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1+ OT onbiTOB MeHpens

K MONeKynsapHou
reHeTunke

[1yTb K MOHMMAHWIO HaceACTBEHHOCTM Havalsico
C 3aKOHOMEPHOCTEN, OTKPbITbIX MeHaenem,

M npoao/mKnnca gokasaresibctsomMm ponun HK
KakK Hocutensa nHpopmauunn. PaclunppoBkKa

eé cTpykTypbl B 1953 roay caenana paboTy reHa
npeaMeToM TOYHOIro MOJIEKYIAPHOIo aHamnsa.
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YTO Takoe reH

1/

2/

DyHKUMOHanNbHbIN yyactok JHK

[eH — 3TO He NPOCTO pparMeHT XPOMOCOMbI, a y4acTok [QHK,
KOTOPbIN HECET UHCTPYKLUIO ANA CUHTE3a onpeaeneHHoro
6enka unun monekynbl PHK.

KoaupytoLLme v perynsitopHble 4acTu

B cocTaB reHa BXxogaT 0651acTh, 3agatolimne CTpyKTypy
NpoAyKTa, N nocneaoBaTesiIbHOCTU, KOTOPbIE YNPaBsitoT ero
aKTUBHOCTbIO, YCUNUBada Unn ocnabnsasa cYnTbiBaHme
NHopMauun.

3/

4/

o/

IK30HbI U UHTPOHDI

Y ayKapumoT KogupyroLime y4acTKn 4yacTo pasaeneHbl
WHTPOHaMW, KOTOpble yAanarTCcAa Nocne TpaHCKPUnnuy,
NO3TOMY OKOoH4YaTenbHasa MPHK ¢popmMupyeTcs He cpaasy.

NHdpopmMaLma o npoaykTte

[eH onpepensieT He TOJIbKO cocTaB 6esKa, HO U TO, B KaKOM
KNETKE, B KaKoe BPEMS 1 B KaKOM KONMYEecTBe OH bydeT
CUHTE3NPOBAH.

OcHoBa nNpu3Haka

NMeHHO Yyepes paboTy reHoB HacneACcTBeHHas MHDopMaLus
npeBpaLlaeTcs B KJIETOYHbIe NpoLecchl, a 3aTeM — B BUAUMbIE
CBOWCTBA OpraHnsma.
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eee | CTpOEHMe reHa
omonop Ha monekyne [1HK

[MpoMOTOp — yyacToK, K KOTOpOMY npucoegunHaetca PHK-nonnmepasa 1 ¢ KOTOpPOro
HauyMHaeTCA TpaHCKPUNUKA; OH 3af4aET CTapT CYUTbIBAHUA.

Kogupytow,asa obnactb

Koaupytowiasn 4acTb reHa COAepPXMUT NOoC/ieloBaTeIbHOCTb, MO KOTOPOW B AaNlbHENLLEM
6yneT onpeaenéx NnopsiaokK aMMHOKUCIIOT B BeriKe.

TepMuUHaTOp

TepMUHaTOpP CNYXUT CUrHaNoOM 3aBepLUeHNA TPaAHCKPUNLUKA N NOMOraeT TOYHO
OCTaHOBUTb CUHTEe3 PHK B HY>XHOM TOUKe.

X X
CnnancuHr

Y ayKapuoT nocne TpaHCKPUNLUUN UHTPOHbI Bbipe3aroTcs, a 9K30Hbl COeaUHAIOTCS,
noatomy 3penasa MPHK kopo4e ucxogHoro yyactka [HK.

[eH B XpoMOCOMe

Ha cxemMe reH nokasaH Kak 4acTb XpoMocoMHoun [JHK, BCTpoeHHas B 60s1ee KpYMHYHO
CTPYKTYpPY HacneACTBEHHOro MaTepuana KieTku.
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Ot AHK K npn3Haky:
NyTb HacneaACTBEHHOW
MHpopMaLnm

CxeMa nokasblBaerT,

KakK nocjiegoBaTe/ibHOCTb HYK/1€e0TUAOB
CHavyana konupyetca B PHK, a 3atem
npeBpallaeTca B Llenb aMUHOKUCIIOT,
NPUrogHyo Ana paboTbl KNETKMW.

HacnegctBeHHasa MHGoOpMaLuS

He AENCTBYET HarnpsiMyro: OHa NPOXOAUT
yepes HECKOJIbKO MOJIEKYIAPHbIX 3TanoBs,
npexae 4Yem NposiBUTCS Kak MNpuU3Hak.
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MyTb nHopMmaLmn
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MPHK Punbocoma [Tonunentug, Benok

YyebHasa cxemMa LieHTpasibHOW AOrMbl MOJIEKYIIPHOM 6M0N0rK
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KOJOHa 06pasyroT CUCTEMY CUYMTbIBAHUS HAacneACTBEHHOW
MHPOpMaLn.

