I enwil, ceromol u
XPOMOCOMDbI



I1EH

I'en- ato yuacrok JIHK, Hecymui nHpopMaLuio
O CTPYKTYp€ OJHOro O€JKa.

B JIHK rensl pacnonararorcs JIMHEHHO.



| €HBI TIPOKAPHOT.

* ¥V IpoKapHOT r'eHbl 00pa3yIOT 0JI0KH-
OIIEPOHBbI, KOTOPKIC SABJISIOTCS MaTPULICH 11
TPAHCKPHUIILUH.

* bI0OKH-0OIIEpPOHBI MPEACTABIISIOT COOOH
HenpepvuleHYi0 TTIOCICA0BATCIbHOCTD
HYKJICOTHI0B, BXOAAIIHUX B COCTaB KOJOHOB.




I eHbI DyKapuoT

* Y 3yKapuOT €AUHULIEH TPAHCKPHUIILIUU
SIBJISETCS OTACIBHBIN T'CH.

* | €HBI 3YKaApUOT «pa3OpBaAHBD»- COCTOSAT U3
3K30HOB U UHPOHOB

* JK30HBI — HYKJICOTHIHAS
IIOCJIEIOBATEIbHOCTh, KOAUPYIOIIAs
AMUHOKHUCJIOTHI

* UHTPOHBI — HUYETO HE KOAUPYIOT

fen




tanbl cuaTe3a n-PHK

* KenupoBanue- Moau@uKaiys KOHIIa IIPO-
nPHK (rpaBuibHas nocajaka Ha puOoOCcoMmy,
3aIIpeT (PepMEHTaM HyKJIea3aM TUApOIN30BaTh

PHK)

* [lonmmaneHnaupoBaHue- MPUCOECAUHEHUE K
apyromy kKoHuy npo-uPHK anennioBeix
HYKJICOTUOB, YTO YIJIUHAET KU3Hb U-PHK

e CIialicMHI- CIIMBAHHUE KOITUU PK30HOB



Puc, 59, Oranu coapesannsa HPHE syxapsor



I'EHOM

I eHOM- COBOKYITHOCTb I'€HOB ¥ HEKOAUPYIOIIINX
nociuenonareiabHocTen JIHK, KOTOpBIE BXOAAT
B FaIJIOMIHBIA HA0OP XPOMOCOM BH/IA.

* MI3BECTHO, 4TO AJIMHA BCEX UHTPOHOB OHOTO
T€HA IPEBBIIIAET CYMMAPHYIO IJIMHY BCEX
HK30HOB.

bosee 70% HykI1€0THI0B ABJIAOTCH
Y uenoeeka PEryjasaToOpHbIMH 30HAMU I'CHOB, C

{  HUMH B3aMMOJACHCTBYIOT MHOIHUE

5% K30HOB 0eJIKU, AKTUBHPYIOLIME UJIN
MOAABJIAIOINHE TPAHCKPHUIIIUIO
Pa3HbIX I'€HOB.

24% UHTPOHOB




I eHOM He10oBEeKa

TpexOykBeHHBIN TEHETUUECKUN KOO K 1964 T.
pacummdpoBan ©.Kpuk. Bpsag au oH Torna
npearoaarail, 4To B 0003pUMOM OyAdyIIEM
CTAaHET BO3MOKHOM paciinppoBKa reHOMa

4yeJIOBEKA. DJTa 3aj1a4a J0JIroe BpeMs Ka3anach
HEPA3PEIIUMOM.



M BOT reHOM IPOYUTAH

3aBepieHre padoT Mo pacud@pPOBKE T'eHOMA
4ea0BeKa KOHCOPLIMYMOM YYEHBIX IIJIAaHUPOBAJIOCH K
2003 r. — 50-nteTuro oTKpbITUSA CTPYKTYphI JTHK.
OnHako KOHKYPEHIIUS CKa3ajla CBOE CIIOBO U B ATOM
00JIacTH.

