





Ctpoenue JHK kak oCHOBbI HacneACTBEHHOCTHU

I1BOWHasa cnupasnb

Monekyna [IHK o6pasoBaHa AiByMs aHTWUNapanienbHbIMM1 Lensami; =
KOTOpble 3aKpy4eHbl B YCTOMUYMBYIO ABONHYIO Cnupanb. Takas
opraHvsauus genaet XxpaHeHne reHeTuyeckomn nHbopmMaunm HagéxXHblM
N yAO6HbIM AN KONMPOBaHUS.

KoMnnemMeHTapHble napbl

A30TUCTble OCHOBAHUSA COEAMHAKOTCA CTPOro rno NpuHUmny
KOMIMJIEMEHTapPHOCTU: afeHNH — C TUMUHOM, N'YaHUH — C LUTO3UHOM.
9TO NpaBuIO NO3BOJIAET TOYHO BOCMPOM3BOAMTbL NOCe[0BaTENIbHOCTb
OHK npu geneHunn kneTku.

Hocutenb nHpopmayum

NMeHHO NopAJOoK HYKeOTUAOB B LENU CAYXUT CBOEO6pasHbIM
TEKCTOM, B KOTOPOM 3anncaHbl UHCTPYKUMKN gns cuHtesa PHK 1 6enkos.
[MosToMy nocneposatenbHocTb HK onpefenaeT HacneaCcTBeHHble
NPU3HaKW.

YnakoBKa B XpOMOCOMbI

B knetke [1IHK ynakoBaHa B XpOMOCOMbI, YTO 3aLiuLLaeT
€€ OT NOBpPEeXAEHUN U MOMOraeT paBHOMEPHO pacnpenenuTb
reHeTU4YeCKNn Matepuan mMexay novYepHUMn KneTkamum Bo BpeMs

neneHns.




TeHbl, annenu n reHom
o\

Y10 Takoe reH

[eH — 3710 yyacTok [JHK, B KOTOPOM coaep>XUTcs MHPOpMaL s
O CUHTE3e onpeaeneéHHoro 6enka nnum pyHkumnoHanoHom PHK.
OH saBNsieTca eguHULEN HAacNeACTBEHHOCTM U paboTbl KNETKMN.

AnnenbHble BapuaHTbl

Annenun — 310 pasHbie GOPMbl OHOIO U TOro Xe reHa. OHM MoryT
HEMHOro OT/INYaTbCs NO MOC/eA0BaTeNIbHOCTU HYKNeOTUAOB, U3-3a
Yyero oAuH 1 TOT XKe NPU3HaK NPOosIBNSETCA NO-Pa3HOMY.

[eHOM opraHusma

[€eHOMOM Ha3blIBatOT NOJIHbIN HabOp reHeTUYECKOMN NHpOoPMaLnm
opraHmama. B Hero BxogAaT BCe reHbl U 3HauyuTenbHble yyacTku [HK,
HeobxoanMble AN XpaHEHUS 1 Nepeaayn HacneACTBEHHOM NPOrpaMmmbl.

HacnepctBeHHoOe pa3Hoo6pa3ue

Y AMNNOnaHbIX OpraHM3MoB NPU3HAKM YacTo Orpe
cCoYeTaHWeM ansienemn, Nosly4eHHbIX OT MaTeEPU U O
NOTOMKW O HOIO BMAa He 6bIBatOT MOSTHOCTbIO OAU




YpoBHM opraHM3auuu HacneacTBeHHON MHopMaLun

@ lepapxus nokasbiBaeT, Kak OTAeNbHbIE 31EMEHTbI
CKN1ablBalOTCA B €INHYIO CUCTEMY XPAHEHUSA FTEHETUYECKOW
NporpamMmbl KNeTKMW.

@ Yewm Bbille ypoBeHb OpraHnsaLun, Tem LINPe 06bEM
MHbOpMaL N N TEM CJIOXHee eé coracoBaHHas
peanusauus.
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OT [1HK K npu3HaKy yepe3 cuHTE3 6esKa

CxeMa OoTpa)kaeT nocniefoBaTe/IbHOCTb peanusaLlumn HacneacTBeHHOW MHdopMaLmn OT reHa Ao GeHOTUNMNYECKOTO
NPOAAB/IEHUS.

