TEMA 3.

TEHETUMECKUW
AMMNAPAT KNETKW

(MHTEP®A3HOE AOPO)



§ 1. OBLUAA XAPAKTEPUCTUKA
(CTPOEHWE W ®YHKLIMWM KIETOYHOMO S[PA)

1.1. YUTto Takoe reHeTUYECKUM annapar KrneTku?

I1o OHK, coeanHéHHaa co CTPYKTYPHbIMU U PErYNATOPHbIMKU Denkamu,
a TaKkke gpyrue Monekynbl — Y4aCTHUKW TPAHCKPUMNLINN.

Pa3nuymsa npo- 1 3yKapuoTHbIX KITETOK — HYKNeoua Unv aapo — He
NPUHUMNUAaNbLHO. TOo M Opyroe — reHeTUYeCcKuin annapar KIeTKu.

[okasaTenbcrea
reHeTn4ecKkoun ponu aapa:

1. JNokanusauus OHK — B sape.

2. be3banepHble KNETKU He
XN3HECNOCOOHLI (3pUTPOUUTLI
He XXUBYT, a NULWb OOXWUBAIOT).

3. Joka3artenbcTBa ponu [IHK B
CuHTe3e 6enkoB (B MOCTPOEHUN
¢deHoTHMNA).

(UmToxummnyeckasn okpacka JHK peaktusom DAPI (cuHuin), untonnasma 3eneHas)



4. OnbITbl HA OQHOKIETOYHOM Bogopocnu Auetooynspun.

Auetobynsapus -
OOHOKIETOYH
BOAOPOC

Mepecanku saepHbIX dparMeHTOB Mexay
pa3HbIMKU BUAaAMM aueTooynsapum BeayT K
U3MeHeHUIo peHoTNa — (POopMbI LLFIANKMN.
CnepoBaTtenbHO, reHeTU4YecKas nHpopmaums
MCXOOUT U3 KINeTOYHOro aapa.

med.
cren.

med.




1.2. O6wasa mopdonorusa sapa ayKapmoTHOM KreTKu

Pasmep BapbupyeT: 00beM sapa OTHOCUTENLHO obbema uutonnasmel  (A/L
oTHoweHue) = 1/2 - 1/10 - 1/100.

dopma yalle okpyrnas, bbiBaeT BepeTeHOBMOHAsA, nonacTHas.
Jlokanusaumns obbI4YHO B LIEHTPE KNETKMU UNu NONSIPHO, U rnog MemopaHon.

Yucno aonep —
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CTpVKTYPHbLIE KOMNOHEHTbI AApa:

1. ApepHan obonoyvka — pasobuieHue
TpaHCKpUNUUN U TPaHCNAUNN.

2. AlpepHbIN MaTpuUKc (ckener) —
NPOCTPaHCTBEHHAs OpraHn3auus.

3. XpoMaTUH < XPOMOCOMbI —
reHeTu4ecknn martepuarn.

KoHuenuusa CTpYKTYPHOW LIENTOCTHOCTU
XPOMOCOM B KNETOYHOM LIUKIE:
XPOMOCOMbI MPUCYTCTBYIOT B KI1ETKE
BCerga, Ho B pa3HbIX CTPYKTYPHO-
dyHKUMOHANbHbIX COCTOAHUAX.

4. AppbIWKO — NTOKYC XpoMaTuHa,
npounssogawmn pPHK (pubocombl).

5. Kapuonumda (saepHbIn COK) —
Xugkaa gopakumns agpa; cooepxur
npeawecTBeHHNKN 90epPHbIX CUHTE30B
(HykneoTunabl), 6eNKN-MUrpaHTbl 13
UuTonnasmbl, NPOAYKTbl AOEPHbIX
cnHtesos (MPHK, TPHK).

Kapuonumda

LLlepoxoBarthii
3HOoMnasMaTM4eckmn
peTuKynym

Anpbiwko

MepuHyKneapHoe NPOCTPaHCTBO

XpomaTtuH
HapyxHas

anepHas
MembpaHa | AgepHas
BHYTpeHHsIS o6ornouka
anepHas
MeMOpaHa




1.3. leHOM
[eHOM — rannongHbIn Habop reHoB BMonorn4yeckoro Bnaa (YenoBeka, Mbilln...)
e [eHOM 3yKapuoOT BKMIOYaeT:
MH(OPMALIMOHHYIO (FEHHYHIO) YacTb (XPOMOCOMHYIO 1 BHEXPOMOCOMHYIO):

1. CTPYKTYpPHbIe reHbl — koanpyoT MPHK pa3HoobpasHbIX CTPYKTYPHbIX
(pabounx) 6enkoB KNETKMW.

2. PerynatopHble reHbl — koanpyoT MPHK perynsatopHbix 6enkos.

3. BcnomoratenbHble (PHKoBbIe) reHbl — kogupytoT pPHK, TPHK n 1.n.;

HEeu HC_bODMaTM BHbIE Kpaccuyeckue catennutsl; 2,1%

(CaTej'lj'l UTH ble) O6j'| dCTHN Mpouue nocnegoearensHocTu; 12,8%

(PpyHKUMA — CTPYKTYpPHAA? CpG-ocTposk; 0-5{ ‘
3k30HbI reHoB; 2,0%

bydepHasa? KoHbloraTuBHas?..?);

TPaAHCMNO30OHbI

(noaBUXHbIE reHeTUu4YecKue ——

3N1EMEHTbI)

(byHKUMSA — y4acTne B pernapauunm

nospexgeHun OHK?..?).

