpykuuu pHellsgate-8::PHY A1, a Ttaxxke mnpaiimMepsl i aMIUiMpUKalUd TeHa
NPTII. B nacTosiiee Bpemsi IPOBOJAUTCS. MOJIEKYJISIPHBIN aHAJIU3.

CKPUHUHT MYTAIIMM I'EH HRYR2 B KA3AXCKOM MONY.JISAIIUA
Aounosa X.'.2, Kanuesa A.?, bekbockiHoBa M.?, A6auposa b.?, Hypanunos O.2,
Haxar JI.°, AkunbxkanoBa A.!
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KenynoukoBble apuUTMHM SIBISIIOTCS OCHOBHOW NPUYMHOW 3a00JIEBA€MOCTH U
CMEpPTHOCTH BO BceM Mmupe, exxeroqHo B CoennHeHHbIX [1ITaTax BeI3BIBas 60see 300 000
ciyyaeB BHe3amHoi cmeptu cepana (BCC) u pgemaer 3To cepbe3HOM mpoOiaemMoit
OOLIECTBEHHOTO 37]paBOOXPAHEHUSI.

CeMeliHbIl aHaMHE3 ClIy4aeB BHE3aTHOW CMEPTH B MOJIOJIOM Bo3pacte. S. Priori u
€ro KOJUIETH CYMTAIOT MYTAllMI0 B T'€HE PUAHOJMHOBBIX PELENTOPOB CEPALA YEJIOBEKA
(hRyR2), pacnonoxxennoM Ha xpomocome 1q42-q43. Puanonunossie penentopsl hRyR2
— KJII0YEeBOM OeJIOK, perynupyromuil BeicBoOokaeHre Ca 2+ U3 capKOmIa3MaTHueCcKOro
peTHKylIyMa U  COMNpSDKEHHE  TPOIECCOB  BO3OYXKICHHS M COKpalleHUs B
kapauomuorutax. Tot dakt, 9yTo ToabKO y 4 U3 12 npobanaoB ObLT HAlJIEH U3MEHEHHBIN
I'€H, MO3BOJIMJI aBTOpPaM MPEANOJIO0KUTh T'€HETUYECKYI0 TeTEPOre€HHOCTh 3a00JIE€BaHUS.
3abosieBaHue nepeaaeTcs Mo ayrToCOMHO-JAOMUHAHTHOMY MIPUHIUIY HACJIET0BaHUS.

B nccnenoBanue BKIIOYEHBI OOJIbHBIE APUTMUSAMHU — KEITYI0UYKOBOM TaXUKapIue.
Huarno3 BepuduiupoBaics B HarmoHalbHOM HaydYHOM KapJIUOXUPYPIHUECKOM IEHTPE
r.Acrana. ['eHorunupoBanue mnpoBoauioch B Jlabopatopum TreHOMHOW U
nepcoHanu3upoBanHHON MenuiuHbl YUY «National Laboratory Astana» r.Acrtana. JTHK
OBLJIO BENEJICHO W3 BEHO3HOW KpoBH ¢ wucnoiib3oBaHueM Wizard® Genomic DNA
Purification kit B COOTBETCTBMM C MPOTOKOJAMH TIPOUZBOAUTENSI C HEKOTOPOM
Monudukarueit. Jluzaitn mpaitMepoB NMpoBOAUIICS ¢ MoMoIblo mporpammbl Vector NTI
Advance™ 9.0 u nporpammsl Primer 3.CexkBenupoBanue JIHK npoBonunu Ha nmpubope
3730XL coriacHO MPOTOKOJY MPOWU3BOJIUTENS. AHAIU3 MOJYYEHHBIX HYKJICOTHIHBIX
MOCIIEZIOBATENILHOCTE TIPOBOAMIICS C HCIOJIb30BaHWEM MmakeTa mporpamm Applied
Biosystems, FinchTVv1.3.1. u ¢ ucnons3oBaHueM MeXAYHApPOJIHBIX 0a3 HYKICOTHUIHBIX
nocnenosarenbHocTeil (Blast, ENSEMBL, Gene Bank u np.). AHanu3 HYKJICOTHAHBIX
MOCJIEIOBATENIbHOCTEN  reHa  OPOBOAWIM C  [OMOIIBIO  pa3IMYHBIX  MaKETOB
KOMIIBIOTEPHBIX Mporpamm, Takux kak SeqScape 2.5, BLAST, BioEdit. C sToii nienbto
0oTOMparoT HeoOXoMMMBbIe (haliIbl C MOCIEeI0BATEIHLHOCTSIMU U MPOBOIUIN BEIPABHUBAHUE
JIHK ¢ nocnenyroomum BbISIBIEHUEM TOMOJIOTUYHBIX y4acTKOB. CTaTUCTUYECKUN aHAIIA3
MOJIYYCHHBIX Pe3yJbTaTOB MPOBOAWICA C UCIHOJb30BaHHeM mporpammbel SPSS 19.0
(JAPAN) u MicrosoftExcel 2007.