N3 aToro Habopa 61 KOOOH 3aA4aéT aMUHOKUCIIOTbI, @ 3 CNyXXaT CUrHanamMm 3aBepLleHUs
CUHTEe3a benka.

CTtaHaapTHbIW reHeTUYEeCKUN KoAa
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CBOUCTBA reHeTU4YeCcKoro Kkoaa

CBoWicTBO Cwmbicn Mpumep
TpUNIEeTHOCTL 3 HyKneotuga KOZOH
OOHO3HAYHOCTb 1 KogoH — 1 aMMHOKKc/0Ta AUG — MeTUOoHWH

BbIpOXXAEHHOCTb

HECKOJIbKO KOAO0HOB

NnenunH

YHMBEPCa/IbHOCTb

Nno4yTn y BCEX

bakTepun N YenoBek

Tabnuvua NoKasblBaeT, Kak YCTPOEHO CYUTbIBaHUE
MHbOpMaLIMM U MOYEMY OfHA U Ta XKe cucTema
paboTaeT HaZlEéXXHO B pa3HbIX OpraHn3Max.

HenpepbIBHOCTb

6e3 nNponyckoB

YyTeHne noapsa

HenepekpbiBaeMOCTb

HyKNeoTuna B OIHOM KO[IOHe

oJlHa pamMKa

CTaHOapTHbIN FreHETUYECKUI KoA, y4ebHas buonorus

Kof yCTpO€eH TakK, YToObl CYMUTbIBaHUE ObII0
TOYHbIM, YCTONYUBLIM U NPU 3TOM AOCTATOYHO
rMO6KUM AN151 )KUBbIX CUCTEM.
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KakK Ha4yuHaeTca n 3akaH4YMBaeTCcAa CYMTbIBaHMe KoAa

CTtapTt TpaHcnayum

O6blYHO MeHHO KoaoH AUG 3apaéT Ha4vano
CUHTe3a 6enka n OAHOBPEMEHHO onpeaenseT
nepByO aMUHOKNCAOTY — METUOHMUH.

Pamka cynTbiBaHUSA

Pnbocoma yntaet MPHK cTporo no tpu
HYK/leoTuaa, N03ToOMy CMeLleHNne paMKu
MeHSAEeT BeCb nocnenyroLlmnin CMbICH
nocneaoBaTesIbHOCTMW.

Cton-curHan

KopoHbl UAA, UAG 1 UGA He nob6aBnaroT
aMWUHOKMUCIIOT, a 3aBepLuatoT CO0PKY
NoNMNeNTUAHON LLenu 1 0CBO6OXaatoT
rOTOBbIN MPOAYKT.
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OTanbl peannsauunum reHeTu4ecKom nHpopmMaLmu

[locnepoBaTenbHOCTL npoueccoB oT IHK Ao pyHKUMOHaNbLHOro 6enka B KneTke

sssssssssss Puéocoma
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[ToyeMy OAUH U TOT XKe reH
paboTaeT No-pasHOMY B pasHbIX

KJ1 e-[ﬁé{la-?s OAWUH ITeH — pa3Hble 3a4a44u

B KneTkax ne4yeHu akTUBHbI Te reHbl, KOTOPbIE
NoAAepPXXMBaOT OOMEH BELLLECTB, 06e3BpeXnBaHune
BELLECTB N CUHTE3 HYXXHbIX 6enKoB. XoTa Habop JHK
NOYTN OANHAKOB BO BCEX KJ/1IeTKax OpraHn3mMa, MMeHHO
perynsauus onpeaensieT, Kakme reHbl 6yayT BKIHOYEHDI,
a Kakne OCTaHyTCsA MOoJiYaLLnuMMu.

10

HepBHas KieTka u MbillLa: pasHble NporpamMmmbil

HenpoHbl N MbilLeYHble KNTeTKU NCNONb3YIOT pasHble
rpPynnbl FEHOB, MOTOMY UYTO UX GYHKLIUN pa3nnyaroTcs.
ITO NMO3BOJIAET OAHOWN U TOWU XKe HacneaCTBEHHON
MHopMaLinmM co3gaBaTb KNETKU C COBEPLLUEHHO pa3HOM
(HOPMON, CTPOEHNEM U NOBEAEHUNEM, COXPaHSA NMPU 3TOM
OOLLIMA TEHOM OpraHusma.
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Tunbl MyTaUun
N UX BJIMAHUE Ha 6enoK

ToyeYyHble U3MEHEHUS UHOTAA MOYTH

He 3aTparnBatoT MYyHKUMIO 6enKa, Toraa

KaK BCTaBKMU, Aeneumm n ocobeHHO CABUT paMKu
CUMTbIBAHUSA Yallie HapyLlatoT BCHO
nocnenoBaTesIbHOCTb.

