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pOIIIJIO BOCEMb MeCHIlEeB

C MOMeHTa O00BbABJIEHUA

0 CO3aHUM KOHCOPLIMyMa
ICGC mo n3yueHnio reHomMa paxo-
BBIX KJIETOK [1], u mporreinasa KoH-
epenIMA KoKHA OblyIa TOKA3aTh,
HaCKOJIbKO XOPOIIO CTapTOBaJU
BCe y4yacTHMKM. HalmoMHI0, 4TO cam
KOHCOPIIMYM (POPMaJJbHO OBIJI Op-
ranus3oBaH B 2008 rogy ycuamamn,
B IIEPBYIO OUYepellb, €eBPOIECKUX
YYEeHBIX C I[eJIbI0 KOHCOJIMUAMPOBAH-
HOT'O ¥ KOOPIMHMPOBaHHOIO M3yYe-
HIA TeHOMa PaKOBBIX KJETOK. He-
obxoaumo orMeTuTh, uTo B CIITA
aHAJIOTUMYHBIN IPOEKT, Ha3BaHHBIN
TCGA — The Cancer Genome Atlas
(http://tcga.cancer.gov/), sanycruan
Ha HECKOJIbKO JIeT paHbIIle, HO JO-
roBopuinck, uTo TCGA craHOBUTCA
qacTei0 ICGC. OT0 pernrenne 6e3y-
CJIOBHO IIOIILJIO Ha II0JIB3Yy €BPOIeii-
11aM, IIOCKOJIbKY OTKPBIJIO JOCTYII
KO MHOTVM aMepMKaHCKUM 0aszaM
y2Ke HaKOIJIeHHbIX 3HaHuit. Co3ma-
uye ICGC ctumymnpoBaJiock, B Iep-
BYIO Oo4epelb, TEXHOJOTUYIECKUM
IIPOPBIBOM B OIIpeeJIeHNY HyKJIeo-
TUIHON mmocJyenoBaTeabHocT JHE,
YTO MIO3BOJIMJIO IIEPETH OT aHAJIO-
TOBOTO CMUTHAJIA HA MUKPOMAaTPUIIAX
K 1 poBOMYy — Ha CEKBEHaTOpPax
NGS. Cerozmsasa B KOHCOPIIMYME yHa-
cTByIOT 12 cTtpan — Vrannusa, Vcna-
Hua, Ppannusa, 'epmannsa, Beanko-
opuranna, CIITA, Kanana, Vuaua,
Kwurait, ABcrpanusa, Anouus, K Ko-
TOPBIM, KaK ObLIIO 00bABJIEHO, ITPU-
coemunuaerca Mexkcuka. Kakas cTpa-
Ha «OTBeYaeT» 3a TOT WJIM VHOM BUL
paka, MOXXHO IIOCMOTPETH Ha caiiTe
KOHcopumywma http://www.icgc.org.
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Ha xoudepennunu B Epucbene 00bs-
By 06bem obitero Gromsxera ICGC,
HOTOprI?I BIIe49aTJIMJI MHOTUX y49aCT-
HUKOB — 500 MMJJIVMOHOB JIOJJIaPOB.
VIMeHHO Ha TaKyl CyMMy IpaBU-
TEeJIbCTBA CTPaH-yYaCTHUI] 3aKJI0-
Y)Y KOHTPAKTBI CO CBOVMY HAIVIO-
HaJIbBHBIMU JVICCJIeOBaTeJIbCKVIMU
[IeHTPaMI, MHCTUTYTaMU U YHUBEP-
CUTeTaM! Ha IIPOBELEHIE UCCIeN0-
BaHUA Kak MyHUMYyM 12100 «pako-
BBIX» Ir'eHOMOB. Ha KakoM ke srale
CEroJHsA HaXOATCA OTAeJIbHbIE IIPO-
€KTBI, 1 9TO OOJIbIIIE BCETO BOJIHYET
YYaCTHUKOB?

