KapTupoBaHue
XPOMOCOM:
KakK YuTaroT
reHoM
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Kak HaxoAAT reHbl Ha XpoMocomMax?




3aueM U3y4aloT pacnosio)KeHne reHoB Ha XPOMOCOMaXx E
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HabopoM KoopanHaT 6e3 6UOIOrM4YecKoro cMbicna.

KapTa xpoMoCOMbI MoMoraeT cBsizaTb Npu3Hak ¢ yyactkom JHK,
NOHATb HacsiefoBaHNe 1 bbICTpee HaxXoAUTb NPUYNHbBI MyTaLMA.
be3 Heé TbICAYM reHOB Ha OZIHOM XPOMOCOME OCTaTCA NULLb

'\

\_
9/9/9/5/4/54 y




Tpu ypOBHSI XPOMOCOMHOIO KapTUPOBaHUS IIIIII

O lNeHeTHnyeckKas KapTa O dusunyeckan Kapra O LluToreHeTnyeckas Kapra
[ToKka3biBaeT NOPALOK FreHOB OnunpaeTcs Ha peasibHOe YNCNOo OcHoBaHa Ha nosnocax, BUaNMbIX
M MapKepoB MO 4YacToTe nap OCHOBaHWUN U TOYHbIe nog MMKPOCKOMOM Mnocne
KpoccuHrosepa. OHa yaobHa KoopauHatbl JHK. Takou OKpawmBaHua xpoMmocoM. OHa
ONA aHanuMs3a HacnegoBaHuUS (opMaT HYXXEeH, Koraa BaXHO OCO6EHHO rosiesHa Anas noumcka
1 MO3BONSAET OLleHNBaTb HaUTN KOHKPETHbIN (PparMeHT, KPYMHbIX MepecTpoek, korga
PACCTOAHUA MeX Ay JIoOKycaMu a He TONIbKO ero nosio)eHue HY>XHO yBUOETb y4acTOK
B CaHTUMOpraHugax. OTHOCUTENIbHO COCefHUX LleSIMKOM, a He OTAEeNbHbIN reH.

MapKepoB.




YacToTa peKoMbuHaLnumM n reHeTUYECKoe paccTossHue ”r'

I ] PekombuHauus
30

25
20
Ha Manbix nHTepBanax AaHHble
NoYyTW coBnagaroT C IMHENHOMW 15
3aBMCUMOCTbHO, HO Ha BOJbLUUX
PACCTOAHMUAX NOABNAKOTCA 10
MCKaXXeHUs 13-3a NOBTOPHbIX
KPOCCOBEPOB. .
0 .
1 cM 5 cM 10 cM 20 cM 30 cM 40 cM
CxemMmaTunyeckasa 3aBUCMMOCTb NO MaTepuanam LIeM AdJibllI€e 'D'pyr or p,pyra MapKepbl' TEM BbILUC 4

< o BEPOATHOCTDb peKOM6V|HaL|,V|V|, OAHAKO TOYHOCTb
LWUKOJZIbHOU N YHUBEPCUTETCKOU NF’eHETUKMH OL,EHKW NafaeT Ha AJIMHHbIX y4acTKax.



LiuToreHeTnyeckasa Kapra: XxpoMocomMa noj, MUKpOCKOMNom ’ll"

[Mneuu n ueHTpomepa

Ha meTadasHo XpOMOCOME XOPOLLIO
pasnnMUYnMBbl LleHTPOMepa, KOpoTKoe
nsevyo p U AJIMHHOE NNneyo g. IMeHHo
9TO fieNleHne nomoraeT
OPUEHTUPOBATbLCA B JIOKaIM3aLum
yyacTKa U CONnoCTaBNATb ero

C AaHHbIMU APYrMX MeTO/I0B.
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[Monocbl Kak OpUeHTUpbI

[Mocne G-okpawmBaHud

Ha XpOMOCOME MOoABNAIOTCA
Yyepenyrowmnecs cBeT/ible N TEMHble
nonocobl. 10 UX PUCYHKY MOXKHO
y3HaBaTb OTAeJIbHble PalOHblI
XPOMOCOMbI 1 3aMeuaTb KpYyrHble
N3MEHEHUNSA €€ CTPOEHMUA.
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Mouck nepecTpoek

LinToreHeTn4yeckas Kapta 0CO6eHHO
nonesHa Npu aeneuusx, oynimkauusx,
NHBepCUAX U TpaHcokaumax. OHa
NO3BOJISAET ObICTPO YBUAETb UBMEHEHME
KpynHoOro dparMeHTa v NoHsATb,
3aTPOHYTa /I 3HaymMmasa obnacTtb
XPOMOCOMBiI.

