f[TeHeTn4YeCKum Kon
M CUHTEe3 6eNKa B KJNleTKe

Kak HacneacrtBeHHaa nMHdopMaums
npeBpallaeTca B 6enoK?




KneTka XpaHUT MHCTpYKUMKM B [1HK, a peannsyeT nx yepes PHK

N 6enKN. IMEHHO MO3TOMY HacneacTBeHHasa MHPOPMaALLMA MOXXET
paboTaTb, HE NoKKMaaa 90p0, a CBOMCTBA 6&TKOB CTAHOBATCA OCHOBOM
MPMN3HaAKOB OpraHmM3Ma.




CTpoeHume HYKJTEeNHOBDbIX KUCOT

INHK KakK HocuTernb

INHK noctpoeHa 13 HyKeoTUO0B, KaXXabln

N3 KOTOPbIX COOEPXUT OEe30KCUPUNOO3Y,
OCTaTOK POCPHOPHOM KNCOTbl M OOHO

N3 YETbIPEX OCHOBAHWW. 2Ta MOeKyna CIy>XuT
YCTONYUMBbBIM XPaHUNULLEM HAcNeOCTBEHHOM
MHPopPMaLLMN.

04

KoMnneMeHTapHOCTb

AJeHNH coegmnHaeTcd C TUMMHOM

MU ypaunmaoMm, a ryaHMH — ¢ UMTO3UHOM,
[MTOUHLMM KOMMIEMEHTAPHOCTU NIEXUT

B OCHOBe KonupoBaHua OHK, cnMHTe3a
PHK 1 TOUHOIO CYMUTbIBAHUS
reHeETUNYECKOro Koaa.
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OcHoBaHua OHK

B coctaB HK BxoaoaT ageHMH, TUMWH,
r'YaHH U LMTO3UH. VIX cTporada
nocregoBaTe/IbHOCTb onpenenyaeT, Kakme
YyYacTKM MHPopMaLUmnm 6yayT CHUTAHDbI

KNEeTKOM 1 B Kako popMe MposaBUTCA reH.
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3HauyeHue napbl Lenen

[Be Lenn HyKeMHOBbIX KUCTOT HecyT
B3aMMOO0MONHAOLLYK MHPOPMALLMIO.
Brnarogaps aToMy KeTKa MOXKET NPoBepPATb
TOYHOCTb KOMMPOBaHMA M UCMOJSIb30BaTb
OOHY LieMb Kak MaTpuLy 019 NocTpoeHmda

OpYyrowu.
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Y10 uameHeHo B PHK

PHK otnmnyaetca ot HK Hanunymem
PUMOO3bl BMECTO 4Ee30KCUPUNOO3bI

M ypaLumnia BMecTo TMKMHAa. OTH
OCOOEHHOCTM OenatoT eé yaobHOoM
On49 nepegayn n peannsaumnm
reHeTM4YecKon MHPopMaLnn.




fTeHeTu4YecCKnun Koa: OCHOBHbIE CBOUCTBA

Kopf yCTpOeH 3KOHOMHO
N HAOEXHO: OAMH KOOOH
O[JHO3Ha4YeH, HO MHOrue
aMWUHOKUNCOTbl UMEKOT

HECKOJIbKO BapunaHTOB 3alncu.

LLIKONbHBIN KYpPC 61MONOruu,
pasgen MoJieKynapHou
reHeTUKU

BblpoX4EeHHOCTb HeckonbKo KogoHOB OaHa aMunHoOKMcoTa




Oe B KNleTKe nayT TPaHCKPpUNLUmA

Anpo: MecTo 3anucu

B kneTke aykapuoT AHK 3awmieHa

B A44p€, MO3TOMY MEePBbIN 3Tar
peanns3aLmm reHa HadymMHaeTcH

MMEHHO TaM. 34ecb C yyacTtka HK
CYMTbIBaeTCH MHOOPMaLMA N CO3OAETCA
Monekyna MPHK, rotoBaa K ganbHeuLeMy
MCMONb30BaHMUIO.