[IpoBeneH CKpUHUHT TeHeTHYecKux BapuanToB reHa hRYR2 y nByx manueHToB ¢

CPVT u 14 naunueHToB c >xenynoukoBoil Ttaxukapaueit (VT). OOiiee KonuuecTBO
601pHBIX ¢ JKT, KOTOpBIM MPOBOMICS CKpUHUHT MyTanuid B reHe hRYR2 cocraBumno 35
yenoBek. [Ipu oOHapyKeHWM MyTaluii, TeHETUYECKHI aHanu3 ObUl MPOBEACH W IS
POJICTBEHHUKOB Tal[MeHTa, Y KOTOPOro BBISIBIECHbI OblIM MyTanuu. Lleneswie oOmactu
reda hRYR2, B ToM umcie Hambonee BakHbie 45 5K30HOB, aMIUITM(PHUIIMPOBAIH C
nomotsko [P 1 HemocpeacTBEHHO CEKBEHUPOBAIIH.
BrisBiensl HoBbie MyTanuu y naruenta CPVT # 239 (c.A13892T; p.D4631V) u HoBas
MyTaiusi 'y oxgHoro mamuenta ¢ VT # 271 (c.G5428C; p.V1810L). O6Ga BapuanTa
HAXOJATCS B (pUIOreHeTHYecKn KOHCepBaTUBHBIX pernoHax reHa hRYR2 wu sBnsrorcs
NaTOJIOTUYECKUMU. Takke ObUIM  BBISBICHBI TPU H3BECTHBIX CHHOHUMHUYHBIX
nonumopdusma 1s3765097, rs2253273 u TMPESP1 237 664 067 B uccieayeMoit
rpymnne. Taxxke Obuta y # 444 oOnapyxena myramus (c.C7511T; p.T2504M), panee
BbIsIBIIEHHAs y OonmbHOro ¢ ARVD. JlaHHbIi BapuaHT HaxOOUTCS B (MIOT€HETHYECKU
KOHcepBaTHBHOM pervoHe reHa hRYR2 wu sBasercs maromormueckum (6amn 1o
MutartionTasterD (0.99) u mo PolyPhenlID (0.99)).

JlanHOe HccienoBaHue OyJeT MOJIE3HO B OLEHKE HEOOXOAMMOCTH T€HETUYECKOTO
CKpUHMHIa M  HAJIe)KHOM TEHETHMYEeCKOM  KOHCYJIbTAallMh JJis MalUeHTOB C
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JKEIYJIOYKOBBIMU HapylieHusiMu putmMa B Kazaxcrane mjisi NporHo3upoBaHusi U
npodUIaKTUKKY BHE3AMHOM CepAeUHON CMEPTH.

HAPYIIEHUE SIIMTEHETUYECKOM PETYJISINUU T'EHOB ITPU
KJIETOYHOM CTAPEHUU M HOBBIN NOJIXO/1 K U3YUEHUIO.
Ab6nayradyposa JI.I'., Kaneiposa JI.A.

WNuctutyt buooprannueckoit xumuu umenn A.C.CaapikoBa,
Tamkent, np. M. Ynyroeka, 83.
dage2017@inbox.ru

