HyK/1IeuHOBbIle
kucnotbl U 1HK:
MOJIeKYysipHan
OCHOBa
HacneACcTBEeHHOC

T
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IHHK n PHK xpaHAaT 1 nepepatoT
nporpamMmmy >XM3Hu.




[Mouemy [1HK cTana Kno4yeBOU MONEKYION
6unonorum E
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OT BblaeneHnsa HyknemHa Muwepom B 1869 rogy oo mogenu
ABOWHOMN cnnpanu YoTtcoHa n Kpuka B 1953-M 1 3aBeplLUeHuns
npoekTa «['eHoM 4YenoBeka» B 2003 roay Hayka packpbina, kak JHK
XpaHUT U NepefaeTt HacneACTBEHHYHO UH(POpMaLUIO.
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YTOo Takoe HYKJIEMHOBDbI€ KUCNOTDbI
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O Buononumepbl XXU3HU O [1Ba OCHOBHbIX TUNA
HyknenHoBble KUC/TOTbl — 3TO KPYMHble MOJIeKYIbl, K HyknenHoBbIM kKucnotam otHocAaTea AHK n PHK. 9T1u
NOCTPOEHHbIe U3 NOBTOPAIOLLIMXCA 3BEHbEB. VIX rnaBHas MOJIEKYSIbl CXOAHbI MO O6LEMY NPUHLMMIY CTPOEHUS,
POJib CBA3aHa C XpaHeHueM, rnepegaden u NCNosib3oBaHNEM HO BbIMOJTHAIOT pasHble PYHKLMN B OpraHmU3Mme.

HacneaCcTBEHHOM NH(pOopMaL MK B KNeTKe.

O CocTaB HykneoTupa O UHbopMaLMOHHBI Kog,
Ka)K,D,bIM HYKNeoTun BKJ1IKO4YaeT a30TUCTOE OCHOBaAHWeE, ﬂopﬂp,OK PacCrnos1oXXeHUA HyKneotngonB 06pa3yeT
MNATUYrNepoAHbI caxap u octaTok hocHOPHOM KUCOTbI. nocfiefoBaTesIbHOCTb, B KOTOPOW 3arnuncaHbl
MIMeHHO 1X coyeTaHue genaeT Monekyny nHpopmaLMoHHOM HacnefCcTBeHHble NpU3HaKn. ITa nocnefoBaTesibHOCTb
N XMMWYECKWN YCTONYNBOIA. onpefensietT 0co6eHHOCTU CTPOEHUS U paboTbl OpraHM3ma.
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CpaBHeHue 1HK n PHK

LLIKOMTbHbIN KYpC MOJIEKYNSAPHOMN 6UON0rum

4 4

lNMpusHak OHK PHK

Caxap 1e30KCUpnbo3a pnbosa

06e MoneKysbl MOCTPOEHbI N0 eAUHOMY
rnpuHLUuMry, HO pa3/iIN4akoTCA COCTaBOM, OcHoBaHue TUMWUH ypauun
CTPOEHUEM U PYHKLUNAMMN.

CTpyKTypa ABYyLlenoyeyHas ofHoUenoYyeyHas

OcHoOBHas poJib XpaHeHune nHdopmaLmm peanusauusa nHdopmawLmm

o N\

[JHK 6onee ctabunbHa 1 yaobHa )
ONa ANUTeNbHOro XpaHeHuUsa HacneaACcTBEeHHOMN

nHbopmaumu, a PHK obecneunBaet
ee aKTUBHOe Ucnosib30BaHue B KJleTKe. -Illll




CtpoeHue HyKneoTuaa u caxapodocdatHbIi OCTOB

ALD

A

Tpu KOMMOHEHTa

~N

HykneoTunp cocTtouT

n3 ¢pocdaTHOM rpynnoi,
NATUYrNepoaHoOro caxapa
M a30TUCTOrO OCHOBAHMA.
BmecTe oHM 06pasytoT
6a30BYHO eAMHULLY,