Kasknprit npoekT, Mam MUHNU-
KOHCOPLIIYM II0 KOHKPETHOMY BUIY
paka, [eJernpoBaJl OGHOTO JOKJIa -
YMKa, KOTOPBI M 0OPMUCOBBIBAJ
obiree cocroanme geis. CTpykrypa
IIPaKTUYECKM BCEX JICCJIeNOBaHUIM
OKaszaJjiachb OnMHAKOBOM. IlepBbIit
mar — c6op KIMHMYECKOT0 MaTepua-
sna. Ha aTOM BTame OCHOBHas poJib
4ale BCEro IPMUHALIEIKNAT KINHY-
KaM, Xupypram u oHkoJsioraM. OHu
O0TBEYAIOT 3a cOOp M XpaHeHVe Ma-
TepuaJia, MICTOPMIO DOJE3HM U BBIOOD
cxeMbl JedeHusa OosabHOTO. Jaee
Heo0XO0AVIMO IIOJIyYUTh IIOAPOOHOE
TYICTOJIOTMYECKOE OIMCAaHVE KJN-
HIYEeCKOro MaTepuaja. K nmpumepy,
B (huHaHCUpyeMoM 3a cueT CenbMoii
PaMOYHOJI IIPOrPaMMBbI KOHCOPIILYMe
no paky nouku CAGEKID (Cancer
Genomics of Kidney) cpe3s! omyxo-
JIM, 3a(PUKCUPOBAHHON B (pOpMaIm-
He, JOJIYKHbI aHOHMMHO OI[€HUTDb TPU
He3aBJCUMBIX OHKOJOTa. VI TOJb-
KO B TOM CJIy4ae, eCJiy OHU NPULYT
K eJVHOMY MHEHMIO O TOMOTE€HHO-
ctu (He meHee 90% pPaKOBBIX KJIETOK

Ha cpes3e) MaTepuajia ¥ CTaauU IIPo-
rpeccuyl OITyXO0Jin, a DTO MOSKET OBbITh
BBIPA’KEHO KOJMYECTBEHHO C II0-
rperrHocTbio He 6osee 5%, cocemHmit
cpes, XpaHAIINICA B MOPO3UJIbHIIKE,
OyZeT MCII0JIb30BaH AJI BbIIEJIEHA
OJHEK n PHE. IIpo6aemy reteporeH-
HOCTM OIIyXOJIEBOTO MaTepuaJa OT-
MeuaJIy BCe NOKJALUMKN. 3arpas-
HeHMe 00pas3I0B CTPOMAJIbHBIMU
KJETKaMI U IoIlafaHue B orepa-
LIMIOHHBIV MaTepuaJl HECKOJIbKUX
OIIyXOJIEBBIX 0YaroB — BOT OCHOB-
Hble IIPUYNMHBI TOTO, YTO 3 COTEH
nap ob6pasIoB OIIyX0Jb/KOHTPOJIb
IO MOJIEKYJIAPHO-TE€HEeTNIEeCKOT0
yccyefOBaHMUA OOXOAUT He Oojee
10%. Hexoropsle smabopaTopunu
(John McPherson, Kanapga) neira-
I0TCsI oboralfaTh KJIETOYHBIT MaTe-
pyaJ TPy IOMOIIY IPOTOYHOTO 1M~
TOPIyOPUMETPUIECKOTO COPTIHTA
(BCe IOIBITKM HE caMble yIadHBIE)
MJIV MICIIOJIB3YIOT KCEHOTPaHCIITIaH-
TaThl B MbIIIIaX C I/IMMyHOﬂeq)I/IIlI/I—
TOM (2 BOT 3[1eCh yAAeTCHA IOJYyINUTh
JOCTAaTOYHO CyIlecTBeHHOe obora-
meHne). Bce MUHM-KOHCOPIIMYMBI
MIPaKTNYIECKN eJVIHbI B METOZAX aHa~
JI13a HYKJIEMHOBBIX KIJICJIOT Ha I10-
CJIeOYIOIMX CcTanUAX. BoT 4To gare
BCEro CEKBEHMPYIOT B IIape OIy-
X0JIb/KOHTPOJIb MCCJEeL0BaTeNN
ICGC: 1) reHOM C ITyOMHOM IOKPBI-
A X30—X50; 2) TpaHCKPUITOM,; 3)
9K30M; 4) penepryap MukpoPHE;
5) BeicOKOMeTuIMpoBaHHble JTHE.
B cpenHeM Bce MMHM-KOHCOPIILY MBI
(OBITH MOKET, 32 MCKJIUYEHNEM
«apoaeuryToro» TCGA u coBcem
MOJIOZBIX KOHCOPLIMYMOB, TaKNX,
KaK HeMelKNil IpoeKT «['eHOMUKa



paka mpeacTaTesIbHOM JKeJe3bI»)
JOCTUTJIV TPUOIMBUTEJIBHO O/HA -
KOBOTO0 ypoBH:A. Kak mpaBumiio, 1o co-
cTosAHMIO Ha nekabpb 2010 roga c mo-
motbio NGS (Illumina nan SOLiD)
yIaJOCh CEKBEHMPOBATH T€HOMBI
He Oojee 10 map omyxoJib/KOH-
TPOJb U He O0JIee HECKOJBbKUX Jie-
CATKOB TPAHCKPUIITOMOB MJIU DK30-
MOB. HaHHbIe II10 MeTI/IJII/IpOBaHI/IIO
OJHEK nan penepryapy mukpoPHEK
HIM OAVH 13 MUHM-KOHCOPIYMOB
He IPUBEJL. ITO U HEYAUBUTEJLHO,
IIOCKOJIbKY OOJBINMHCTBO KOMAaHT
CTaJIM IOJIy4aTh (PMHAHCUPOBAHNE
¢ HaygaJa nym cepenuunl 2010 roga.