LilMTonnasmMa: MecTto C60pKm

[locne Bbixoga 13 aapa MPHK
BCTpeYaeTca C pboCoMOM B LIMTOMIa3Me
NN HA LLIEPOXOBATOM
aHOoMMa3MaTm4yeckom cetm. MUMeHHo
30€Cb aMUHOKNCOTbl BbICTPaMBatOTCH

B LLeMb, 06pa3ysa 6yayLimm 6enok.

U TpaHCNAUMS

NMpoKapuoTbI: 6bICTPbLIN PEXUM

Y MpokapuoT HET 0opOPMIEHHOIo 9403,
MO3TOMY TRPAHCKPUMNLIMA U TRAHCAALU NS
MayT B OAHOM 061aCTV KNETKU MoYTKU
OOHOBPEMEHHO. DTO YCKOPAET OTBET

Ha U3MEeHeHWda cpenbl U OenaeT CUHTES
6enKa 0CobeHHO BbICTPbIM.




CxeMa OTpaX<aeT nocnegoBaTenlbHOCTb COObITUM NMpu cuHTe3e PHK Ha MaTpuue OHK.

CBAA3blBaHUe CUHTE3 curHan oTaoeneHue ob6paboTka




Ponb PHK-nonumMmepas3sbl u MmaTtpuubl 1HK

HaxoXxgeHue HY)XXHOro y4yacTtKa

PHK-nonnmMepasa pacno3HaeT onpeaenéHHyto obnactb JHK
N MPUCoeanHAaeTCa K HEW TOMbKO B Mpefenax Hy>XHOro reHa. 2710
obecneymBaeT 3anyCcK TPAHCKPUMLUNM MMEHHO TaM, rae TpebyeTcsa KeTKe.

PasaBuyxeHue uenem

¥ (locne cBa3biBaHMSa GEpPMEHT NOKaibHO PAaCKPbIBAET ABOVHYIO
crnupanb, pasgendasa Luenu B 30He cY4MTbiBaHMA. OaHa M3 HUX
CTAaHOBUTCA MaTPULLEN, MO KOTOPOU CTPOUTCH HOBAd
Monekyna PHK.

HanpaBneHue cunTbiBaHUSA

v MaTpuua JHK cumTbiBaeTca B HanpasieHunm 3'-5', a PHK
CUHTE3MpPYETCH B HanpaBieHnn 5'-3'. Takoe pasnunyme
obecneymBaeT TOYHOE cobntogeHme NPaBuT KOMMIEMEHTAPHOCTW.

CBa3b uenemn

' MaTpunyHaga uenb KoMnaeMeHTapHa obyayuien PHK, a kogunpytoLas
LleMb MOYTKM COBMagaeT C HeW No nocnengoBaTelbHOCTU. Pasnnyne
CBA3aHO TOJTIbKO C TeM, 4YTO B PHK BMeCTO TUMKMHa MPUCYTCTBYET ypaLnn.




CpaBHeHue oCHOBHbIX TUNoB PHK

Kaxxgbin Tun PHK He3amMeHum:
ncye3HoBeHme NIFDO0ro U3 HMUX
npepbiBaeT CUHTE3 Oenka

Ha pa3HbIX aTanax.

LLIKONBbHBIM KYpPC 6MON0rnm,
MoOJleKyndapHaa reHeTuKa




Co3peBaHue MPHK y aykapuoT
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MOoBblILLAET YCTOMNHIMBOCTD

MPHK B umTonnasme
eé paboThbl B NpoLuecce

N YBENMYMBAET BPEMS
TPaHCIALLMN.

nonun (A)

VIHTPOHbI Bblipe3atoTcy,
a DK30Hbl coegnHATCA
nocnenoBaTeslbHOCTb.

MHPOPMALMOHHYIO
[Mocne atoro PHK
CTaHOBUTCA MPUroaHou

B HETTPEPbIBHYIO
AJ19 TOHHOIO CHUNTbIBAHNAH.

OH 3aWmMaeT Monekyny

OT pa3pyLleHnsa
M MOMOraeT pmbocome

NpUncoegunHAEeTCa Kan.
y3HaBaTb MPHK cpenu
apyrnx PHK kneTku.