/

S



Kak CTPOSIT reHeTUYECKYIO KapTy 17111/}

Cxema nokasbiBaeT nocseaoBaTe/ibHOCTb aHanmnsa MapKepoB, MNOTOMCTBa U peKOM6I/1HaLI,MI;1




OCHOBHbIe MapKepbl AN KapTUPOBaHUA ”l"
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OAQMHOYHbIE 3aMeHbI
HYK1e0TNA0B
BCTPeYyarTCA OYEHb
4acTO W YAOOHbDI

0719 MOCTPOEHUS
NNOTHbIX KapT. OHK
NoMOraroT TOYHO
OTCNeXuBaTb pasnnyuns
MeXXay ydacTKamMu
reHoMa M conocTaBNATb
MapKepbl Y pasHblx
noaen unm NNHUN.,
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KopoTKne NOBTOPbDI
JHK ocob6eHHOo
nosie3Hbl B aHannse
poAcTBa

N HacnegoBaHUS.
X yncno nerko
pasnnyaeTcsa Mexay
0CO68MU, MNOITOMY
Takune Mapkepbl YA06HO
NCMosib30BaThb

B CEMEeNHbIX

1 NONYNALMNOHHbIX
nccneaoBaHUsIX.
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9T MapKepbl
OCHOBaHbl Ha pasnnyumn
AJINHbI PparMeHToB
HHK nocne pa3pesaHus
bepmMmeHTamMun. OHU
NCTOPUYECKUN BaXKHbI
AN paHHero
KapTUpOBaHUS 1 00 CUX
nop nomMoraroT
CpaBHMBaTb
reHeTu4eckue
BapuaHThl.
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MapkepHble
nocnenoBaTelbHOCTU
C U3BECTHbIM
NOJIOXXEHUEM CyXKaT
OpUEHTUPaMU

npu c6opke
(OU3NYECKOWN KapThbl.

C nx nomoulbto npotle
HaXoAUTb HY>XXHble
¢dparmMeHTbl HK

N CBA3bIBATb
OTAeNIbHbl€ KOHTUIU

B e ANHYIO
nocnenoBaTesibHOCTb.
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CpaBHeHue reHeTU4YecKou, Pu3nyecKon U LUTOreHeTUYEeCKOMn KapT

LLIkonbHasa u YHUBEPCUTETCKAA NeHETUKa

4 4

Tun KapTbl EavHuua YTO0 Nnoka3biBaeT Ine nonesHa
Pa3Hble KapTbl ONMUCbIBakOT OOHY [eHeTMYecKas cM [lopaaoK reHoB HacnepoBaHue
XPOMOCOMY C pa3HbIX CTOPOH
N pelwaroT pa3Hble 3aa4yu. dusmnyeckas . o. KoopauHaTbl AHK TOYHbIV NOUCK
LinToreHeTnyeckas noJsiochbl YyacTkn XxpoMOCOM KpynHble nepecTponku

o N\

[eHeTUYecKasn KapTa yAobHa Ana aHanunsa
cuennenus, buandeckas — AN1A TOYHOW

J1OKaJIn3auunn, untToreHeTn4eckaad —
A4 BAOUMDIX NepecTpoek, BMECTE OHUN AAtOT
HaMGosIee HaIéKHbII Pe3y/bTar. A 77777




[TNOTHOCTb MapKepoB Ha pa3HbIX XPOMOCOMaX ”l"

/ B MnoTHOCTL MapKepoB
100

90
80
70
60
[1noTHas KapTa YCKOpAeT NOUCK reHa- 50
KaHgmaaTta, NOTOMY YTO Cy)KaeT
MHTepBasn ioKannsaumm 40
M YMEHbLLUAET YMNCII0 NMPOBEPSIEMbIX 30
Y4aCTKOB.
20
10
0

Xpomocoma 1 Xpomocoma 11 Xpomocoma 17 Xpomocoma X
< NnNioTHee NoKpbiITHUE, TeEM TOYHHEE MNMOUCK,
Cxematuueckue faHHbie M0 MaTepuanam WKONbHON 1 atan3aling 3aBUCUT OT OCOBEHHOCTEl CaMOol 9
U YHUBEPCUTETCKOU reHEeTUKHU XPOMOCOMBI.