N3 KOTOPOW CTPOATCH
HYK/IEMHOBbIE KUCOTHhI.
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OcHoBaHUA U UX rpynnbl

A30TUCTble OCHOBaHUA
AEeNAT Ha NyPUHDI

N NUpMMUANHLbIL. Takoe
pasfeneHue BaXHo
ANA MOHMMaHUSA TOro,
Kak Mmonekyna JHK
COXpaHAeT YCTONUYUBYIO
N yNOPAAOYEHHYIO

\_ CTPYKTYPY. Yy

~

=D

CeA3un MeXxxay
HyK/neoTugamu

Hykneotupabl
coegunHAoTCA
dhochoanapupHbIMHU
cBA3AMU. OHM hopMUpYIOT
NPOYHYIO Lienb, B KOTOPOU
KaXXAabln crieayrownm
3J/IeMeHT TOYHO CBSA3aH

_ C MpeaplayLmm.
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CaxapodgocdaTHbin
KapkKac

YepenoBaHue caxapa

n docdata co3naéT
Hapy>XHbIX OCTOB
Monekynbl. A30TUCTbIe
OCHOBaHuA Npun aTOM
obpalleHbl BHYTPb U HECyT
CMbICNOBYIO YacTb
reHeTUYeCKoMn MHPopmMaLmn.




A30TUCTble OCHOBaAHUA U NMPpUHUUN KOMIMNNEeMEeHTapPHOCTHU

a N

KoMnJjieMeHTapHOCTb Aenaet

Llenb CAY>XXUT MaTpuuen ana HOBOW.

\_

KonnpoBaHue [JJHK To4YHbIM: KaXkaasa

/

LLIKonbHbIN KypCc MONeKynsipHou 6uonorumn

B Mapbl ocHOBaHMWIA

3.0
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2.0
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1.0
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[Tapa G—C npoyHee napbl A—T, NO3TOMY y4acCcTKu
NHK ¢ BbicokuM copepxxaHuemMm G n C o6bl4HO 6onee
YCTOMYMBbI K HarpeBaHuio.
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[1BoHaaA cnupasnb Kak popMa XpaHeHUss UHopMaLun
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[Be yenu lNMpaBunbHas cnupanb P (

Monekyna [JHK cocTouT n3 gByx uenewu, Llenun 3aKkpy4yeHbl B NpaByto ABOWHYIO Cuparsb. \ -y \

pacnosioXXeHHbIX aHTUunapanienbHo. Takoe OT1a popma obecrneuynBaeT KOMMAAKTHOCTb \ : .‘

B3auUMHOe HanpaseHune uenen Heobxoanmo MOJIEKY bl N OQHOBPEMEHHO COXpaHsaeT \ B

ANA NPaBUJIbHOIO CYNTbIBaAHUA AOCTYMNHOCTb MHOPMaLUK ANS KNETOYHbIX andl

N KONMMPOBaHUA reHeTUYeCcKon nHpopmaummu. NpoLieCcCoB. L % -
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Pacnono)xeHue yacTei 3HaueHue aHTUNapaNNeNnbHOCTH

A30TUCTble OCHOBAHUS HAXOAATCSA BHYTPU Pa3sHOHanpaBNeHHOCTb Lienen BaxHa
cnupanu, a caxapodocdaTHblie OCTOBbI — Ans paboTbl GepMeHTOB pennkauum
CHapy>u. bnarogaps aToMy OCHOBaHue N TpaHcKpunuuu. OHa NoOMoraeT K/eTKe TOYHO
K OCHOBaHWIO BbICTPaAnUBarOTCS TOYHbIE Napbl, pacrno3HaBaTb MaTpuLy U CTPOUTb HOBYIO LieMb
a BHELUHSAS YaCcTb OCTAETCA NPOYHOM. 6e3 notepn nHGopmaumu.




