KntoyeBble BUOMONEKYSbI, XpaHsLLme
N nepefarolme reHeTUYeCcKyro
MH(POPMaLMIO.

HyKnenHoBble KUCNOTbl: 0630p U
3HaYeHue TeMbl



NcTopus
OTKPbITUS
HYK/1€UHOBbIX
KUCNOT U UX
POJib B
ononorumu

B 1869 rogy ®pugpux Muwiep
BbIAEeNN HYKIEUHOBbIE
KMCNOTbI U3 Agep KJeTok. B XX
BeKe BbIACHWUIN UX CTPYKTYPY U
(OYHKLMIO, YTO CTas1I0 OCHOBOW
reHETUKUN N MONEKYIAPHOWN
6uonormu, pacLumpsis
BO3MOXHOCTU MeAULINHbI U
6UOTEXHONOTUMN.



TUnbl HYKJIEMHOBBIX KUCJIOT U X CBOUCTBA

AHK — xpaHuTtenb
reHeTn4yeckou MHGopmMaLmu

HHK cocTonTt ns aByx Leneu
HYKNeoTNA0B, 06pa3yroLLInX
CTabubHYIO ABOWHYO cnuparnsb. Ee
rnaBHas QyHKUMA —
NOITOBPEMEHHOE XPaHEeHUe
HacneacTBEHHOW MH(pOPMaL KU K
nepegaya ee NOTOMCTBY.

PHK — nocpegHuk B

peanv3aLun reHoB

PHK — ogHoueno4yeyHasa Monekyna,
yyacTByrollas B nepegaye u
peannsaumm reHeTu4ecKou
MHMOPMaL MK, BbINOSHAS QYHKLNY
nocpeaHnKa Npu cCMHTe3e 6e5IKoB U
y4dacTBYyA B perynaumm KneTo4yHou
aKTUBHOCTMN.



CTpoeHue HykneoTnga v
ero sHavyeHue

HykneoTnp COCTOUT U3 A30TUCTble OCHOBaAHUA
a30TUCTOro0 OCHOBAHMUS, OensaTca Ha NyPUHbI U
caxapa un pocdaTHOM NMUPUMUANHDI, NX
rpynnbl. B AHK nocnenoBaTesibHOCTb B
MCNONb3yeTcs Lenu onpeaenser
nesokcupunbosa, B PHK reHeTUu4YeCcKum Koa um

— pnb03a, YTO BIUSIET HA obecne4ymBaeT
CBOWCTBA MOJIEKYII. cneymduYHOCTb

B3aUMOAENCTBUN.




[1BouHaa cnupanb AHK: kntoyeBblie OTKPbLITUSA
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dunsmnyeckas MacLTabnpyemocTb

Mopenb YoTcOHa n Kpuka MHK

B 1953 roay YoTcoH 1 Kpuk npenioxxunu HecMoOTpsa Ha MUKPOCKOMUYECKUHN
CTPYKTYPY ABOMHOM cnvpanu, pa3mep KneTku, obuiaa anmHa JHK B
OOBACHAIOLLYIO CTaOUNBbHOCTb U He JOoCTUraeT OKoJ0 2 METPOB, YTO
TOYHOCTb nepeaayn HacneacTBeHHON CBUAETENbCTBYET O BbICOKOWU CTEMeHU
MHpopMaLmu braroaaps yNnakKoBKW N opraHu3auun BHYTpu agpa.

KOMMJIeMeHTapHOMY cnapuBaHuUo
OCHOBaHUMW.



Buabl PHK 1 nx ¢yHKUUNK

NHpopmaynmoHHasa PHK
(MPHK) nepeHocuT Kopg, ¢
JHK k pubocomawm, rage
NPOUCXOAUT CUHTES
b6enika, obecrneynBas
CBS13b MEXJy reHaMun U
6e/IKOBbIMU
CTPYKTYpaMu.