Kpeur Bentep 0CHOBaI 4aCTHYXO KOMITAHUEO
«Cenepay, KOTOpast IpoOJIacT ITCHHBIC
IIOCJICA0BATSIBHOCTH 32 OOJIBIINE JCHBIH.
BKII0O4MBIIKCH B TOHKY MO paciin@poBKe reHOMa,
OHA 3a OJIMH TOJI CJIejaia TO, HA 4TO Y
MEKTYHAPOTHOTO KOHCOPIIMYMAa YYE€HBIX U3 PA3HBIX
CTPaH yILIO JECATH JIET. DTO CTAJI0 BO3MOKHBIM
OJarogapst HOBOMY METOJIY UTCHHSI TCHETUYECKUX
ITOCJIEAOBATEIbHOCTEN U UCIIOJIb30BAHUIO
aBTOMATHU3AIAM MPOIIECCA YTCHHUS.




* Wtak, reHom npountaH. Kazagoce Obl, Hag0
PAagOBaThCS, HO YYCHBIC IPUIILIH B
HEJOYMEHHME: YK OYECHb MaJIO T€HOB 0Ka3aJ0Ch
y 4E€JI0BEKa — IIPUMEPHO B TPH pPa3a MCHBIIIC,
4eM OKHUAAJIOCh. PaHbIIe QyMalii, 4TO T€HOB Y
Hac okoJio 100 ThIC., @ HA caMOM AeJIe UX
OKazaJioch 0ko0iI0 38,5 TeIic. HO gaxke He 3TO
caMoe IJIaBHOC.

* 10 TBIC pabOTaIOT BO BCEX KJIETKaX, a 28,5 ThIC
HE BO BCEX.

HenoymMeHnue ydeHbIX : y apo3oduiisl 13 601
T€HOB, Y KPYIJIOTO MOYBEHHOI'O YEPBS —
19 TBIC., Y rOpunLibl — 25 ThIC. TeHOB. CTOJIb
MaJI0€ KOJIUYECTBO I'CHOB Y YEJIOBEKA HE
IIO3BOJISIET BBIJICINUTH €r0 U3 )KUBOTHOIO
IIAPCTBA M CUMTATh «BEHIIOM» TBOPCHHUS.




* OcnoBnyto yacTh JIHK Hammx xpomocom
3aHUMAIOT IYCTHIHHBIEC YYACTKU U TaK
Ha3bIBAEMbIE€ TAHJIEMHBIE [TOBTOPHI.

* B IyCTBIHHBIX y4acTKax IPOCTO-HAIPOCTO HE
3aKOJIUPOBAHO HUKAKUX I'€HOB, 4 IOBTOPHI
OCCCMBICIICHHBI U CJICAYIOT JPYT 32 APYroM
Hanoa001e BEJIOCUIICIOB-TaHIEMOB, OTKYyA U
ITOJTY4YHJIM Ha3BaHMUE.

* 3aro TaMm, IJi€ pacIojaararOTCs reHsbl,
aktuBHOCTH JIHK u hepMeHTOB,
CUHTE3UPYIONINX €€ KOITMU B BUJIE MOJICKYII
nH(popmarmonHo PHK, noBeiaercs B
200—-800 pa3! 210 — «ropsitune TOUYKU» reHOMaA.



* B reHoMe 4eJloBEKa yYEHbIE HacuMTalIu 223
I'€Ha, KOTOPhIC CXOIHBI C TCHAMM KHMILICYHOMN
nmajouyku. KuimeyHas najgodyka BO3HHUKIIA
IIPUMEPHO 3 MIIPA. JIET HA3a/I.

* 3aueM HaM TaKHE «APEBHHUE» I'eHbI? Buaumo,
COBPEMECHHBIC OPraHU3MBbl YHACICIOBAIN OT
IPEAKOB KaKHUE-TO (PyHJaMEHTAJIbHbIC
CTPYKTYPHBIE CBOMCTBA KJIETOK U
OMOXMMHYECKHE PEaKIIMU, IJISI KOTOPBIX
HEOOXOIMMBI COOTBETCTBYIOIIME OCIIKHU.



