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0630p TeMbl: XxpaHeHue
HacneACTBEHHOW
MHGopMaLUn

PaccMOTPUM OCHOBbI XpaHeHUA U

nepefayn HacneacTBeHHOU MH(pOpMaLUn
B XXUBbIX OpraHn3max.




AN

UcTopuyeckune atarnbl U3yvyeHus
HacneACTBEHHOCTM
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[ToHUWMaHue HacneaCTBEHHON MH(pOPMaL K
NpOLLUIO NYyTb OT 3aKoHOB MeHaena A0 OTKPbITUA
CTPYKTYpbl JHK 1 ee ponu B XxpaHeHUH
reHeTUYECKUX AaHHbIX. OTU OTKPbITUA 320NN
dOYHAAMEHT MOJIEKYISAPHOW FEHETUKMN.,




J1BOMHasA cnupasb: OCHOBA
cTpYKTYpbl HK

HHK cocTtouTt ns gByx
aHTUNapannenbHbIX Lenen ns
HYK/1e0TUA0B, 06pasyoWmMx 3HAMEHNTYIO
ABOWHYIO cnupanb. BogopoaHblie CBA3N
MeX Ay a30TUCTbIMW OCHOBaHUSMMU
obecrne4ynBatoT CTabUIIbHOCTb U
TOYHOCTb UHDOPMaLUMK.

HyKkneoTupbl Kak
CTpouTesibHble 6J10KU

Kaxxablin HyKNneoTua BKAOYaeT
caxap, pocdaT 1 a3oTUCToE
OCHOBaHue (afieHVH, TUMWH, FyaHWH,
LUnTO3nH). NMocnenoBaTeNlbHOCTb
3TUX OCHOBaHWI KoaMpyeT
HacneaCcTBEHHYO MHPOPMaLUIO.

O6waa anuHa AHK B
KJIeTKe YyenioBekKa

HecmMoTpa Ha MUKpOCKoMnu4yeckue
pasmMmepbl s4pa, obwas aAnmMHa Bcex
Monekyn JHK ogHoun knetTku
AOCTUraeT OKOJI0 ABYX METPOB,
ynakoBaHHbIX B KOMMaKTHblE

CTPYKTYPbI.




CtpykTtypa PHK 1 eé ¢pyHKUUM B
reHeTU4eCcKon nHdopmMaLum

OpaHoueno4yeyHasa Mmonekyna PHK

PHK cocTtouT n3 ogHoro nonnmepa
PUBOHYKNEOTUAOB C OCHOBAHUAMMU al€HUH,
FYaHWH, UMTO3UH 1 ypauun. 3To obecnednsaeT
el rmbKocTb 1 padHoobpasue PyHKLUM B
KNneTke.

Pa3Hoo6pa3ue Tunos PHK

MaTtpuyHasa PHK nepega€t nuidpopmaumto ot AHK k

punbocomam, TpaHcnopTHasa PHK pocTtasnsier

aMUHOKMCNOTbI, a pubocomHasn PHK obpasyet

ngyKTypy pNO60COM — Ba)KHENLLMX LLEHTPOB CUHTE3Aa
enka.

Ponb PHK y npokapuoT u BUpycoB

B HEKOTOpPbIX MPOKAPUOTUYECKUX KITeTKaX U
BMpycax PHK cama BbINonHAEeT ponib HOCUTenA
HacneacTBEHHOM MHPOPMaLNK, YTO OTIMYaET
NX OT OpraHnM3mMoB Cc reHomom u3 JHK.




DYHKLUMU U 3HAYEHuUe

N\

HacneACTBEHHOU UHPOpMaLLUK

01

HacnepcrBeHHass MHpopmaumsa
KOOUPYET 6enKu, BNusaroLune Ha
dur3nyeckne n punsnonornyeckmne
OCOH6EHHOCTU OPraHN3MoB,
obecneymBas rnepegadvy
NPM3HAKOB ClieayroLeMy
NMOKOJIEHUIO.
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OHa xpaHutca B [1IHK ¢ Bbicokoun
TOYHOCTbIO, MO3BOJIAA
BOCCTaHaB/MBaTb NOBpeXAeHUA
N aganTmpoBaTbCA K
N3MeHeHNAM cpefbl Ans
Bb)XXMBaHUA BUAa.

03

[eH — OCHOBHas eAnHULa
HacneacTBEHHOCTU, obnanaeT
OUCKPETHOU CTPYKTYPON, YTO
obecneymBaeT BapmMaTUBHOCTb U
HacneACTBEHHYHO CTabUIIbHOCTb
O[lHOBPEMEHHO.