Anbda-catennutel; 2,1%
/HDOCTbIB noetopsbl; 3%

OHK-TpaHcnosoHbl; 3,6%

LTR-peTpoTpaHc-
noaoHsl; 9,3%

[eHom YenoBeka

LINE; 22,3%

Opyrve noetopsl; 0,15%  SINE; 16,1%




Pa3mep reHoma — rannounagHaa macca [1HK (¢) — BuaocneundunyeH:

- Uncno monekyn OHK (yncrno xpomocom n) — ot 1 0O OECATKOB U COTEH.
- Paamep (Macca) reHoMma B LIESIOM YBENUYNBAETCA B XO4€ 9BOMNOLMN:

OpraHusmel “Yuncno reHoB Macca reHoma, nr AHK (¢)
Bupycsl 3-10 0,000001 - 0,000030
bakTtepun 400 — 4 000 0,001 — 0,008
Opoxoku (rpubsi) 6 700 0,01 - 0,04
Becno3BOHOYHbIE 10 000 — 20 000 0,1 — 12
XVUBOTHbIE
[103BOHOYHbIE 20 000 —-30 000 0,5 - 280
XUBOTHbIE (30 T. y yernoseka) | (3,5 nr y yenoseka)
Boicune pacteHnsa |25 000 — 50 000 0,4 - 180

NB: yBenuumBaeTcsi He TOSMIbLKO YMCIO reHoB, HO Takke o6bem caTt[HK; ponb nonunnonguw.




§ 2. CTPYKTYPHAA OPTAHUSALINA

XPOMATWHA

OnunHa 1 monekynbl JHK o4yeHb Benuka:

- y bakTepuu konbuesasa monekyna AHK =1 — 2 mm,

- Y YenoBeka B pa3Hbix Xxpomocomax mosiekyna HK = ot 10 go 80 mm
(Bcero 2c 4Yenoseka = okono 1,8 m HK; 2c canamaHgpbel = 100 m!).

T.0., HeoBxoanma ynakoska (komnaktmnsauns) AHK — ana paboTbl n

AEJIeHNA.

Hykneounp
NPOKapMoTHOU
(6bakTepuanbHoOn)
KINETKN =

ofHa
KOMMNaKTU30BaHHas
mornekyna 1HK

(wacTnyHoO
AeKOMMNaKTM3oBaHHas
«XpOMOCOMay)
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(TpaHCMUCCMOHHAA INEKTPOHHAA MUKPOCKONUS)

XpomaTuH B agpe
3YKapMUOTHOMN KINETKU =
COBOKYMHOCTb
HeCKonbKux (2n)
KOMMNaKTU30BaHHbIX
monekyn AHK

(wacTnyHoO
AEeKOMMNaKTU30BaHHbIX
XPOMOCOM)



2.1. CTpyKTypa HyKneoupga npokapuoT

* Wmeetca 1 konbuesagd OHK (rannonpgHoCTb), a Takke nnasmuabl.
¢ «XpoMocoMa» MMeET 2 YPOBHA KOMNAaKTU3auunm: OycuHbl (Cnvpanun) u NeTnmu.

. L
e LT -t

Hykneoung 6aKT~e.[.‘;VIVI B npolecce

Moaenb KoHAeHcauuu 6akTepuanibHOM XPOMOCOMbI. TPAHCKPUMLMM U TPAHCAALMM.
a — konbueBas JHK, 6 — 6enkoBble CLUMBKW 06GpasyoT 1 — netneBsble gomeHbl OHK,
neTneBble AOMEeHbl, 8 - cnupanu3aunsa JOMeHOB C 2 — monekynbl PHK ¢ pu6ocomamu,
o6pasoBaHueM 6ycuH, 2 u 0 — AeKoHAeHcaums 3 - cBOGOAHLIE pUOOCOMBI,

HyKrneouaa npu TPaHCKpUNuum. 4 — nnasmuabil.



2.2. CTpyKTypa XpomaTuHa (XpoMoCOM) ayKapuoT

YynutbiBaTh OT/IMYUG OpraHu3aumn
reHeTUYeCKOro annapara avkapuor!

B saape cogepXxutcs gunnovuaHbin (2n)

Habop XPOMOCOM, KOTOpPble pa3BEPHYTHI

B PbIX/Tyt0 OPMY — XPOMATHUH.

CocTaB XxpomaTuHa =

40% OHK n 60% 6enkoB

= pe3okcmpunbo-Hykneo-npoteng (OHTIT).

Benku xpomaTuHa:

1) [UCTOHLI — OCHOBHbIE Denku (boratble
aprmMHUHOM WU NU3NHOM) — obecrnevnsatoT
nepBUYHYIO ynakoBky u penpeccuto AHK;
2) MaTPUKCUHbI — HENTPAnbHO-KUCTIbIE

KneTouyHble sapa B KOHTPOsSbHbIX (A) n

benkn — obecneymBaloT BbICLUNE YPOBHU 06nyueHHbIX (B-D) paKoBbIX KneTKax
H K npy TPOMHOMU LUTOXMMUNYECKOMN OKpacCKe.
yI-IaKOBK'/I Du ’ AOHK — cuHas (peaktus DAPI);
- PerynsaTopHble 6enku — 3eneHblie 1
3) PETYTIATOPHbIE 6eﬂ KN VISMEHSIIOT KpacHble (NANOG- n OCT4-aHTuTtena)
cea3n AHK n cTpyKkTypHbIX 6erkos. (dpnyopecuenTHas Mukpockonus).

NB: 511 cBa3u perynmpyemsble, U3MEHSIOT
aKTUBHOCTb NeHOB.




e XpoMaTuH B CBETOBOM MUKPOCKONe
BbIMMAANUT KaKk XPOMaTUHOBAas CeTb. €

XpomMaTuH nogpasaensieTcs Ha:
JyXpOMaTUH -

PbIXIbIA, OEKOHOEHCUPOBAHHbLIW, Crlabo KpacuTcA.
OTO aKTUBHbIN XPOMAaTUH,

coaepXuT pabortarwLline B JaHHbIA MOMEHT FEHbI.
eTepoxpomMaTuH -

NSOTHbIW, KOHOEHCUPOBAHHbLIN, CUITBHO KPacuUTCs, HEAKTUBHbLIN XPOMaTUH.
TsKM reTepoxpomMaTHa — XPOMOHEMbI (3TO pa3BepHYTblE XPOMOCOMbI).
Haunbonee kpynHble rnblbkn XxpoMaTuHa — XPOMOLIEHTPHI.