YeM cunbHee HapyLlaeTcsa NopsgoK
KOZLOHOB, TEM BbILLIE PUCK PE3KOr0
U3MEHEHUSA CTPYKTYPbI U PYHKLMK 6enKa.
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 OtHocuTeNbHOE BNUSAHNE
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3amMeHa BcTaBka Heneyns CaBur pamkm

KayecTBeHHas oLeHKa No MaTepuanam LKOJIbHOIo Kypca MONEKYNSIpPHON 6Monoruuy; Wwkana
OTHOCUTENbHAas, He KONTMYeCTBEHHas.
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Kak BO3HUKAOT MyTaLUN U K YeMY OHU NMPUBOAAT

2

3

OLWNOKN KONMPOBaHUS

MyTauun HepeoKo BO3HUKaKOT

npu pennukaymm AHK, korga
(hepMeHTbl ONYyCKatoT HETOYHOCTb.
Ecnn ownbka He ncnpaBneHa
cucteMamMy peMoOHTa, OHa
3aKpensnseTcsa n nepepaercs

cneayrowinmM KneTkam Ui noToMkKam.

BpeaHble nocneacTeus

YacTb MyTaLMi HapyLLaeT paboTy
6efika 1 BbI3blBaeT HacNeACTBEHHbIE
3aboneBaHus. [laxke U3MeHeHune
OOHOro HyKNleoTnga nHoraa
LOCTaTOYHO, YTOObl USMEHUTDb
aMUHOKUCOTY 1 0CNabuTb QYHKLUIO
KNeTKM.

*

BHellHWe MyTareHbil

Pagnauuna, HeKoTopble XMuMu4deckume
BellecTBa U BUPYyCbl MOTYT
nospexggatb JHK nnu HapywaTtb

eé KkonuposaHue. l'log nx aencrenem
NoBbILlaeTcsa BEPOATHOCTb U3MEHEHMUA
nocnenoBaTe/IbHOCTU HYKNEeOTUL0B.

Bo3MoO)XHasA nosib3a

Pefkue MyTaLum MOryT okasaTbcs
Nnosie3HbIMU, €CNN Aat0T OpraHu3my
NPeMMyLLLECTBO B KOHKPETHOW cpejie.
VIMEHHO Takne U3MeHeHUst co3aatoT
MaTepuan Aas ecTeCTBeHHOro oT6opa
1 3BOJTIOLUN.

& HentpanbHble n3MeHeHus

He Ka)xgasa mMyTauns saMeTHO BINSET
Ha opraHu3m. ECnm N3MeHEHHbIN
Y4aCTOK He y4aCTBYeT B KPUTUYECKMU
Ba)XHbIX NpoLeccax, nocneacreud
MOrYT OTCYTCTBOBATb UJIN MOYTH

He NPOoABNATbLCA.
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CpaBHeHue [1HK, PHK n 6enka
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Ta6J'IVILI,a NMOKa3blBa€eT, U3 4Hero CoCToAT OCHOBHbIE

MOJ1EKYJIbl KNTETKWN, KaKYHKO POJib OHU BbIMOJIHAKOT
U raoe HaxoadaTcs.

Monekyna | CocTtasB PyYyHKUUNA Jlokanusauyua
XpaHeHune
OHK ne3okcupnbosa 00
NHpopmaumn
nepegava A00,
PHK pnbosa
NHCbopMaLmn Luutonsiasma
BbINOJ/IHEHNE LuuTonsasma,
benok aMWUHOKNCNOThI 5
doyHKUUN KfeTka

0606LLeHMe 6a30BbIX CBEAEHUN LLUKOSIbHON 6GUONOrMN N MONEKYNSIPHON FEHETUKMN.

HHK xpaHuT nporpammy, PHK nepeHocut
N peannsyet e, a 6enKn BbIMOSTHAKT OCHOBHYIO
paboTy B KNeTKe.




