IIPOEKT «TEHOM YEJIOBEKA»:
KAK YYEHBIE ITPOYHIAJIH KOJ THEK

KakK uyenoBeyecTBO pacuwwmepoBasio
COBCTBEHHbI MEHEeTUYEeCKUN KoA




IIO9EMY 910 CIAJIO
ITEPEJIOMHbBIM
MOMEHTIOM

K KOHUY XX Beka CTaJl0 9CHO: 0JHOro
M3YUEHNA OTAEJIbHbIX EHOB
HeJ0CTaTouyHOo. YT06bl MOHATH
Hac/eACTBEHHOCTb, pa3BUTUE

N 60Ne3HN, MNOTPEeboBasIoCb MPOYNTATbL
BECb MeHOM, 06beANHUTb YCWUIUSA YUeHbIX
PA3HbIX CTPaH WM C03AaTb HOBbIE
BbIUNC/INTEIbHbIE METOJbI.
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YTO HMEHHO BbLIO PACHIHPPOBAHO B PAMKAX ITPOEKTA

YEPHOBA{ BEPCHA

B 2001 roay yudeHble ony6aMKoBau
NepBbl KPYMHbIK YEepHOBOW BapuaHT
reHoMa 4yenoseka. OH CTann OCHOBOW
INa AanbHenWen npoBepPKU
nocneaoBaTenbHOCTEM N YTOYHEHUS
yyacTkoB [HK.

01

[TOUTU ITOJTHBIU PEGEPEHC

K 2003 roay 6blia nosaydyeHa
NMPaKTUYECKWN MOSHad pegepeHcHas
nocneaoBaTeNbHOCTb, 0XBaTuMBLLAA
OKO0J10 99% 3yXpoMaTUYecKOoW 4acTu
FeHOMa C BbICOKOW TOYHOCTbIO.

02

YTOUYHEHUWE KAPTHI

[locne OCHOBHOI0 3Tana
nccneaoBaTen YTOUHANM rpaHuLbl
FeHOB, MOBTOPSAWWMECH dparMeHThl

N pasnnumg Mexay aoabMu. 3T0
NO3B0O/IN/I0 CO34aTb HAAEXHY OMOPHYI0
KapTy ANns CpaBHEHWUN.

03

[TOUCK MYTAILIU

UToroM cTana nocsieaoBaTesIbHOCTD,
MO KOTOPOW MOXHO COMOCTaBAATb
yyacTkn [IHK, BbiABNATb M3MEHEHU4
N UCCNenoBaTb UX CBHA3b

C MNpM3HaKaMu, 3a60/1eBaHNAMNA

N 3BOJIOUMEN 4UenoBeKa.

04




OCHOBHBIE IAIIBI IIPOEKIA «EHOM
YEJIOBEKA»

3Tan

JlaTa

3HaueHue

KnoueBble BEXM MOKAa3biBAOT,
KaK NPOeKT MoCTeneHHo
nepexoann 0T OpraHM3auun
MeXAayHapoAHOW NpOorpammsl
K nyéavkauum pedpepeHCHOU
nocaenoBaTe/IbHOCTHU.

Hayasno nporpammel | 1990 MexayHapoaHbl CTapT
YepHoBoM BapuaHT | 2001 [lepBble pe3y/bTaThbl
OcHOBHOM 3Tan 2003 PepepeHcHas
3aBeplleH Nnoc/ieloBaTe/IbHOCTb

=3 MN
bloaxeT ¢ b4 MaclwTab npoekTa
LleHTpbl 20+ MexayHapoJaHada Koonepauud

[I[pOEeKT pa3BuMBaJICA NO3TanHoO
M onupanacd Ha NOCTOdAHHOE
MOBbILEHNE TOYHOCTWU AaHHbIX
N WMPOKOEe MeXxayHapoJaHoe
COTPYAHWYECTBO.

