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EHETIUKI.

ofaBaTesb:
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e leHeTUKa (OT rpey. YEvNTWC — NMOPOXKOAOLLINN,
NPOUCXOOALLUNN OT KOro-TO) — HayKa O 3aKOoHax
HacneacTBEHHOCTN N UBMEHYNBOCTU OPraHN3MOB.

e MeanunHckaa reHeTukKa — obnacTtb MeguLHBbI,
HayKa, KoTopasi U3y4aeT siBIeHUs HacneaCcTBEHHOCTU
N NBMEHYNBOCTUN B PA3NNYHbIX MOMYNALMNSX NOOEN,
OCOOEHHOCTU NPOSIBIEHUA 1 Pa3BUTUSA HOPMasibHbIX U
NaTONOrNYEeCKNX MPU3HAKOB...



e HacnencTBeHHOCTb — 3TO CBOWCTBO XKMBbIX CUCTEM
CO—XPaHATb U3 NMOKOMIEHNS B MOKOJSIEHNE CXOHbIE
NPU3HaKkn n obecrnevmBaTb CrieUndnYeckKnin xapakrep
NHOMBUOYaNbHOMoO PasBUTUS B onpeaeneHHbIX YCnoBuUsax
cpenbl.

e A3MEeHYMBOCTb — 3TO CBOWNCTBO XXWBbIX CUCTEM

npnobpe—TaTb HOBblE MPU3HAKWU, OTANYatoLWne X oT

poauTENBCKUX POPM (CTPOEHNE N DYHKLMN CUCTEM
opraHoB N 0COBEHHOCTN NHONBUAYASIBHOIO Pa3BUTUS).
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ABCTPHHCKHH €CTECTBOHCIBITATEAb, MOHAX,
OCHOBOIIOAOXHHK YYE€HHSI O HACAEACTBEHHOCTH;

1865 r. «OnbITHI HAA PACTHTEABHBIMH
rHOpHaAaMH»;

Co3naA Hay4YHBI€ IPHHIHIILI OTHCAHHS H
HCCA€LOBaHHS T'HOPHAOB H HX IIOTOMCTBA;

Pa3zpaboTaA H IPHMEHHA AATE€OPAHIECKYIO
CHCTEMY CHMBOAOB H 0003HaUYeHHH NIPH3HAKOB;

CbhopmyaHpOoBaA OCHOBHbIE 3aKOHBI
HaCA€AOBaHHUSA IIPH3HAKOB B PSAAY NMOKOAEHHH,
IIO3BOASIIOIIIHE AEAATHh NMpeACKa3aHHS.

1 mepuon



He3zaeucumo
opyz2 om
opyza

| nepeomkKpoln
u 3axoHsl I'.
Menoenst

I'yro e Ppu3 (1848 — 1935) - roaAraHACKHH YY€HBIH
Ipux Yepmaxk (1871 -1962) - aBCTPUHCKHH YIE€HBIH

Kapa Opux KoppeHnc (1864 - 1933) - HeMelIKHH
Yy4€HBIH




1900 roa — roa poxkaeHHS

'HaYKH €HETHKH

NnpeoloNcuN
MYMAYUOHHYIO
meopuro, Komopast
obvsaAcCHsNQ
HacneocmeeHHYro
U3mMeHUUB0CmMs




Meuaenﬂ, co30al
meopuro NONYAAUUU U
Meopuro «4ucCmolx
nAuHuu». Been e
2eHemuKy mepmuHol:

«2€H», (2eHOMuUnN»,

«perHomun»




1 (1906)
Beesn 6

HayKy
Mmepmum.
«2eHemuxa»




e T. Moprax co3zaa

XPOMOCOMHYIO
TEOPHIO
HAaCAEACTBEHHOCTH

e A. CepebpoBckui H H.
JAyOHHHH co3maAH
reHHYIO TE€OPHIO,
OOKa3aAH
OAHCKPETHOCTH I'€HA




Ax. YoTCcOH H P. KpHK
OTKPBIAH CTPYKTYPY
AHK B 1953r.
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HcTOpHA e HETHKH B ,zr.a'ra‘x

