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AKTYAJIBHOCTb BUONH®OPMATHUKHU B MEIUIIMHCKUX BY3AX
Conuxosa /IunnaBo3 KambapanueBna
AccucrenT kadenpsl « THHOBaIMOHHBIE,
WH(POPMAIIMOHHBIE TEXHOJIOTUU B METUIIMHE, bnodu3nkay

CranoBieHHe YCIIOCTHO-JIMLICBOI'O allllapaTa (‘{.-H.a.) YCJIIOBCKA COIIPOBOXKAACTCA
SHAYUTCIIbHBIMHM 1HIUTO- MW THCTOXHMHUYCCKHNMU HGpGCTpOﬁKaMH, HapyHICHUC
KOTOPBIX MOXKCT IIPUBOIUTH K (bOpMI/IpOBaHI/II-O pa3iiudHoOro poaa aHOMAaJIMH
Pa3BUTHA.

KawuyeBble ciaoBa:  OuouHpopmaTuka, MEAUIIMHA,  YEJIOBEK, TE€HOM,
KOMIIBIOTEpHbIE  TeXHoJoruu, ©O0a3pl  ganHbix, JIHK, cexBenupoBaHue,
MEPCOHAIM3UPOBAHHAS MEIUIIAHA.

CtumynioM 11t pa3BUTHS OMOMH(POPMATUKH M TIEPCOHATM3UPOBAHHOM MEIUITUHBI
ABUJICST MEXIYyHapOJHBIM MPOEKT IO CEKBEHUPOBAHMIO T€HOMA YEJIOBEKa B
HayaThlil B KoHIle mpouioro Beka (1998-2003) B CIIA. buoundopmaruka - 310
JTUCLMIUIMHA, KOoTopas (OpMHUPYETCS Ha OCHOBE OHOJOTHYECKUX JaHHBIX C
UCIIOJIb30BaHUEM HH(DPOPMATUKM M KOMIBIOTEPHBIX TexHoyiornid. B  Hel
MPUMEHSAIOTCS MaTEMAaTUYECKHEe, CTATUCTUYECKUE U BBIYUCIUTEIIBHBIE METOJIbI, U
MpoTrpaMMbl, KOTOPBIC HAIpaBJICHBI Ha pEIICHHE IPOOJeM C HCIOIb30BaHUEM
ounonorndyeckorr naHpopmaruu: JIHK, aMHUHOKHCIOTHBIX TOCIIEIOBATEIBHOCTEH U
0a3 nannbix. [locne onpenenenus nmocnenoBarenbHoctu JIHK venoBeka Bo3HMKIA
HeoOxoauMocTh uaeHTudukanuu reHoB B JIHK denoBeka, obecrieueHus: XxpaHeHus
7TOM nHpopMaIu B 6a3ax JaHHBIX, COBEPIIICHCTBOBAHUS U PA3BUTUS CPEACTB IS
aHajlM3a JaHHBIX, HOBOI'O JM3aiiHa T'€HETHUYECKUX HcciegoBaHui. B HacTosmee
BpeMsl OYEBHJHA BAXXHOCTh M3Yy4YEHHUS TEHETHMYECKUX (PAKTOPOB B pPa3BUTUHU
3a00JICBAaHUN W COXPAHEHUHU 37I0POBbS YEIIOBEKA, MOITOMY YCHIIMS TEHETUKH U
MEUITMHBI HATIPABJICHBI HA TO, YTOOBI IOHITH CTPYKTYPY ¥ UBMEHUYUBOCTH T€HOMA
YyeJI0BeKa. bhIIo MoICUUTaHo, YTO MPOEKT CEKBEHUPOBAHUS T€HOMA YEJIOBEKa CTOMJI
OoJiee 3 MWJLITHAPAOB J0JIIAPOB. 3a MPOIIEIINE TTOCIe OKOHYaHuUsI IpoekTa 12 et
TEXHOJIOTUU aHaJinu3a TeHETUYECKOW MH(POpMAIIUU HACTOJILKO MPOTPECCUPOBAIIU U
VIOPOCTWJINCh B TPUMEHEHHHM, UYTO JTO BBI3BAJIO CHUXEHHE CTOMMOCTHU
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CCKBCHUPOBaHUS reHoma 4vesioBeka B 2014 roay mo $1000.