YnakoBka 1HK B xpoMmocoMmbl

/] OnuHa n 06béM

B ogHOM comMaTnyeckou
KJIeTKe YyenoBeka
COAEPXXNTCA OKOJIO ABYX
MeTpoB [JHK, xoTa oHa
nomellaeTca B agpe
MUKPOCKOMUYECKOro
pasmMepa. 3TO BOSMOXXHO
6narogaps
MHOIOYpOBHEBOM
ynakoBKEe.

[/ Hykneocombil

INHK cBA3biBaeTCcH

c 6enKkamMu-ructToHamu
n obpasyer
HyKneocoMbl. UMeHHO
OHW cYUTaroTCH
nepBbIM 3Tarnom
KOMMaKTHOW
opraHunsauuu
reHeTU4yeckKoro
MaTepuana.

/] XpomaTuHoBbIe YPOBHM

Hykneocombil
06begNHAITCA B bonee
KPYMHble CTPYKTYpPbl —
XpOMaTUHOBbIE
bunbpunnbl, a 3aTem
DOPMUPYIOT XPOMOCOMDI.
Takas opraHusaums
nenaet HacneacTBEHHbIN
MaTepuan ynpaBnsgemMbIM
N 3aLULLEHHDBIM.
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[ ] Perynauus

dKTUBHOCTMU

YnakoBka [1HK He TonibKO
9KOHOMMWT MPOCTPAHCTBO,
HO U BIUSIET Ha paboTy
reHoB. YeM n/ioTHee
y4aCTOK XpOMaTUHa, TEM
TpyaHee KneTtke
NCMNOJIb30BaTb
PacrnosioXXeHHble B HEM
FeHbl.
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Pennukauus [IHK: ynsoenve monekynot — JEILIY

[TocnepoBaTenbHOCTb aTanoB konupoBaHua [IHK B kneTke




depMeHTbI pennmkKalmum u TOYHOCTb
KOMUpPOBaHUA
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Xenuka3sa

PaspbiBaeT
BOZIOPOAHbIE CBSI3U
Mexnay uenamun AHK

N OTKPbIBAET y4acCTOK,
Ha KOTOPOM 6yAeT NATu
KOnupoBaHue.

bes e€ paboThbl
MOJIeKysia He Morna 6bl
6bITb MCMOIb30BaHa
Kak Matpuua.
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Npanmasa

CospaeT KopoTkun PHK-
(DparMeHT, KOTOPbIN
HY>XeH KaK CTapToBas
Touka gns JHK-
nosinMepasbl. ATOT aTan
OCOB6EHHO BaXkeH

Ha OTCTaloLEN Lenu.
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OHK-nonnmepasa

[lpcoeanHAET HOBble
HYKJleoTuabl

K pacTyuieu uenu

N npoBepsaeT
NpaBUIbHOCTb

NX BKJTHOYEHUS.

E€ KoppeKTopHas
aKTUBHOCTb pe3Ko
CHMXaeT YMCNo OLKNOOK.

/
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Jlurasa

CoeanHSIET PparMeHTbl
OoTCTaroLen uenu

B HEMpPEpPbIBHYHO
MoJiekyny. bnarogapsa
corfiacoBaHHOW paboTe
BCeX (epMeHTOB
penaukKauua ocTtaeTcs
o4YeHb TOYHOMN.
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[ eH KaK yyacToK [1HK

O®0

HacnepcreBeHHas
uHpopmauums

[eH NnpeacTaBnsieT cobou
yyacToK [1HK, B KOTOpOM
3anMcaHa MHCTPYKLUUS
NS CUHTe3a 6enika Nmoo
byHKUMoHanbHon PHK.
NMeHHO
nocnegoBaTesibHOCTb
HYKNeoTNAoB onpeaensier
CMbIC/1 3TOM
6uonornyeckomn
nporpamMmbil.

CTpoeHue y ayKapuoT

Y MHOIux
9YKapUOTUYECKNX FrEHOB
KogupyroLLmne y4acTKuy,
9K30HbI, YepeayroTcs

C UHTpOHaMM. [locne
TPaAHCKPUMLUMUN UHTPOHDI
yOANAKTCA, @ 9K30HbI
COEAMHSOTCA B 3peENyto
NH(POPMaLMOHHYHO
MOJIEKYIY.