MernnupoBanne [IHK sBisgercs omHMM W3  TWIABHBIX OIUICHETUYECKHUX
MEXaHU3MOB, KOTOPBII pPEryJupyeT SKCIPECCHI0 T€HOB U CTPYKTYpY XpOMaTHHA.
Metunuposanue JIHK ocymecteisercs JJHK-metuntpanchepazamu (DNMT). DNMT1
ABIIAE€TCA (PEPMEHTOM, YYaCTBYIOIIUM B MOAJEpKaHUM NarTepHa metunupoBanus JHK
BO BpeMs perukaiuu (Robertson KD., 2001). U3menenue metunupoBanust JJTHK urpaer
OJIHY U3 KJIIOUYEBBIX POJIEH NP KIETOUYHOM CTapeHuu. B KieTkax B3pocCiioro opraHu3Ma
IIaTTEPH METUIMPOBAHUS COXPAHACTCA IPAKTUYECKH TIOCTOSHHBIM, HO MOXKET
3HAQUYUTEIIBHO H3MEHATHCS C Bo3pacToM. CyliecTBOBaHHME psa METOHOB CHAENIaln
BO3MOKHBIM PAaCKpBITUE MOJIEKYJIAPHBIX MEXaHU3MOB CTAPEHHUSI, MPOAOJIKUTEIbHOCTH
JKU3HU U CBSI3aHHBIX C BO3pacTOM 3a0ojieBaHUU. MeTWinpoBaHUE SBISETCS OJHON U3
moaudukamuit JIHK, mpuBoasmmx K HM3MEHEHHIO €€ TOJbKO B TEX CcalTax BHOBB
cunresupoBanHoil JIHK, roe B ucxonnon nenu yxe conepxanmncb CpG IHHYKIEOTHIBI C
METUJIMPOBAaHHBIM OCTAaTKOM IIMTO3WHA. Kak U3BECTHO, KIETOYHOE CTapeHue —
reHeTHYecKasi mporpaMma HeoOpaTUMOW OCTAaHOBKM KJIETOYHOTO LIMKIIA, OJOKUpYIOLIas
peakuuio KIETKW Ha MNpoiudepaTUBHbIE CTUMYJbl NpPH HAJIUMYUKU HEpPErnapupyeMbIX
nospexaeaui JJHK. B npouecce 3Bomonuu KieTo4yHOE CTAPEHUE BO3ZHUKIO JJISI TOTO,
4TOObI HE JaTh NEPEePOJUTHCS T€HETHYECKH MOBPEXKJICHHON KIETKE B OITYyXOJIEBYIO.
Onpenensionyo pojb B 3TOM MPOLIECCE UTPAET TeH-CYyNpeccop omyxoiiei red pS3. Ero
IIPOJYKT JIKCIPECCUPYETCS MOBCEMECTHO BO BCEX THUIIAX KIETOK B BHJIE HEAKTHBHOTO
TPAHCKPUIIIMOHHOTO (aKkTopa U AaKTHUBHPYETCS TOJNBKO TOrJAa, KOrja KieTka
MOJBEpraeTcsl pa3IMYHbIM CTpeccaMm, TakuM Kak, noBpexzaeHue JIHK wu aktuBarus
OoHKOreHoB. HecMOTpst Ha TO, YTO B CTaperOlIMX KIETKaX YpOBEHb Oenka pS3 wiu ero
MPHK He yBenmunumBaercsi, Bo3pacTaeT creneHb ero (GochopunupoBanus W,
cinenoBatenibHo, JIHK-cBsi3bIBaromiass akTMBHOCTb. B pe3ynbTare ypOBEHb OCHOBHOM
mumienn pS53, Oenka plé B craperomMx KIeTKax 3HAYUTENbHO moBblIeH. [Ipu
OTCYTCTBUU CUJIBHBIX CTpPECCOB pS3 paboTaeT B HOPMaJIbHOM PEKUME, TOMOTasi KJIeTKam
HaXOJUTh ONTHMAJbHBIA OanaHc MpolueccoB MeTadoluM3Ma M pernapanuu, a TaKKe
IPOLIECCOB aHTHOKCHIAHTHOM 3amuThl. [loaTomy, moBcenHeBHass GyHKUus p5S3 MoxkeT
OBITH HampaBJIieHa B CTOPOHY 3ameaieHus mporeccoB crapenus (Holloszy, J.O., Fontana,
L., 2007). bsuta nu3ydyena QyHKIMOHAIbHASA aKTUBHOCTH TeHOB pS3 u pl6. Cunte3 kIHK
JUIst TeHOB pS53 1 pl6 mpoBoawiIM METOAOM NoJauMepasHoi nenHou peakuuu (I1LIP). s
cunre3a k/IHK s renos p53 u pl6 ucnons3oBanu kak JJHK-nonmumepasy I, tak u PHK-
3aBucumyo JIHK-nonumepasy (peBeptazy). OnieHka akTHBHOCTH reHOB pS3 u pl6 Obuia
NpOBEJCHAa METOJIOM aHaln3a METWIMPOBAHUSA MPOMOTOPHOW OOJACTH AAHHBIX T'€HOB C
ucnoijib3oBaHueM MetuiayBcTBUTeNbHBIX pecTpukTaz Hhal (GCGC) u Hpa II (CCGG), n
MOCJICAYIOIIEN NOJMMMEPA3HOM LENHOW peakuuu. MeTon, NPUMEHEHHBIM HaMH IS
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