1935r - 3KCHEPHMEHTAABHOE OIIPEAECACHHE pasnaépon'
reHa

1953 - crpykTrypHasa moaeab [JHK
1961 - pacmuudpoBKa reHETHYECKOI'0O Kozaa
1962 — mepBOE€ KAOHHPOBAHHE AATYIIKH

1969 — XHMH4YECKHM IIyTE€M CHHTE3HPOBAaH IEePBHIH
Ir'eH

1972 - poxxaeHHEe e HHOH HHIKE€HEPHH

1977 - paciuundposan renom 6akrepuodara X 174,
CEKBEHHPOBAH IIEPBHIH I'eH YeAOBEKA

1980 - noAy4yeHa nepBass TpaHCreHHass MbIIIb
1988 - co3aaH npoexT «'eHOM YeAOBEKa»

1995 - cTaHOBA€HHE T HOMHKH KaK pas3zaeAa
reHETHKH, CEKBEHHPOBAaH '€ HOM OaKTEepHH

1997 - kAoHHpOBaAH OoBLY [loAAH
1999 — KAOHHPOBAAH MbLIIIIL H KOPOBY



MeXXayHapoaHbIi NPOeKT <<reJ-lQM¢ 7 ol

HeJI0OBEKa»

e B 1990 rogy npasutenbcteo CLLIA 3anyctuno npoekT «[eHom yenoseka». Llenb
3TOro NPOEKTa, paccynTaHHOro Ha 15 neT, coctosna B onpeneneHnn nosIHOW
CTPYKTYpPbl reHOMa 4YenoBeka.

e O)xunpganocb, 4TO, ccnepgoBaTeny onpenenaT Bce PyHKUMN reHOB 1
pa3paboTaloT MeETOAbl BUONOrMYECKOro U MEANLMHCKOIO NPUMEHEHUS
NOMY4YEHHbIX AaHHbIX.

e o [lepBbll «4epPHOBOW» BapuaHT rnocnegoBaTeibHOCTN, ony6nKOBaHHbIV B
Ha4dane 2001 roga, 6bin ganek ot coBepLleHcTBa. B HeM OTCyTCTBOBaIO OKOJO
30% nocnepoBaTesibHOCTM reHOMa B LESIOM.

e [losToMy ganbHenLwlas n He MeHee KponoTnmeas padoTta 6bina abContoTHO
Heob6xoanma.

* [lporpamma «[eHOM YenoBeka» He NpekpaTtusia ceoe cyllectsoBaHne. OHa
NLLb N3MEHWNA OPUEHTaLMIO: OT CTPYKTYPHOMN FEHOMUKIM OCYLLECTBIISIETCS
nepexon K reHoMmnke pyHKLUMOHaNbHON, NpeAgHasHa4YeHHOW YCTaHOBUTb, KakK
ynpasnsaTCA N padoTaloT reHbl.
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Dpugpuxom Muiepom
OOHapPYXWUs B rHOE U3 OCTATKOB KI1ETOK

BELLEeCTBO B COCTaB KOTOPOro BXoaunun asoT u
doocop - HYKJIEMH

HyKJ/IeMHOBBIE KUCJIOTHI

( HeOekoBast yacTh HyKJIeHMHA) —
BbICOKOMOJEKYIAPHbIE OpraHn4ecKkue
coeanHeHus, obecrnevymBalome XpaHeHne “
nepepavy HacrneacTtBeHHOU ( reHeTU4YEeCKOU
nHdpopmaLumn) B XUBbIX OpraHn3max.



¢ I1e30KCUPUNOOHYKIIENHOB:

Kucnorta ([1HK), B cocTaB
KOTOpOW BXOAWUT YIrNeBOL, -
nesokcmnprnbosa

e PuboHyknenHoBasst KUCNot

(PHK), B cocTaB KoTOpOW
BXOOWUT yrnesop - pnboaa.