\ (0®@0 —

Perynauusa pa6oTbli
reHa

Panom c reHoM HaxoaAaTcs
perynsatopHble
nocnenoBaTe/IbHOCTH,
KOTOpble BKOYakoT

UNU NoaaBNArOT ero
aKTUBHOCTb. bniarogap4
UM OOWH U TOT Xe reH
paboTaeT No-pasHOMY

B pa3HbIX K/eTKax

N TKaHAX.
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CeasbC NMPU3HaKaMM

Ecnu B reHe npoucxogut
N3MEHEHMNE
nocnepoBaTesibHOCTY,
MOXXET U3MEHUTbCH
CTPYKTYypa 6enka

NN XxapakTtep
cuHTesnpyemon PHK. 310
CNOCOOHO BbI3BaTb
N3MEHEHME NpuUsHakKa
NN NPUBECTU

K HacneACTBEHHOMY
3aboneBaHuto.
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Tunbl myTauun HK n ux nocnepacreus

LLIKONbHbIN KYpPC reHEeTUKHU

BcTaBka [o6aBneHue CaBur pamku
NHBepcuda PasBopoT N3meHeHWe y4yacTKa

ToyeyHble UBMEHEHUS YaCTo 3aTparmMBatoT

OAWH aMUHOKUCIIOTHbIN OCTaTOK, 8 BCTaBKMU
1 peneumnn ocobeHHoO onacHbl U3-3a caBura
PAMKW CYNTbIBAHUS.

JITil srrrr
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OCHOBHble BaEIVIaHTbI
nameHeHnn NHK
pasinyaroTcs

No MacLuTaby, MexaHuU3Mmy
N BAUSAHUIO Ha paboTy

reHa. Hm>xe nokasaHbil
Hanbonee
pacrnpocTpaHeHHbIe TUMbI
N UX TUMNYHbIE
nocneacTBUS.




NHK, PHK n cuHTe3 6enka

-

Pas3Hble Bnabl PHK He Tonbko
NepeHoCAT MHPOpMaLMIO,

HO N 06ecnevynBaloT eé ToOYHOoe
CUYMTbIBaAHWE N NMepeBO

B ocnenoBaTesibHOCTb
aMWHOKUCNOT Ha pubocome.

\_

LLIKonbHbIN KypCc MONeKynsipHou 6uonorumn

3.0
2.5
2.0
1.5
1.0

0.5

CuHTes 6enka — cornacoBaHHas pabota JHK n Tpéx
OCHOBHbIX BnA0oB PHK, raoe kaxgasa Mmonekyna
BbINO/HAET COOCTBEHHYIO PYHKLUIO.
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TpunneTHaa opraHusayua Koga genaet
BO3MOXXHbIM TOYHOE U OfJHO3Ha4YHOeE
CYMTbIBaHME MH(DOPMaLIUK
Npu TPAHCAALMUK, a TaKXKe 06bACHAET
Ha/IM4Yme HeCKOJIbKNX KOAOHOB
nss oAHON aMUHOKUCOTDI.

64

LLIKONbHbIA KYpPC MOJIEKYNSAPHON 6UOIormm
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MeTtoabl uccneposaHua A1HK

O NUP

J1a€T BO3BMOXHOCTb
6bICTPO NOMYYUTb
MHO)XeCTBO KOMUMU
HY>XHOro yyactka JHK.
ITOT MeTo, OCOHBEHHO
nosieseH, koraa
MCXOAHOro MaTepuana
Marso, a aHanms TpebyeTtcs
BbIMNO/IHUTb TOYHO

n 6bICTPO.