DyHKUMA . Mpu3sHak

JAHK B agpe TpaHcKkpunumns Lintonnasma TpaHcnauus coopka MonunenTung, o CBopaumnBaHue
KNeTKu opraHusma




TpaHckpunuusa: nepeHoc nHgpopmauum ¢ JIHK Ha PH

2. C6opka yenu PHK 4. TOTOBHOCTb

K TPaHCNALUN
Hykneotugbl PHK npucoegunHaroTcA

Mo MPUHLMMNY KOMMJIEMEHTAPHOCTH,
NO3TOMY NocriegoBaTeNIbHOCTb
HOBOW MOJEKY/bl TOYHO
cooTBeTCTBYET MHpopmauunm Ha JHK.
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Cospeslasa MPHK nokungaet aapo

N CTAHOBUTCA MaTpuULen Ana cuHTesa
6enka Ha pubocome, CBA3biBas
XpaHeHne nHdopmaumum

C €€ peanunsauvuen.
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3. O6paboTKa y ayKapuoTt

1. Hayano TpaHcKpunuum
PHK-nonnmepasa pacnosHaer
HY>XHbIM ydacTok JHK n HaunHaeT

cunHTe3 PHK Ha ogHOM 13 Lenen,
MCMONb3ys €€ Kak MaTpuuy.

[NepBuyHasa MPHK nony4aet kan

N NONN-A-XBOCT, @ UHTPOHDI

yaanaroTca B Xo4e cnjaancuHra. 3tu

N3MEHEHNA NOBbILLAT -
YCTOMYMBOCTb U FOTOBAT MONIEKYTY = .
K paborTe. : . .
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3Tanbl CUHTe3a benka

® TouHocTb npouecca onpegenserca cornacosaHnemMm MPHK,
TPHK n paboTbl puboCcoMbI, a SHeprusi obecrnevynsaeT
ABMXEHNE U COOPKY Lienmu.

‘ InoHrauna saHMmMaet OCHOBHYHO HaCTb MNMpoLuecca,

HO UMEHHO MHULMALMA U TepMUHALIMA 3a[atoT ero Hayaso
1 3aBeplUeHue.
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[ToyeMy pa3Hble KN1eTKU BbINOJIHAIOT pa3Hble GyHKLUN

OauvHakoBasa [JHK Pa3Hble 6enku — pa3Hblie GyHKLUU BnusHue perynauum KneTo4yHasa cneuunanusa

BoNbLIMHCTBO COMaTUYECKUX KITETOK HelnpoHbl, MbilLeYHble, annTennanbHble Ha akTMBHOCTb reHOB BO34,EeNCTBYIOT N36upatenbHas paboTa reHo

COAEPXKUT OAUNH U TOT XKe Ha60p N KPpOBAHDbIE KNTETKU CUHTE3UPYHOT Pa3Hble perynatTopHble 6eJ'IKVI, CurHarsbl B OCHOBe ,D,M(I)(I)epeHLl,leOB
reHeTUYeCcKom NHpopmaLmMn, Ho 3TOro 6enku. MMeHHO N03TOMY OHM N3 BHELLUHEN cpeabl N COCTOAHUE 06pa3oBaHuUs TKaHeN u opraH 03TOMY
HeAJOCTaTO4YHO AJiA O,D,MHaKOBOVI pa6OTbI. pa3sindyaroTCA MO CTPOEHUIO, CBOMCTBaM XpoOMaTunHa. 9T MeXaHU3Mbl BKJIFOYakoT OAUH N TOT XXe reHoOM MOXXET AaBaTb
Pa3nnums BO3HMKAIOT M3-3a TOro, Kakue W BbIMOJIHAEMbIM 3aja4yaM B OpraHusme. WK BbIKNHOYAKOT HYXXHble y4acTkn AHK MHOXXECTBO BapnaHTOB KJIETOYHOW
r’eHbl B KJ1eTKe aKTUBHDbI. B Oﬂpep,eﬂéHHbIVI MOMEHT. Cyp,b6bl.
P . i o | [
]
¢ F - N & | .
d [ |
& /)
r i