Human Genome Project / NIH, NHGRI




INUMFI 5

KAK YCTPOEH TEHOM
YEJIOBERA

23 napbl XpoOMOCOM

[[eHOM 4YesioBeKa pacnpeesieH no 23 napaM XpPOMOCOM, BKJ/iouasd O4HY
mnapy mnosioBbix XpoMocoM — XX uan XY. MIMEHHO Ha HUX HaxoAUTCA
OCHOBHasl HacneaCTBEHHad MHeopMaLuns .

He6onbllasd A0NA TEeHOB

benok-koaupywume reHsl 3aHUMaT MeHee 2% [HK. 3T0o moka3biBaeT, 4To
YMC/I0 TEeHOB CaMO MO Cebe He 06bYACHAET CJ/IOXHOCTb OpraHuM3Mma.

Hekoaupylwme y4yacCTKU

bosblias 4yacTb reHoMa COCTOUT U3 HEKOAMPYHUIMX
MOCNel0BaTE/IbHOCTEN, PerynaTopHbiX 3/IEMEHTOB W MOBTOPOB. OHU
He BCerjga 3ajalT 6enok, HO BAWGKT Ha paboTy FeHoB.

[loueMy 3TO BaXHO

N306paxeHne XpoMocoM K Monekynsl [HK moMoraeT yBUAETb, UTO
FeHOM — 3TO0 He MPOCTO Habop reHoB, a CJI0OXHAd CUCTEemMa 0opraHm3auuu
N ynpaBJIeHNS HACNeACTBEeHHOW WMHPopMauuen.
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RAR 1TPOXOIHIO CEKBEHHUPOBAHUE /IHR

JlabopaTopHble 3Tanbl 6bl/IM CBA3aHbl C KOMMbIOTEPHON CHOPKOM M MPOBEPKON MOC/el0BaTEeNIbHOCTU.




KAR HBMEHHJIACH CI1OHMOCTH

CERBEHUPOBAHUA

CHMXEeHMe ueHbl OTKPbIIoO NYyTb
K MacCOBbM MeHeTUJyecKuM
TectaM nU caenano aHanns JHK
yacTbl0 COBPEMEHHOW MeauUMHbI.

YeM JeweBne U bbicTpee
CEeKBEHMpOBaHWe, TeM lumpe
ero npuMeHeHue

B AMArHOCTUKe,
MCCef0BaHUAX U KJIMHNYECKOW
NpaKTUKe.
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DTOT PE3YJIDBTAT IIOKA3AJL, HTO CJAOKHOCTD
OPIAHU3MA OIIPEJAEJAETCA HE TOJIBKO YUHCJI0OM
I'EHOB, HO U TEM, KAK OHHU PETY. ITUPYIOTCA

1 B3BAHMOJIEHUCTBYIOT.

6EeN0K-KOAMPYIWUX TeHOB 0Ka3aJsoCb
Yy yesioBeka

20 00027 000

Human Genome Project / mocneaywowme
aHHOTALUMW FeHOMa 4JesloBeKa




KTO PYKOBOJHJI ITIPOEKTOM H KAK PABOTAJIA HAYYHASA
KOHKYPEHI[UA

Op3Hcuc KonmH3
W roCydapCTBEeHHas nporpamMa

Ix. Kpenr BeHTep n Celera

ConepHMYecTBO, KOTOPOE
MOMOr 10 Hayke

Op3HcMC KONIMH3 BO3rNaBasi/l aMEPUKAHCKYI0
FOCYAAPCTBEHHYI YaCTb MNPOEKTa W BbICTYyMas
33 OTKPbITOE 0My6/MKOBaHWME JaHHbIX. Ero
KOMaHAa Jienana CTaBKY Ha MexayHapoHoe
COTPYAHNUYECTBO W 06WEeA0CTYMNHbIA HayuHbIiA
pe3ysbTaT, KOTOPbi MOrAM 6bl MCMOb30BATb
nccnenosaTesim no BCEMY MUPY.