XHMHYECKASA CTPYKTYPA HYKJIECHHOBDI

IlepBUMYHAA CTPYKTYPAs

[Tox mepBUYHOM CTPYKTYPOU MOAPA3YMEBACTCA IMOCIEI0BATEIBHOCTD
PACHOJIOKEHUSI MOHOMEPHBIX 3BEHBEB B JIMHEUMHBIX MOJMMEpaxas s

HYKJIEUHOBBIX KUCJIOTy T- €« JJHK 1 PHK, Takumu mMmonomepamu

ABJIIFOTCSIT HYKJICOTHUABDI.
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ObLas CTpyKTypa Hykneotmaa



ABJIOTCS ITYPHUH W ITUPUMHUINH

B cocraB npuponnoii JJHK Bxomar 4 a30THCTBIX OCHOBaHMS; 2
U3 HUX, 4JICHUH U I'YaHWUH, SBISIOTCS HIPOW3BOJHBIMH ITyPHHA,
a 2 IPyTruX [UTO3WH U TUMHH — MUPUMHINHA.



[TypuH [MupmnanH

CTpykTypa NypHHA ¥ HUPUMHUIAHA
(azoTHCTBIC OCHOBAHUA)
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CTpyKTypa a30TUCTbLIX OCHOBaHUK, BXxoasLwwmx B coctas OHK.



ObLas CTpyKTypa Hykneotmaa



50 ¢ romer XX - Beka A. Toaa ycTaHOBHI
TOYHYIO CTPYKTYPYy CBSI3CH, COCIUHSIONINX
HYKJICOTHJIBI OJHOM ICIH —
dochoaurupHbie CBSA3U =
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Ctpyktypa 3'-, 5'-dpochoanadpupHbix ceazen B [HK.



lNepsuuHasa cTpyktypa AHK — oaHa uenb
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PeHTreHorpamma BOJSIOKOH
[NHK knwe4yHon nanoyku,
nonyvyeHHasa YUNKMHCOM.

M. YuikuHC=T aHINIMACKUN OMO(DHU3HK,
ynoctoeHHbIM B 1962 HobeneBckoii
npeMud 1o (U3NOJIOTUH U MEIUIIMHE
(coBmecTHO ¢ JI)x.YoTconoMm u ®.Kpukom)
32 OTKPBITUSL B 00JIACTU MOJIEKYJISPHOM
T€HETUKH TOJYYUJI PEHTIEHOTpaMMy
KpUCTALIMYECKUX BOJIOKOH JIHK




>

o ﬁgsanuﬂ PpaHKIIUH Ha MeHee
yNnopsano4vYeHHbIX arperatax, Kotopble
obpa3yrotcs npu 6onee NoBbILWLEHHOW
BNMAaXHOCTU YBMAena YeTkuu
KpecTtooOpa3HbIU PUCYHOK —
Oono3HaBaTesIbHbIN 3HaK JBONHON
cnupanm.

e CTajo MU3BECTHO, YTO HYKJICOTHABI PACIIOIArafoTCs Ha
paccrossanu 0,34 HM.

e Omun Butok — 10 HYKICOTHIOB.




« BnepBble Konn4ecTBeHHO
npoaHanu3npoBasn HYKNeoTUuaHbIN COCTaB
aMepUKaHCKUN DUOXUMUK DaBUH

Yapradodh (1951).

o [lpaBuno Yapradda — 4ncno nypuHoOBbIX
ocHoBaHuu B JHK Bcerga paBHO uncny
NMUPUMMNANHOBLIX, KONIM4ecTBO A paBHO
konunyectBy T, ¢ I — konu4yecTtBy U



1953r
AmMepUuKaHCKnnN omoxmmuk [>x. YOTCOH un
aHrnmuckum ounsmk . Kpuk

npeacTraBunun Mmoaesib CTPOEHUA MOneKybl
AHK



Caxapo — dbocaTHbIN
OCTOB HaxoauTcs Ha
nepmndepmnn Monekynol

OHK.