TexHonorusi CEKBEHWpOBAaHWs crlenyromero mokoienus (next generation
sequencing, NGS) Obuta paspaborana ¢upmamu 454 Life Sciences u Illumina
(panee Solexa) B 2005 roay. OHa MO3BOJISET HE TOJBKO aHAIM3HPOBATH COCTAB M
CTPYKTYpy T€HOMa, HO W JIMHAMHUKY ero (yHKIIMOHUPOBAHHUS — TPAHCKPHUIITOM C
ucnois3oBanueM meronoB PHK cexBenmpoBanms (RNA seq) (Baker M, 2012;
Parkinson DR, et al., 2012). Hapsay ¢ OHOJOTHYECKHMMHM, aKTHBHOE pPa3BUTHE
MOJMyYHJIH  KOMITBIOTEPHBIE TEXHOJOTHH H  METOJIbl WH(OPMATHUKH, HYTO
CIIOCOOCTBYET TMONBITKAM MPUMEHITh STH TEXHOJOTHU BO MHOTHX aCIEeKTax
MEJMIIMHBI:  OIEHKE PHCKOB, JHArHOCTHKE, TMPOTHO3¢ 3a00JICBaHUN U
TEPAIeBTHYECCKOM MOHUTOPUHTE JICUCHUSI.

[TpUHIAIIBI TEPCOHATU3NPOBAHHON MEIUIIMHBI U TO KaK OHHU BIIMSIOT Ha >KM3Hb
JIOAICH HE MPU3HAIOT HAIIMOHAJIBHBIX TPAHMII. XOTS €CTh BapHaOEIbHOCTh MEXKIY
Pa3TUYHBIMH KaTETOPHSIMH HAcEJIEHUST BO BCEM MHPE C TOYKH 3pEHUS UX
TCHCTUYCCKOM WM3MEHUMBOCTH, OOIIME MPHUHIMIBI  TEPCOHATU3UPOBAHHON
MEIWIIMHBI TIPUMEHSIOTCS €IMHOOOPa3HO BO MHOTHX MOMyJIuid. B HacTosmee
BpEMsSl pa3BUTHEC IMOJYYHJI IPOCKT II0 CCKBCHHPOBAHHWIO PAa3IMYHBIX pac H
HApOJHOCTEN Hamen IJIAHETHI o1 Ha3zBaHUEM 1000 T'€HOMOB
http://www.1000genomes.org.