* B HammeM reHoMe MHOTI'O IIOCIEI0BATCIbHOCTEH,
OOCTABIINXCS HAM B «HACJIEACTBOY OT
PETPOBUPYCOB. DTU BUPYCHI, K KOTOPHIM
oTHOcATCA BUpycChl paka u CIIM/la, BmecTo JIHK
B KQ4ECTBE HACJICACTBCHHOIO MaTcpHraia
comgepxkar PHK

* TakuX peTPOBUPYCHBIX ITOCIIECAOBATEIIBHOCTEN Y
HaC MHOT'0. BpeMs OT BpEMEHU OHU
«BBIPBIBAKOTCS» HA BOJIXO, B PE3YIBTATE YETO
BO3HUKAECT PaK (HO paK B IIOJJHOM COOTBETCTBHUM C
3aKOHOM MEHIEs NPOABIIAECTCS JIUIIb Y
PELIECCUBHBIX TOMO3UIOT, T.€. HE 0osiee 4yeM B 25%
CIIy4acB).



* K.BenTtep roBopuii, 4To IOHUMAHUE TE€HOMA
OTPEOYET COTHHU JIET.

* Beap MBI 0 CUX IOP HE 3HAEM (DYHKIIUK U POJIU
0osiee yueM 25 ThIC. TeHOB. U make He 3HaeM, Kak
MOJACTYIUTHCA K PELICHUIO 3TOH 3aJa4H,
IIOCKOJIBKY OOJBIIMHCTBO T€HOB MPOCTO
«MOJIYMTY» B TCHOME, HUKAK Ce0sl HE IIPOSIBIISSL.

* B TO k€ BpeMs1, XOTs T€HOB y HAaC M HE CIIMILIKOM
MHOI'0, OHH 00ecIeunBaroT cuHTe3 40 1 mMiH (!)
CaMbIX pPa3HbIX OCIIKOB.



XPOMOCOMBI

* Ha nmpumepe uenoseka- 46 monekyn JJHK- 310 4
MeTpa. Kak orn ymemarorcs B sjape quamerpoMm 10
MKM

* ' eH- 3TO OCHOBA XPOMOCOMBI

(JIHK+0€enoKk rucToH)
* benku obecneunBaroT ynakoBky JIHK B sape

* CymectByeT 4 ypoBHA KomiuiekTauuu JJHK



YpoBuu kommiiekrauuu JJHK B
XPOMOCOME

* Ha nepeom ypoene nporvinas cnupaib JJHK HamaTbiBaeTCsa Ha
MHO>XECTBO OJJMHAKOBBIX O€JIKOBBIX KOMILJIEKCOB, COACP KAIINX
110 8 MOJICKYJI THCTOHOB — O€JIKOB C ITOBBIIIICHHBIM
COJZIEP)KAHUEM MOJIOKUTEIIBHO 3aPS)KEHHBIX AMUHOKHUCIIOTHBIX
OCTAaTKOB JIM3WHA U apTUHUHA.

* B cocTaB HyKJIEOCOMBI BXOAUT I10 2 OAWHAKOBBIE MOJICKYJIbI
YEThIPEX PA3HBIX TUCTOHOB.

* Mexny Hykneocomamu conepxurcs 20, 20 umm 40 map
HYKJIEOTUIOB.

2 HM A
ABOVHasn cnupans JHK

HyKNneocomMHas HUTb (”"6ycel Ha HUTKe”)

HYKJIEOCOMa



* Ha emopom ypogHe- HyKIIEOCOMBI
COJIMKAIOTCS C TIOMOILBIO IIATOIO
THUCTOHA, OTJIMYAIOIIErOCs OT TEX,
KOTOPBIC BXOJST B COCTAB CEPALICBUHBI
HYKJI€OCOMBI.

* O0Opasyercs puoOpHILIa.

30 UM




* Ha mpemovem ypogHe yIIaKOBKHU
(hOpMUPYIOTCS METIH, COACPKAIIUEC OT
20-80 TBIC. mMap HYKJIECOTHUIOB.

* B «yCThe» KaXKJI0M NETIIM HaXOIITCS OCIIKH,
KOTOPBIE Y3HAIOT OIIPEICICHHBIC
HYKJICOTHIHBIC IIOCIEA0BATCIBHOCTH U IIPU
3TOM MMEIOT CPOJICTBO APYT C APYIOM.