 PaanunyatoT gBe pasHoOBUOHOCTU FTETEPOXPOMATUHA:

daKynbomamueHbIll 2emepoxpoMamuH — «HeobaA3aTeENbHbINY —
COOEPXKUT CMbICIIOBYHO (reHHy) OHK, HO He akTUBHYIO B Aa@HHLIA MOMEHT UM B
OaHHOM Tune KneTok. Npn HeobxoamMmMocTn dbakynsTaTUBHBLIN reTePOXpPoMaTmH
MOXET NepenTn B 3YXPOMaTUH.

KoHcmumymueHblIi 2cemepoxpoMamuH — «0bs3aTesibHbln, MOCTOSAHHbIN» —
cogepxunt catennutHyto [JHK — He koaunpyowas, «beccMbliCcrieHHaay», N30bITOYHaS
NHK reHoma aykapuoT. Hukorga He nepexoauT B COCTOAHME 3yXpoMaTuHa.




B 31eKTPOHHOM MUKPOCKOME 3YXPOMAaTUH U reTepoXpPOMaTMH XOPOLLO

pa3fininMbl Kak pPbIXJibl€ U MNMJTIOTHbIE YHaCTKU A4pa.
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CooTHOLLEeHME 3yXpoMaTuHa U reTepoxpomMmaTmHa pa3iin4aeTcHd B
Pa3HbIX KJTETKaX N YKa3blBaA€T HaA beHKLI,VIOHaJ'IbHy}O dKTUBHOCTb A4pa.
AO — apgepHan ob6onoyka, XH — xpomMoHema (Tsku retepoxpomaTtuHa), AK — agpbiwiko.




e NB: OpgHa xpomocoma — 310 ogHa monekyna [HK,
KOMMNAaKTU30BaHHAasA C NOMOLLbIO BENKOB MMCTOHOB U MAaTPUKCUHOB.

B KneTkax aykapuoT pasnuyaiotT 4 ypoBHA KOMNaKTU3aUMmM XpoOMaTUHa.
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HyneBon ypoBeHb KOMMNAaKTU3aLUnu —
«ronasa» HuTb AHK, cBoboagHasa ot 6enkos,
TOMWMHA HATU = 2 HM.

[MepBbLIM YPOBEHb KOMMNaKTU3aLUnu —
HyKNeocomMmHasa ¢bmnbpunna,

NN «ByCcuHbl Ha HUTKE», @ 10 HM.
[MoOynsipHbIE LWENOYHblE BENKN 2UCMOHbI
H2A, H2B, H3 n H4, B3aTble KaXabin No nape,

COCTaBNAT KOMMNEKChbl MO 8 LTYK —
oKmamepabl.

Bokpyr kaxxgoro oktamepa OHK obpasyet 1,75
oboporta (146 nH).

OkTamep ¢ HamoTaHHbIM doparmeHToM [HK
npeacTaBnseT KoMnrekc B Buae 6ycuHbl —
HyKsieocoMmy.

Mexay HykrneocomMamMmu octaroTcsl cBoboaHble
yyacTtkn AHK — nuHkepsi.

Tak obpasyetcsa pumbpunna TonwmHon 10 HMm,
ONMHA KOTOPOW MO CPaBHEHUIO C «FONOU»
mosnekynou [JHK ymeHbllaeTca B 7 pas.

0G G0 0000

H4 H3 H2A H2B

A

PROVORVEOVON o

nuHkepHas JHK

HyKkneocoma




 BTopou ypoBeHb —
HyKneomepHaa c¢omnbpunna @ 30 HMm.

F'ucmoH H1 cBa3biBaeTCs NoBepX
HYKI1€0COM C NIMHKEPHbIMU yYacTKamMu
OHK , ctarneBaet n cnupanuayet
HYKINEOCOMHYI0 HUTb B Doriee TONCTYyHo
30 HM-unbpunny.

- 2
30 HM-bubpunna yctpoeHa nnbo / Vi A
puGpunna yctp . /

no Tuny coneHouaa (puc. A), nuéo  no
TMny cyrnepbycuH — HyKs1ieomepoe (puc.
b), Bkntovarowmx 8-10 Hykreocom.

ObLiee yKOpoYEHNE HYKNEONPOTEUOHON
dbnbpunsnbl N0 CpaBHEHMIO C NCXOOQHOW
HUTLIO [JHK Ha BTOpOM ypoBHe
KoMnakTusaumm xpomaTtmHa — 40-70
Kpar.

NB: 'mcTtoHbl — penpeccopbl AHK.
2-1 YPOBEHb KOMMNAaKTU3aUnUU — VXKe reTepoxpomMaTuydecKum,
He CNOCOOHbLIN K TPpaHCKpunuuu!




e TpeTum YpoBeHb KOMNaKTU3aUUn — XpOMOHEMa —
nerenbHo-xpomomepHaa coubpunna @ 100-200 HM.

C MOMOLLUBHO KUCIIbIX oenkos MampUKCUHOS8
CbOpMI/IpyI-OTCFI ANCKPETHbIE eJUHULIbI —
nemiseaebie OOMeHbI N X KOMMNNEKCbl —
XPOMOMeEPBbI. NS
OpaHa neTna cooTBeTCTBYET OAHOMY MUITU HECKOJTbKUM
reHamMm. OcHOBaHUA neTesib coaepXxaT caTeNnNMTHble
nocnenoBaTeNIbHOCTU HYKIIeOTUAOB, KOTOpPbIe
cneundnyeckn B3auMoaemncTBYHOT C MaTPUKCUHaAMU —

MAR (matrix attachment region), unu
SAR (scaffold attachment region).

[leTnn MmoryT BbITb Ha 2-M U 1-M YPOBHAX
KoMnakTusaummn, a nokanbHo — ronasa OHK.
Tak akTuBMpyeTca TPaHCKPUMLING FEHOB.

HeakTuBHbIE XpOMOMeEpPbI MakKCMMalribHO

KOMNAaKTU3YyoTCA, conmxatrotcsa n obpasytor
MNNOTHLIN HYKIEeonpoTEUAHbLIN TAX —
XPOMOHEMY.

