XpoMocoMHan Teopmna
HaCcneACTBeHHOCTM:
CBfi3b IeHOB M XPOMOCOM

Kak reHbl nepeaatorcs yepes XPOMOCOMbI
M MOYEMy 3TO Ba>KHO?




NMoueMy HacneACTBEHHOCTb CTaria NOHATHOM
He cpa3y

=

K Hauany XX Beka y4€Hble 3HanM 3aKOHbI
MeHAens 1 U3yuynnu AerneHune KIetku,

HO He YMenu CBsi3aTb HacreAOBaHMe

C NOBEAEHMEM XPOMOCOM. Pewiatowmnm war

cAenarnu LUMTonormyeckme HabroAeHUs:
NapHOCTb XPOMOCOM, UX PaCXOXAEHMe
B MEMO3€e U BOCCTaHoBMeHne Habopa
NPU OMNMOAOTBOPEHMM.




XpoMocoMbl KaK HOCHMTENM HACNEeACTBEeHHOM MHPOPMaLLMM

AHK B saape 4|

Y aykapMoT HacrneACTBEHHass MHOOPMALUA 3aKITIOUYEHA
B AHK, kotopasi BXoAUT B COCTaB XPOMOCOM SIAPA.
MMeHHO B HEM 3anmncaHbl MHCTPYKLLUU

ANSi NPM3HAKOB OpraHn3ama M paboTbl KNeTok.

l Napbl romonoroe

Y AMMNOMAHBIX OPraHM3MOB XPOMOCOMbI 0BpPasytoT
napbl roMOrOros. B 0AMHAKOBbIX yyacTkax 3TmX
XPOMOCOM HaxXOASATCS anrnenu OAHMUX U TeX Xe reHOB,

NO3TOMY NPU3HAKM MOTYT NPOSABMNATLCS B Pa3HbIX
BapMaHTax.

[eHbl pacnono>keHbl TIMHEeMHO |

KaxkAasi XpoMoOCcoMa COAEPXMT MHOXECTBO FEHOB,
PACNOMNOXEHHbIX B ONPEAENEHHOM MOCIEAOBATENTbHOCTH.
Takoe nNuHenHoe pasmeLLeHme No3Bosnser OOBbACHUTL

HacneAoOBaHMWe Kak ynopsAoUYeHHYto nepeaady ydyactkos AHK,
a He CcryyYamHbIM Habop NPU3HAKOB.

| NpaBuna nepeasaum NnpM3HaAKOB

Ecnu annenu HaxoASTCA B XPOMOCOMAX U PACXOASTCH
npu o6pa3oBaHWM ramer, CTaHOBUTCS MOHSATHBIM, NOYEMY
MNOTOMCTBO MOSy4YaeT HacNEeACTBEHHYIO MHOOPMAaLMIO

MO YCTOMUYMBBIM 3aKOHAM, HO BCE Xe OTnMyaeTcs

Mo COYETaHMIO MPU3HAKOB.




CrpoeHue XpoMOCOMbI M NOKYC reHa

CecrpmHckmne xpomatmabl

[Nocne yapoeHnsa AHK xpomocoma coctout n3 AByX CECTPMHCKMX XPOMATUA,,
COEAMHEHHbBIX BMECTE. DTO MO3BOSISIET TOYHO PACMNPEAENUTL HACTIEACTBEHHBIWM Matepuarn
MEXAY AOUYEPHMMM KITETKAMMU MPU AENEHMUM.

LleHTpomepa 1 nneun

LleHTpOoMepa AenuT XpOMOCOMY Ha KOPOTKOE U AJTUHHOE NITEeYO U CIYXXMT y4aCcTKOM
npukpenneHuns HUTen BepeteHa aAeneHns. Ot eé nonoxeHUs 3aBUCUT GOPMa XPOMOCOMbI
Ha MUKpPOPOTOrpadum.