©06 lMoyeMy reHeTU4YeCKUn Ko Ha3bIBaAKOT

1/

YHUBEPCAJIbHbIM

OAWHAKOBbIN NPUHLMN 3/

Y 60NbLUMHCTBA OPraHN3MOB OJIHU

N T€ XXe KOAOHbl COOTBETCTBYHOT

TEeM >Ke aMuHokuncnoTam. bnaropaps
3TOMY KJ1IeTKa Nto60ro Buaa MOXXeT
CUYMTbIBATb FEHETUYECKYHO
nHdopMaLMo No obLemMy nNpaBuny.

Heb6onblUuue UCKJrYeHus

HekoTopble OTNNYMSA U3BECTHbI
B MUTOXOHZPUSIX U Y OTAENbHbIX
MUKPOOPraHNn3MoB, O[JHaKO OHU
He OTMeHSIOT 06LW,ero NpMHLUMNa
KOAMPOBaHMUA U NINLLIb YTOYHSAIOT
npaBuno.

2/

O6Lee NponcxoXxaeHune 4/

CxoAcTBO Koaa y 6aKTepuin, pacTeHun,
YXUBOTHbIX U YenoBekKa
paccMaTpuBaloT Kak BaXKHoe
CBUAETENbCTBO e AUHCTBA XXUBOW
NPUPOAbI 1 eé 06LLEero 3BOIFOLIMOHHOIO
NPOUCXOXAEHUA.

[lpakTUyeckada LeHHOCTb

YHVIBepCaJ'IbHOCTb KOAda Mo3BoJideT
NepeHoOCUTb reHbl Mexxagy suamMu

N NUCMNOJIb30BaTb NX B 6I/IOT€XHOHOFVIVI,
HarnpuMep rnpu noayyvyeHnm
JNIEKaPCTBEHHDbIX 6enKOoB B KNeTKax
MNKPOOPraHN3MOB.
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—— [lonck HacneaCcTBEHHDbIX
MyTaLnin

AHanns IHK nomMoraeTt HaxoaunTb
N3MEHEHMUS, CBSA3aHHble

C HacneacTBeHHbIMU 60NE3HAMUN. ITO
0COB6EHHO Ba)XHO, KOorga CUMMTOMbI
eLlé HeACHbl nn 6one3Hb
NposiBNSeTCA B pa3HOM BO3pacTe.

—— YTOYHEeHUne anarHosa

CpaBHeHMe HauEeHHbIX BapnaHTOB
IHK ¢ nsBectHbiMn faHHbIMU
NO3BOJIAET NOATBEPAUTD

NN ONPOBEPrHYTb NMPeAnosioXXeHune
Bpaya 1 ToYHee onpeaennTb NPUYNHY
HapyLLleHN B OpraHnsme.

OueHKa pucka

[eHeTuyecKue TecTbl MOryT NokKasaTb
NOBbILLEHHYO BEPOATHOCTb pa3BUTUS
HEeKOTOpbIX 3aboneBaHnin. Takown
pe3ynbTaT He 03HAYaeT HEU3OEXKHYIO
60/1e3Hb, HO NOMOraeT HabnaaTb
YyenoBeKa BHMMaTeNbHEE.

[Nopb6op neyenuns

B psige cnyyaeB aHanu3 reHeTUYeCcKux
OCOb6eHHOCTEN NOMOraeT BblibpaTb
6onee noaxoasume nekapcTea

N [O3NUPOBKN, OCOBEHHO

npu 3aboneBaHnAaAX KpoBU, 0OOMeHa
BELLLECTB U HEKOTOPbIX (popMax
OHKONOrM4Yyeckmnx saboneBaHun.

[@eHeTn4YecKunmn Kona,
n MeanumnHa
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[lpuMeHeHnA
reHeTUKWU
B OMOTEXHOJ10TUU

Bce HalpaB1eHNAd OonnparnTCA Ha NOHUMaHUeE
CTPYKTYpPbl reHa U reHeTn4eckKoro Koga, nosTomMy
NO3BOJIAKOT LeJieHalnpaB/1€HHO USMEHATD
CBOWCTBaA OpraHM3MoB U MNoJiydaTb MNnoJie3Hblie
NMPOAYKTbI.

3HaHWe reHeTUKN npeBpaLlaeT
NW3MEHeHNe HacneaCcTBEHHOMU
MHMOpPMaLMM U3 CrIly4anHOro npouecca
B YnpaB/sgeMyto TEXHOOTUIO.
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~ HanpaBneHus 6MoTEXHOIOTUM
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CRISPR WNHcynuH Cenekyus

KayecTBeHHas CpaBHWUTEJIbHAA OLEHKa Mo rnnpuMepam m3 WKOJIbHOIo Kypca 6unonorum

7 6MOT€XHOJ'IOFVIVI; 3Ha4YeHnda OTHOCUTEJIbHbIE.
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OT nsmeHenuna [IHK Kk HOBOMY NpU3HaKy

Cxema nokasbiBaeT TUMUYHbIN NyTb OT Bbl60pa reHa Ao oueHKn naMeHeHnd npu3HakKa rnocrsie pegaktnpoBaHUA.