NnHenHas ynakoska OHK gocturaet x700.

6enku

MCTOHb

/(\\\




e YeTBepTbiV YPOBEHbL KOMNAKTU3aUuun — xpomatuaa @ 1-2 mMkm.

[lepen mmnto3om HUTL [JHK yaBanBaeTcd, netnu CKpy4mBaroTCs, XpOMOMEphI
YMNOTHAKTCA U 2 CECTPUHCKME XPOMOHEMbI CNMPanun3yoTcs B 2
XpoMamuosl.

[Tonyyaetca buxpomarngHagd
XpomMocoma.

i

o XpomaTtuaa 1

chromatid 1 o &

XPOMOHEMHbIe cnupanu
cKpenneHbl 6enkamm
A0epHOro maTtpukca

(ckacponn).

[TponcxognT ykopodeHune
XxpomMmoHembl B 10-15 pas, Tak
4YTO 0OLLKMI KO3 PUUMEHT
komnaktundauum HK B

XxpomMaTuaax gocTuraet
I
X1 O OOO / rVICTOHbI OHK

NB: Bcakasa aktuBHocTb [IHK
noaaBfieHa.




§3. XPOMOCOMHbINN HAEOP

o Kaxabln buonornyecknim Bua nMeeT
cBou (BMagocneunduyHbIn)
XPOMOCOMHbLIN HAbOpP.

* Mopdonornyeckasa xapakTepmucTuka

XPOMOCOMHOIro Habopa — KapuoTun.

* [padmyeckoe nsobpaxeHne
KapuoTtuna — uyamorpamMmma.

AunnongHbie (2n) XpOMOCOMHbIE HAabOpbI:

1 — 22 xpomocowmbl xabbl Bufo arenarum;

2 — 140 xpomocom sauwepuubl Tupinambis tequixin;

3 — 12 xpomocom YepHywkn Nigella orientalis
(ceM. JIOTUKOBbIE);

4 — 208 xpomMoCoOM KaMm4yaTckoro kpaba
Paralithodes camtschatica;

5 — 46 xpomocom 4vernoseka Homo sapiens,;

6 — 23 XpPOMOCOMbI MPAMOKPbISTOr0O HACEKOMOIO
Chromacris miles;

7 — 8 XpOMOCOM CINOXHOLBETHOIO pacTeHns
Hypochoeris tweedie.

NB: Bce pucyHkun — npu ogHOM yBeJIM4eHUMN.
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[Mlpyn onucaHnn KapuoTUNa UCNosnb3yIT cneayLlive
NPU3HAKMU:

1. Yncno xpomocom.
2n y pasHbixX BUgoB BapbupyeT oT 2 (ackapuga) ao 1000-1600.
Haunbornee tunnyHble 3HavyeHusa 2n = 10-50 (n = 5-25) . Y yenoseka 2n = 46.

2. Pasmep xpomocom.
[OnnHa xpomocom BapbupyeT oT 0,2 MKkM (gpoxkun) Ao 50 MKkM (fnnienHble).
Y yenoseka afimHa xpomocom oT 10 mkm (Ne 1) go 2-3 mkm (Ne 22).

3. Cneundumka nonoBbIX

x& ?H{ B -Hh it

rameTbl ogHoro Bnaa — AX.
XY (nnm X0) —reteporameTHbIN KB 8 n K

non, JaeT raMeTbl C pa3HbIMU K KK K“ “ nx
NOMOBbIMU XPOMOCOMaMM —

AX 1 AY (nn AX 1 AQ — Heko- 00 M\ M‘. sxx LY

TOpble HaceKoMble, HeMmaToAbl).

Y Yyenoseka romMmoramMmeTHbIN F AR XX CAR AA ﬁ 3
XeHckumn non, XX; " - 2 0 XY

rereporaMeTHbIv — Myxckon, XY. Kapuotun yenoseka (My>K4mnHb!)




4. Dopma XPOMOCOM. Tenomepi

B meTtadghasHomn xpomocome pasnuyarTcs: I & CryTHU4HBIA paioH
- CecCTpuHCKMe XxpomaTuapl, ﬁggjg'@s BropudHas nepeTsiia
- [lepBrnyHaga (LeHTpanbHas) NepeTskka —

Ll,eHTpOMep, x LleHTpomMepHbI paioH
- BropudHas nepetaxka, CNyTHUK (peaxo), R
- nneqm’ nneyo q CecTpuHCKMe xpomaTtuapl

- Tenowmepebl.

Tenomepbl
N3mepsitoT ueHTpoMepHbIn nHaekc (L) —
aonsa manoro nneva (%)
B obLuen AnmMHe XpoOMOCOMBI.
J 2
Pa3nmyatoT XpPOMOCOMbI:

L
I
a) metaueHTpuyeckue (LI = 50 %) — a‘ B G 1

6) cyomeTtaueHTpuyeckue (LU =30 %) —p 61

8) akpo(Teno)ueHTpudeckue (LI = 1-5 %)

B ¢
2) CNYyTHUYHbIE. \“6 | I)
) @

—, {




5. AuddbepeHumansHaa okpacka Wavorpamma My>KHMHbI
XPOMOCOM. |

[Tpn cneumanbHbIX OKpackax
BbISIBMAKOTCS NornepeyHble rnosiochl,
KOTOpPble COOTBETCTBYHOT Pa3HbIM
dpakunam OHK:
catennutHbole (AT-6oratble),
LEHTPOMEpPHbIE, AOPbILLKOBbLIE U MNP.

Manorpamma aaypckoro Xomsyka

a
no pa3mepam XpOMOCOM

1 2 X X 4 5 6 7 8

9 10

P i A e e

6
C y4yeToM audpcpokpacku

EHTERY

1 2 X 7 8 9 10

1N W= e e

>

19 20 21 22 07

NB: cyuwiectByeT nuanmsuayanbHbIM NOIMMOPEPU3M XPOMOCOM KaK OTpaXkeHue
BHYTPMBNLOOBOW reHETUYECKON N3MEHYNBOCTM.