OpHako ysKe K CIenyIeMy H-My
cwe3ny ICGC, KoTophIl COCTOUTCA
B utoJie 2011 rona B Tormo, npak-
TUYECKM Bce 00eIarmT BIJIOTHYO
nogontu K 30—50 reHomMam u He-
CKOJIBKMM COTHAM DK30MOB/TpaHC-
KPUIITOMOB. VI JInITIb aMepuKaHCKaA
4acTb KOHCOPIyMa ofelllaeT yepes
IBa rona npubdbsamsuTbed K 3000 pe-
CEeKBEHNPOBaHHBIM PAKOBBIM reHO-
mam. CopaBenIMBOCTY pagyt CTOUT
orMeTuTh, 4To 3000 reHOMOB B aMe-
PUMKaHCKOJ IIPOTpaMMe BO3HUKJIU
KaK COBOKYIIHOE yCUJIMe BCeX MH-
CTUTYTOB II0 BCEM M3YyUaEeMbIM VMU
OHKOIIATOJIOTUAM. SHAUUTEJbHOE
BHIUMaHIE IIPUBJIEKAET MOJIUTUKA
KOHCOPI[MYyMa B OTHOIIEHUN IO~
TBEPIKJAEHUA NAHHBIX, TOJYUYEeHHBIX
¢ nomotbio NGS. K npumepy, B nH-
ctutyTe Bpoana, CIITA (Gad Getz)
cHayaJa HAaKaIlJMBAOT JaHHBIE
0 30—40 reHOMax, HAXOAAT MyTaIUN
B PAKOBBIX T€HOMAaX ¥ TOJBKO II0TOM
C VICTIONIb30BaHMEM DA PKOAVIPOBAHUA
U aJIbTEPHATUBHBIX METOJOB CEKBe-
HupoBaHud (o CoHrepy nim 454)
IOKa3bIBAIOT CYII[ECTBOBAHME MY-
Talnuin B aMIJIMKOHax. HakoHerr,
Ha BepIlIVHE 3TUX TeXHOJIOTUYECKIUX
IIeno4YeK HaXOAUTCA OuonH(popMa-
TUYEeCKUI aHaJu3, 03BOJIAKIINI
BBLAEJIUTH COMaTUUECKME My Tallul,
KOTOpPbIE IIPOM30IILIN TOJBKO B OILy-
XO0JIEBBIX KJIETKAX, HO HE B HOPMAaJlb-
HOJ TKaHU, IIpUJIeraloniei K oryxo-
Jun /my B KJIeTKax KpoBu. IIInpoxo
YIIOMMHAJIMUCh 0a3bl JaHHBIX TaKUX
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MyTanuii, co3gaHHble B CoHrepoB-
ckoM mHCcTUTyTe (Besmuxobpura-
uusa) — COSMIC (http://www.sanger.
ac.uk/genetics/CGP/cosmic/), a Taksxe
6aser TCGA (http://www.broadinstitute.
org/tcga/ mapoJib: tcga soruu: tega).
Hu oxme 13 KOKIaJIMKOB HE yIIOMA-
HYJI MyTaluy B MEKTeHHbIX y4acT-
Kax MM B IpoMoTopax. Haobopor,
0 KOOVPYIOUIMX palioHaX, a TaKKe
0 MeCTaX dK30H-VMHTPOHHOI COCThI-
KOBKM OBLJIO CKa3aHO IIPELOCTATOU-
Ho. ITo mpeBapuTEIbHBIM TaHHBIM
NGS, oxazajoch, 4YTO B OIyXO0JIe-
BBIX KJIETKAX B CpPEJJHEM BO3HMKAET
oxoJ0 100 comaTuyecKkux MyTaluii
(pu mopore p value, pasaom 107),
IpuYeM B ONYXOJAX Pa3JIMIHON
STYUOJIOTUN DTV BEJUUNHBI OYeHb
Osamskn. Vtak, KaKue yKe reHbl Hal-
OoJiee 4acTO MOABEPralOTCA MYTH-
poBaHUIO? AOCOJIOTHBIN JUAEP —
TP53 — ot 85 1o 96% B 3aBUCUMOCTI
OT TUIIA OILyXOJN. Y IOMUHAJV TaK-
ske reH VHL B corydae paka IIOYKH,
MUC17 nopu pake sxeaynka, CTNB1
(B-raTeHMH) IpU pake KUIIEYHNKA
¥ MHOTO Apyrmx. Brmosine pesoH-
HO BO3HIMKAET BOIIPOC, a CTOMJIO JII
TPATUTD HOJIMUILINAPIA JOJIAPOB,
4TOOBI Y3HATH, YTO y3KE XOPOIIIO 13-
BECTHBIE I'€HbI — CYIIPECCOPHI OILyXO0-
JIEBOTO POCTa — MYTMPOBAHBI, & OH-
KOTr'eHbl 100 aMIIM(UINPOBaHEI,
J100 MMEIOT IIOBBIIIIEHHBIV YPOBEHb
TpaHckpunnuu? OTBEeTOM Ha 3TO
craJsa Jexnua npod. Podba Cazep-
aerga (Rob Sutherland), mepssim
IPEeJIOKUBIINM aHTUBCTPOreHO-
BYIO TE€PAIIMIO TPV PaKe MOJIOYHOM
skesie3bl. OH COBEPIIIEHHO YeTKO CKa-
3aJI, YTO CXeMa Tepamnuy KasKIoTo
OTAEJIbHOTO OOJIBLHOTO OyHeT BbION-
paTbCA B 3aBUCUMOCTH OT «T€HOTM-
I1a» MyTalyii IMEHHO B €T0 OITYXOJIIL
SApryM IpUMepPOM MOMKET CIIY KUTh
Herceptin, adppekTUBHEBII TOIBKO
npu HER2+-370Ka4ecTBEHHBIX HO-
BOOOPa30BaHUAX MOJIOYHON YKeJIe3bl.