[TypnHOBbIE U
NMMPUMNONHOBLIE
OCHOBaHUA B LieHTpe.
Mexay HUMU
obpaasytoTca
BOLOPO4HbLIE CBA3U



o [lypuH B ogHou uenwu
CBSI3aH C
nMpUMMUaNHOM B
Opyron uenu

e AJEHVUH MOXET
cnapuBaTbCs TONbKO
Cc TMMMHOM,a ryaHuH c
LMTO3NHOM




T (noBe

BOOOPOAHbLIE CBA3U
o [-Ll (Tpu BOOQOpPOAHLIE
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CBA3U
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LlBe cnupann yaep>XuBarTcs BMECTE BOAOPOAHBIMN CBA3SMIA, ":‘

M|
MeXOY a30TUCTbIMU OCHOBAHUAMMW MO MPUHLMMbI R
KOMrieMeHTapHocTu (oT nat. complementum- <<p,ononHeuV|‘e»)_

-

® TV”-IbI KOMNAEMEHTAPHOE s e e B HKS
HYKNEeOoTnAoB.

ApeHunosbin (A),
'vaHunosbim (IN),

OcTaTku (QOC(OPHOU KUCAOTLI

Llutugunosbin (L1) T - =

A30TUCTLIE OCHOBaHU4A



Ocrartok cochopron
l KMCNOTbI

@

A30THCTbIE OCHOBAHMUA

Cxemartuuyeckoe crpoenue [OHK.
Muororounem ob6o3HaueHbl BOJOPOAHbLIE CBA3M



Kaxxaasa 3 nap ocHoBaHuM obnapaeTt
CUMMeTpUen, No3BONAKOLEN €N BKITIOYATbLCA B
ABOMHYIO cnupanb B ABYX opueHTaumax A=T u
T=A.

°T.0, B Kaxxaou n3 uenen JHK ocHoBaHusa moryT
yepeaoBaTbCHA BCeMU CYLLECTBYHOLNMU
cnocob6amum

[IlpoTuBONexaLime nocriegoBaTesibHOCTU U
COOTBETCTBYHOLLUME MOJINHYKNEOTUAHbIEe Luenu
Ha3bIBalOT KOMIMJIUMEeHMapHbIMU



B coctas PHK BxooaT ocHoBaHMA afgeHWUH, FYaHUH,
LUTO3UH M ypauun 1 B Ka4ecTBe YrreBogHoro
(MEHTO3HOro) KoMNnoHeHTa — pubo3a (1-p-B-pu-
bodoypaHo3a)

[TonHas cTpyKTypa HyKneotuaa (MoHoMepa HYKNenHOBbIX
KMCIOT) BKIIOYAET HYKNeOo3nAHY rpynny (T.e.
reTepoUnKnmMyYeckoe oCHoBaHMe U NeHTO3Y, B AaHHOM criydyae —
pnbo3y) n octaTtok doocdaTa.

Obpas3oBaHune nonuHykneotnaHoun uenm, kak HK, tak n PHK,
npoucxoauT 3a cyet 3'-, S'-dpocdhoanadpumpHbIX CBA3en



CTpyKTypa NEeHTO3HOro KOMMOHEHTA
NHK — pge3okcnpunbossbl
(ae3okcnpmnbodrypaHosbl).

OH
HOCH, ¢

y Puobo3a
pauun

CtpykTypa komnoHeHToB PHK — ypauyuna n pnbdo3ssbl



Yucno nonmMHyKneoTnaHbIX uenem = 2

Llenn oG6pa3ytroT cnupanu no 10 nap
OCHOBaHUM B KaXXOOM BUTKe

Llenu 3akpy4yeHbl ogHa BOKpYr Apyrov u
BMecCTe BOKpyYr ooweun ocu, dbopmunpys
ABOWHYIO cnupanb

dPocgaTHble rPpynnUPOBKN HAXOAATCH
CHapy>Xu cnupanun, a oCHOBaHUA BHYTpPU C
uHTepBanom 0,34 Hm;

Llenu yaepxuBarTcsa BMecTe
BOOOPOAHLIMU CBA3AMM



e NHK e PHK HaxoauTcsa B

HaxoAuTCcAa B A0PeE,

aape, MUTOXOHAPUSAX,
MUTOXOHAPUSAX, naacrtuaax,
naacrTumpax LuTonnasme,

pnéocomax



¢opma MOJIEKyJ OHMOIIOJUMEPOB. Ha 3TOM ypOBHe
CTPYKTYpa Kak 6enkoB, Tak N HyKITEMHOBbIX KUCMNOT He
NMeET onpeaeneHHbIX TUNOB C XXeCTKO 3agaHHbIMU
napameTpamu.