Llenb PepgaktnpoBaHune N3meHeHune HoBbIN
Bbi6op reHa aHanu3 nposepka CekBeHupoOBaHue CpaBHeHwe appexT
nnu MmyTtauma? OHK oenka NnpU3HaK
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Ol'paHl/I‘-IeHVIFI [EHETUYHECKUNX
TEXHOJIOTUU N 3TUYECKUe BOMNPOCHI

1/

2/

3alimTa AgaHHbIX

[eHeTu4yeckas nHbopMaLumsa OTHOCUTCA K YYyBCTBUTENbHbIM
fNepcoHasibHbIM flaHHbIM. EE yTeuka MOXeT 3aTPOHYTb YaCTHYHO
XXN3Hb YenoBeKa N NOBAUATb Ha PeLUeHNs CTPaxoBbIX

nnu paboTtoaartenen.

PUckun pegaktupoBaHus

N3meHeHns B 3apofblLLEBON JIMHUN BbI3bIBAOT 0CO6bIE CMOPHbI,
NOTOMY YTO MOFYT NepefaBaTbCs 6yAyLIMUM MOKONEHUSM.
[l03TOMY Takue BMeLlaTenbCcTBa TPEOYHOT CTPOroro KOHTPOs

N Hay4yHOro 060CHOBaHMUSA.

3/

4/

Cno)>XHOCTb NMPU3HaKoB

MHoOrne npusHakun onpeaensroTcs He O4HUM FreHOM,

a MHOX>XeCTBOM reHOB 1 BAUSAHNEM CcpeAbl. OTO O3HAYaeT, YTo
NPOCTOE peflakTUpOoBaHMe He BCcerga AaeT oXXugaemblin
pesynbTar.

OTBEeTCTBEHHOE NMPUMEHEHNE

[eHeTu4YecKune TeXHONornn TpebyroT NPOBEPEHHOM
6e30nacHOCTU, NPO3payYHbIX NpaBua U 06LLLECTBEHHOIO
o6Ccy)XaeHus. bes aToro ga)ke nonesHble MeToAbl MOTyT
NPUBECTU K OLLMBOKAM U 3/10yNOTPEOAEHUSIM.
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©® OCHOBHbIe TepMUHbI MO TeMe
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['eH n annenb

['eH — yyacTok [JHK ¢ HacnepgcTBeHHON MHDOpMaLmen. Annenb — OguH
N3 BapuUaHTOB 3TOrO reHa, KOTopbi MOXET NO-pasHOMY BJIMATb Ha MPU3HaK
opraHmsama.

[eHOM 1 KOAOoH

[eHoM — BcA IHK opraHnamMa. KogoH — Tpu HyKneoTtnaa, Kotopble 3agaroT
onpenenéHHyro aMMHOKUCIIOTY UM CUrHas 3aBepLUeHUs1 CUHTe3a bernka.

TpaHcKpMNUmAa u TpaHCAAUmMS

TpaHckpunuma — cuHtes PHK no matpuue OHK. TpaHcnauus — cé6opka
6enka Ha pubocome no nHbopmaumu, 3anmcaHHon 8 MPHK.

AHTUKOAOOH, CNNTAUCUHT

AHTUKOAOH — Tpunnet TPHK, koMmnnemMeHTapHbIn KOAOHY. CnnancuHr —
Bblpe3aHune UHTPOHOB N3 PHK 1 coeanHeHne a3K30HOB B 3penyto MOJIeKyny.

MyTauua n aKkcnpeccus

MyTauna — nameHeHue nocnegosatenbHocTu [AHK. 9kcnpeccusa reHa —
peanunsauyus ero nHhopmauum B euae PHK nnm 6enka B KOHKPETHOM KNeTKe.




[eHeTn4YeCcKumn Koa:
OT HacJ1IeACTBEHHOCTMU K NPU3HAKY

[€H XpaHWUT NporpamMmy, reHeTU4YEeCKNin Koa
nepeBoAunT €€ B 6es10K, a 6enkun cosgaroT
NPpU3HaKkn opraHnsma. MMeHHO NoaTomy
MOJIEKYNIAPHAsa reHeTUKa CBA3bIBaET
HacneaACTBEHHOCTb, MeAULIUHY

N BUOTEXHOTOTUM.