B TeueHWe TOCIEIHErO NECATUICTHS B CBSI3M C Pa3BUTHEM OWOMH(POPMATHKH
MIPOM3O0IIIO YAUBUTEIHLHOE TMPEBpAIllCHHE B HAIIEM [MOHUMAHUH MOJICKYJISIPHO-
TCHETUYCCKUX OCHOB paka W JIPYrux 3a0ojieBaHUH, U ux JiedeHnn. B 20 cronernn
OBUTH BBIACHEHBI MPUYHMHBI paka. bpUTO TOKa3aHO, YTO paKk BO3HHUKACT Ha OCHOBE
psAna TEHETUYECKUX M SIUTCHETHYSCKUX W3MEHCHUH B TaK Ha3bIBaCMbIX I'CHAX-
npaiiBepax, CICAYIOIIUX JPYr 3a JIPYroM, HANpOTSHKEHHUH TMPOJIOJIKUATEIBHOTO
IeproJa BPEMEHH OT HECKOJBKHX JIET JIO HECKOJBbKUX JecsaTkoB Jser. C
UCIIOJIb30BaHUEM TOCICAHUX JOCTHKCHHUH pa3pad0TaHbl METObI CEKBEHUPOBAHUS
TCHOMOB CIMHHUYHBIX KJIIETOK M IOKa3aHO, YTO KaXKIbI THI paka MOXET OBITh
moJipa3zieiiecH Ha MHOXECTBO TPYII, OCHOBAaHHBIX Ha TCHETHYCCKUX MPOQPIIIIX
KJIETOK. B pe3ynbraTte CEKBEHHpPOBAHHSI T€HOMa YEJIOBEKAa W Pa3BUTHS METOJIOB
OnonHGOpPMAaTUKH, BIIECPBBIC IMOSBUIACH BO3MOXHOCTH CHCTEMHOIO H3YUYCHHMS
PaKoOBBIX 3a00JICBAaHWA Ha OCHOBE OOJIBIIIONO KOJWMYECTBA TMAIUEHTOB W
mupokomacmrTabHoro ckpuHuHra resomoB (Brunham LR, Hayden MR, 2012).
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[loaToMy  pacmmMpeHue  HpUMEHEHUs  METOAOB  OuomHOpMATHKU 1O
XapaKTEPUCTHUKE TEHOMa © TPAHCKPUNTOMA KIETOK B HOPMAJbHOM U
MATOJIOTHYECKUX COCTOSIHHSX SBJISICTCSI PUOPUTETHBIM HAIPABJICHUEM B 00JIaCTH
OHKOJIOTHH JUIS Tiejiel nepcoHuduimpoBanHoi meaumuuabl (Personal Genomics
http://en.wikipedia.org/wiki/Personal_genomics). 3Ora  uHdopmanus  ObuIa
WCIIOJb30BaHa I pa3pabOTKM HOBBIX Oojiee crnenu@UUHBIX (TapreTHHIX)
mpenapaToB M METOJOB JIeUeHHs s OonbHBIX pakoM. B 2010 romy s
XapaKTEePUCTUKU MYTAlIUOHHBIX U DJIHUIeHETUYECKUX WM3MEHEHHUH TEeHOB B
pa3IMYHBIX BUAAX paka co3/laH MeXIyHapOJHBIM KOHCOPIMYM IO H3YYEHUIO
reHoMa 3jI0KadecTBeHHBIX omyxoJjeit (Hudson TJ et al., 2010), mensio KoTOpOroO
SBJIICTCSI KOOPAWHAINS KPYITHBIX MEXIYHAPOIHBIX HCCIICIOBAHUN TI0 M3YYCHHIO
reHoma 50 HauboJiee paclpoCTpaHEHHBIX (POPM 3710Ka4EeCTBEHHBIX omyxoieil. [lox
pykoBojcTBoM HanmonansHoro nactutyTa 310poBbs CILIA http://cgap.nci.nih.gov/
OpraHu30BaHbl KpynHoMacinTaOHbie mpoekThl: The Cancer Genome Atlas Network
(CGAN), Cancer Genome Anatomy Project (CGAP), Cancer Genome
Characterization Initiative (CGCI). enbto JaHHBIX TIPOCKTOB SBJISETCS ONPECIICHHE
npodriield 3KCIPECCHH TEHOB HOPMAIbHBIMH, TPEIPAKOBRIMH W PaKOBBIMHU
KJIETKaMH, 9TO MPUBEICT B KOHEUHOM UTOTE K YJIyUIICHUTO JTUATHOCTUKH U JICUCHUS
narerToB Golden F: Cancer Data and the Fallacy of the $1000 Genome. Forbes
2012; http://www.forbes.com/sites/jimgolden/2012/06/21/ cancer-data-and-the-
fallacy-of-the-1000-genome/. CGCl B jomojiHeHHME K TE€HOMY BKIJIIOYACT
XapaKTEPUCTHUKY 9K30Ma M TPAHCKpUIITOMA C ucnoiab3oBanueM NGS, uto0sl srydiie
MOHSATh OCHOBHBIE TEHETHMUECKHE W3MEHEHHUs, MPUBOJAIINE K paky. Pecypcsl,
CO3JaHHBIC TIO OJTHUM TMPOCKTAaMHU CBOOOAHO JOCTYNHBI Ha HHTEpHETE.
B3anMocBs3anHbIe  0a3bl  JTaHHBIX OO0ECTICUMBAIOT JIOCTYN K JIATEpaType,
nporpamMmam, OUOMH(POPMATHYECKOMY aHAIU3y M OHUOJOTUYECKHMM JaHHbIM. B
MIEPCTIICKTUBE aHAJIU3 U PEIICHNUE dTHUYCCKUX, MPABOBLIX U COIHMAIBLHBIX BOIPOCOB,
KOTOPBIE MOTYT BO3HUKHYTb.
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