MexaHusmbl pennukauum AHK
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Pennnkauua — npouecc, Npy KOTOPOM KaXkaas
uenb AHK cny>XuT wabsoHOM gns cuHTesa
KOMIMJIEMEHTapHOM, obecreynBas CoxpaHeHmne
reHeTUYEeCKON MHpOopMaLUN.
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KntoueBble pepmeHTbl — [JHK-nonnmepasa,
XenuKasa n nurasa — CUHXPOHU3UPYIOT
pacnJjieTaHue, KonmpoBaHUe N CBA3bIBaHME
Lienen, nogaepXXmnBasa BbICOKYH TOYHOCTb
npouecca.




.
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OCHOBbI TpaHCKpUNLUuu NMpouyeccuHr MPHK

PHK-nonumMmepasa cuHTe3upyeT Mmosiekyny npe-MmPHK [1lpe-MPHK nogBepraercsa yaaneHuo MHTPOHOB
Ha MmaTpuue HK, noBTOpAA 3aKogMpPOBaHHYHO (cnnancuHr), a TakXxe KaNMpoBaHUIO U
nocfieqoBaTe/IbHOCTb B BUAE KOMIMJIEMEHTapHOMU nonnageHNNINpoBaHuto, YTo obecrnevynBaeT
PHK. CTAabW/IbHOCTb U FOTOBHOCTb K TPAHCASALIUN.




TpaHcnALUUSA: CUHTE3 6eNIKOB MNo
HacneacTBeHHON UHGopMaLun
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[lepBas ctaaua: pubocombl cBa3biBatoTca ¢ MPHK,
obecne4ymBas rnpaBubHOE CYNTbIBaHUE KOJOHOB
ANA nocnenoBaTtesibHOro NpucoeguHeHua
aMUWHOKMUCNOT.
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02

BTopada ctagua: TPHK goctaBnaroT aMUHOKUCIOThI K
punbéocome, raoe pPHK cnocobcTByeT 06pa3oBaHuUo
nenTuAHbIX CBA3en Anst GoOpMUPOBaAHUS
NnoNnMNenTUAHON Lienu.




CTpyKTYypa U 0CO6E€HHOCTH
YyenioBeYeCcKoro reHoma
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[eHOM 4YenoBeKa COAePXXNUT OKOJIo 3,2
MUnnapaa nap OCHOBaHUM U BKJTHOYAET He
TOJIbKO FeHbl, Kogupyrowime 6esKn, Ho u
O6LLINPHbIE PErYNATOPHbIE N HEKOAMPYIOLLIME

YyYacCTKMU.
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HecMmoTpa Ha 0,1% pasnuunu mexgy nogbmu,
pa3sHoobpasune peHoTUNoB obecreymnBaeTcs
perynauuen reHoB U B3aMMOLeEUCTBUEM C

OKpYy>Xatollen cpegomn.




Opranun3sauua [1HK B xpomocomax wm
XpoMaTUHe

KomMmnakTHasa ynakoBka [JHK

OHK y aykapnoT cBsi3aHa C ruCTOHaMu, obpasys
HYKJ1€0COMbI, KOTOpble fasiee opraHM3yloTcs B 6onee
NJOTHbIE CTPYKTYPbI, 06ecneynBarome KOMNakTHOCTb U
3almTy reHoma.

(DYH KLUNOHaJIbHOE€ COCTOAHUEe XpOMaTHUHa

JyXpoMaTWH aKTUBHO y4aCTBYET B TPAHCKpUNUMK, Torga Kak
reTepoxpomMaTuH NpeacTaBnseT co60M KOHAEHCUPOBAHHYIO,
TPaHCKPUIMLMOHHO HEaKTUBHYHO (hopMy, perynupys goctyn Kk JHK.
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Ocob6eHHOCTH XpaHeHus
HacneacTBeHHOU HGoOpMaLUN Y
NPOKapUoT
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HacnegcrteeHHasa MHQoOpMaLUns y NpoKapuoT
3akntro4veHa B Kosibueson [HK,
pacrnonararoLiencs B Hykieone 6es
MeMOpaHHOro pasaeneHust C LUTonaa3mMomn.
[eHOMBbI 6akTepuin Bapbupyrotca oT 1 go 10
MUWUJIJIMOHOB Nap OCHOBAHUWU, YTO 3HAYUTENBHO
MeHbLLE NO CPpaBHEHUIO C 3yKapuoTaMu.
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[TnasmMmunabl, Kak BHEK/1€TOYHble Masble
kKonbueBble [1HK, o6ecrnedynBaroT 6aKTeEpPUAM
AOMNONHUTENbHYIO FEHETUYECKYHO
BapuabenbHoCTb. OHM UrpatoT K/KOYEBYHO POJib B
aganTaumm MMKPOOPraHM3MOB K BO3ENCTBUAM
OKpYXXatoLen cpeabl U aHTUONOTUKAM.