Jlokyc reHa

Jlokyc — 310 cTpOoro onpeaenéHHoe MeCTo reHa Ha XPOMOCOME.
Ecnu nocneaoearensHocte AHK B aTOM yyactke MeHsieTcs, MOXeT BOSHMKHYTb MyTaLLus,
BriMsioas Ha 6enok U nposereHMe npuaHaka.

NMopsaAok reHoB

[eHbl B XPOMOCOME PacnorioXeHbl HEe XaoOTUYHO, @ B ONpPeAENEHHOM
nocneAoBatenibHOCTU. MIMEHHO NO3TOMY MOXHO M3yuyaTb UX B3aUMHOE MOOXEeHMe
M CBSI3bIBATb CTPYKTYPY XPOMOCOMbI C HaclieAOBaHMEM.




Or AHK B xpomocomax K HacneAoBaHMIO NPM3HAKOB

CxemMa nokasblBaeT, Kak NOBEAEHUE XPOMOCOM B Melo3e obbACHAET NepeAady annenen 1 nossrneHmMe HOBbIX
CcoyeTaHMU NMPM3HAKOB.




BkrnaA yuyeHbix B pa3BMTME XPOMOCOMHOM
TeopMM

KntoyeBble atansl
2,000 |

1,800 —|— b L . e .
D11 pPaboTbl NOCINEAOBATENBHO COEAMHUMTU
1,600 —— L o i e L HacreACTBEHHblE 3aKOHOMEPHOCTH
C HaOMIOAEHMSAMM HAA KIETKOM U cAenanm
1,400 —— =~ -~ — = = reHeTMKy TOYHOM HayKOoM.
1,200 —— L | . . .
1,000 —— L L i i L
800 —— L L . .. L

Teopuns cknaabiBariacb NoO3TanHO: OT 3aKOHOB
600 —— - 1 S - — HaCneAOBaHMS K LLUTONTOTMYECKOMY
A0Ka3aternbCIBy, 3aTeM K KapTMPOBaHMIO reHOB.

400 —— 1 - | 1 -

200 —— L = L - - |

01 Ncropua reHetnkun: . MeHnaenb (1865), Y. CartoH u T. bosepwu
Menaene — Carton  bosepu  Mopran CTepresanT  (1902), T. MopraH (1910-e), A. Crepresanr (1913)
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HabnoAeHne 3a HacleAOBaHUEM
NPM3HaKa y NroAOBOU MYLLIKM
nokKasaro, 4To HEKOTOPbIE reHbl

NepeAarTCs BMEcCTe C NofoBOM
XPOMOCOMOM, a 3HAUMT,

MX FTOKanun3aumns B XpOMOCOMaXx
-XPOMOCOMa NMOMOTMa 06 BSACHMTL oearbHa.

cuenneHHoe HacrneAoBaHMe OKpacku rnas
Y APO30dUIbI.

T. X. MopraH, uccneaoBaHus ApPoO30duIbl; krnaccmyeckue
paboTbl Mo HacneAoBaHuio npuaHakos, 1910-e roab




33KOHbl MeHAEena U X XPOMOCOMHOE

obbacHeHMe

3aKoH

XpOMOCOMHBIM MEXaHM3M

EAnHoOBpasue u pacwienneHme

PaccxoxaeHne romonoros

Yucrora ramer

[To oAHOMY annento

HesaBucrnmoe HacneaoBaHue

HeromonornuHble xpomMocombl

CuenneHHoOe HacreAoBaHue

OaAHa xpomocoma

ConocrtaBneHMe MeHAEeneBCKUX

3aKOHOMEPHOCTEN C NMOBEAEHUEM XPOMOCOM
B MEMOo3e.

MeHAeneBckne COOTHOLLEHMS NOsydatoT
HarnsAHoe obbsACHEeHMe yepes
pacnpeAerieHme XpoOMOCOM

M pacnorioXeHue reHOB B HUX.