TpaHcnopTHas (TPHK)
pnbocomMmHas PHK
(pPHK) o6ecneuunBatoT
[OCTaBKYy aMUHOKUCOT
n GopMUpPOBaHUE
PUH6OCOM, KITHOUYEBDIX
NS NPaBUIbHOTO
cHOpKN OENKOB B KNETKE.




[ ne HaxoaAaTcAa HyYKJ1IeMHOBbIe KUCJ10ThbI B

OHK B aape n opraHennax PHK B agpe v uMtonnasme
OcHoBHble Mmoniekynbl HK PHK o6bHapy>xuBaeTca Kak B spe,
JloKannsoBaHbl B A4pe TaK U B UUTONMIa3Me, BbIMOHASA
9YKApPUOTUYECKUX KITETOK, a TaKXe POJIb NOCpeAHUKA U CTPYKTYPHOIO
NPUCYTCTBYIOT B MUTOXOHAPUAX U KOMMOHEHTa pubOCOM, YTO
XJsloponnacrax, rae obecrieunBaroT obecrnedynBaeT CUHTES N perynaumto
HacneaCTBEHHOCTb SHEPreTUYeCcKnx 6enKoB.

OYHKLMA N GOTOCUHTESA.



O6beMbl reHOMHOU HOOpMaLIMK YenoBeKa

B KonwnuecTtBo nap ocHOBaHWiA B Ye/10BeYECKOM reHOMe
6,000,000,000

5,000,000,000

4,000,000,000

3,000,000,000

2,000,000,000

1,000,000,000

[eHOM copepXXUT 3HAYUTENIbHYHO 4OJHO
HeKoAMPYHOLMX nocnenoBaTeNnbHOCTEN,
Perynupyrowmnx akTMBHOCTb NreHOB U
obecrneynBaroLMX KeTOYHbIe NPOoLEeCChHlI.

bonbLion pasmMmep 1 cnoxxHasa
opraHusauma reHoma obecneymBaroT
TOYHOe ynpaBJlieHUe HacneaACTBEeHHOCTbHO
N QYHKLUNSMU KITETKN.

CoBpeMeHHble reHOMHble UccrefoBaHus,
202



01 02 03

JHK obecne4ynBaeT cTabunbHoe PHK nepeHocut ¢ [JHK kog ans HekoTtopble PHK obnapatoT
XpaHeHne n nepepayvy reHeTU4eCKou CUHTe3a 6eNnKoB, y4acTBYeT B KaTaJIMTU4ECKON aKTUBHOCTbHO, YTO
MHOOPMALIMN OT NMOKOIEHUSA K perynaumm reHoB 1 CNYXuUT Ba)XHO AJ/19 BUOXUMUNYECKUX
NOKOJIEHUIO, onpenenas CTPYKTYPY U agianTepoM rnpu coopke aMMHOKUCNOT.  MNpoLeccoB U obecrnevynBaeT rMoOKOCTb
DYHKLWN KITETOK. KNETKMW.

dyHkuum OHK u PHK B opraHuame



Flaprle OCHOBaHUA
ﬁBOMHaFI cnupanb

KomMnnemMmeHTapHoe cnapuBaHme OCHOBaHWUMN:

01 afleHNH C TUMWHOM 06pa3yloT ABe
BOAOPOAHbIE CBSI3U, @ N'YaHWH C LUUTO3NHOM —
TPU, YTO obecneymBaeT CTabuUnbHOCTb

CTPYKTYPbI.

- AHTUNapanienbHoe pacnosioXeHue Leneu
0 2 npuaaeT ABOUHOU Criupann YHUKasnbHble
CBOMCTBAa, No3BoNsAOLWME SPPEKTUBHO
XpaHUTb U BOCMPOU3BOANTb MrEHETUYECKYIO
MHMOpPMaLULO.




CTPYKTYypa U

XII-lI(KLIMOHaJ'IbeIe TUTDI

PHK npepcrtaBndaer
COO60M OIHOLIEMOYEYHYIO
MOJIEKYITY, COAEepXaLLyro
caxap pmb6o3y u
a30TUCTOE OCHOBaHMe
ypauua BMeCTo TUMUHA.
9Ta 0COOEHHOCTb
oTnnyaet ee oT AHK 1
obecne4ynBaeTr

pa3sHoobpa3une pyHKLUUMN.