Ix. Kpenr BeHTep cTan CMMBOJIOM 4YaCTHOI O
noaxoJa K pacumepoBke reHoMa. KoMmaHug
Celera paboTana 6bICTPEe M onmpanacb

Ha KOMMEepuUecKyl MoJeslb, a ee cTpaTerud
CH60PKMN MNOCNEeA0BaTE/IbHOCTM CTaNla Cepbe3HbiM
BbI30BOM A/19 IOCYJAAPCTBEHHOr0 KOHCOPLMyMa.

KOHKYPEHUNA Mexay ABYMA MoAX0AaMu

He 3aMeannna npoekT, a, HaobopoT,
YyCKOpWAa ero u noBbiCMa TPeb6oBaHUA

K TOYHOCTWU. Hayka nosyudwmna He TOJIbKO
pe3ysbTaT, HO W MNpUMEep TOoro,

KakK COMEepHWYecTBO MOXET CTWUMY/IMPOBATb
MPOBEPKY AaHHbIX W MPO3PAYHOCTb PaboTHI.
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TOCYTAPCTBEHHDBIH H YACTHBIH ITOIXOIbI
K PACIIIHPPOBKE 'EHOMA

CpaBHeHMe ABYX MoAenewn
NOKa3blBAET, UYTO pa3/IMung
B OpraHu3auum u cTpaTeruu
NOB/NAIN HA TeMn paboThl

N CNOCO6 MpOBEpKWU
pPe3y/ibTaToB.

KpuTtepun

Human Genome Project

Celera

JlocTyn

OTKpbITasd Hayka M KoMMepueckas
KOHKYPEHUUSa paboTanu
napannenabHo, HO WMMEHHO

UX CONepHUYecTBO YCKOPUIO
pacWMPpoBKY W MOBbLICKNO
HaJEeXHOCTb WUTOIO0B.

OTKPbITbIN KoMMepuecKui
K AaHHbIM
Céopka KapTa + ¢parMeHThl Shotgun-c6opka
MexayHapoaHbIN YacTHas
CTpyKTypa
KOHCOpPLUMYM KOMMNaHn4
[y mKaumns CBoboAHaSA OrpaHnyeHHas
CTpaTerwud CoBMeCcTHad MpoBepKa bbICTPbIA aHa/IN3

Human Genome Project, Celera Genomics
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KARK ITPOERKT U3BMEHII MEITUIITHHY

IHHOHCE MY TAITHIT

PaclumppoBKa reHoMa pe3K0 YCKOopuia 0bHapyXeHue
HaC/IeICTBEHHbIX BApPWMaHTOB, CBA3aHHbIX

C 3abosieBaHuaMK. B nepBylw oyepeab 3TO MOMOI 0
TouHee uckaTb m3MeHeHnda B BRCA1, BRCAZ, CFTR
n HBB.

Je 1OYHDII JHATHO3

[ eHeTnyeckme TEeCTbl CTas M BaXHbIM AOMOJIHEHMEM
K KJAMHWYeckoMy ocMOTpy. OHM moMorawT
NOATBEPANTb AMArHO3, OT/IMUNTb MOXOXME 60J1Ie3HU
N TIOHATb, YABNAETCA 1M PUCK HACJIEACTBEHHDBIM.

0 \‘ BbIBOP TEPAITHU

3HaHVMe reHeTUYeCcKnX O0COBEHHOCTEN MauneHTa
MO3BONI9EeT MNOoA6UPaTb NIeYeHne C 60blien
OCTOPOXHOCTbI0 U 3QPeKTUBHOCTbID. OCOBEHHO 3TO
BaXHO TaM, e peaxkuud Ha npenapaTbl CUAbHO
pa3nnyaeTCcy.

