XpaHEHUE

1 VICII0/1H30BaHIIC
HACJICACTBCHHO
nHopMannn

Kak OHK XpaHWT, KONUpyeT 1 nepenaeT Npm3HakmM XXMBbIX
OpPraHM3MOB.




J3a4eM RJACTKE HACJICACTBCHHASA
nH@oOpMaI s

[eHeTnYeckaa MHPopMaLMa onpegendaeT cTpoeHne 6enKoB, ooMeH
BELLLECTB U pa3BUTHE opraHn3Ma. OHa nepenaeTca NOoToOMKaM, Co30aeT

pPa3HoObpa3me MPM3HAKOB M MPU OLLMOKAX MOXKET CTaHOBUTHCH
MNPUYMHOM HacNeOCTBEHHbIX 3a6oneBaHUN.




JTHK Kak HOcUTEeIb HACJAEACTBEHHON NH(popMaIun

OBOMHaA cnupanb

Monekyna JHK cocTtouT 13 aByx
aHTUMapanfenbHbIX Lenewu,
3aKpPYYeHHbIX B ABOMHYIO CNparnb.
Takoe CTpoeHMe OenaeT XpaHeHne
MHOOPMALLMN YCTONYMUBBIM U MOMOraeT
KMeTKe TOYHO KOMMPOoBaTb €€ nepen
neneHuvem.

KoMnneMeHTapHOCTb OCHOBaHUM

AJeHnH coegunHaeTca C TUMUHOM,

a ryaHnH — C UMTo3mHOM. bnarogapsa
CTPOromMy COOTBETCTBMIO OCHOBAHMM
OfHa LUenb CNYXUT MaTpULLEN

aona cbopKum Opyron, Uto obecnedymBaeT
HaOEXHOCTb Nnepenaym
HacneacTBeHHOM MHPOpPMaLLMN.

b

NMocnepoBaTeiIbHOCTDb
HyK/leoTnaoB

IMEHHO MOPAOOK HYKNEOTUOOB HECET
CMbIC/T FTeHeTUYeCKOro TekcTa. B atom
NocnenoBaTeIbHOCTU PACMOMNOXKEHbI
FeHbl M PerynaTtopHble y4acTKW,
3agatoume, kakme 6enkm oyoyT
CUHTE3UNPOBaHblI M B KAKOM MOMEHT OHMU
NMoHagobaTCa KNeTKe.
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UHdopMauma n yCTOMUYUBOCTb

NHK coBMeLllaeT ABa BaXxHEMLLMNX
CBOWCTBA: OO/ITOBPEMEHHOE
COXpaHeHme CBeOEHMM O MPU3HAKax

N BO3SMOXXHOCTb UX TOYHOIO
CUMNTbIBaHWA. [TO3TOMY HacnenocTBeHHasa
MHPOPMaALIMA OCTAETCA CTabUNbHOWM,

HO MPW 3TOM OOCTYMNHOM Ana paboThl
KIEeTKMW.




YrnaroBra /IHR B xpomaTun
11 XPOMOCOMBbI

HykneocoMmbl

B anpe JHK ob6opadmBaeTca BOKpYr 6eKOB-Fr’MCTOHOB 1 0b6pa3yeT
HYK/1€0COMbIl. DTO MEPBbLIN YPOBEHb YMNAaKOBKU, KOTOPbIM MO3BOIAET
PA3MeCTUTb OSIMHHYIO MOJIEeKYNY B OrpaHn4YeHHOM O06béMe aapa.

XpoMaTUH

HyKneocoMbl 06beaMHATCA B XPOMaTUH — Boiee KPYMNHYo 1 TMOKYHO
CTPYKTYpPY. OH obecnedymBaeT He TONTbKO KOMMAaKTHOCTb,

HO N BO3MOYXHOCTb PeryfimpoBaTb OOCTYN GEPMEHTOB K onpeaenéHHbIM
ydacTkaM O HK.

dyXpOMaTUH U reTepoxXpoMaTUH

DyXpPOMaTUH Boriee PaspbIX€H M 06blYHO CBA3aH C aKTUBHbIMU reHaMu,
a reTepoxXpPoMaTUH YNNOTHEH M Yalle OCTaéTCcH ManoaKTUBHbLIM. Pa3Hag
CTerneHb YrN/IOTHEHMA NMOMOraeT KJIeTKe YNpaBigaTb paboTom
HacliegCcTBEeHHOro Matepuana.