11

OcHoBHble Tunbl PHK u nx pyHkuum

Tun PHK DyHKUMS

MPHK [lepeHoC nHPopMaLum
TPHK JloctTaBKa aMUHOKUCOT
pPHK OcHoBa pnbocom
CHPHK CnnancuHr

perPHK Perynauua reHoB

@ KneTkawncnosbsyeT HeCKoNbko TMNoB PHK: 0fHN nepeHOCAT
NHpopMaLMIo, APpYyrue y4acTBYHOT B COOpKe 6enka, TpeTbu
perynumpytoT paboTty reHoB n o6paboTKy nepsuyHomn PHK.

@ PHK BbINOAHAIOT He TONbKO Posnb nocpeaHuka Mexxay JHK

N 6eNKOM, HO N PYHKL MK, 63 KOTOPbIX HEBO3MOXXHbI TOYHas
0bpaboTKa 1 TOHKas perynsaumsa 9KCnpeccumn reHos.




NHK KaK TeKkcT
C peryfiaiToOpHbiIMU MeTKaMu

Yyactok JHK MOXeT 6bITb AOCTYNEH

LN CYNTbIBAHUA NN, HAOBOPOT, CKPbIT

B NJIOTHOU yrnakoBKe XpoMaTtuHa. UMeHHOo
NO3TOMY OAMH U TOT Xe reH B pasHbIX
KneTkax MoXKeT paboTaTb Mo-pasHoOMY,
XoTA nocnepoBaTesibHoCcTb [IHK ocTaeTcs
HEU3MEHHOW. - . -

benku-nepexknioydatenu Ha [1HK XUMHYeCKue MeTKU, MeHsIloLLLue

TpaHCKPUNLUMOHHbIE DaKTopbI
CBSI3bIBAlOTCA C MPOMOTOPaMM
N 9HXaHcepaMu, MoMoras uam mMellas

AOCTYNMHOCTDb NreHoOB

MeTtunupoBaHue AHK n moandpukaumnm
TMCTOHOB BJIUAIOT Ha TO, HACKOJIbKO

3arnycky TpaHckpunuun. OHn AencTBytoT MNJIOTHO yrakoBaH XpoOMaTUH. 3TH

KaK MOJIEKYNAAPHbIE «nepektoyaTenny,

3ajaBast KfeTke, Kakon 6e0K HY)XeH

cenyac, B KaKOM KOJIMYECTBE M B KaKOW

MOMEHT Pa3BUTUA.
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N3MEHEHNSA MOTYT OCIabNATb

UNKn ycunmeaTb paboTy reHoB, MO3TOMY
.+ -KJIETKa noJiy4yaeT JONOSHUTENbHbIN
.- YPOBEHb KOHTPOJSA Haf CUHTE30M GESKOB.
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YpoBHU KOHTPONSA peanu3aluu HacneacTBeHHoM uHopmMaLum

@ KoHTposnb pacnpesenéH no Bcel Lienoyke peanusaLnm reHa:
oT AocTtynHocTn JHK Ao namMeHeHus y>xe rotoBoro 6enka.

Hanbonee rmbkme TO4KM — TPAHCKPUNUUSA U CTabUNbHOCTb
MPHK.

@ Yewm paHblue BKOYAETCH perynauuns, TeM cunbHee spdekT
Ha KOHeYHbI npusHak. OCO6eHHO BaXXHbl 3Tanbl
TpaHCKpuUnuum n o06paboTkn PHK, rae knetka MoXeT 6bICTPO
MEHSITb OTBET.
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[Tpumepbl HacneaCcTBEeHHbIX 3aboneBaHum,

CBA3dHHDbIX C MYTaUNUAMH

@ PasHbie reHeTnYeckre HapyLLeHUs 3aTparMBatoT pasHble
3BEHbS KIETOYHOM pabOoTbl: TPAHCMNOPT BELLECTB, GPOopMYy
KNETOK NN 06MeH aMUHOKUCIIOT.