PacnpepeneHne MapkepoB HEOANHAKOBO: YEM
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JTa CBA3b NO3BOJIAET OLEHUBATb
pacCcToAHUE MeXxay NoKycamu

NoO YyacToTe pa3pbliBa cLenaeHuns,
a He no anunHe monekynbl AHK.

o
1%

Knaccuyeckoe onpegeneHme reHeTUu4eckoro

PacCTOAHMUA B LUKOJIbHOW N YHUBEPCUTETCKOM
reHeTUKe 5
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KapTI/IpOBaHVIe reHoe, CBA3aHHbIX C HaclieACTBEHHbIMU 6one3HaAMMU

[] ToyHasi nokanusauums

KapTa XpoOMOCOMbI MNO3BOJIAET
CY3UTb MOUCK A0 KOHKPETHOro
ydyacTtka JHK,

a He aHannU3unpoBaTb BECb reHOM
LleSIMKOM. TaK CBA3bIBatoOT
KITMHNYECKUE NMPU3HaKU

C onpeAeneHHbIM JIOKYCOM

N 6bICTpEee HaxoaAaT MPUYNHY
3aboneBaHus.

JANAAAAAAANS

[/ NokasaTenbHble NpuMepbI

[eH BRCA1 pacnonoxeH

Ha 17921 n ceBA3aH

C HacneacTBEHHOMU
npeapacnosioXXeHHOCTbIO K paKy
MOJIOYHOMU XeJie3bl U AUNYHUKOB.
MyTaunn CFTR Ha 7q31
NpUBOAAT K MyKOBUCLNA03Y

M HapyLwwatT paboTy NOHHOIO
TpaHcnopTa.
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[/ OT KapTbl K AuarHosy

[locne BblAeNEeHUSA HY)XXHOIO
yyacTKa uccnegoBatenu
NPOBEPSAIOT
nocnenoBaTesibHOCTb
HYKNEeOTUAOB U ULLYT
KOHKpPEeTHYI MyTauuto. Takoun
NyTb OCOBGEHHO Ba)XeH

AN pegkux 6onesHen, roe
BHELLUHME CUMITOMbI MOTYT 6bITb
MOXOXMW Y pasHbIX CUHAPOMOB.

199797777777
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MeToAbl KapTUPOBaHUSA U UX OCOOEHHOCTH IIIIII

LLIkonbHasa u YHUBEPCUTETCKAA NreHETUKa

MeTop MaTepuan ToYyHOCTb CunbHas cCTOpoOHa OrpaHuyeHue

HY>XHbI JlaHHble
PoaocnoBHble CeMbM cpenHas HacrefoBaHue
CeMbM

CpaBHeHUe NoKasbiBaeT
YTO KaXkablt MeTo yA06eH
NNAa CBOEen 3afayu:

OT CeMeNHOoro aHanmsa

SNP-cuenneHue BblCOKas MHOIO MapKepoB TpebyeT BbI6GOPKU
FISH XPOMOCOMBbI | CpefHsas BUAHA nokKannsaumsa HN3KOe paspeLllueHune

OY€eHb TOYHasd
CekBeHupoBaHue | [HK AOpOXKe U CNIoXKHee
BbICOKas nocrieqoBaTeNbHOCTb

Bbi6op MeToa 3aBMCUT OT MacLUTaba 3ajauu:

AN MOUCKa MO CeMbe, MO Y4acTKYy XPOMOCOMbI
W No To4YHOoU nocnepgoBaTtenibHocTM NHK. - l l l l l

A0 TOYHOro noucka rpaHu
nepecTpoek

N HYKJ1eOTUAHOM
nocnenoBaTesiIbHOCTMW.




CUHTeHusa n cpaBHeHue XpomMocom d3HbIX
p p yp Ill"

BUAOB

/ \ B YenoBek—uMMnaHse UenoBek—Mblilb | LUyMnNaH3e—Mblllb

CUHTEHMNEe coxpaHseT NOPSAAOK reHOB
Ha 60/bLLUKX yYacTKax, faxe

ecJIn YNCo U GopMa XPOMOCOM
MEHAKTCA. OTO NOMOraeT
COMNOCTaBMAATb FEHOMbI U UCKATb
criefibl 9BOTOLMOHHbIX MEePEeCcTPOEK.