OcHoBHbIe Tunbl PHK
BktoYaroT MPHK,
KOoTOpasa nepeHocuT
reHeTUYEeCKYHo
nHpopmauuto, TPHK —
nocTtaBsnsieT
aMUHOKUCIIOTbI K MECTY
CUHTEe3a 6enkos., n pPHK,
GopmuUpytoLLytO
pubocombl, rae
npoucxoauT cbopka
6esiKoB.




NHK 1 PHK: oCHOBHble OTNn4us

XapakTepucTtuka

CpaBHUTeNbHas Tabnuua OCHOBHbIX
xapaktepuctuk HK n PHK
OEMOHCTPUPYET pas/inyna B XMMUYECKOM
COCTaBe, CTPYKTYpE N MQYHKLUSX, YTO
nogyepkuBaeT nx B3aMMogonosHAoLLME
PO B KNeTKe.

Pasnuunsa obycnoBnmnearoT
cneynanusnpoBaHHble ponn HK n PHK,
obecrneynBas aPpPeKTUBHOE XPaHEHME U
NCMosib30BaHNE reHeTUYECKOM
MHPOopMaL .

bas3oBble y4eO6HNKM MO MOJIEKYIIAPHOM
6uonornm
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DTanbl pennukauum AHK

OCHOBbI MOJIEKYIAPHON 6BMONOrMK, onucaHme npoueccoB yasoeHnsa JHK
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[lpouecc TpaHckpunuum HK B PHK

MonekynapHble MexaHu3Mbl cMHTe3a PHK Ha maTtpuue AHK
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OCHOBHble 3Tanbl TpaHCNALUUU 6enkKa

CuHTe3 6esika Ha pnbocome no nHpopmauummn MPHK
. | ‘

15



[eHeTU4YeCKUn Koa: KioyeBbie CBOMCTBa U

npuMepsl
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YHUBEPCanbHOCTb U TPUMMAETHasa CTPYKTYpa

[eHeTnYEeCKuin Kog obpasoBaH TpunaeTaMmm HyKNeoTuaos,
Ha3blBaeMbIMW KOAOHaMM, KOTOPble NOYTU YHUBEpPCalbHbI
ONA BCEX XUBbIX opraHM3mMoB. KaXkabl KOAOH
COOTBETCTBYeT onpeAeneHHON aMUHOKUCIIOTE,
obecneynBasi TOYHOCTb Nepeaayn reHeTM4eCcKom
MHpopMaLmu.

h.
136bITOYHOCTb U cneunanbHble KOOOHbI

Kop o6nagaeT n3bbITOYHOCTbHO — HECKOJ/IbKO KOAOHOB
MOryT KOAMPOBATb OAHY aMWUHOKUCAOTY, YTO CHUXKAET
BIMAHME ownbokK. CrieunanbHbie KOAOHbI, Takue Kak AUG,
3aaloT CTapT CUHTe3a, a UAA, UAG n UGA — cTton-curHanbl,
pPerynaTopbl Npouecca TPaHCASLMMN.
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Tunbl M NnocneacTena MyTaLuUii HYKNEUHOBbIX

KUCNOT

N

BnusaHue ToueyHbIX MyTaLUN Ha
¢yHKLUMIO 6€eN1KOB

ToyeyHble 3aMeHbl HYKNeoTUA0B MOryT
NPUBOAUTb K UBMEHEHNIO aMUHOKNCITOTHOWN
nocsiegoBaTe/IbHOCTM 6enKa, YToO UHoraa
BbI3bIBaeT HapyLUeHne ero PyHkumn. Hanpumep,
MyTauus B reHe 6eTa-rnobuHa Bbi3blBaeT
CEepnoBUAHOKIETOYHYIO aHEMUIO,
NPOSABMSAIOLLYHOCS UBMEHEHHON (hOopMON
9PUTPOLIMTOB.