XpOMOCOMBDI

MNepen oeneHmeM KNeTKM XpoMaTUH el CUfibHee yrakoBbiBaeTca
B XPOMOCOMbI. B aTOM popMe HaceacTBEHHbIM MaTepman 0COBeHHOo
3alUMLLEH M yOO6HO pacnpenenaeTca Mexkay 4oYepHUMU KNeTKaMu.




YPOBHU OpraHu3an HACJIEACTBCHHOTI0 MaTepua.ia

YpoBeHb CocTaB DOyHKUMA NMpumMmep
nocneanoBaTe/IbHOCTb
HHK HYKNeoTnabl XpaHeHne g
OCHOBaHUU
MHPOPMaL S
[eH ydacTtok HK reH 6enka
O NPU3HaKe
XpoMaTumH HHK + rTMCTOHbI YMNaKOBKa SYXPOMaTUH
MAOTHO
nepeHocC
XpoMocoMa | ynakKoBaHHa4 MeTadasHaga XxpoOMOCOMa
npuv geneHnm
HHK

LLIKONbHbIN KYPC 6UON0ornm

OOUH U TOT YKe reHeTU4YeCKnM MaTepmarn
CYLLLECTBYET Ha Pa3HbIX YPOBHAX OpraHm3aumm
1 MO-Pa3HOMY MNPOABNAET cebd B KIIeTKe.

HacnencrBeHHada MHPOpPMaUMa HE CBOOMTCSH
TOJ/IbKO K Monekyne JHK: oHa npoxoauT

HECKOJTbKO YPOBHEW YMaKOBKU, MPeEXae YeM
CTAaHOBUTCHA OOCTYMHOM 019 paboTbl KNEeTKMN.




[IyTh peasmsanum HacJie1CTBEHHOM MH(OpMaIu

CxeMa NOKa3bIBaeT, Kak Hacaencrsennas nadopmanyda npoxorut ot JJHK K npu3Hary.




Penymranusa: yiBoeHue HacJa1eICTBEHHOIO MaTepuaJia

1. MoarortoBKa K AoeneHuiIo

Pennmkauma nponcxoamT nepen aefieHMeM KNeTKU, YTOObl Kaxkaas
Oo4YepHAaa KeTKa Nnony4Ymna NomnHbiM HAbop HacneaCTBEHHOM
MHPopPMaLumMK. [pouecc HadMHaeTCd C pacrnfieTaHna ABONHOWM Cripanm
N pasgeneHna aByx uenem OHK.

2. MNMonykoHcepBaTUBHbLIN NPUHLUN

Kakgaa HoBad Mosnekyna AHK coxpaHaeT ogHy CTapyto M ogHYy BHOBb
CUHTE3MPOBAHHYIO Lenb. Takom cnocob yaBoeHMA Ha3biBaeTco
MNONYKOHCEPBATMBHbBIM M 0becrneymBaeT NPeeMCcTBEHHOCTb FrEHETUYECKOM
MHPOPMaLMN.

3. HanpaeneHue cuHTe3a

HHK-nonmMepasa MOXXeT OOCTpanBaTb Liernb TOJIbKO B HanpaBleHNN
553" [1oaTOMY CUHTE3 MAOET CTPOro ynopagoydyeHHo 1 TpebyeT TOYHOro
COMMNacoBaHMA PaboTbl HECKOMNbKUX PEePMEHTOB.