\_ /

CxemaTunyeckasn UnnrCcTpauund no npuHUuuny
CpaBHMTeHbHOﬁ reHOMUuKu

Yem 6numxxe Buabl, TeM 60/blue 00LLUX

CUHTEHNYEeCKUnX 610KoB. CpaBHUTENbHOE 1 3
KapTUpoBaHWe NoKasblBaeT pPoACTBO

N HanpaBieHNE XPOMOCOMHbIX UBMEHEHU.



du3unyeckasn Kapta u coOopka reHomMma

N3mepsaemMble
(bparmMeHTbI

PaboTa HauMHaeTcs
c yyactkoB [HK,
OJTUHY KOTOPbIX
MOXXHO U3MEPUTb

B Mapax OCHOBaHUM.
I9TO Aenaet
(OU3NYECKYIO KapTy
onopon AN TOYHOro
No3nULNOHUPOBAHUA
(hparMeHTOB.
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KnoHupoBaHue
n BAC

3aTeM UCNOoNb3YyT
KJIOHUPOBaHHbIE
(bparMeHTbl, BKJ1HOYas
BAC-KNOHbI, YTOODI
NoAy4YnTb HAbop
NnepekpbIBatOLNXCS
y4acTKoB. OHMU
noMoraroT cBa3aThb
OTAEIbHbIE
(bparMeHThbl

B YNOPSAAOYEHHYIO
LLernoyKy.

C6opKa KOHTUroB

[locne
CeKBEHNpPOBaHUS
NaHHble
BbIpaBHUBAKOT

N 0ObeaAUHAT

B KOHTUIN. TaK
BOCCTaHaBIUBalOT
B3anMMHOeE
pacnosioXeHue
(OparMeHTOB

N YTOYHSIOT CTPYKTYpPY
reHoma.

—_—t 14
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NMouck
nepecTpoek

Korpa kaprta rotoBa,
Nno Heu nerye
HaxoAuTb
MUKpoaeneynu,
MUKpoAynankKaumm
N rpaHuLbl
XPOMOCOMHbIX
nepecTpoek. ITo
O0COH6EHHO BaXKHO
ANA ANarHOCTUKM
CTPYKTYPHbIX
BapuaHTOB.



nyTb OT CUMINNTOMaA K reHy IIIIII

Cxema nokasbIBaeT, Kak Mo KJMHUYECKUM Npu3HakaM U reHeTUYeCKMM MapKepam HaxoaaT
yyacTok [IHK, cBsi3aHHbIN C 3ab0neBaHUEM.




OrpaHnyeHusi U BO3MOXKHble OLLMOKN KapTUpOBaHUSA

OrpaHuyeHHasn Bbl6opKa

Ecnu nccneposaHo mMano
MENO030B, YaCTOTbl
PEeKOMOMHaL KN OLLeHMBAKOTCSH
HeTO4YHO. Toraa nopaaokK
MapKepoB MOXET 6bITb BEPHbIM,
HO pacCTOAHUA MeXay HUMU
OKa3bIBaAKOTCH UCKAXEHHbIMMU

\_

N TPEOYHOT MOBTOPHOW NMPOBEPKMU.

CnoXHble yyactku [JHK

[ToBTOpPbI, HepaBHOMEpPHas
pekoMbuHaLuusa n pegkue
KpOCCOBepbl CHUXaloT
pa3pelleHne KapTbl. B Takux
30Hax reHeTun4yeckas

n pusmyeckasa KapTbl MOryT
3aMeTHO pacxoAuTbCs, XOTH
OMUCbIBaKOT OAHY U Ty XKe
XPOMOCOMY.
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He3aBucumas npoeepka

OWmn6KN reHOTUNNPOBaHUSA

N KpynHble nepecTponKku
XPOMOCOM UCMNpPaBNAarOT
HeCcKOJIbKMMU MeToZaMu cpaasy.
ConocTaBnieHue pe3ynbTaToB
yMeHbLUaeT PUCK HEBEPHOIO
BbiBOZa U NOBbILLAEeT
HafEeXHOCTb KapTMpoBaHUA.
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e XpoOMOCOMHOE KapTUpoBaHue NPpUMEHSeTCsl Yall,e

BCelro

-

Ha npakTunke KapTupoBaHue
paboTaeT Kak MHCTPYMEHT CBA3U
Mexay Mmapkepamu JHK

M KOHKPETHbIMU 3aJa4amMun —

OT AMArHOCTUKM A0 oTbopa

\_

MOJ1I€E3HbIX NMPU3HAKOB Yy OPraHN3mMoB.

/

CxemMmaTunuyeckoe cpaBHeHue obnacten NpUMeHeHus
Ha OCHOBeE LUKOJIbHOW U YHUBEPCUTETCKON reHEeTUKHU

B 3HaueHne npumeHeHus
5.0

4.5

we p,".ﬂ\-h“Ha Cenetﬂ-\m?‘

Hanbonee BbiICOKa poJib MeETOAA B MeAuLMHE

N CeNeKLNK, HO N B CYJ€OHON reHETUKE,

N B 9BOJTFOLMOHHbIX UCccnefoBaHUAX OH OCTaETCS
BaXXHbIM.