Krnaccmyeckas reHeTMka M LLUTONOrMSA MENO3a




CuenneHue reHoB M rpynnbl cUuenfeHMUs

|_1_|

OAHa xpoMocoMa

[eHbl, pacnonoXeHHble B OAHOM
XpoMocoMe, obpasytor rpynny
CLENMEHUs M yalle NepeAatorcs
coeMecTHO. Takoe HacrneaoBaHue
0COBEHHO 3aMETHO, KOTAA NMPU3HAKM
onpeaenaorcs 6rmako
PaCMONOXEHHbIMU FEHaMM.

]

Bbrnvsoctb reHoB

YeM MeHbLLe pacciosiHue MexAy
reHamu, TeM pexe MeXAY HUMM
MPOUCXOAMNT KpoccuHroeep. [1oatomy
6rnakme reHol 0ObINHO COXPaHSIOT
MCXOAHOE coveTaHue anneneu

npu ¢OpMMPOBaAHNUN NOTOMCTBA.

PekomMOUHaLMH

Ecnu kpoccrHroeep Bcé xe
NPOUCXOAMT, NOSBMSAIOTCSH HOBbIE
KOMBUHaUMK Npu3aHakos. Yacrora
PEKOMOMHALMMA MO3BOSIAET OLLEHMUTD,
HaCKOSbKO Aaneko APYr oT Apyra
PACMONOXeHbl reHbl Ha XPOMOCOME.

|_4_|

[TpaktMueckas nonb3a

[MloHuMaHMWe cuenneHnsa nomoraer
06 BACHATL, MOYEMY HeKoTopble
NPM3HaKKW HacreAyroTcs

He HEe3aBUCUMO. D10 OCODEHHO
BaXXHO NPM aHarnunse PoAOCITOBHbIX,
cenekumm 1 NocTpoeHmM
reHeTMYeCKMUX Kapr.




KpoccuHroeep m uacrora pekombmHaumim

YacTtoTa pekombuHauwmii

10

10

=

KpoccuHroesep nponcxoAmT B npodase | menosa
M CO3AAQET HOBblE CcoYeTaHUs anneneu,
NoBbILLAs HACIEACTBEHHYIO U3MEHYUBOCTb.

Yem AdrbLlie pacnosfioXXeHbl reHbl, TeM BbllLe

BEPOATHOCTb peKOM6MHaLI.MM,' 9TO NO3BoOsSider
MCMNOSIb30BaTb €€ AJ19 reHeTM4ecKoro
KapTUMPOBaHMUA.

_ |

Knaccuueckne npeACtaBneHns o reHeTMYECKOM KapTMPOBaHUM:
1% pekombuHaummn = 1 cM/MopraHunaa
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[eHeTMUecKMe KapTbl XPOMOCOM

NMopsaok reHoOB

[eHeTMUeckasi kapTa Noka3blBaer,

B KAKOM MOpPSIAKE FeHbl
pacnornoxeHbl B xpomocome. OHa
He oTpaxcaeT PUIUYECKYIO AJTUHY
AHK Hanpsamyto, a oukcupyer
OTHOCHTENBbHOE MONOXEeHMe

y4acTKOB MO YacToTe PeKoMOMHaLMM.

»

EAMHMLBI M3MepeHMs

PaccrosaHua mexay reHamm
BblpaxkaloT B MOpPraHmMAax

WNM caHTMMopraHax. HYem pexe
MEXAY HUMM NMPOUCXOAMUT
KPOCCHHTOBEpP, TeM Brinxe oHM
HaxoASATCA Ha KapTe U TeM
CUMNbHee CuensieHsl.

MNMepBblie kapThl

MepBble reHetTMUeckue KapTbl Obiru
MOCTpOEeHbI B LWKkone Tomaca
MopraHa Ha Apo3ooune. MIMeHHO
aHanu3 HacreAoOBaHMUs

Y NNOAOBOWU MYLLKM MO3BOSMIT
CBSI3aTb 4aCTOTy OOMEHa yyacTkamm
XPOMOCOM C PacrnorioXeHnem
reHoB.