3HayeHne KapnoTUNNPOBaHUS B KapuocucTemaTuke, NonynsaumMoHHOM reHeTuKe,
MEeOMLNHCKOM reHeTUKE.



§4. TPAHCKPUTNMUNOHHAA
AKTBHOCTb XPOMATWHA

OHK xpomatuHa cogepxut reHbl Bcex MPHK n TPHK
(reHbl pPHK HaxogaTcsa B aapbllKe — 3TO OTAESNbHbIM BOMPOC).

[eHbl pacrnpeneneHbl 10 BCEM XpomMocomam, mexay onokamu catHK.

[eHbl MPHK, Kak npaBuso, yHukanbHble (OgHOKOMUNHbIE); HO HEKOTOpPbIE
nmetoT 5-10-20 noBTOPOB (HaNPUMEpP reHbl, KOAMPYHOLWME TMCTOHDI).

TpaHckpunumio obecnevumBatoT
doepmeHThl — PHK-nonumepassi:
PHK-nonumepasa | cnHtesnpyet pPHK,
PHK-nonumepa3sa Il — Bce Buagbl MPHK,
PHK-nonumepa3sa Ill — pasnnyHble TPHK.




AKTUBHbIN reH TpaHCKpnbunpyeTtcs
OAHOBPEMEHHO HECKONbLKUMMU
Mornekynamu PHK-nonumepassl,
YTO PE3KO YCKOPSET CUHTES
naHHoro Buaa PHK B agpe.

[To xoQy TpaHcKkpunuumu (creea
HanpaBo) BUOHbI pacTylime uenu
PHK-tpaHckpunToB (npe-PHK).

TpaHcKkpunumusa NpoucxoauT
B OJHOM HarnpaBAeHUMU.

[eH (eQnHMUa TpaHCKpMNUnK)
orpaHu4eH cneuunasribHbIMK
ydactkamum OHK
(nocrnepoBaTtenbHOCTAMU H-TnOoB)
— CcU2HalloM uHuuuauuu v
cuU2HaJioM mepmMuHauuu,

KOTOpble pacrno3HakTCcH
PHK-nonumepason.

HanpaBneHune ABMWXeHUs CuHTesnpyemblit
PHK-nonumepasbl TpaHckpunt PHK

n pocta uenu PHK

PHK-nonumepasa

CurHan
UHULMauum

, EavHuua TpaHckpunumum

CurHan
TEpPMUHALMUK

[BonHas cnupanb JHK



Y aykapwuoTt reHHaa [JHK cocTtaeBnger

nunwb YacTb reHoma (y Yenoseka =30%).

Camu reHbl Takke He OAHOPOOHbI.
[eHbl MPHK, kKak npaBuno, Bkro4arT

KOAUPYKLLNE NocnenoBaTeribHOCTU —

3K30HbI — N pa3gensawLlmne nx

HEKOONPYWLLWE MOC1eNoBaTESIbHOCTU —

UHMPOHLI.
[MepBuYHbLIM TpaHcKkpunT (npe-PHK)
noaBepraeTca NPOoLeCCUHry

(aHrn. processing — nepepabotka, cospeBaHue) —

NOCTTPAHCKPUNUMNOHHBbIM USMEHEHNAM.

BaxkHenwwas 4acTb npoueccuHra

MaTpu4HbIX dopm PHK — cniancuHr (or

aHrn. splice — cpawmsanune) — BblpE3aHNE
MHTPOHOB N CpallnBaHNEe 3K30HOB.

B ntore 3penas monekyna mPHK
nosly4aeTcs HaMHOro Kopoye, Yem ee
npe-PHK (Bcero nmwb10-30 %).

Kpaccuyeckue catennutsl; 2,1%

N

Mpouue nocnepoearenbHocTH; 12,8%

CpG-octpoeku; 0,68%

a1
3k30HbI reHos; 2,0% P~

MHTpOHbI; 25,9%

Anbtha-carennutel; 2,1%
/ ,MpocTele nostopsl; 3%

[OHK-TpaHcnosoxbl; 3,6%

) LTR-peTpoTpaHc-
: no3oHsl; 9,3%

LINE; 22,3%




TUNUYHasa 3K3OH-MHTPOHHAas opraHM3auusi reHoB,
UX TPAHCKPUNLMUA U NPOLIECCUHT, BKIHOYaloLWnmn
npoueanypy cnyancuHra

* B reHome
MJ1EKOMUTAIOLLIUX U
YyernoBeKka KOMM4ecTBo
Hekoampyoulen NHK
noxoaut 40 90 %.
Kpome Toro, B Kaxgom
reHe MMetoTCcH
pPEryrnaTopHbIe
nocneanoBaTenbHOCTH
OHK, ¢ koTopbiMuK
CBA3bIBAKOTCH
perynaTopHbie benku,
KOHTpOsmpyrouime
cuHTe3 PHK.

—

Xpomocoma gnvHon 1,5 x 108n.H., cogepxawiasn okono 3000 reHoB

J,__——_‘____________________IL_
0,5% XpOMOCOMbI BKMOYatoT 15 reHoB _\l/
-— = T El 3 i 5 .‘ ] ﬂ l :
NS (O
r OpauH reH, cocToALwmn n3 10 Mn.H.
| ) L a
PerynatopHas obnacrtb VIHTpOH OK30H
J/ Tpaxckpunuma OHK
9 3
——"

M — PHK
PBUYHBIN TPAHCKPUNT l CnnamcuHr PHK

 NB: IK30H-MHTPOHHAaA OopraHn3aund reHos TUNMNM4YHa And AYKapuorT,
KOTOpPblE, BEPOATHO, YHaAcsieaoBalrin ee ot apxewu.

B reHomax HacTosaLmx 6bakTepmin 1 BUPYCOB UHTPOHOB HET.