BepHo 1 obpaTHOE, MyTaIMy MOy T
HapylIaTh KaKoi-TO MeTabosmye-
CKMII IIYyTh B OIIyXOJIEBBIX KJIETKAX,
II09TOMY JIEKAPCTBEHHOE CPEJCTBO,
OJOKMpPYIOIllee 3TO HapyLIeHNe,

MOsKeT OBITh HalleHO cpenu Ipe-
[IapaToB, JaJIeKUX OT IpUMeHdAe-
MBIX B OHKOJOTMM. Takmum o0pas3omM,
BepHBbI 00€ KOHIENIMM — U «IIpa-
BUJIbHOE JIEKAPCTBO IJIA JaHHON
OILyXOJIN», VI «IIPaBUJIbHASA OILyX0Jb
LA TaHHOTO JekapcTBar. Takas
CMeHa mapaaurMbl papMalleBTH-
KL MOJKET CYII[ECTBEHHO YCKOPUTH
U YIJIYYIIUTb PEe3yJIbTaThl KJINHU-
YECKMX MCIIBITAHUI IIPOTIBOOIIY X0~
JIEBBIX IIPeNapaToB. ITO O3HAYAET,
4TO B OyAyIleM MBI CTaHEM CBIUIE-
TEJIAMU [eJION CePpUN DKCIIEePUMEH-
TOB 10 HaAXOKJEHUIO KOPPEeJIAINN
MEeXKIy IIOJIHOTEHOMHBIM '€ HOTUIIOM
MyTalMil B OIIyXoJau ¥ HamboJee
3P PEKTUBHBIM METOAOM IIPOTMUBO-
OIIyX0JIeBON Tepamnuu. VIMeHHO 5TO
U ABJIAETCA TJIyOMHHO I1eJIbI0 KOH-
copunyma ICGC, a mmeHHO, Tepexos
K IIePCOHM(UIMPOBAHHOM Tepanmnmn
OHKO000JIbHOr0. OTIeJIbHBIMM TeMa-
MU I O0CYKIEHUA CTAJIL BOIIPO-
cel OmomHpoOpMaTnieckoi obpa-
OOTKM reHeTUYeCKO MH(POPMaILINAL.
HpI/I 3HAYUTEJIBHOM CHUMEHNUV CTO-
MMOCTY T€HOMHOTO CEKBEHMPOBaHNA
yBeJM4dnBaeTcsa 00beM reHepupye-
MBIX IaHHBIX. [ly1a o6paboTku, xpa-
HEHIA U IPEeJIOCTABJIEHNA JOCTyIIa
K IIOJIYYEHHBIM pe3yJabTaTaM Tpeby-
I0TCsA Bce 0oJbImye 1 O0JIbIIe KOM-
NbIOTEPHBbIE PECYpPChl, CTOUMOCTh
KOTOPBIX KOMIIEHCUPYeT IaJeHue
1IeH Ha CEKBEHMPOBAHYE U IIPUBOANUT
Jlaske K yIOPOKaHUIO BCETO MCCTe-
noBaHUA. Kak J0JIro mpoaosKuTes
TOHKA 33 PAKOBBIMY F€HOMaMU, ITOKa-
JKeT BpeMs, a ITI0Ka TEMII JICCIIEe/I0Ba -
HIJ TOJIBKO BO3PaCTaeT, 1 KOHCOP-
LUYM OYKUJAET HOBBIX YUaCTHUKOB
C HOBBIMU IIPOEKTAMU. @
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