NMpakTMueckoe npumeHeHMe

Takne kapTbl MOMOratoT U3yuarb
cLenneHne reHoB, HaxoAMTb
NONOXEHWUS HACMEACTBEHHbIX
MPU3HAKOB M CPaBHMBATb CTPOEHME
XPOMOCOM Y PasHbIX BUAOB. D10
BaXKHbIM MHCTPYMEHT KIacCUUYECKOM
M COBPEMEHHOM FEHETUKM.




OcHoBHbIe TMNbl HacreAoOBaHWA, CBA3aHHbIE

C XPOMOCOMaMM

B rtabnuue conocrasrneHbl TMn

HacneAOBaHUS, ero HOCUTENb
M XapaKriep nepeaayn npuaHaka.

| PasHble TMMNbl HacneAoBaHUS
OMPEAENSIOTCS TEM, B KakKMX

XPpOMOCOMax pacnosioXxXeH reH

M KaK 3TM XPOMOCOMb!
pacnpeaensiorcs npmM obpasoBaHMK
ramer.

O6o0bLieHne CBEAEHUN LKObHOIO Kypca
BMONOIrMMU U KIaCCUUYECKOU reHeTUKM

Tun Hocurenb NMepeaaua
AytocomHoe AyToCcoMbl O6a nona
X-cuennieHHoe X-xpomocoma Yawe y My>xumH
Y-cuenneHHoe Y-xpomocoma Orua K CbIHY
MuToxoHApuranbHoe M1AHK [To matepuHCKOM NUHUM
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XpOMOCOMHbDbIE MYTaLlMM M HACreACTBEeHHbIe
6ornesHM

MNameHeHHe KapmoTMna | Uucnosbie HapyLueHUsn |

XPOMOCOMHbIE MyTaL MM 3aTparmBatoT YUCIO K YUCroBbEIM aHOManNMsM OTHOCSTCSt TPMCOMMMU
UMK CTPOEHUE XPOMOCOM M NOITOMY MOTYT HapyLUaTb M MOHocoMMU. OHM BO3HMKAIOT, KOTAA B KIeTke
paboty cpa3y MHOMMX reHoB. Mx nocrneActems obbIUHO OKa3blBAETCA JTMLLIHAS XPOMOCOMa MM, Haobopor,
BblpaXXeHbl CUITbHEE, YEM NMPU MyTaLMUAX OAHOTO reHa. OTCYTCTBYET OAHA M3 Napbl.

| CrpyKkTypHble nepecrpomKm |

K CcTpyKTypHbBIM M3MEHEHMAM OTHOCST Knaccuueckne npumepbl — CUHAPOM OAHa M3 rMaBHbIX MPUUYUH TaKUX

Aereumnn, Aynnmkaumm, MHBEPCHM AayHa, cuHapom TepHepa M cMHAPOM HapPYLUEHMN — HEePaCXOXAEHME XPOMOCOM
M TpaHcrokaumm. Take nepectpomnkm KnanHoenbtepa. 1M COCTOAHUA CBA3aHbI B Mero3se. Owmnbka Npu pacxox AeHU#
MEHSIIOT MOPSAOK MIU KOMMUECTBO YYaCTKOB C MU3BMEHEHMEM Habopa XPOMOCOM M 4acTo FOMOSIOTOB MU XPOMATMA, MPUBOAMT

AHK u moryr Hapywate HopmarnbHyto pabory COMPOBOXAAIOTC OCOBDEHHOCTAMMU Pa3BUTUA. K 0Opa3oBaHMIO HENPABMUITbHBLIX raMer.

reHoB.
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Hepacxo>xAeHue xpoMocoM B MeHno3e

Melos | Meiio3 Il
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[ameTbl C NULLIHE XpOMOCOMOIA [ameTbl 6e3 XpOMOCOMbI CxeMa Mo MaTepManam KnaccMueckoi LIMTOreHeTKM
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Or reHa K npM3HaKy

CxeMa nokasblBaeTt, kak HaCneACTBeHHas MHOOPMaLUS pearnmayercs Yepes3 MOMEKYNSPHbIE U KNETOYHbIE
npouecchl.