* O0Opa3yeTcs KOMIUICKC, Ha3bIBaCMBbIH
Xpomamunom (BUJICH TOJBKO B
SIECKTPOHHBIM MUKPOCKOII).

300 Hm
, cepus netens




Ha yuemeepmom ypoeHe- nernm

YKJIaJbIBAIOTCS B CTOIIKM, XPOMOCOMA yTOJIIIACTCS
M CTAHOBUTCS BUJIHA B CBETOBOM MHUKPOCKOII.

neTnu, ynoxeHHsle B CTOnkKn

14 |
OO " = XpomMocoma

LeHTpomepa



2 HM

AYOA\YIN\YION\YI Y \Y .\ V) ABOViHaA cnupans OHK

11 Hm “p HYKNIEOCOMHaRA HUTL ("ByCbl Ha HUTKe")
30 Hm Pubpunna

300 Hm cepusa neTens

700 Hm NeTnn, ynoXeHHble B CTOMKN

1400 vm ¥

XpomMocoma

UueHTpomepa

YpoBHM KOMILUIEKTAINHU

TE T Y Y




Puc. 1.13. YpoOBHH KOMIAKTH3ALMH XPOMOCOM:

| — HykneocoMa; 2 — HykncoMmep; J — XpoMOMep; J — XpOMOHEMA;
CcOMA

5— xpoM



CTpOoE€HHE XpOMOCOMBI Ha YETBEPTOM YPOBHE YIIAKOBKH.

Tenaomepel
i
Y

£y

TEmTt.'nu

{ \
\

XpomaTwna —-L

l' {
=[] n@4n N/
"
Tenomape

___L‘I,_E:gi'rﬂnm,epa ,"'

—
-

-

LI

l...
- Tenosepki

Kaxxgast XpoMocoMa COCTOUT U3 2-X HACHTUYHBIX
xXpomamuo, Kaxxaasi U3 KOTOPBIX COACP>KHUT IO OJTHOM
mousekyie JJHK.
[[enmpomepa- y4acTOK COCIMHEHUS XPOMAaTHI.
Tenomepa — koHenr XpoMocoMbl. CocTtout u3 10 TEIC.
nap

HYKJICOTUAOB. T€JIOMEPHI 3aIUIIAOT KOAUPYIOIIHE
nocaenoBareibHoCcTH JIHK —reHsr oT nencrBus
AK30HYKJI€a3 —(PEPMEHTOB, THAPOIUZUPYIOIIUX
MOJIEKYJIbl HYKJIEMHOBBIX KHUCJIOT C KOHIIOB, U
00€CNEeYMBAIOT MPUKPEILUICHUE XPOMOCOM BO BpeMsI
YIBOCHMS K

BHYTpPEHHEN MeMOpaHe sijipa.

llneuo- 9acTb XpOMOCOMBI OT LIEHTPOMEDPHI 10
TE€JIOMEPHI.



Krnaccudpukanus XpoMocoMm

1- TenoneHTpUYeCKas (IEHTPOMEPA OTCYTCTBYET JIM00 PacmoJIoKeHa
HA KOHIIe XPOMOCOMBI)

2- akpoueHTpuYecKas (HeHTpoMepa cMelleHa K KOHIY IJievya
XPOMOCOMBI)

3- cyOmMeTaneHTpruyeckas (eHTpoMepa JAeJJuT XPpOMOCOMY HA /IBA
HEPaBHBIX ILJIEYA)

4- MeTalnleHTPpUYeCKas (LIeHTPoOMepa AeJIUT XPOMOCOMY HA BA
PAaBHBIX ILJIEYA)




Kapuorurn

KapruoTun- COBOKYITHOCTB
[IPU3HAKOB XPOMOCOMHOI'O
HaOOpa.

KapuoTuibl pa3HbIX BUIOB
PA3JIUYAKOTCS YMCIIOM, pasMepaMu
1 (pOpMOH XPOMOCOM



* VYV 4elIoBE€Ka HOPMAJIbHBIN
KapUOTHUII COCTOUT U3 46 XpOMOCOM.