O AnekTpodopes

[TosBonAeT pa3fenarb
dbparmeHTbl AHK

no AnnHe

B 3/1IEKTPUYECKOM Mone.
bonee KopoTkue
(bparMeHTbl ABUXYTCS
6bbICTpee, NMO3ITOMY

No NosocamM MOXHO
CpaBHMBaTb 06pasLbl

N BbISABNATb pasnnyus.

TITITTTTII77

(O CekBeHupoBaHue

OnpepenaeTt NnopsaaoK
HYK/1e0TNA0B

B Monekyne [JHK. UMeHHO
aTa MHpopMauuS
NO3BONISET HAaXOAUTb
MyTaLuun, CpaBHUBATb
reHOMbl N yCTaHaBMBaTb
MOJ1EKYJIAPHYIO OCHOBY
HacneaCcTBEHHbIX
NpPU3HaKoOB.

IIIII L
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(O MpakTnyeckoe 3HayeHune

HNHK-aHann3 ucnonbsayroT

B MegunLVHe,
KPUMUHANNCTUKE,
yCTaHOBJIEHUM poaCcTBa

N U3Y4YEHUN IBOJTIFOLMOHHOIO
pOACTBa OpraHM3MoB.
MeToabl MONIEeKYNAPHOMU
6mnonornu caenanm
reHeTu4ecKyro
NHPOPMaLMIO AOCTYMHOWN
AO719 TOYHOro nccnegoBaHus.



O6nactu npumenenus lHK-TexHonorvii 4y

/ B Meguumba Kpumnnammctuka || Cenbckoe X035iACTBO

B SBontoumoHHas 6ronorus

JHK-TexHonornu pabéotatoT

Ha CTbIKe HayKN U NPaKTUKW:

OT NOWUCKa HacneaCcTBEHHbIX
MyTaLnm 0o oTbopa yCTOMYUBbIX
OpPraHN3MOB U CPaBHEHMUS
reHeTM4ecKoro poacTea BUJOB.

Hanbonblyo npakTnyeckyro ueHHocTb OHK-

MeTodbl UMEIOT TaM, rage Tpe6yeTC;=| TO4YHad 1 6

LLIkonbHbI Kypc 6uonorum naeHTupuKaLma, NporHo3 pucKoB n oTbéop
NO HacneACTBEHHbIM NPU3HaKaM.



NHK un HacheacTBeHHble 3aboneBaHuUA
(@000 e (0000 )~

[eHHble NPUYKHbI XpOMOCOMHbIe HapyLUueHUS

MoHoreHHble 601e3HM BO3HWUKALOT U3-3a He Bce HacneacTBeHHble 3a60neBaHNSA CBA3aHbI
W3MEHEHWMW B OAHOM reHe. MykoBuMcUMAOS, C oTAefibHbIM reHoM. I3MeHeHue yncna
reMo@uiina 1 peHNKETOHYPUS NOKa3blBatoT, WM CTPYKTYPbl XPOMOCOM MOXET HapyLuaTb
KaK HapyweHue nocnepgosatenbHocTn IHK cpasy MHOXeCTBO reHOB U NPUBOAUTD
OTpa)kaeTcs Ha paboTe 6e/1IKOB U O6MeHe K TS)KENbIM MOCNeACTBUAM A9 Pa3BUTUS
BELLECTB. OopraHmama.

- LO00O0 ~
Ponb anarHocTuku lNNoHMMaHue mexaHu3Ma
[eHeTU4YecKoe TeCTUpoBaHuMe NomMoraeT Korna nssecTHa MOJieKynsapHasa npuymnHa
noaoTBepAnTb AMarHo3, OLEHNTb BEPOATHOCTb 60n1e3HU, nerye o6 bACHUTb €€ CUMNTOMBbI
nepegaun 60ne3HN NOTOMKaM 1 BbiGpaTh 6osiee n nogobpaTb 6051ee 060CHOBAHHYIO CTpaTermo
TO4YHOE Ha6J'II-O,EI,eHVIe. 9TO 0OCO6EHHO BAXXHO nomMmoLn. leHeTukKa npeBpaLllaeT guarHos
ANA PaHHEro BblAB/IEHUA PUCKOB. N3 onnucaHmnsa NPM3HaKoB B aHaInU3 NPUYKHDI.