4. Y4YacTHMKM npouecca

Xenmnkasa pacriyieTaeT MoJiekyny, Nnpanmasa 3anyckaeTt cuHTtes, [ HK-
nonmMMepasa OoCTpanBaET HOBYIO LIEMb, @ NIMra3a coegunHAeT pparMeHThl.
CoBMecTHaqa paboTa pepMeHTOB aenaeT konmpoBaHme HK
3PPEKTUBHBIM N TOYHbLIM.




TounocrTp komupoBanus /IHR

[Jarke pegKme OoLLMNOKM BaXKHbl, MOTOMY YTO
O Ha 3aMeHa B KPUTUNYECKOM YHaCTKE MOXKET
MNOBNMNATb Ha PabOTy reHa M CBOMCTBa 6enka.

TOYHOCTb PE3KO BO3PACTAET MNMOCE MPOBEPKMU
M penapaunm, Mo3ToOMy MTOroBad 4YacToTa
OLLUMOOK Y 3YKAPUMOT OCTAETCA Ype3BblHaNHO
HU3KOW.

B Ownbkn nocne aTanos
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CuWHTe3 nonnmepasoii MpoBepka nonnumepassbl Penapauus

LLIKONbHbIN KYPC 6MONOrMKN; 060BOLLEHHbIE OLLIEHKW YaCTOTbl OLLUMOOK pennKaLmMm
Yy 2yKapuoT




Tpanckpunmua: cmaTe3 PHR mo marpune /IHR

MaTtpumua AHK

Z TpaHcKpunnuma HadmHaeTca Ha ydacTke [HK, roe 3akogmnpoBaHa Hy)XKHaga KeTke
nHdopMaumna. OgHa n3 Lenem CNyXXUT MaTpuuen, a nocregoBaTenbHOCTb PHK
CTPOUTCH KOMIMJIEMEHTAPHO eN.

PHK-nonunmMepasa

p’ PepmMeHT PHK-nonmMepasa pacno3HaET Hayvano reHa, pasbeamHaet uenm OJHK
n cobunpaet PHK 13 pmboHyKkeoTnaoB. MMeHHO OH obecnedymBaeT CYMTbIBaHME
reHeTUnYEeCKOUN MHPoOpPMaLMKM B A pe.

Buabl PHK

" Y aykapmoT obpasytorca MPHK, TPHK n pPHK. MPHK nepeHocnTt nHdpopmMaLmto,
TPHK goctaBnaetr aMMHOKMCNOThI, a pPHK BXoanT B COCTaB pMOOCOM U yYacTBYeET
B CMHTe3e benka.

Ha4yano u 3aBepLieHUe

E [MpoMOTOP 3343ET TOUKY CTapTa TPAHCKPUMLUUKN, 8 TEPMUHATOP OCTaHaBIMBAET €é.
Bnarogaps 3TMM ydacTKaM KfieTKa TOYHO onpenenseT, rae HadMHaeTcs
M 3aKaHYMBaAETCH CUYMTbIBaHME reHa.




IIponeccunr PHR y 3yrapmnor

KanunpoBaHue

Ha 5'-koHeu npe-MPHK
NPUCOeOMHAETCHA KIM.

OH 3alUMLLAET MOMeKyny

OT pa3spyLUeEHNAa N MOMOTraeT

en pacrno3HaBaTbCA KNETOYHbIMU
CUCTEMAaMM, OTBEYAIOLLIMMMU

3a JanbHeENLWMIA TPAHCMOPT

N nepesoa MHPOPMaLLMN.

NonunageHnnupoBaHue

K 3'-KoHLY Ao6aBnaeTcsa Nosin-
A-XBOCT, KOTOPbIWM MOBbILLAET
ycTtomdmBocTb PHK B aape

N UMTOMIa3Me. ITa «3aLllmTHad
MeTKa» obrieryaeT Bbixoq,
3penon MPHK 13 agpa.

CnnanCuHr

Bo BpemMa cnnamcmHra MHTPOHDI
yOaNAa0TCH, @ DK30Hb
coegmHAaTCa B eANHYIO
nocnenoBaTesibHOCTb.