OHK
B Xpomocome

y4yacToK TpaHCKpUnums CuHtes PHK TpaHcnauusa CUuHTE3 6enka BbIMOSIHEHUE

nposiBneHune Mpn3Hak
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CoBpeMeHHble MeToAbl MOATBEPIKAEHMA XPOMOCOMHOM TEOPUM

Kapnotnn noA MUKPOCKONOM

Knetku yenoeeka MOXHO
OCTaHOBMTb Ha CTAAMU AeneHus,
4T06bI YBUMAETb MOMHLIM Habop
xpomocoM. [1o ux umcny, dopme
M pa3mMepam BbISBSIOT KPynHbIe
NepecTpouKkn, aHeynIomAmnm

M HapyLUEHMS, 3aMeTHbIE yXXe
Ha YpPOBHE Kapuotuna.

dnyopecueHTHble Metkn AHK

Mertoa FISH ncnonbayer 3oHA,
KOTOPbIM CBSA3bIBAETCA C HY>XXHbIM
y4aCTKOM XPOMOCOMbBI U CBETUTCS
MOA MMKPOCKOMOM. Tak MOXXHO
TOYHO OMPEAENUTb NOFIOXEHME reHa
MM oBHaPYXMTb yTpary,
AYNNMKaUMIoO U NepecTpounKy
yyacrka.

[eHOM B BYKBEHHOM KOAE

CekBeHunporanme u [NLP
nossonstor naydyars AHK ropasao
rmy6>xxe, 4eM OObIYHbLIM MUKPOCKO.
DTN METOAbI MOMOTatoT HaXOAMTb
MyTaLMM B reHax, CBA3aHHbIE

C HaCNeACTBEHHbIMM
3abonNeBaHMAMM, U NOATBEPXKASBIOT,
YTO HACNeACTBEHHas MHPOPMaLLMS
XPaHMUTCS B XPOMOCOMaX.




Mertop, Yro nokasbiBaer NpumeHeHHe
KapnotmnuposaHue Yycno n dopma AHeynnounamnm
FISH Yuactok AHK Jlokanusauus reHa
CekBeHMpoBaHMe [TocneaoBatenbHOCTL [Monck mytaumm
MLLP Hy>XHbIM dparmeHT Yeennuenmne AHK
CGH N3meHeHHe KonuM Mukpoaeneunu

MeToAbl M3YyUEHMSA XPOMOCOM M FeHOB

Tabrnuua conocraBnsieT OCHOBHbIE METOA bl
MCCNEAOBaHUSA C UX 3aAaYaMU
M BO3MOXXHOCTAMM.

MeTtoAbl AOMOMHSAOT APYT APYra: OAHM
BbISIBITSAOT KPYMHbIE XPOMOCOMHbIE
M3MEHEHMUS, APYrMe — TOYHble
MONEKYNAapHbIE HapyLUEeHUs B reHax.

ObobuieHne AaHHbIX COBPEMEHHOW
LLUTOFEHETUKU U MOSEKYNAPHOU reHETUKM
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[lpaktMueckoe 3HaueHMe XPOMOCOMHOM TEOpPMM

r’ MeaAMuMHa

Teopusa nomoraer oueHMBaTb PUCK HaCIT€ACTBEHHbIX

M XPOMOCOMHbIX BornesHeln, 06bACHATb POAOCIOBHbIE

M NNaHUPOBATb FTEHETUYECKOE KOHCYIbTUPOBaHME, OCOBEHHO
KOrAa@ HY>XHO NMOHSATb BEPOATHOCTb NepeAaym Npmu3Haka
AETAM.

| Z | BbuortexHonorms

AHanun3 reHoMa U NOUCK HYXHbIX yyactkoB AHK
NO3BOMSIOT BbISIBNATb M€Hbl, BaXHbIE AJ151 3A0POBbS,
YPOXaMHOCTM M KauyecTBa NPOAYKUMKU. Teopnsi 3aAaET
OCHOBY AJ151 TOYHOM PaboTbl C HACMEACTBEHHbIM
MaTepUarnom.