Pa3mep HEKOTOPbLIX rEHOB YerioBeka, nponssogmmbix nmm MPHK
(B TbiCAYaX HYKITIEOTNOOB) N YNCIO UHTPOHOB B 3TUX reHax

benok Pa3mep rena Pazmep MPHK EE;ESHOB
B-riioOuH 1,5 0,6 2
Nucynuu 1,7 0,4 2
[Iporennkunnaza C 11 1,4 7
AnbpOyMUH 25 2,1 14
Karanaza 34 1,6 12
Penenrrop JIHII 45 5,5 17
®akrop VIII 186 9 25
TupeornoOynun 300 8,7 36
Juctpodun boiniee 2000 17 bosiee 50




MonekynsapHblieé MeXaHU3Mbl
npoueccuHra u cninamCuHra:
[To mepe cuHTE3a 1 pocTa Mornekyna

npe-PHK (raPHK) HamaTbiBaeTca Ha
rnobynsapHbie 6enkoBble YacTuLbl —
UHghopmogpepsbi.

NHdbopmodoepbl pasnnyatoT rpaHuubl
MeXay 9K30HaMW 1 MHTPOHaMU n
CBA3bIBAIOTCA NNLLL C 9K30OHAMM.

NHTpOHHBbIE ydacTkn PHK mexay
nHpopmMmodepamu nogsepraroTcA
BbIpe3aHuMio C MOMOLLbIO crneunasbHbIX

PHI1 komnnekcoB — cnnaticocomMm.
OTO BUOHO B 9NEKTPOHHbLIN MUKPOCKOTT 5 %; 6

Kak UHmepxpomMamuHoebie Y
nepuxpomMamuHo8bie 2paHy/bl U £0.0:0:0
Humu. . -

(Odanee 3penaa MPHK BbixoguT 13 sigpa
B LUMTONMNasmy, Tepss No nytmn 6enku
nHopmodep.

B anepHon nope PHK
«nepeogeBaetcs»: benkn nHpopmodep
OCTalTCA B s4pe, a B uutonnasme
MPHK nokpbiBaeTca HoBbIMU Berikamu,
obpasys uHghopmocomy — hopmy
XpPaHEHUS! N TOTOBHOCTM K TPaHCNALMN.)

Cnabas
TPaHCKpUN-
umns

NHTeHcuBHan
TpaHCKpUnuus



» CyLUecTBYET TakKe anbTepPHATUBHbLINW CNMIAUCUHT, KOoraa 3 OgMHaKOBbIX

mosieky”n npe-PHK B kadecTBe MHTPOHOB Bblpe3arnTcd pasfinyHble YY4acTKu

PHK, B T.4. 3K30HbI, 1 NOfy4aroTCcd pasHble No anvHe n cogepxaHuo MPHK.

B ntore c ogHoro reHa NHK 31 32
obpasyTca YaCTUYHO

pasfuyaroLimecsa benku,

HanpuMep MembpaHHas 1 | npe PHK 91 92

~

— iz
~

\/ e
~

BHEKNEeTO4YHaa popMbl /

ubpoHeKmMuHa. \
(JTumdpounTbl NpoayumpytoT

/ \/

MPHK']Z«é/ 2

MUWNJIMOHbI Pa3HOBUOHOCTEMN
aHmumer (UMMyHO2/106yIUHO8)

- 6enkoB, cneunguYHbIX K
YyXKepOaHbIM aHmuaeHam.

Takoe pasHoobpasune
cneundunyHbIX benkos
obpasyeTca B pesynbrate
anbTepHATUBHOIO CNiancuHra u3
HEMHOMMX UCXOOHbIX reHOB.)

\
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*Taknm obpasom, cTapoe NpaBuIio «OAWH reH — oanH 6ernok» He BEepHO.
OOuH reH MoXKeT CNYXXUTb MaTpuuen aAng cuHTe3a HeCKoNbKUX 0enkoB.

AnbTepHaTUBHbLIN CMTAUCUHE PEe3KO YBENMYMBaAET MHPOPMaALMOHHYHO

eMKOCTb reHoma, 0COGEHHO Y BUPYCOB.




Ouncku
(xpomomepbil)

MydbI (ko
Bbanb6buaHu)=
MHO>XeCTBO
neTneBbIX
AOMEHOB

Moaenu nsy4yeHns TpaHCKpUNLnmM —

NOoJINTEHHbIE XPOMOCOMbI AUTNTEP

512-1024 xpoMmoHeM

KB I i

a 6 8

R
|

Enouka

TPaHCKpUNuum
B nydoe Ha
oQHOM U3
nertenb

XPOMOCOMbI-NTaMMNOBLIE LLEeTKU
B MENOTUYECKUX ooLUTax

KoHbrornpyrowme
romMoJiormvHble
XPOMOCOMbI C 2 XMa3mMmamMu

MeTneBble AOMEHbI g g e

B kaxxgon xpomocome
coaepxuTcs no
2 XpOMOHEeMblI
(nocne pennukauun OHK)

MeTneBown AomeH
C efloukKamMmu
TPaHCKpUNuum




§ 5. CTPYKTYPA U ®YHKLINA

« AOpbIWKO — YacTb XpoMaThHa, cneumnann3nposaHHas J
Ha cuHTe3 pubocomHoun PHK (pPHK) n nponssoactseo
pndocom.

* [1nga noHMMaHua CTPYKTYPbI N PYHKUMKU SApbillika Hago
3HaTb, YTO TaKoe pnboCOMBbI.

 Pnb6ocombl — opraHensol

(HagMONeKynsipHble KOMMIEKChI),

nponssoasiLine CUHTE3 BCEX
KNEeTOYHbIX 6EeSiKoB C y4acTuem
MPHK 1 TPHK (cm. UWOMB).

« Pubocoma coctounT n3 2 cybyacTuu,
B KOTOpbIX pPHK BbiNnonHAeT ponb [
CTPYKTYPHOW OCHOBbI, OpraHmay4
NpaBuIibHOE pacnosioXXeHne pabounx
PUBOCOMHbIX BENKOB.