Ponb MyTaLun B 3BOOLIUN U
HacneacTBeHHbIX 3a60/IeBaHUSAX

MyTauumn TakXe cny>XaT UICTOYHUKOM
reHeTUYEeCKOro pasHoobpasus,
CNoCco6CTBYS 3BOJMKOLUMOHHBLIM NpoLeccam.
OfHaKo OHW MOTYT Bbi3biBaTb
HacnenCTBEeHHble MaTo/Ioruun, ecnm
3aTparmBaroT KpUTUYECKU BaXKHble y4acTKu
I HK, BnMAa Ha 340poBbe opraHM3ma B
LesioM.
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CoBpeMeHHble MeToAbl U3YyUYEeHUS
HYKJ1IEMHOBbIX KUCJIO

CekBeHUpoOBaHUe: YTeHue
reHeTuyecKou nHpopmaLmm

MeToabl CaHrepa n NGS no3BonsroT
AeTaslbHO onpeaennTb
nocnenoBaTesIbHOCTb HYK/1eoTUAOB B
N HK, 4To Ba)XHO ANnda AMarHOCTUKU U
nccnegoBaHUA reHeTUYECKUX
3aboneBaHnn. TexHonormum
NOCTOAHHO COBEPLLEHCTBYIOTCH,
obecneymBasi 601bLUYH TOYHOCTb U
CKOPOCTb.

e
-

[TonumMepasHasa LenHas
peakuus (MLP)

MLIP — meToa amnnudukaumm
BblbpaHHbIX yyacTkoB [HK,
NO3BOJISAKOLWNN cO30aBaTb
MWJIJIMOHbI KONMUK Ansd
fanbHeNLWero aHanunsa. 3T1oT
WHCTPYMEHT HE3aMEeHNM B
MeauLnHe, KPUMUHANUCTUKE U
Hay4YHbIX UCcregoBaHUSAX.

2nekTpodopes u
rmépuamnsauyms

onekTpodopes pasgensier
MOJIEKYIbI MO pa3Mepy, a
rmépunamnsaumnsa no3BonseT
BbISABNIATb KOMIMJIEMEHTAPHblE
nocnenoBaTe/ibHOCTU. 3TN METOAbI
NPUMEHSAIOTCA A1 aHanusa
CTPYKTYPbl U KOHLEHTPaL UK
HYKJIEMHOBbIX KUCNOT B 06pa3sLax.
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bUoTexHonormm u
NnepcrneKTuBbl
MCNOJNIb30BaHUA
HYK/I€MHOBBIX KUCJIOT

[eHHaa nHXXeHepus,
MCcnosib3ys
pekoMbuHaHTHYt0 [HK,
CO3[a€eT TPaHCreHHble
OpraHnsmbl C
»XefaeMbIMU
CBOUCTBaMM,
3HAYUTENbHO NpoABUras
ceNnlbCKoOe XO35ANCTBO U
MeaULMHY.

TexHonorua CRISPR-Cas
OTKpbIBaeT
BO3MOXHOCTU TOYHOIO
pelakTUPOBAHUS reHoMa
Ons neyeHusa
HacneacTBEHHbIX
3abosieBaHUI, B TO
BpeMsi KakK
CUHTeTU4YecKas
ounonorusa
paspabaTtbiBaeT
MCKYCCTBEHHbIE
6MOMONEKYNbI U

CUCTEMDI.




3akiroyeHume: 3HavYeHue
HYKNEeNHOBbIX KUCJIOT U nx éyayulee

HyknenHoBble KUCOTbl GyHAAMEHTaNbHbI AJ1S XXU3HU 1 BUOTEXHONOTUIA. X n3yyeHmne Npoao/IHKUT
OTKPbIBaTb HOBble METO/bI JIEYEHUS, ANATHOCTUKN U BUOUHIKEHEPUWN, PACLLNPSAS TOPU3OHTbI HAYKU U

MeOULUHDI.