°°° BHeapepHble [HK:
MUTOXOHAPUUN U
nnacTuabl
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MuTtoxoHgpuanbHaa [JHK

MUTOXOHAPUN coaepKaT COBCTBEHHYIO
Konbueyro AHK, koaupytouyto 6enku
AbixaTtenbHon uenun n depmeHTbl. OCO6EeHHOCTbIO
ABNAETCA MaTepPUHCKOe HacnepoBaHue
MUTOXoHapuanbHou JHK, yTto Ba)xHO Ans
reHeTU4YeCKux nccnenoBaHnm n poaoCcoOBHbIX.
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NMnacTupHaa OHK

XnoponnacTbl U gpyrue nnactunbl pacTeHuUu
MMEIOT CO6CTBEHHbIE Monekynbl HK. 310
NOATBEPXAAET 3HAOCUMONOTUYECKYHO TEOPUIO,
CBULETENIbCTBYHOLLYIO O MPOUCXOXOEHUUN 3TUX
opraHesna oT CBOOOAHOXUBYLLNX GaKTEPUM.
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Ponb PHK Kak HacnepacTtBeHHOro
MaTepuanay BUPYCOB
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HekoTopble BUpycbl ncnonb3yoT PHK B kadyecTBe
reHeTU4ecKoro Martepuana, 4to otnnyaerca ot [JHK
y 60/1IbLLUINHCTBA OpraHnU3MoB. 3To obecrneynBaeT
BbICOKYKO CKOPOCTb MyTaLMU U aganTaLuio BUPYCOB
K YCNOBUAM cpejbl.
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02

PeTpoBupycbl 061aaatoT YHUKaIbHOM
CNOCOBHOCTbIO 0OpPaTHOM TPAHCKPUMLUUN —
npeo6pasoBaHunto PHK B 1HK ¢ uHTerpaunen B
reHOM KJIETKU-XO035AMHA. ITO OCMIOXHAET pa3paboTky
Tepanuin 1 NOBbILLIAET 3BOJIIOLIMOHHbBIN NOTEHLManN
BUPYCOB.

13



JTanbl nepeaayn HacneacTseHHOU UHPOpMaLMK B ( @
KJIETOYHOM LUUKNe

KneTo4HbIN LMK U K/HOYEBbIE CTaANUN HaceaoBaHUS reHEeTUYECKOoro MaTepUualia

PekoMbUuHaLUuUA
n

MuTO3: Meinos:
Pennukauymsa 3aBeplUeHue PaBHOMepHOe dopmupoBaHue
HOHK pacnpepeneHue rameT

NHTepdasa:

reHeTn4yeckoe
pa3Hoobpasune
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Koaupyiow,aa u Hekoaupyrow,aa [JHK: cTpykTypa
N GQYHKLUN

-

Pacnpep,eneHMe 9K30HOB, UHTPOHOB U
HEKOAUPYHOLLUUX YHAaCTKOB B

® 4YesioBe4YeCKOM reHomMe oTpaxaet
CJNOXHOCTb perynadaumnm m
9BOJTOUNOHHbIE BO3MOXHOCTMN.

bonblasa 4YacTb reHoMa He KoaupyeT
® (esiIKU, HO UrpaeT KPUTUYECKYHO POsb B
PErynsauumn n 3BOJTIIOLIUMN.

V [eHOM yenoBeka, uccnegosaHnss ENCODE

NMpoueHT B
Tnn cekBeHUUun Ponb
reHome
OK30HbI ~2% KoaupytoT 6enku
Perynmpyrot
NHTPOHGI o 24% YRy
3KCcnpeccuro
CTpyKTypHaa u
Hekogupyroulas OcTaBLuascsd S
perynatopHas
OHK 4yacTb
doyHKL W
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ToyeyHble MyTaLuu
N3MEHSAIOT OTAENbHbIE
ocHoBaHusa [IHK, 4yTo
MOXXET NPUBECTU K
HOBbIM MPU3HaKaM UMu
6one3HAM. OHU ABNAKOTCSA
OCHOBOM reHeTUYEeCKOoU
N3MEHYNBOCTM.

02

BcTaBKU 1 Aeneunu
BbI3blBAlOT NU3BMEHEHUE
PaMKUN CYNTbIBAHUS,
4acTo HapyLwlas QyHKLUUIO
6e5IKOB U Bbl3blBad
HacfieACTBEHHbIE
naToJsIoruun.

03

[TlepeCcTpoOUKN XpOMOCOM
MOTYT MPUBECTHU K
cepbe3HbIM
reHeTUYECKUM
aHOManmaMm u

N3MEHEHUIO CTPYKTYPbI
JHK.