 KocBeHHbIM NnokasaresieMm Maccbl pubocom u
MaKpOMOJeKyn ABNATCA eAUHULbI
CBepnbepra (S), KOTOpbIMU U3MeEpPAETCA

Manas Bonblias Punbocoma
cybbeauHnua cybbeavHuua

CKOPOCTb MUX OCaXAaeHus B LeHTpudyre. 188‘.“I)=’SI-IK 28S fossss + 55 PHK 805

+ 30 6enkoB + 50 6enkoB



o ~ 1
, = Ay « AApPbILWKKW B CBETOBOM MUKPOCKOME:
1 AApLIWKO B Aape 4 appbiwKa B Aape N
/ HEePBHOW KIeTKM KneTKn aHaocnepma m
, yenoseka. Okpacka nweHuubI. >(‘
: reMaTOKCUITUHOM. Okpacka AgNOs. oll” J

* AgpbIWKo — popMmpyeTca B paHHEN
NHTepdase (Nocre gerneHna KneTkn)
Kak Npon3BogHoOe OT
AOPbILKOOOPA3YOLWNX XPOMOCOM,
KOTOpble coaepaT rpynnbl reHoB Angd
cuHtesda pPHK — pnbocoMHbI€ reHsil,
p-rexbl, pAHK.

* P-reHbl cobpaHbl B NioKanbHbIe rpynnbi
— SAOPbILIKOBbLIE OpraHn3aTopsl.

« COOTBETCTBYOLWME YHACTKN XPOMOCOM
0003Ha4varTCHa Kak
A0PbILIKOOOpa3yoLLME PANOHbI —
AOP. unnu NOR.




e AApbILLKOBLIN OpraHu3aTop ]
cneuncepbl

npeacTtaBnseT cobon HeNnpepbIBHYHO -~
uenb n3 100 — 500 ognHakoBbIX Y
reHoB 45S pPHK , pasgeneHHbIx C ———

HETPaHCKpPNOMpyemMbiMu ¢
cnencepamu.

« AKTUBMpPOBaHHbIE 1 paboTatloLme S R
reHbl BUOHbI KaK TUMUYHbIE ENOYKN AT
TpAHCKPUTILIAY. oy < =
Ocb énoykn — monekyna [QHK (reH); ~ 458 pPHK A0-xpomocoma
BETOYKN — CUHTE3UPYEMbIE
monekyrnbl 45S PHK —

npeawecteeHHnkn pPHK.

y[A4

-

* [lepBUYHbIE TPAHCKPUNTLI —
monekynbl 45S pPHK —
B AarbHEWLWEM NoABEPrHyTCH
NPOLECCUHIY C pa3pe3aHneM Ha
boree mernkne pparMeHThbl.

2
s Sef 2 2
MO



MpoueccuHr 45S PHK BeaerT K @ 5.8 S-pPHK

yAaneHuto MHTPOHOB U stzus Fen (OHK)
OCBOOOXOEHMIO 3K30HOB, T.€. K
obpasoBaHuio 28S, 18S n 5,88
monekyn pPHK, Heobxognmblx ans
dopmmpoBaHusi pubocom
(PparmeHT 5S BKIOYaAETCHA U3 OPYroro
MecTa, CUHTe3npyeTcd Ha xp. Ne 1).

T eesssssmm 19S5 PHK

BmecTte ¢ 6enkamm, KoTopble 18S, 5,85 u

noaxoasT U3 LUTONNa3Mbl, 28S pPHK

nony4veHHole goparmeHTbl pPHK

dbopmupytoT Mmansie n bonbLine

cybbeamHunubl pubocom.

XuMUYEeCcKMn cocTaB AAPbILWEeK:

Benkun — 70-80 %,

PHK -5-15%, ~ :

OHK —2-10 %. Manas BonbLas

cybbeauHuua cybbeauHuua

NB: reH 45S pPHK o4yeHb KOHCEpBaTMBHbIN, C — —— 1 0%oKR
OPEBHNN U Mano N3MEHUNCS B 3BOSTIOLMN C"_?'l-_-L“";?;‘i‘:::’
aykapuoT. Koampytouime ak30HHbIe obnacTtu :l—:_ ’\ §Sc§m;m;amm_w -
(28S, 18S, 5,8S) BoOOLLE HE MEHANUCD. Y — T
Pasnuumna nosiBNAnNMCb No MHTPOHaM. ﬁﬁm “Macxomrraioue



YNbTPacTpPyKTYypa AApbILKa
XapaKTepusyeT ero Kak akTMBHbIN

XPOMOMEP C MHOXECTBOM NETNEBbIX
OOMEHOB, NpoAYyKTaMu TPaHCKPUNUUn m
npoueccuHra pPHK u rotoBbiMu
cybyacTtuuamm pmbocom.

Mopdoonornyeckn B A4pbiLLKe pasfinyatorT:

ubpusnngapHeie ueHmpbi (PL) — HUTK
NHK, conepxawme reHbl pPHK, HO He
aKTMBHbIE B AJAHHbI MOMEHT;

omHbItU pubpunisgpHbIU KOMIOHEHM
(M®PK) — aktneHble HUTM JHK 1 macca
pPacTyLINX HA HUX N CO3PEBAIOLLINX LiENen
pPHK, a Takke accoymmpoBaHHbIE C HUMMU
oenku;

epaHynsapHbiu komrnoHeHm (I'K) —
obpasoBaH 60sbLLUNM KONTMYECTBOM
rOTOBbIX pMOOCOMHBIX CybyacTu,

Bokpyr aapebillka, Kak npaBuio, MUMeeTcs
OKOJ1050PbIWKOB8LIU 2emepoxpoMamuH
(KOHCTUTYTUBHBLIN), C MOMOLLLIO KOTOPOro
AOPbLILKO NPUKPENSISETCA K a4epHON
00ono4Kke Unun K a0epHoOMy CKerery.




* Yncno a4pbIlLIKOOOPA3VIOLLINX
XPOMOCOM sudocrneuyughu4yHoO U {
coCTaBnseT OAHY N3 XapakTepUcTuK
KapuoTuna gaHHoro Bmaa.