Tak, i JIHK B kadecTBe BapuaHTa TPETUYHOM MOMXKHO
paccMaTpuBaTh CBEPXCIIUPAIBHYIO CTPYKTYpPYy KOIZIa 3aMKHYyTas
ABOMHAS COUpaIb 00pa3yeT HE KOJIbIIOy & CTPYKTYPY C BUTKAMH
OoJiee BBEICOKOTO TOPsIiKa. TaKne CTPYKTYPbl XapaKTepuayroTcs
(B KayecTBe rnMaBHOro napamMmeTpa) Korim4eCcTBoM
CynepBUTKOB; Kak rnpasunno, 6onbwnHCTBO NpupoaHbix JHK
CBepxcnupannsoBaHbl.



* Hykneocoma — 3TO
CTPYKTYpHasa 4yacTb
XPOMOCOMBI,
obpasoBaHHas
COBMECTHOW YNaKOBKOW
HUTK [IHK ¢ rucToHOBbLIMU
benkamun H2A, H2B, H3 n
H4. NocnepoBaTenbHOCTb
HYKJleOCOM, coeAnHeHHas
r’MCTOHOBbLIM 6efikomMm H1




feH — CTpyKTypHasi n (hyHKUMOHaNbHasi eauHMLA HAcNeaCcTBEHHOCTN XKUBbIX
opraHnsmoB. feH npeacTasnsieT cobon y4actok AHK, 3apatoLmi
NnocneoBaTeibHOCTb ONMpPeaeneHHOro nonunenTuga nméo yHkunoHansHon PHK.

XpomaTtnH — HyKJieonpoTens, COCTaBNALWNN OCHOBY XpomMocoM. CocTounT ns
HOHK, PHK n 6enkoB. XpoMmaTtuH HaxoguTca BHYTPU A4pa KNETOK ayKapuoT r
BXOAWT B COCTaB HykJieonga y npokapuoT. VIMeHHO B cocTaBe XpomMaTtuiHa
NPOUCXOOANT peanuaaunsi FreHeETUYECKOW nHpopmMauuin, a TakXKe pennnkaums v
penapauus

XpPOMOCOMbI— HYK/eoNpoTenOHble CTPYKTYPbI KNETKU, B KOTOPbLIX
cocpenoToyeHa 6osbllasa YacTb HACNe4CTBEHHON MHAOPMaLUN U KOTOPbIE
npegHasHayveHbl 419 e€ XpaHeHus, peannsaymm u nepegayvym. XpoMocoMbl YHETKO
pPasnn4nMbl B CBETOBOM MUKPOCKOIME TOMBKO B Nepuog M1UTo3a unv Menosa.
Habop BCcex XpOMOCOM KIETKN, Ha3blIBAEMbIVI KAPUOTUMNOM.



:‘,\\./ AAPO KNeTkA

e XpaHeHue reHeTU4eCKou { ' 7.
UHopMmaLuu 7 |

e [Mepenavya reHeTU4YECKOM
UHopmauumn oT
poavTenen NnoTOMCTBY

e Peanunsauus
reHeTu4eckKoun
UHopmMaLum B npoLecce
XXN3HeaessTeNIbHOCTHU
KJIETKU N opraHn3ma

OCHOBaHA



CtpoeHue PHK

nocnegoBaTtefnibHOCTb. PHK BrpyCcoOB MOXET ObITb
OOHO — 1 OBY - LENOYE4HON
e KaXabI HYKNeoTna COCTOUT U3:
1. A3sotuctoro ocHoBaHusa A, I, LWL, Y ( ypauwun )
2. MoHocaxapuga — puoo3bl
3. OcTtatka cpocthopHON KUCOTbI

e Tunbl Hykneotugos PHK: AneHunoBbiu, _
'vaHunosbin, Llutnannosbin, Ypnannosbin




ICIIN, UX MOJ.MAacCCa MCHBIIIECy, YEM Y /IHK.

e kommuecTBO PHK B KiI€TKE 3aBUCHUT OT BO3pacra,
(bU3UOJIOTHYECKOI0 COCTOSIHMSI, OPraHHOM MPUHAJICKHOCTH
KJIETKU}

o i1 PHK nHe xapakrepusl npaBuia Yapraddas

o Bce PHK cunresupyrorcsa na JIHK, 3ToT npouecc
HA3bIBACTCSA TPAHCKPHUIIIMCH.