Ha 5'-koHLue

(¥

, B KOTOPOW

CHa4vana obpasyeTtcs
He3penaga PHK

N MHPOPMaALIMOHHbIE
YYACTKU, N BCTaBKMU,

He HecyLllme Koda. Takomn
TPAHCKPUAT eLlé He roToB
K paboTe Ha pnbocome.

MNPUCYTCTBYIOT




TpaHcnopT UHPOPpMaAaLIUU U3 aApPa B LLUTOMNJIA3My

3penad MPHK nokmnpaeT aapo
yepes gaepHble Mopbl U NonagaeT
B LLMTOM1Aa3My, IOe BCTpeYaeTcsd

C pMBOCOMON. ITO KOHEBOM
nepexon oT XpaHeHUd
MHPOPMaLUMNKM K €€ peanunsaumnmn.
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[lepen HavyasiloM CUMHTE3a KaXkaad
TPHK npmncoegmHaeT cBOO
aMMWUHOKMCNOTY C MOMOLLbIO
aMUHoauUMN-TPHK-cHTETAa3bI.
be3 aTom npenBapuUTEbHOM
aKTMBaALMKM TOYHAAa COOPKA
nonmnenTmaa HEBO3MOXKHA.
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Korga MPHK 1 pnbocoma
COeAUNHSAOTCH, HAUMHAETCA YTEHME
KOOOHOB M NocnegoBaTebHbIN
nogbop TPHK. Tak MHpopMaLmMa
13 g0pa NpeBPaLLAeTCca B LiEMb
aMMNHOKWMCNOT Ha pmnbocome.
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CxeMa nocriegoBaTebHbIX CTaaMM CMHTE3a 6enKa Ha pmbocoMe: MHMLUmMaumng,
S10HraumMa n TepMmMHaLmg.

OCBOOOX[OEHMe

CUYUTbIBaHWe Ha4aso

CTOMN-KO/OH
3aBeplueHune

1



KakK KOOAOH onpepensetT aMUMHOKUCIIOTY

2

KoOoH COCTOUT M3 TPEX
HYKNEeOTUOO0B W 3a0a€ET
OHO KOHKpPETHOE
3HAYEHME B FTEHETUNYECKOM
Koge. IMeHHO TaKag
TPOMKA CNYXXUT
MUHUMaNTbHOWM «eOUNHULEN
CMblIc1a» Npum YyteHnn MPHK
PMHBOCOMOWN,

12
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AHTMKOOOH TPHK
PACMO3HAET KOOOH

Mo NPUHLUUMNY
KOMMMIEMEHTAPHOCTH,
MO3TOMY K pnbocoMe
noaxoauT TONTbKO
nooxoadliasd Monekyna. 1o
obecrneymBaeT TOUHbIN
BbIOGOP HY»XHOM
AMUNHOKWMCOTDI

a4 pactyLwenm uenm.

&

OgoHa aMUMHOKKMCIOTA
BKJ1KOMaEeTCa B 6e/TOK NMULb
nocne NpaBMbHOIO
coBMnageHmMa KoooHa

N aHTUKOOOHA. TakoM
KOHTPOTb YMEHbLUAaEeT
YMC/TO OLLUMBOK

M Nogaep>XXMBaeT 3adaHHYIO
nocnenoBaTeIbHOCTb
nonunenTmnaa.

A

[Jake ooMHo4YHaa 3aMeHa
HYKeoTuaa MOXeT
M3MEHUTb KOJOH, a 3aTeEM
M aMUHOKMCOTY B BenkKe.
IHOoroa 3TO NMoYTH

He CKa3blBaeTCH

Ha PYHKLMU, HO HEPEOKO
MEeHSAET CTPYKTYPY
MOJTEeKY/bl.