B pe3ynbraTte ob6pa3yeTcH
3penaa MPHK, rotoBa4

K Y4acCTUIO B CMHTEe3e benka.

AnNbTepHAaTUBHDbIN
CNJIAQUCUHT

OOVH U TOT YXe reH MOXXeT
0bpabaTblBATbCA MO-PA3HOMY,
ecn CoeamMHATCH pa3Hble
HabOpPbl 3K30HOB. 3TO
yBeMYMBaET pa3Hoobpa3me
6enKoB 6e3 yBeNMNYEHNA YMCNA
CaMUNX reHOB.
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Kaxk puoocoma npespamaeT nuH@popmMaimio B 0€J10K

KoaooH pacno3HaH

Pmnb6ocomMa gBmxKeTcsa BOoNb MoneKynbl MPHK, cnoOBHO UunTaeT
MHCTRYKUMIO MO CTPOKaM. Kaxablt KOOOH Y3HAETCH aHTUKOOOHOM
TPHK, koTOpaa NpUHOCUT HYXXHYKO aMUHOKUCIOTY. Tak

Ha MONEKYNAPHOM YpPOBHE CK/adblBaeTCca TOYHagq
mnocnenoBaTe/iIbHOCTb ByayLlero 6enka.

Llenb HAYUMHaET pacTun

[Mocne pacno3HaBaHMa cTapT-KogoHa AUG pmbocoma 3amnycKaeT
COOpPKy nonmnenTmaa. AMMHOKUCIOTbl COeANHAKTCA NenNTUOHbIMU
CBA39MKM OHA 3a APYron, 1 Lenb yonmHaeTcd. lNpouecc MOET 6bICTPO,
HO TpebyeT CTPOroro coBnageHmMa KogoHos 1 TPHK.

CurHan octaHOBKMU U cBOpayvuuBaHue

Korga pmnbocoMa OOCTUraeT CTOMN-KoOA4oHa, CUHTE3 NpeKpallaeTcs,

a rotoBag Liernb ocBob6oOygaeTca. 3ateM 6e/1oK CBOpavMBaeTca

B OnpenenéHHyo NpoCTPaHCTBEHHYIO GOopMYy, KOTOpaa 1 onpenensaeT
ero PyHKUMIo — pepMeHTAaTUBHYIO, TPAHCMOPTHYIO UM CTPYKTYPHYIO.

Il
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KOJOHOB 00Pa3y10T CUCTEMY
3aIcu HaCa1eICTBEHHOU
nH@opManmnu

LLIKOMBbHbIM KYPC BUMONMOMNM; FeHETUYECKMI KO,

NMEeHHO CTONbKO TPMMMNETOB BO3MOXHO Mpn L—IeTpréX HYyKMneoTnaax, 4aCTb
N3 HNX 3a03aET aMMHOKWCOThI, a TPWM KOOOHAa C/y>XXaT CUTITHaJTaMM OCTaHOBKU
CHTE3Aa.
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OT re’a K npu3Hary: YPOBHU KOHTPOISI

Ka)Xabln cnegyowmm atan 4odaBnaeT HOBbIN
YPOBEHbDL perynaumnm: oT CHNTbIBAHUA reHa

0O UTOrOBOIO MNPOABIEHUNA NMPU3HAKa B K/eTKe
M OpraHmame.

DeHoTUN PopMUPYETCA NMOCTEMNEHHO: BIIUAHME
reHa YCUTMBAETCH M YTOUHAETCH Ha KaXKa oM
3Tane peanmsaunmm HacneacTBeHHOM
MHPOPMaLLMW.

B Cransi peanuzauun

CxeMaTunyeckoe npeacraBneHme no WKOMbHOMY Kypcy 6Monormm.
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Yo ynnpas./isieT padoTou reHoB

L 2
[ )

TN KNeTKkun

B pa3HbIX KJTETKaX aKTUBHb
pa3Hble HAbOpPbl FrEHOB,
MO3TOMY HEMPOH,
MblLLUEYHAs KI1IETKA M KJ1ETKA
KPOBW BbIMOJTHAOT
COBCTBEHHbIE DYHKLMM,
nMmeqa oaonHakoByto L HK.