Tpaacnopraaa PHK(T-PHK). Moaekyasr -PHK cambie kopotkue. Tpaucnopraas PHK
B OCHOBHOM COAEPIKUTCH B IIUTOITAA3ME KACTKH. PYHKITUA COCTOUT B IIEPEHOCE AMIHOKHICAOT B
pPHOOCOMEL, K MeCTy crHTe3a OeAka. VI3 obmero coaepxxanna PHK kaetkn ma poaro T-PHK
IIPUXOAUTCA OKOAO 15%.

Pu6ocomuaa PHK (p-PHK). 910 camere kpynmeie PHK. Pubocommas PHK cocraBasier

CYIIIECTBEHHYIO YaCThb CTPYKTYPEL puOOCOMEIL. 13 obmiero coaepxanns PHK B kaetke A AOATO P-
PHK npuxoaurcsa okoro 90%.

HNudopmammmonnasa PHK (u-PHK), nan marpuunas

(M-PHK). Coaepixurcs B siape m murornaazme. OyHkims ee coctouT B riepeHoce nHMOpMAaImn
o crpykrype 6eaka ot AHK k mecty cuaTesa 6eaka B puoocomax. Ha acoaro u-PHK npuxoanTtcs
npumepHO 0,5—1% o1 obmero coaepxanna PHK kaetkn.



MecToHaxo>XxgeHune HyKJ'IeVIHOBle'sKVI-E. nQT B

KJIETKE ™ -

e NHK e PHK HaxogouTtcsa B
HaxoauTCs B ARpe,
aape, MUTOXOHOPUAX,
MUTOXOHOPUAX, nnacrtunaax,
nnacrtugax LyTonsa3me,

pnéocomax



LinTonorn4yeckmne oCHOBbI

HaCJ1Ie4dCTBEHHOCTMW.

e XPOMOCOMHbIN YpOBEHb OpraHu3aLumn HacneacTBEHHOro
MaTepuana.

e [eHeTn4Yeckasi MHhop—MaLns, KOTOPYO NepenaeT OaHO
NOKOJIEHNE KITETOK NI OPraHN3MOB APYromy, 3aksto4veHa
NPEeNMYLLECTBEHHO B S4pe KNEeToK.

® JyKapUOTUYECKME KNETKN codepkaT 060/104KY, LuTonsasmy C
opraHoungamun 1 odpopmMIieHHOE AQpoO.

e OCHOBHble (hyHKUMK agpa:
e 1) XpaHeHue 1 nepepada reHeTn4eckon nHopmaumn.
e 2) Perynaums npoueccoB XNU3HeLeATebHOCTU KNETKN.



Kfiaccupunkaums XpoMOCOM.

® ||

O XUIMNYECKOMY CTPOEHNIO XPOMOCOMbI
npeacTaBnstoT cobon
nesokcupmnbonykneonpoteung (AHIT).

e [| B cocTtaB oHON XPOMOCOMbI BXOOUT OfHa
Monekyna OJHK.

e [| B pasnu4Hble nepnopbl XXN3HEHHOIO LMKNa
KNETKN XPOMOCOMbI MMEIOT Pa3HYIo
MOpPdOC

DYHKUNOHaJIbHYHO OpraHn3ayunto.
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CTpoeHue XpoMOCOMbI

LIEHTPOMEPbLI pasnunyatoT cneagyoLime Tun
XPOMOCOM:

e o AKPOLEHTPUYECKUNE - LLEHTPOMEPA CMELLEL |
K OQHOMY KOHLY XPOMOCOMbI 1 OHO MIe40 |
O4Y€eHb KOPOTKOE (NanovkoBmgHbIE) |