JHepruda, Heo6xoanMasa anga CUHTe3a 6enkKa

B YcnoBHble 3aTpaThl 3HEPruu

OHeprua pacxoayetcd .
HepaBHOMEPHO: NOArOTOBKA

aMWHOKUCIIOT N ganbHenwas coopka ‘
nonunenTtuga Hambosiee 3aTpaTHbl, _
noatomy npu gepuumte ATO ul'TO

CUHTEe3 ObICTPO 3aMenNnseTcs. -
LLIKOMTbHBIWM KYpPC 6UONOrNK; cXxema '
3aTpaT SHepruu Npu TpaHCcNAUUn :
(ycnoBHble 3Ha4YeHus

A9 HarnagHoCcTH).
AKTUBaLNA aMUHOKKUCNOT  [poaBmxeHue pubocomsl PaboTta hakTtopos YannHeHue uenu
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CpaBHEHMe TPAHCKPUINLUM U TPAHCNIALUN

14

NMpusHak

TpaHcKpunuus

TpaHcnauua

MaTpuua

OHK

MPHK

MecTo

A0po

PUBOCOMBI

[MpoaykT

PHK

nonaunnentTna

Tabnnua NoKa3bIBaET, YEM 3TU
npoLuecchl pa3nMyaroTcsa U 4To
Y HUX OOLLEero B peanmsaymu
HacnegCcTBEHHON MHOPMaLUN.

O6a npouecca cBsi3aHbl

no npuHumny
KOMMNEMEHTAPHOCTH,

HO BbIMOJHAKOT pa3Hble 3a4auu:
OAWH CO30aEeT
MHPopmMaunoHHyo PHK, apyrou
npeBpaLlaeT e€ B OENOK.

LLIKONBbHbBIN KYpC 6UON0rnn,
MONeKyndapHasa reHeTuka.



Kak nocnepoBatTe/sibHOCTb aMUHOKUCIIOT
onpepensieT CBOMCTBa 6eskKa
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NepBUYHaA CTPYKTYpa

[MopaaoK aMUHOKMCIOT B Lienu 3a0aéT
MepPBUYHYIO CTPYKTYPY 6enka. MMeHHO OHa
onpenenseT, Kak Monekyna éyget
CBOPaYMBaTbCA Janbllue M KakmMe y4acTKM
OKaXKyTCsa pagoM B MPOCTPaHCTBE.

CBa3b dopMbl U PYHKLIUU

DyHKLUMA 6enKa 3aBUCUT OT €ro
MPOCTPAaHCTBEHHOWM KOHPUIYypaLMN:
aKTUBHDbIN LLEeHTP depMeHTa UM YHaCcToOK
CBA3bIBAHMA Y MEePEeHOCUYMKa OO/MKHbI MMETb
TOYHYIO POPMY N XMMMYECKME CBONCTBA.

CBopaunBaHuUe MOJEKY/bl

3 mepBUYHOM CTPYKTYPbl GOPMUPYIOTCH
BTOPUYHAA, TPETUYHAA, @ Y HEKOTOPbIX
6enKoB 1 YeTBepTUYHAa opraHm3auma. 311
VPOBHW MPUOatoT MOMeKyne YCTOMUYMBYHO
doOpPMY M OenatoT BO3IMOXKHbIM €€ paboTy.

NMpuMmepbl 6enKoB

[eMOrmobmH MepPeHOCUT KMCTOPOoa, KonnareH
obecnevymBaeT NPOYHOCTb TKaHeW,

a PepMeHTbI YCKOPAIOT peaKuumm. PasHble
aMMHOKMCOTHbIE MOCea0BaTEIbHOCTM
CO30atoT Pa3Hble CBOMCTBA N BMonormyeckme
pOMNn.



OLWKnM6KM B 3aNMCU U CYUTbIBaHUU NFEHETUYECKOW

MHoOpMaL UM

01 02

ToyeyHasa 3aMeHa BcTaBKa Ui aeneuuvsda

3aMeHa oAHOIO HyK}'IeOTl/I,EI,a MOXeT M3AIMeHNTb KOOOH Ecnv B ,D,HK MOABJTIAETCH J'Il/ILLIHl/Il;I HyKﬂeOTM,EI, nNinm oamH
N MPUBECTU K MOACTAaHOBKE OPYron aMUHOKUMCIOTHI. N3 HUX BblMagaeT, coBMIraeTca paMKa CHMTbIBaHMG. Torga
VlHOFJJ,a 6eno+< MNoYTM HE MEHAETCH, HO B pdAe Cliy4daeB MEeHAETCH BCH MNMocs/1egoBare/ibHOCTb aMMMHOKWMCTIOT MNMocrsie
HapyLlaeTca ero popma U GyHKLUS. MecCTa MyTauunn.