‘0

Ctaguqa pa3BuUTUSA

Bo BpemMa aMOpUMoOHanbHOrro
Pa3BUTMA M POCTA
OpraHmM3Ma BKJIKOYaOTCA

M BbIK/KOYAOTCS Pa3Hble
reHbl. 9TO MO3BONIAET
KNeTKaM nocriegoBaTenbHO
cneLunanm3npoBaTbCH

M POPMNPOBATb TKAHM

1 OpraHbl.

JL

CurHanbl cpepabl

TemMnepatypa, NUTaHune,
rOPMOHbI 1 gpyrme
BHELUHWME BO3OEeNCTBUA
CMOCOOHbI U3MEHATDb
aKTUBHOCTb reHoB. KneTka
OTBeYaeT Ha TaKme CUrHasbl,
MEHHAA CKOPOCTb CUHTE3a
PHK 1 6enkos.

YnakoBKa XpoMaTUHa

[110THO ynakoBaHHble
ydacTkm OHK TpyoHee
OOCTYMHbl epMeHTaM,

a pa3pbixNeHHble — ferye
CUMTbIBatOTCH. [103TOMY
CTPYKTYpPa XpOMaTUnHa
HampaMyto BNngaeT

Ha BKOUeHUe

N BbIKJTIOUYEeHME reHOB.
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Kak padoTaioT 3anureHeTn4ecKkue Mexannu3Mbl

CoxpaHeHa [JHK Moandumnkaumm ruCToHoB

[locnenoBaTeENbHOCTb HYKE€0TUOO0B XnNMmMyeckme maMeHeHmsa 6enKoB-

He MeHdeTCd, HO KJ1eTKa noslyyaet FTMCTOHOB MEHZAIOT CTEMEHb YMaKOBKM

BO3MOYXHOCTb MO-pPa3HOMY MCIMOJ/Ib30BaTb XpOMaTnHa, obnerdyaa nmbo 3aTpyaHada

OOHW N TE YKe MeHbl. OOCTYMN K reHam.

| | | |

I I I I
MetunumpoaHue AHK HacnepoBaHue cOCTOSAHUSA
K Monekyne OHK npmncoeamHaroTCs ChopMUMPOBaAHHOE INMUTEHETUYECKOE
MeTU/IbHblE TPYMMbl, K HEKOTOPbIE YYACTKK COCTOAHME MOXXET COXPAHATLCH
CTaAHOBATCA MeHee aKTUBHbIMU Npv OeneHnm KNeToK, BIMAa Ha pa3BUTME
NN BPEMEHHO HeOOCTYMNMHbIMU TKaHeW, cTapeHme 1 paboTy reHoOB.

A4 CHUNTbIBAHWUA.
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OcHOBHBIE TUIIBI MYTAIUN U X IIOCJIENCTBUS

T™vin N3MeHeHue Nocnencreua NMpumMmep
[eHHaq 3aMeHa / BcTaBka / BbimageHue n3MeHeHMe 6enka MYKOBMCLILMO03
XpoOMOCOMHad NepecTpomKa y4acTKa HapyLlleHne pyHKLUNN reHOB neneunsd
[eHOMHa4 M3MEHEHME YNCSla XPOMOCOM TAXKENbIE HAPYLLUEHUSA PA3BUTUS cmHapom [layHa

LLIKONbHbIN KypC 6uonormm.