04}

HekoTopble MyTauuu
OKa3sblBaloT
NONIOXNTENbHbIN 3 PEKT,
NoBbILIAasi YCTONYNBOCTb
OpraHM3MoB, Harpumep,
ceprnoBUAHOKIETOYHasA
aHeMUs 3alluLLaeT OT
Marnsapuun.
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eHHble MyTaLUuK:
He6onbluue, HO 3HaYMMble
U3MEeHEeHUs

[eHHble MyTauunKn 3aTparnBaroT
OTAENbHbIE FeHbl U MOTYT U3MEHATb
nocnenoBaTelbHOCTb aMUHOKUCIIOT B
6enkax. Takme MyTaummn 4yacTo
BblI3bIBalOT HacneaCTBEHHblIE 6051e3HU
NN HOBblE NPU3HaKK, BAUSOLWMNE Ha
(YHKLUIO OpraHu3ma.

XpOMOCOMHbIE M vm:
CTPYKTYpPHbIE
nepecTpouKku

[deneunu, gynnmkaunu, UHBEPCUN U
TPpaHCNOKaLuUn N3MEHSIOT CTPYKTYPY
XPOMOCOM. 3T MyTaL MK 4acTo
BbI3bIBAlOT CEPbE3HbIE HAPYLLEHMS,
BNINSAS HA MHOXXECTBEHHbIE MeHbl U1
npmMBoAs K 3abosieBaHUAM.

[[eHOMHble MyTaLuum:
U3MeHeHue Y1ucna
XpOMOCOM

AHeynnounama — yBesinyeHune unu
yMeHbLUeHMe Yyncna XpoMocom —
Bbl3blBaeT reHeTU4YEeCKne CUHAPOMDI,
Hanpumep, cMHApoMm JlayHa, Bbi3BaHHbIN
TpUcoMuen 21-n XpoOMOCOMbI, YTO
NPUBOAUT K KOMMJIEKCHbIM
HU3MONOrNYECKUM N3MEHEHUSIM.
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buoTexHonorum U HacneacTBeHHas

FeHeTUyeckn moanduruupoBaHHble OpraHu3Mbl
(rMoO)

CospgaHue MO ocHOBbIBaeTCA Ha BHEAPEHUN
HOBbIX FEHOB B reHOM OpPraHM3MOB C LIefibto
YNy4LLIEHNS CBOMCTB PaCTEHUM N XXUBOTHbIX, YTO
pacLlunpsieT BOSMOXXHOCTU CENbCKOro X03sincTBa u
MeJUNLMHbI.

nHpopmauus
N

buo6anku [1HK u kKnoHnpoBaHue

BrnobaHku coxpaHstoT obpasubl AHK ans
nccnegoBaHUn N 6yayuiero NpUMeHeHMs.
KnoHupoBaHuMe No3BOISET BOCNPOM3BOAUTD
reHEeTUYECKN NAEHTUYHbIE OPraHN3Mbl C 3aJaHHbIMU
CBOWCTBaMM M U3y4aTb MeHbl.

COBpEMeHHbIe MeToADbI

CeKBeHupoBaHud

MeTopg CeHrepa u TexHonorum NGS obecneumBatoT
6bICTpOe pacwmndppoBbIBaHNE NOSIHOrO reHoMa. 3TH
METOZbl aKTUBHO BHEAPAIOTCA B KNIMHWUYECKYHO
ANArHOCTUKY U CeNeKLUnIo CeNIbCKOXO3ANCTBEHHbIX KYNbTYP.
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MeAauUMHCKUE NPUIIOXKEHUA W
nepcneKkTuBbl HacneACTBEHHOM
nHdopmaLumn

0 O O v

[eHOMHble uccnegoBaHMs NO3BOJIUIN BbISBUTb
6onee 25 000 reHoB, cBA3aHHbIX C
HacfieaCcTBEHHbIMU 3aboneBaHUAMMU, YTO
CNoCco6CTBYET 60s1ee TOYHOM JUArHOCTUKE U
NOHUMAHUIKO MeXaHU3MOB OOJIe3HEN.
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[eHHaa Tepanus 1 NepcoHaM3npoBaHHas
MeaununHa paspabaTbiBatoTCa ANS
3PPEKTUBHOIO JIEYEHUA TEHETUYECKUX
3aboneBaHu U nogbopa onTUManbHbIX
fIeKapCTB COrnacHo MHAMBUAYabHOMY reHOTUny

naumeHTa.




XpaHeHue HacneaCcTBEHHOU MHPOpMaLMM — OCHOBA
6uonorun u MeguLUHDbI

(0 O O v

[TOHNMaHMEe MexaHU3MOB XpPaHEHUA U Nepefayn
reHeTn4yeckom nHpopmaumm GopMmnpyeT OCHOBY ANA
Pa3BUTUS HAYKN U MeAULIMHbI, OTKPbIBas
BO3MOXXHOCTU ANS pelleHus rnodanbHbIX Npobem

300POBbA U 3KOJIOINN.