‘m PAPMAKOIEHOMHEKA

OTaenbHOE HarnpaB/ieHMe M3y4yaeT, MNoYeMy OJHU
N Te Xe nekapcTBa AeWUCTBYWT Ha Jiaen no-
pPa3HOMYy. 3TO MOMOraeT CHMXaTb PUCK MOBOYHbIX
3QPEeKTOB ¥ MNOBLIWATbL TOYHOCTb HA3HAUYEHUS
NpenapaToB.
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I''TE TEHOMHEKA YKE HCIHOJIBb3YETCA

B MEJJUITHHE

PacnpeleneHne HamnpasJ/EHUN
NOKa3blBAET, YTO MEHETUUYECKUNA
aHannM3 ocobeHHO BOCTpe6boBaH TaM,
rAe HYXHO YTOUYHUTb MNPUUYUHY
60/1€3HN U BblBpaTb Haméonee
noaxoasilee JseyeHve.

JINANpPYIOT OHKOJI0IUS

W HacneaCTBEeHHble 601e3HU:
NUMEHHO OHW Yalle BCero TpebylT
reHOMHOro aHaJ/m3a

ANg AnarHoCTWUKM, MNpOrHo3a

N noagéopa Tepanuu.

I Onkonorvs | HacneactBeHHble 6onesHu

dapmakoreHomuka [ MpeHartanbHaa guarHocTuka

I MHbeKuMoHHbIe nccneioBaHus

WnniocTpaTMBHOE pacnpefesieHne No OCHOBHbIM HarpaB/EHUSM
NPUMEHEHUS FeHOMUKW B MeJvUUHe
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NTHUYUECKHE

BOIIPOCDI

T'EHETHYECKHX
HCCJIEJOBAHIUU

KOHPUIEHI[UAJIBHOCT

b JAHHBIX

[ eHeTnyeckass MHpopMaLund
OTHOCUTCH K CaMbM
YYBCTBUTE/IbHbIM BWAAM
NepCcoHasibHbIX AaHHbIX .

EE XxpaHeHne un nepenada
TPEeo6ywT CTPOron 3aluThl,
noToMy 4to no JHK MOXHO
MHOr0e Yy3HaTb HEe TO0J/IbKO
0 YesloBeKe, HO U 0 ero
POACTBEHHUKAX .

HHPOPMHPOBAHHOE
COlVIACHE

VUaCTHUK mnccnenoBaHUs
JIO/MKEH MOHMMATb, Kakue
JlaHHble Co6MpalT,

KakK WX 6yayT MCM0SIb30BaTb
N KaKMe PUCKW CYLECTBYIOT.
be3 /106p0oB0OJIBHOI0 COracug
reHeTUYeckoe TeCTUpPOBaHUe
N Hay4yHbIN aHa/n3
CTAHOBATCHA 3TUYECKMU
He0MyCTUMbIMA .

PUCK THCKPUMIHAIIHI

BO3HMKAET OMacHOCTb, YTO
pe3ynbTaTbl TECTOB 6YyaAyT
MCM0JIb30BaTbCH
paboTolaTensdMu

WA CTPax0BbiMM KOMMaHUSAMN
INg orpaHuYyeHuUsa npa.s
yenoseka. [lo3ToMy MHOrume
CTpaHbl BBOAAT CreunasibHble
NpaBOBble 3arnpeThl

N OrpaHNYeHns.

CIIPABEJIIMBBIH JOCTYII

[ @eHETUYECKMEe TexHoorum
HEe J0/MKHbl BblITb A0CTYrHbI
TOJIbKO Y3KOMY Kpyry
nauueHTOoB.

ECcin TecTupoBaHMe

N KOHCY/IbTauMX CULWKOM
Jloporu, coBpeMeHHad
MeauuMHa YCUIMBaeT
HEepaBeHCTBO BMeCTO TOro,
UTOBbl ero yMeHbllaTb.
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Ol PE3YJIBIAIA AHAJIU3A K BbIGOPY JIEUEHHUSA

CxeMa MoKasblBaeT, KakK JaHHble CEeKBEHWPOBAaHWS MPEBPAallaliTCHd B KAMHUUECKOE peleHue
B MEepCcoHaM3MPOBAHHON MeauLMHE.
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TEXHOJIOTHYECKHH 9P PEKT ITPOEKTA

LIS BHOJIOTHH

ABTOMATU3ALMA CEKBEHUPOBAHIA

[lpoeKkT caenan Maccosoe uTeHne [HK
TEXHOI0OrMUYEeCKOM 3ajadyer ANgd n1abopaTopui
Mo BCEMY MMPY. 3TO YCKOPWIO MOSBSIEHNE
aBTOMATUYECKMUX MPUBOPOB M CAENasI0 aHaIn3
Nnocsie0BaTe/IbHOCTEN 60/1ee HAAEXHbLIM

N BOCMPOU3BOANMBIM.