Trnn MyTaumm, MacluTab naMeHeHmsa 1 BO3MOXKHble
.. MyTaunm ObIBatoT Pa3HOro MacluTaba, HO BCE OHW MEeHSAIOT
NnocnencTBMsa CBA3aHbl Meay COb0M; TabnmL,a MOKa3bIBaET,

HacnegcTBEHHYO MHPOPMALMNIO N MOTYT ObITb
KaK pa3Hble NaMeHeHMa [IHK oTpa)katoTca Ha npm3HaKax y
opraHn3Ma HeunTpanbHbIMU, BpeOHbIMU NN MOJ1I€3HbIMI.
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Kak npusHaku nepexoisaT OT poaureaen K HoToMKaM

CxeMa oTpazkaeT o0Opa3oBaHUeE raMerT, cIy4aliHoe coueTanue ajieael npu ornJao10TBOpeHnN
1 OCHOBHbBIE BAPUAHTDBI B3aNIMO/IEeIICTBHA aJl1e.Iell.
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Hac.JenrcrseHHast HH(PoOpMaIs
1 3200.1€BaHUS

MOHOreHHble HapyLUueHUd

I3MeHeHWne OgHOro reHa MOYKeT HapyLLUTb paboTy 6enKa U NpuBecTU
K 3a6oneBaHuto. TaK MPOABAAOTCH, HaNnpuMep, MyKOBMUCLIMO03
n remodunmg, roe gedeKT HacneayeTca no onpenenéHHbIM 3aKoHaM.

XpOMOCOMHbIE UBMEHEeHMUS

ECcnun 3aTPOHYTbl KQYMHbIE YY4aCTKM XPOMOCOM USTN HAPYLLUEHO UX YMCHO,
CTPaOatoT Cpa3y MHOMME reHbl. TakMe M3MeHeHUsa 4acTo
COMPOBOXOAOTCA CEPbE3HbIMM OCOBEHHOCTAMM PA3BUTMA U PABOThI
OpPraHoB.

MeToabl BbiSiIBJIeHUSA

KapunoTunmnpoBaHMe No3BONFeT YBMOETb KPYMHblEe M3MeHEHUS
XPpOMOCOM, INMLLP nomMoraetT o6Hapy>XnTb HY>XHble y4acTkun OHK,
a CEKBEHUNPOBaHME TOYHO onpenengeT NocsieoBaTe/ibHOCTb
HYKNeoTMOOB.

3HayeHue paHHEeUu ANAarHOCTUKM

PaHHee obHapy)eHMe HacneaCTBEHHbIX HAapYLLEeHWIM NoMoraeT
BblOpaTh HabtogeHMe, NedYeHne N NPOPUNaKTUKY OCITOXKHEHUWN. DTO
OCOBEHHO BaXKHO A9 ceMeW, rae y»Ke N3BeCTeH PUCK Nepeaadm
MyTaL U,




McTOYHUKU reHeTHUYEeCKOro pa3zHooopa3uisi

[arke npun coxpaHeHnm obLero rniaHa
CTPOEHUSA OpPraHM3Ma KaXkaoe nokoneHme
nony4vyaeT HOBble COYeTaHMa annenen,

d HE TOYHbIE KON POOUNTETTbCKMX Ha60pOB.

Pa3zHoo6pa3ne NoTOMKOB CO30atoT Cpa3y
HECKOJIbKO MeXaHWU3MOB, MO3TOMY
HacneacTBeHHaa MHdopMaLmMsa yCTOMUYMBA,
HO He MoBTopPAeTCcHa abCoNOTHO OAMHAKOBO.

B PekombuHauvs [ HesaBucumoe pacxoxgeHvie [N MyTauum

| CnyuaiiHoe onnofoTBopeHve

CxemMaTmyeckaqa gmarpamMmma no LWKOIbHOMY Kypcy B1Monormm.
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[1aBHBIN BBIBOJ 0 HACJIEICTBEHHOU
nH@oOpMaInn

HacnencrBeHHaa MHPopMauuna XxpaHuTca B [HK, yrnakoBbIBaeTCH
B XPpOMOCOMbI 1 NpoaBngaeTca yepe3 PHK 1 6enkn. TO4HOCTb
KOMMPOBaHMSA NogaepXmMBaeT CTabU/TIbHOCTb, @ MyTaLLMM
N perynauma reHoB Cco34atoT Pa3HoOObpasne XXMBbIX OPraHM3MOB.