N
J) C
-

* B rannougHom (1n) XpOMOCOMHOM
Habope YyenoBeka UMeeTCH
5 Xxpomocom, cogepxatimx AOP:
NeNe 13, 14, 15, 21, 22. | >
(CoOTBETCTBEHHO, B AMMNIIOUQHOM
Habope oyaet 10 AOP-xpomocom)

* B rannomgHom Habope XxpomMmocom
VIINTKN Succinea lauta Bo BpeMsi
Meno3a BbIABMNSETCH 8 XpPOMOCOM, ——
coagepxawmx AOP pasHoro pasmepa.

[Tocne geneHus KNeTok BUOHO MHOro
mernkmnx AOP — no 4nucny XxpoMocom

[TosgHee, B 3penbix KneTtkax (puc. E),
AOP conuxatotcs n cnueatoTesa B 1-2
KpynHbIX agpbiwka. Okpacka AgNOs.




§ 6. ADEPHAA OBOJIOYKA, MATPUKC
N AOEPHO-LIMTOMNIASMATUYECKWE
OTHOLWEHWNA

- AnepHasi obonoyka obpamnsaeT a4po
9YKAPMOTHOW KITETKMW.
Hykneona npokapmoT 060M104KN HE UMEET.

» Obonoyka aapa aBnaeTcs LeHTpanbHOW
YaCTblO 3HAOMNNA3MaTUYECKON CETU, NN
petukynyma (IlNC, 3P, 9P), noatomy
OHa obpa3oBaHa AByMdA MeMbpaHamu —

8HYMpeHHeU W HapyXHou, pasgeneHHsiMm 1A |
NepuUHyKrieapHbIM nmcmnam:me%
HapyxHaa membpaHa nepexogut
HernocpeacTBeHHO B MmeMbpaHy JlNP, a
nepuHyKkneapHoe nNpocTpaHCTBO

cooOLlaeTca ¢ NonoCTAMU KaHanoB U
LIMCTEPH PETUKYNyMa.




* HapyxHasa saepHaa memopaHa
Kak yacTb Jl'1P (ToyHee — e€ Ha4yano)

COAEPXUT Ha NOBEPXHOCTU pubocombl —

KakK 1 OCHOBHOW PETUKYNYM.
* I3HYTpU s50epHY0 060NOYKY

MepuHyKneapHoe NPOCTPaHCTBO

Kapuonumda Anpbiliko

l’/
\ AnepHbii ckeneT /3§
(BHYTPEHHIOIO MeMbpaHy) noacTunaet \

NJ0THAaA NiacTuHKAa — JyiaMuHa, Kotopasd

nooaepXXnBaeT AOepHY0 MeMbpaHy U
KOHTaKTUPYET C XPOMOCOMaMM.
JlamunHa 9BnaeTca KOMMOHEHTOM
50epHO20 cKesiema, Nnn s0epHo20
Mampukca, oHa obpa3oBaHa
crneymanbHbIMM benkamu JamuHamu
Tpex Tunos — A, B n C, kotopble
arpervpytot ¢ obpasosaHuem nnacra.

» BHympeHHuUU 0epHbIU MampuKc
npencrasnaeT cobon cuctemy
BEenKoBbIX HATEW, NPUKPENMEHHbIX K
naMmuHe, NPOHU3bIBAOLLINX XPOMATUH U
AOPLILWKO, OPMUPYIOLLINX B Sape
Pa3BETBIIEHHYIO OMOPHYIO CETb.

B pes3yribrate, JEKOMMNaKTN30BaHHbIE
XpOMOCOMbI HE NepeMeLllnBaroTCA, a
COXpPaHAKT UHAUBMAOYyalibHblE
XPOMOCOMHbIEe meppumopuu.

XpomatuH
HapyxHas

A0epHada

LLlepoxoBaTbiii
MembpaHa | ApepHas

aHAonnasmMaTuyeckun
pPETUKYNyM

BHyTpeHH‘/_IFI obonouyka
A0epHas
MembpaHa

« AoepHbIN MaTPUKC B KOHTaKTE C
MAR/SAR-nocnegoBaTenbHOCTAMM
JHK yyacTByeT B IEKOMNAKTU3aLIUN
XpOMaTuHa, a CBA3aHHbIE C HUM
doepMeHTbI perynupytot
pennukauuto OHK v TpaHckpunumio.




« fHApepHas obonoyka nmeet
MHOFOYMCIEHHbIE 10POBbLIE
KOMIIIEKChI AN TpaHcnopTa
BELLECTB MexXay s4p0oM U
uutonnasmon (MPHK, 6enkn v np.).

« HOepHas ropa — KOMMNEeKC n3
>1000 6enkoB HyK/1€0MOpPUHOS.
- LeHTpanbHaga benkosas rmnobyna
nrpaeT posib KaHana (TpaHCcnopTep),
- 8 rpaHyn Ha Hapy>XHon memobpaHe,
- ABa KonbLua 1 cnnubl UKCUPYIOT
LEeHTparbHyo rnobyny.

« Bce makpomonekynbl, Npoxoasume
yepes aepHble Nopbl, UMEKT Ha
nepeaHeM KoHLe ocobyto nonunen-
TUOHYIO NOCneaoBaTeribHOCTb —
cu2Has 50epHo020 umMropma,
KOTOopas pacrno3HaeTcs nopomu.
[locrne npeogoneHna nNopbl 3Ta
CUrHanbHasi nocrneanoBaTenibHOCTb

OTCOEAMNHSAETCA OT MaKpOMONEKynbl. &

ANEeKTPOHHbIN CKaH
AnepHON 060o4KH

o il

SlaepHble nopbl. Bug

B pa3pe3e U B nnaHe.
OnNeKTPOHHbIA MUKPOCKON

[paHynbl komnnekca BHelHsAs membpaHa
AfepHON nopbl snepHon obonoyku

A
—) e
Y L

[
/
: i
LieHTpanbHas rpaHyna 5

Pa3Hble moaenu
CTPOEHUA AAepPHbIX
nop.