* Torma kak y mmmMnaH3e, TOPUILIbI
— 48.

* Kapuotun 0ypo3yOku
OOBIKHOBCHHOH COCTaBiasieT OT 20
10 33 XpOMOCOM B 3aBUCHUMOCTH OT
KOHKPETHOM MOITYJIAIUH



HapymeHHH KaprOTHIIA Y YEJIOBEKA
47,XXY; 48, XXX- Cunapom Knandensrepa (Iloaucomus

o X-XpOMOCOME Y MY>K4MH)

¢ 45X0; 45X0/46XX; 45,X - Cunapowm IllepemieBckoro —
Tépuepa (Monocomus 1o X)

o 47.XX,21+;47,XY, 21+ Cungpom JlayHa
(Tpucomus no 21-it xpomocome)

¢ 47,XX, 18+;47,XY, 18+  Cunagpom Dasapaca
(Tpucomus mo 18-i1 xpoMocome)

e« 47.XX, 13+;47,XY, 13+ Cungpowm Ilaray
(Tpucomus o 13-i1 xpoMocome)

* 46,XX, Sp- CHHIPOM KOIIAYBETO KPUKA

(Jlemenust KOPOTKOIO IIeda S- XPOMOCOMBI)

Jlejienuu — XpOMOCOMHBIE TTEPECTPOUKH,
IIPHU KOTOPBIX MPOUCXOAUT MOTEPS YIaCTKA XPOMOCOMBI



MuTOXOHApHUaIbHBIA T€HOM

* [ eHeTHUECKasa HHPOpMALIUS COACPIKUTCS HE TOJIBLKO
B XpOMOCOMAaX KJIETOYHOIO sjipa, HO U B
MMUTOXOHIPUIX(PTO CAMOBOCIIPOU3BOASAIIACCS
IIOJTYyaBTOHOMHBIE OPTaHEIIbI KIETKH )

* MUTOXOHIpUAIBHBIA T€HOM — 3TO | MM HECKOJIBKO
KOJIBIEBBIX(PEAKO TUHENMHBIX ) MosieKy) MTIHK

\

* B MUTOXOHAPHAX TaKkKE COACPKATCSI pPUOOCOMBI, HO

OHU CHHTE3UPYIOT TOJBKO 5% OeNKOB
Ceotl 2eHOM UMEIm MAKICe U XJIOPONIACHIbL




3aKpEIUICHUE .

1. B 4éM npuHUMNIIMATIBHOE OTIIMYME CTPOCHUSA
T€HOB 3YKAPHUOT OT F'€HOB IMPOKAPHUOT?

Y npokapuoT HYKJIEOTHAbI PACHOJIATAKTCH HENPEPHIBHO,
a 'y 9YKapuoOT OHU «Pa30PBaHbD).

2.Kakue oprasenibl COMaTHYECKUX KIIETOK
BBICIIMX PACTEHUM UMEIOT CBOM I'e¢HOM?

SAnpo, MUTOXOHAPHYH U XJIOPOILIACTBI



HazoBuTE 4acTH B CTPYKTYpPE
XpOMOCOM

1-Tesmomepa

)~ < 2-LICHTpOMEPA
| 3-m1e4o

r ; 4-xpomaruaa




KaknMm 00pa3zoMm «ymnakoBaHa» /[l
Pacrionoxure B IIpaBuJIbHOM

HK B siipe KiieTku?
MOPSJIKE YPOBHHU

KOMILJICKTALUU /|

3,2,4,1

HK.



Jlomalnnee 3agaHue.

Hapazpagh Ne 18.

[ToaroroBuTh COOOMIEHN O 3a00JICBAaHUAX YCIIOBEKA,
CBSI3aHHBIC C HAPYIICHUEM €ro KapruOTHUIIA!

* Cungpom Knanudensrepa

* Cunapowm lllepemeBckoro — TepHepa
* Cunapom JlayHa

* CunapoM DaBapjca

* Cungpom Ilaray

* CHMHIPOM KOIIA4beTO KPUKa



Cracu0o0 3a BHuMmaunue!