@ [laxe n3MeHeHne OHOro reHa MOXeT HapyLLINTb paboTy

LieSIbIX CUCTEM OpPraHM3ma, eC/in 3aTPOHYT K/IFOYEBOWN H6ENOK

NN GEPMEHT.
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3aboneBaHue FeH/6enok OcHoBHoOW 3chheKT
MykoBucumnaos CFTR HapyLueHue TpaHcnopTa MoHOB
CepnoBuAHOKMNETOUHAA aHeMUA HBB A3MeHeHne popMbl 3pUTPOLUTOB

®EeHUNKETOHYPUSI

PeHnnanaHnHrngpokcunasa

HakonneHne CbeHI/II'IaI'IaHVIHa

|
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OT reHa K NpuU3HaKy 4yepes 6enok

[locnepoBaTeNnbHOCTb NOKa3bliBaeT, Kak u3aMeHeHue [IHK Bnuset Ha PHK, 6enoK n UTOroBbl NPU3HaK KETKU

Céon N3meHeHne

N3meHeHne
OYHKUNMU

N3meHeHune
MPHK

N3ameHeHune

TPaHCKpPUNLMS TpaHCNALms CmMeHa 6enka CTPYKTYpa adpekT pesynbTat

reHa

npouecca npu3HaKa
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[eHOTUN KU peHOTUN: CBA3Db U Pa3INYUA

@ OpuH 1 TOT XXe reHOTUMN MOXKeT AaBaTb pasHble NPOsBIEHUS
NPM3HaAKOB B 3aBUCMMOCTU OT YC/IOBUM pa3BUTUS, 0bpasa
YXNU3HU N BHELLHEN cpepbl.

‘ deHOoTUN HeNb35 06BACHUTD TONTbKO HacneaACTBEHHOCTbHO.
OH CI)OpMMpyeTCFl KaK pe3yJibTaT B3aUMOJENCTBUA reHOB
N cpedbl Ha BCEX 3Talax XX1U3HHW.

.




CoBpeMeHHble MeTOoAbl U3Yy4YeHNSA HacNeACTBEHHON MH(OPM:

MLP

MeToa no3BonseT 6bICTPO MHOMOKPaTHO
KONMMpoBaTb HY>XHbIM yyacTok [JHK. 3To 0cob6eHHO
BaXXHO, KOrga UCXOL4HOro Matepuana marno,

a aHann3 foMKEH 6bITb TOYHbIM

N YYyBCTBUTESIbHbIM.

CRISPR-Cas

JTa cucTemMa rnosBonsieT vesieHanpasJ1€HHO
M3MEHATb Y4aCTKN Nr’EHOMa. Ee NCNosib3yroT
B nccsiegoBaHUAX, OUOTEXHONOrNN

N NepcrnekKTnBHbIX NoAXoAaxX K KOppeKkuunn
reHeTn4yecKunx HapyLueHMVI.
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CekBeHupoBaHue

CekBeHMpoBaHWe onpeaenseTt NopsanoK
HykneotugoB B AHK nnn PHK. OHo nomoraer
HaxoguTb MyTaLuW, CpaBHUBATb reHOMbI

N YTOYHATb MPUYUHbI HacneaCcTBEHHbIX
3aboneBaHui.

[lpaKkTU4yeckoe NnpuMeHeHue

[€eHOMHble TEXHOOrMN HY>XXHbl B MeINLIMHE,
cesleKUMn 1 HayuHbIX uccnegoBaHuax. OHu
MOMOrarT He TONIbKO O6HapYyXXMBaTb N3BMEHEHMUS
INHK, HO 1 NOHMMaTb, KaK OHU BNUSAIOT

Ha NPU3HaKN opraHn3ma.




HacnepcteBeHHasa nHpopmMaLlus
CTaHOBUTCSA NMPU3HAKOM Yyepe3 paboTy
KJIeTKN

OHK xpanuT nporpammy, PHK nepeHocuT u perynupyert eg€, a 6enku BonaowaroT
pes3ynbTaT B NpU3HaKax KNneTku n opraHnsma. OT TOYHOCTU 3TOU CUCTEMDI
3aBUCAT pa3BuUTKE, pasHoobpasune n 3q0poBbE.