4.0
3.5
3.0
2.5
2.0
1.5
1.0
0.5
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CoBpeMeHHble MeToAbl BbICOKOro pa3peLueHus IIIIII
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FISH: xpomocoma nog, cBeToM 30HAA OHK-MuKpoumnbl: NOUCK NOTEPb U U3ObITKOB NGS: uteHne reHoma no 6ykeam
dnyopecueHTHas rmbpuansauus in situ noMoraeT yBUAETb MwuKpouunnbl cpaBHMBAKOT MHOXECTBO Y4aCTKOB reHomMa CekBeHMpoBaHMe HOBOIO MOKOJIEHUSA NO3BOJIAET aHaNM3nMpoBaTb
KOHKpETHbI y4acTok [IHK npsiMo Ha xpoMocome. MeToa oco6eHHO OLLHOBPEMEHHO W BbIABJIAIOT U3MEHEHUNSA YMCIia KOMUMN. JHK c o4yeHb BbICOKUM paspelteHneM. OHO MoOMoOraeT He TOJIbKO
nosie3eH, Korfaa Hy>KHo 6bICTPO NOATBEPANTH JTOKAIU3aLMIO C nXx NOMOLLbIO HAXOAAT MUKPOZENEeLMm 1 MUKPOAYNINKaLnm, HaxoAUTb MyTauWUK, HO U YTOYHSITb FPAHULbl y4aCTKOB, CBA3AHHbIX
parMeHTa Uin 3aMeTUTb KPYMHyto nepecTponky. OH He faet KOTOpble He BUAHbI B 00bIYHbIA MUKPOCKOM. TO AenaeT MeToq c 6051e3HbIO. B coueTaHmm ¢ KapTUpOBaHMEM METOZ, NpeBpaLlaeT
oLElEle L U le L0l Ul Bl o T o Uobs e Ll 2 eie BaXXHbIM AJ19 ANArHOCTUKM CITOXHbIX HacNeACTBEHHbIX rMroTesy o reHe B NPOBEPSEMbI pesynbTar.
g MONOXEHMe CUrHana. ) g HapyLLEHWIA. ) g )
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[pakTUYeckKana LLeHHOCTb XPOMOCOMHOIo KapTUpoBaHUA I I I I I I
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MeauuuHa

KapTupoBaHue yckopsaeT
NOUCK NPUYMH
HacnenCTBEHHbIX
3aboneBaHUi N nomoraer
YTOYHATb AMArHo3bl.
Bpauu nony4daroT
BO3MOXHOCTb CBA3aThb
CUMNTOMbDI

C KOHKPETHbIM Y4aCTKOM
XPOMOCOMbI U BblbpaThb
6onee ToOYHOE

Ko6cne,u,osaHme.
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Cenekuusa

B pacTeHneBoaCcTBE

N XXMBOTHOBO/ACTBE
MapKepbl UCNOJSIb3YHOT
A5 0oT6opa ocobewm

C NOJIE3HbIMMU
npusHakamMmu. 3To
COKpallaeT BpeMs

cenekuunm n noBblllaeT
BEPOATHOCTb 3aKpenuTb
HY>XHOEe CBOUCTBO

B MOTOMCTBE.

17770088984
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CynebHasn reHeTHUKa

[eHeTU4YecKkne Mapkepbl
nomMoraroT
ycTaHaBNMBaTb POACTBO
N NPOBEPATL
NpoucxoxXxaeHue
6MONOrNYECKUX
o6pasuoB. KapThl
ynpoLuaroT
WHTepnpeTauunto
coBnageHunn
1N NOBbIWAKT
HaOEXHOCTb
reHeTNn4YecKomn

~
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UccnepoBaHue
reHomMa

B pyHaameHTanbHOm
6KoNornmM KapTMpoBaHue
NoOMoOraeT NoHATb
YCTPOUCTBO reHOMa,
pPacnosiIo)XXeHne reHoB

N 3BOJIFOLIMIO XPOMOCOM.
OHO nepeBOAUT
60/bLIME MACCUBDI
OaHHbIX B ACHYHO

6NONOrMYECKYIO KapTUHY.

\_
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KapTa
XPOMOCOMDI
npeBpaLljaeT

H K XPOMOCOMHOE KapTupoBaHue CBA3bIBAET
reH, npusHak un ydactok JJHK B eguHyto

noruky. Yem ToyHee Kaprta, TeM bbICTpe
B nOHﬂTHyI'O Haxo}gw I'IpNI:I‘-II-I/I:EI HaKcnpeT,ucisl\eﬂHHlTallep -
cucTemy

6011€3HEN U NOHNMAIOT, KaK YCTPOEH
O00O0O0 HHHHHH

W

y

reHOM.