KnioueBble OTKPbITUA B UCTOPUMN U3YUYEHUS

AHK

4 AN

OTKpbiTHe cTpYKTYpbl AHK
NpPOUCXo[nNo NocTerneHHoO: cHavyana
6b1SIN HAnAEeHbI AAepHble BELLECTBA,
3aTeM pacKpbiTa ABOWHasA crinpasb U,
HaKoOHeL, NpoYnTaH YenoBe4yeCckKuun
reHOM.

\_
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Ka)kabln aTan pacuunpsan noHnmaHue JHK:
OT BbleNieHns BellecTBa 40 pacLUnNdpPOBKM
ee posin B HacnenCTBeHHOCTU U MeguLmHe.

MicTopmsa MONeKynsipHOK 6MoNorum

1=,

-

lNop CobbiTne

1869 MuLiep

1953 [lBOMHaA cnunpanb
1962 Hob6eneBckas npemus
2003 [eHOM YenoBeka

\_
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KniouyeBble HalnpaBJieHUA U Bbi30BDbI

-

[MepcoHanuaupoBaHHa
1 MeguluuHa

CekBeHunpoBaHune HK
NoOMOraeT HaxoguTb
HacneACTBEHHbIE
BapuaHTbl U noabupaTthb
fieyeHune C y4eTom
0CObeHHOCTEM
KOHKPETHOro yenoBeka.
9TO Aenaet oUarHOCTUKY
TOYHEEe 1 NO3BONAET
paHblle OUuEeHMUBATb PUCKMU
3abosieBaHUN.
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buonHpopmaTtuka

Bonblune maccussbl
FEHOMHbIX JaHHbIX
aHaNIM3UPYHOT C MOMOLLbIO
BbIYNCUTESNIbHbIX
MEeTOAO0B.
BuonHpopmaTtumka
NOMOraeT BblAensiTb
3HauYMMble MyTaLuw,
CpaBHMBATb FrEHOMbI

N HaxoguTb
3aKOHOMEPHOCTU, KOTOpble
HEBO3MOXXHO YBUAETb

BPYUHYIO.

17770088984
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NMpodpunakTuka
U NPOrHo3

[@eHOMHble faHHble
MCNONb3YIOT AN1S1 OLEHKMU
BEPOATHOCTU Pa3BUTUS
OTAEeNbHbIX 3a60N1€BaHUN
N BblbOpa TaKTUKM
HabnoaeHns. Takown

Noaxoa 0COOEHHO Ba)eH,
Korga 60/1e3Hb MOXHO
BbIIBUTb A0 MNOABJIEHUS
BbIpa>XeHHbIX CUMMNTOMOB.

1111
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JTU4YeCcKue Bonpochl

[eHeTn4yecKas
NHpopmMauma Tpebyet
HaOEXHOW 3aLlUnTbl,
NOTOMY YTO OHa
OTHOCUTCSH HE TONTbKO
K OAHOMY YeNl0OBEKY,

HO N K ero
poACTBEHHMKaM. BaXHbl
KOH(UAEHLUMANBHOCTD,
OCO3HaHHOEe cornacue
N OTBETCTBEHHOE
XpaHeHne JaHHbIX.
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INHK — ocHoBa
HacneACTBEeHHOC
TU U HAYYHOIO
nporpecca

00000

IHK cBA3bIiBaeT CTpOEHUe KNeTKWU,
nepegady NnpM3HaKoB U NoAB/IE€HUE
M3MEHYNBOCTU B € AUHYIO CUCTEMY.
[ToHMMaHMe ee ponun OTKPbIBaeT NYTb
K TOYHOU MeauumHe, OMoTEXHONOM N
N OCMbICIEHHOMY U3YYEHUIO
Hacn1eaCTBEHHOCTM.
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