2 5
e *CybOmMeTaleHTpnYeckmne - HepaBHonne4mne | _ meHTpomMepa (IIepBHYHAA MEePeTANKKA); 2 — IJIedn;
e eM\eTaueHTpMYecKme — pasHornedne - 3 — BTOpMYHAad NepeTsxKa; 4 — COYTHHUK; b — XPOMATHABL
® °|_|paBI/IJ'Ia NMOCTOAHCTBA 4Yncria " i "
¢ OI'Ipanma MNapHOCTN XPpOMOCOM - ""._”__._7____ _:;_ - __"'ﬂ i S
e e[]|paBuna HoMBNAYaNbHOCTN XPOMOCOM . PasHomyeuas . Hepassomneuas | Ilanouxosmgmas |
. .

i

|

e[1paBnI0 HENPEPLIBHOCTN XPOMOCOM l |
| [

a
|

|
||
| |
'\
| |
1|

[ |



1. XpomocoMmbl nogpasfenstoTcs Ha ayTOCOMbl — HE MNOJIOBbIE
(ognHakoBble Yy 060MX MNOMOB) N FETEPOXPOMOCOMbI, U NOSIOBbIE
XPOMOCOMbI (PpasHbIt HABOP Y MY>XCKUX U XXEHCKUX OCOBEN).

2. B comaTtnyeckux Knetkax opraHn3moB COOEPXKUTCSH
aunnongHein - 2n (aBonHoW) HAbop XPOMOCOM, a B raMeTax -
raniongHbin - Nn(OANHAapPHLIN).

OcHoBHasi PYHKLMSA XPOMOCOM:
e XpaHeHne reHeTn4ecKon nHdopmauun,
e BocnpounssegeHne reHeTUn4eCcKom NHpopmaumnm

e [Inepepada reHeTn4eckKom MHdopMaumn Npu padmMmHOXXEHNN
KNIETOK 1 OpraHn3moB.



XpOMOCOMbBI  KNETOK MOFYyT HaxoouTbCsi B  OBYX CTPYKTYPHO -
hYHKLUMOHaNbHbIX COCTOSAHUSAX:

B pabo4yem (aKTUBHOM) - HYACTUYHO WS NOSTHOCTbIO AEKOHAEHCUPOBAHHOM,
Korga c ux y4acTuem B HTePdasHOM sape MponcxoasT NpoLEecChl
TPaHCKPUNUun n pennmkauumn (MHTepdasHble XPOMOCOMbI, HaXOASLLMECSH B
OEeCnpPann3oBaHHOM COCTOSIHUN - XPOMAaTUH).

OcHoBHas 6uonorn4yeckas poJsyib MHTepdasHbIX XpPOMOCOM — nepenav
reHeTU4ecKom uHcpopmaumu.

B cocTosiHum meTabonnmyeckoro nokos (B HEaKTUBHOM) - MakCUMalibHOW NX
KOHOEHCMPOBAHHOCTU. Koraa OHM BbIMOSHAKT YHKLUMN pacrpeneneHns v
nepeHoca reHeTU4YeCKOro Martepuasna B O4YepHNE KIETKMN.

OcHoBHas 6uonorn4yeckasi posib XpomMOCOM NMpu AeneHun - paBHOMepHoe
pacnpepgeneHue ux MeXxay AoYepHMMU KJleTKamu.



e XpoMaTuH KNeTo4YHOro sapa noapasnensieTcsa Ha ABa OCHOBHbIX

TVNa: 3yXpoMaTuH U reTEPOXPOMATUH.

JYyXPOMATUH (OT rpey. er- NoSIHOCTbIO U chroma- LBET) 3TO
bonbllasi HacTb XpoMaTnHa HaxXoasLLasica B
OEKOHOEHCNPOBaAHHOM COCTOSAHMW, Ha Pa3HbIX €ro ydactkax ngyT
NpoLuecchbl TPAHCKPUNLNKN — 3TO aKTUBHbIN XPOMAaTUH.
MeTadasHbIX XpOMOCOMax BUAEH B BUAE CBET/bIX MOMOC.

f[eTepoXpoOMaTuH - 3TO KOHOEHCUPOBAHHbLIN XPOMaTUH
(HeakTUBHbIN),onNpenenaeTca B MeTadasHbIX XPOMOCOMaXx Mpu
ondppepeHUmanbHOM OKpaluvBaH1U B BUOE TEMHbIX MOMAOC
PasnnyHbIX Pa3MepoB, COCTOALLMX N3 KOHAEHCMPOBaHHOM
NSIOTHO yrakoBaHHOM monekyrnbl [HK. TpaHckpunumm ¢ gaHHbIX
Y4aCTKOB HEe NPONCXoguT. OTU reHbl HEAKTUBHbI.