01

bMIOMTHPOPMATHUEKA

Cbopka reHoMa 0Ka3anaCb HeBO3MOXHOM

6e3 BblYMC/IUTENbHbIX METOA0B. TakK 6uonorug
CTasla TeCcHO CBs3aHa C MNpOrpamMMHbIM
aHaIM30M AaHHbIX, anropuTMamm
COMOCTaBJ/IEHUA U MOWUCKOM OWWBOK B 60JbLUX

MaccmBax MHPOpMaLMA. 0

HOBBIE ITJTATOOPMBI

OMbIT MpoeKkTa MoAroTOBWA MOUBY

AN9 METO0J0B HOBOIMO MOKOJIEHUS
CekBeHupoBaHMs. OHWM MO3BOASAOT uMuTaTb [AHK
BLICTPEE, [EWeBNe U B 60JblMX 0BbEMAX,
UeM paHHMe 1abopaTopHble TEeXHOI0run.

Jll B mi

=

#9305 56

il
EOTEY-Y.

i 183500555

03
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U3 YETINO COCTOH I TEHOM YEJIOBEEKA

Jlaxe Hebosbuwme ydacTkum JIHK MoryT
UMETb 60/1blioe 3HAaUeHue: OHW
BKJ/IIOYAOT MEHbl, 3/IEMEHTHI
yrnpaBJIeHUsd X paboTon M 06sacTu,
B/INSIIOWIME HA CTabuIbHOCTb
XPOMOCOM.

OcHoBHag Macca reHoma

HEe KOAMPYET 6esiKu,

HO yyaCTBYeT B perynsdauuu,
ynakoske JIHK v noaaepxaHuu
HOpMaJibHOM paboTbl KJIETOK.

B [lons B reHoMeE

0606IEHHbIE OLLEHKM MO JAaHHbIM 0630PHbIX NY6JMKAUMA U MNPOEKTY

ENCODE
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OI'PAHHUYEHHA PEPEPEHCHOI'O I'EHOMA

HE BCE JIIOJIV OJIUHAKOBBI

PedbepeHCHbIn reHoM CO034aET Y/A0BHYH OCHOBY
N9 CPaBHEHWd, HO OH OTpaXaeT /Wb OAHY
nocneanoBaTesIbHOCTb, a He MOoJIHoe
pa3Hoobpa3ne 4YenoBeuyecKux mnonynsaunn

N UHANBMAYA/IbHbIX BapuaHTOB.

CJIOJKHBIE YYACTKU JIHK

LeHTpoMepbl, TenoMepbl U ANNHHbIE
NOBTOPSOILMECH ¢parMeHTbl MO-rpPexHeMy TpyaHo
TOYHO CO6paTb W MHTeprnpeTupoBaTb. WMEHHO
3TW 30Hbl OCTATCA OAHMMW K3 CaMbIX
NMPO6J/IEMHBIX B aHa/n3e.

01 02
HYKHBI HOBBIE CBOPKU [IAHTEHOM KAK PEHIEHUE
[lnsg 6021lee TOYHOro OMMCaHU4 pPas3Munin Mexay [lAaHFeHOM 06beNHAET AaHHbIeE 0T MHOMUX JAen
M0AbMW BCE Jalle MCNOoNb3VYKIT AO0MNOJHUTE IbHbIE N NenaeT KapTUHY FeHeTUYecKoro pa3H00bpa3und
pedepeHcHble C60pKM. OHM MOMOralwT Yy4uMTbiBATb wmpe. Takon nmoaxoa BaxeH ANs MccnenoBaHUA
BAapMaTMBHOCTb, KOTOPYW HE BWMAHO B OJHOM nonynsgumMm 1 noucka KAMHUYECKWM 3HaYMMbIX
CTaHJapTHOM 06pa3Lle. BApMaHTOB.