E:I Cenekums

B cenekuun 3HaHMA O XPOMOCOMaXx MCMOrb3yHoT
ANsi NOADOpPa POAUTENBLCKMX GOPM M 3aKpeEneHus
NONe3HbIX MPM3HAKOB Y PacTteHUM U XXUBOTHBIX. DTO
YCKOPSIET NOMnydYeHUe YCTOUUMBBIX U NMPOAYKTUBHbIX
NTUHWHA.

E&il O6pa3soBaHue M HayKa

XPOMOCOMHas Teopmst CIyXXuT 6a3on A NOHUMaHMSA
HaCcreACTBEHHOCTM B LLKOSbHOM Buonornu

M ANS AarbHEULIEro U3y4yeHMs reHeTUKH,
MOMEKYNSPHON BMOMOTMU U LIUTONOTHM

B COBPEMEHHOM Hayke.




OrpaHuueHMa n poanbHeMLlee pa3BMTME TEOPUM

-
T

He Bce npu3Haku
XPOMOCOMHDbI

XPOMOCOMHas Teopm4

06 bACHSAET HacreAOBaHME
He BO BCeX Criy4yasx,
MOTOMY UTO YacTb
NPU3HAKOB OMNPeAernsercs
MNPOLLECCaMM, BbIXOAALLMMM
3a npeAerbl SAEPHbIX
XPOMOCOM M KIlacCHUUYECKOoM
CXEMbl PACXOXAEHMS
anneneu.

-
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Lintonnaamarmueckoe
HacreAoBaHMe

Hekotopbie npu3Haku
nepeaatorcs yepes
MUTOXOHAPUU U ApPYTUe
CTPYKTYPbI LLUTOMNSIa3Mbl.
B taknx crnyyasix BaxHyto
POSb UrPaeT He TOMbKO
FAPO,

HO M HaCNeACTBEHHbIM
mMaTtepuar BHE XPOMOCOM.

-
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SnureHeTmka
M pPerynsaums

AKTMBHOCTb F€HOB 3aBUCHUT
OT PerynsropHbIxX
MexXaHWU3MOB

U AMUTeHEeTUYECKMUX
M3MEHEHMU, KOTOPbIE MOTYT
MEHSTb MPOSABIIEHNE
npm3Haka 6e3 uameHeHUs
CaMoM
nocneaosarenbHoctn AHK.

-
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DyHAaMEHT
COBPEMEHHOMU FEHETUKM

Hecmorps

Ha orpaHUYeHusl, Teopus
OCTaETCH OCHOBOM
reHeTMKM, NOTOMY 4TO
BNepBble cBA3arna
HacrneACTBEHHOCTb

C KOHKPETHbIM
MaTtepuarbHbIM HOCUTENEM
M MOATOTOBMIIA NOYBY
A1 MONEKYINSAPHbIX
MCCreAOBaHUM.




XpOMOCOMbI KaK KIliou
K HacneACTBEHHOCTM

XPOMOCOMHas Teopms nokasana MatepuanbHYO OCHOBY
HaCneACTBEHHOCTU, CBSi3ana reHbl C XPOMOCOMaMM

M 0OBbEAMHMITE MEHAECITEBCKME 3aKOHOMEPHOCTH

C uutonornen. E€ naen nexar B OCHoOBe COBpPEMEHHOMN
OMONOrNU, MEAULUHBI U CEEKLMUM.