SHOMBPDBIVT VDO BEHB, - TTOrO TS S Rieiis:
3aKAOYEHHOT O B KAETKE 6pFani3ma. feHoM co,u,ep>K|/|T

Ononorn4eckyro nHpopmaumo, HeobxoanMyto OJid NOCTPOEHUS
N nogaep>xaHna opraHuama. bonblMHCTBO reHOMOB, B TOM
4yCne reHOM YenoBeKa N reHOMbl BCEX OCTallbHbIX KINETOYHbIX
dhopmM XN3HN, nocTpoeHbl N3 AHK, ogHako HeEKOTOpLIE BUPYChI
MMeT reHombl U3 PHK]

COBOKYMHOCTb XPOMOCOM (41cro, dopma, pasmep)
COMaTUYECKON KIIETKW, XapakTepusyloLlasi OpraHn3m
OAHHOro BMaa, Ha3bIBAETCA KApPUOTUNOM.

Nanorpamma - 3To cucteMaTu3npOBaHHbIN KapuoTum, B
KOTOPOM XPOMOCOMbI pacronaratoTcs rno mepe ybbiBaHUSA KX
BENYVHbI.




IYXPOMATHH U TETEPOXPOMATHH
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HopMaibHbIM KapUOTUIT YETOBEKA (MYKIMHA) U ""f A :

HIHOTpaMMa XpOMOCOM ITOCTPOCHHAA Ha €I'o OCHOBC




py OnMncaHnn KapmoTuna NCcrosib3yrTCA 0603HAYEHA:
P - KopoTKoe nneyo

g - AJINHHOE MNeYvo

eCHayvana ykasblBaeTcs obLlee HMCIO XPOMOCOM 1 HABOP NOMOBLIX XPOMOCOM,
®OTMEYAETCH, KaKasi XpOMOCOMa JINLLHAS NN KaKoW He XBaTaer.

eYKasblBaeTCs HOMEPXPOMOCOMbI N OOO3HaA4YaeTcA Mjevyo, B KOTOPOM MPOWU3OLLISIN
N3MEHEHNS,

e[locneHanncaHnsa cumBosa rnseda ykasblBaeTcs HOMep cermeHTa.
1.  46,Xy - HOpMalibHbIN KapUOTUN MY>XHYUHbI
2. 46,XX - HOpMasibHbIN KapUOTUMN XXEHLLUWHBbI

3.  47,xx +21; - KapMOTUN XXEHLUMHbI C NINLLHEN XpOMOcoMon B 21 nape (Tpucomusi no 21nape
XPOMOCOM B >XEHCKOM KapuoTUre)

4.  45,xy-5; -KapnuoTun My>X4MHbl, B KOTOPOM He XBaTaeT OgHON XPOMOCOMbI B 5 nape
(MoHOCcOMUSA MO 5 Nape XOPOMOCOM B MY>XCKOM KapuoTune)

5. 46, xy,del(5p); - aeneumst KOPOTKOro nneva 5 XxpoOMoCOMbI B MY>XCKOM KapunoTune (BbinageHue
y4YacTkKa XpOMOCOMbI).

6. 46,xx,inv(4Q); -nHBepcua OAMHHOro nnedya 4 XpPOMOCOMbl B >XEHCKOM KapuoTune
(NnoBopOT y4acTka xpomocombl Ha 1800).

LiMToreHeTnyeckuii aHanns XpoMOoCOM MO3BONSAET AUarHOCTUPOBaTb PSAMA HACNEACTBEHHbIX
3ab01eBaHNn, CBA3aHHbIX C HApYyLLEeHeM Yurcna 1 (hopMbl XPOMOCOM.