03

Bo3MO)XHbIe nocnencrasmg

TaKkme oWMOBKM MOryT OCNabunTb UM NMOSTHOCTbIO
HaPYLINTb paboTy 6enka, 0OCOBEHHO eC/iM 3aTPOHYT
AKTUBHbIN LLIeHTP pepMeHTa. NoaToMy MyTaumMm HepegKo
CTaHOBATCA MPUYMNHOM HACNeOCTBEHHbIX HApYyLUEHUN.
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MoyeMy reHeTUYECKUU KOL BblPOXAEHHbIU

BblpOoXXAeHHOCTb Kofa He HapyllaeT
O[IHO3HAYHOCTM: KaXXabl KOOOH
O3Hay4aeT TOJIbKO O4HY aMWUHOKUCOTY
WNn CTOM-CUrHasnm, Ho oaHa
aMWHOKNCOTa MOXET UMETb
HECKOJIbKO BapWaHTOB 3arnucu.
LLIKONBbHBIN KYypPC 6UOMOrnu;
CTaHfapTHOEe cooTHoLweHue 20
aMWHOKNCNOT 1 61 CMbICNOBOIO

KOJOHa.

AMWUHOKMNCNOThI CMbICNOBbIE KOAOHbI
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Llenoyka peanm3aunm HacneacTtBeHHOM MHPoOPMaLUMmM OT ydacTka JHK 0o npoaBneHund
NPM3HaKa B OpraHn3Me.
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NMpakTnyeckoe 3HaYeHUe 3HaAaHUM

O reHetTnd4eCKoMmM Koae

OunarHocTuka
3a6on1eBaHUMU

3HaHMe TPAHCKPUMNLUM

M TPAHCAa9UMM MOMOTraeT
NMOHWMMaATb, KK BO3HUKAIOT
HacnencTtBeHHble 6oNe3HN.
B MegunumHe 3To Ba)KHO
019 NMONCKa MOMNEKYNApHOM
MPUNYMHbI HAPYLUEeHUSA

1 BblOOpPa TOYHOIO Crocoba
OMNArHOCTUKMW.

19

BbuorexHonorms
NeKapcTB

DTV NpeacTaBneHna nexar
B OCHOBE Mony4YeHus
NeKapCTBEHHbIX 6eKOB,
BKJTHOYAA MHCYSTUH. YUéHble
MCMONb3YIOT KTIETOYHbIE
CUCTEMDbI, YTOObI 3aCTaBUTb
NX CUHTE3MPOBATb HYXXHbI M
yenoBeyecKknmn 6enok.

AHanu3 OHK

[TLIP n cekBeHMpoBaHMe
MNO3BONAKOT NCC1edoBaTb
nocnepoBaTenbHocTb AHK

M OOHAPYXMBATb M3MEHEHUS
B reHax. Takne MeToabl
LLUMPOKO NPUMEHAIOTCH

B HaY4HbIX MCCegoBaHNSGX,
MeguLMHe N cygebHom
SKCMepTm3e.

NMoHMMaHue
HacneaoBaHuda

[eHeTMYeCKnn Koa
OOBACHAET, NoOYEMY
MPU3HaKM NepenaroTcs

OT poaunTenem K nNoToOMCTBY
M KaK MyTauUM BNUNAIOT
Ha 6enKu. 9To NoMoraeT
CBA3aTb MONEKYNAPHbIK
YPOBEHb C BHELLUHM
CBOWCTBaMM opr




[eHeT4YecKaa nHdopMaLUa
CTAaHOBUTCH 6e/IKOM

Knetka nepeBoauT 3anmcaHHbii B IHK Ko B paboTty
benkKa Yyepes TOYHYO NnocsiegoBaTeSIbHOCTb
TPaAaHCKPpUMNUMK N TPpaHCAALMKM. OT COrMmacoBaHHOCTMU
3TUX 3TAMoOB 3aBUCUT HOPMalbHAd XXM3Hb OpPraHM3Ma
N YCTOMYMBOCTb HaC/eOACTBEHHbIX MPU3HAKOB.