03 04
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SHAYEHUE ITPOERIA JJIA INIKOJIBHOH BHOJIOTHH

H HAYRU

[l[pOEKT MoKa3al, YTO0 HAaCNeACTBEHHOCTb
MOXHO M3y4yaTb HEe TOJIbKO MO MpW3HaKaM,
HO W Ha ypoBHe Monekynbl [HK. 3T0 aenaeT
BMOJIOrI0 60N1EEe TOUYHOM U Har NsgAHOU

ANSA WKOJIbHUKOB.

I'EHETHEA CTAJIA BJIHKE

HHTEPEC

METOA0B aHaJ/IN3a.

E BHOTEXHO.IOI'HAM

UCTOpUSA MpoeKTa MOoKa3biBaeT,
Kak ¢yHIaMeHTa/lbHasl HayKa rnpeBpalaeTcs
B MPWK/aAHble TEexXHO0rnn.
YBUIETb CBYA3b Mexay 1abopaTopHbIM
3KCNEPUMEHTOM, MeAMUMHOM U pa3paboTKOM HOBbIX

3TO nNoMoraer

. . HOBBII YYEGHBII KOHTEKCT

[[eHOMMKa yKpernunna MecTo Tembl JHK,
MyTauuMnm 1 perynduum reHoB B WKOJbHOM
Kypce. 3TV MOHATUSA CTaJIN BaXHb

ANg NoHMMaHW4 340pP0BbY, HAC/1el0BaHUSA
N 3BOJIOLUN.

I“”I IIPOPpECCHU BYIYIIETO
—

PaclumppoBka reHoMa nosbicMa WUHTEpecC

K MEAVMUWHCKOW reHeTuke, BUOoOMHOOPMaTUKE
N aHa/IM3Yy B60JbNX AaHHbIX .

[N CcTaplekiacCHMKOB 3TO MpPUMEpP TOro,
KaK Hayka CO34aET HOBble HanpaB/EHWUS

Kaphephl
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Y10 JJAJIA HAYRE PACIIIHPPOBEKEA TEHOMA

YFEJIOBEFRA
CBoAHad Tab/mLa NoKa3biBaeT,
O6énacTb PesynbTaT 3HauyeHue KaK I'IDOEKT I_IOB }.IM;I }.I
PedepeHCHbIN Ha pa3Hble 06/1aCTU HayKu
bronorms OcHoBa CpaBHeHUd
reHOM N MPaKTUKN.
MeanumHa [InarHocTnka [lonck MyTauumn
buotexHonormn | basel AaHHbIX BbICTpPbIAN aHa/IN3 [IpOEKT co34as He TOJIbKO KapTy
JHK, HO n WMHOpPaACTPYKTYpy: 6a3bl
I ANFOPUTM 06paboTKa 60blNX ANaHHbIX, MEeTOAbl aHaJ/in3a
JIAHHbIX N ANarHOCTnUYeCKue noaxonbl,

Ha KOTOpPbIX AepXNTCHd COBpPEMEHHaH
r[eéHOMUKa.

WTorn npoekTta Human Genome Project v nocneaywluee pasBuTue

reéHOMUKH




IIPOEKTT,
KOTOPbBII

H3MEHILT / \
ITPEJCIABJIEHUHE |

«['eHOM yenoBeka» npespatun [HK

B 06bEKT TOYHOIro HayyHoro aHaaM3a

N MOoKa3as, UYTO KJIY K 340POBbI0 /1eXUT
B NMOHMMaHWM HACNeaCTBEHHOW MHopMaUuK,
Ee pas3/imMumn n MexaHw3M0B paboThl FEHOB.




