XPOMOCOMHAOA meopus
HacnegcmBeHHOCMU U
cuenneHue reHos:
0630p U KJ/1loUeBble
meMbl

XPOMOCOMHAas TEOPUSA OOBACHSAET
Hac/1egoBaHMeE Yepes NoKanm3aumo
FEHOB M CLUENIEHME,




[lpoucxoXxxgeHue
XPOMOCOMHOU meopuu
HacnegcmpBeHHOCMU

13yuyeHne HacneaCcTBEHHOCTM HaYanocb ¢ MeHgena n ero
3aKOHOB, YTO MPKBENO K GOPMMPOBAHUIO MOHATUN FrEHOB.
PacKpbITne CTPYKTYPbl XPOMOCOM K paboTbl MopraHa
0OKa3ann POoJib XPOMOCOM KakK HOCUTENEN FreHETUYECKOM
MHPOPMaLNN.



OCHOBHbIE NMoJI0XXeHUA XPOMOCOMHOU
meopuu HacnegcmBeHHOCMU

I1 Iz

[eHbl pacnonaralnTCca MMHENHO BHYTPU XPOMOCOM U CIy>XaT Yncno rpynn cuenieHns CoOoTBETCTBYET KOIMYECTBY
eadNHMLAMW Hac1eaCTBEHHOW MHbopMaLIMK, obecneymBas XPOMOCOM B OpraHu3Me, YTO OTPaXKaeT CTPYKTYPHYIO
nepenavy NPU3HaAKOB OT poauTenen K MOTOMKaM. OpraHmM3aLmio Hac1eaCTBEHHOro MaTepmana.
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|_|pl/IHLI,l/lI'I HE3aBNCMMOTIO pacripege/ieHnA npoaBJideTCA CuUeneHHbIE reHb HacleayroTCcd COBMeCTHO, HO
TOJIbKO Y reHOB, HaXOOALLNXCA Ha Pa3HbIX XPOMOCOMaxX KPOCCHHIOBEP CNocobeH co3aBaTb HOBble KOMBUMHALMN,
nepenarllmnxcd He3aBNCUMO. pPa3pyLllad cuerieHne,




omKpbimue cuenieHuUsa reHoB

Ha6noaeHune cuenseHHbIX
NPU3HAKOB Yy ApP030dUnbl

MopraH BbIiBU/, YTO
HEeKOTOpbIe MPU3HaKK Y
N104OBON MYLLIKU
nepenarnTcd BMecTe valle,
4eM OXKMOanoch, YTO
yKasblBaeT Ha UX cLenneHne B
XPOMOCOME.
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JINHenHoe pacnosio)XXeHue
reHoB Ha XpoMocoMax

OKCMEPUMEHTbI MOKa3asn, 4To
reHbl UMEIOT PUKCUPOBAHHOE
nocsiegoBaTesibHoOe
PACMoNIOXeEHME,
NOATBEPXAAA PUINUYECKYIO
OCHOBY Hac/iegoBaHus.
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JdKcnepuMeHmMobl Tomaca MopraHa u

KpoccuHroBsep Kak
MeXaHU3M peKoMbUuHauum

YCTAHOBJIEHO, YTO OOMEH
ydaCTKaMm Mexay
FOMOIOTMYHbIMU
XPOMOCOMaMM B MnpoLecce
Mero3a NpuBoOAUT K
PACLLENTIEHNIO CLIEMNTIEHUS U
NOABNEHUIO HOBbIX
KOMBUMHaLU NN,
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KpocCcuHroeep u reHemuyeckas
peKoMobuHauua
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KpoccrHroBep — aTo 06MEH y4acTKaMK MeXay NapHbIMU XPOMOCOMaMK BO BRPEMS]
MEeno3a, CO34alLLMM HOBEVLLUME COYEeTaHMA aNlnenen 1 NoBbiWAWMM reHETUYECKOE

pasHoobpasme.

YacToTta KPOCCHMHIOBEPa 3aBNUCUT OT PaCCTOAHNA MeXAy reHaMn. 4HeM fiaJiblie OHN
PaClONNIOXXEHDbI, TEM BbllLIE BEPOATHOCTDb obMeHa U pa3fesieHnA cueriJieHHbIX TeHOB.




MexaHuU3M cuenJiIeHHOro HacjiegoBaHus
reHoB

CuenneHHble reHbl HaxoOaTCs
Ha OQHOW XPOMOCOME U Yallle
HacnenyTCcd BMecCTe,
OCOHBEHHO MNP 6/I13KOM
PACNOIOXEHNN OPYT K OPYTY.
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[ €Hbl, PACMONTOXEHHbIE
Oanblle apyr ot apyra,
6ONbLUEN BEPOATHOCTbIO
NnoaBepraTCca PEKOMOUHALNM
yepes KPOCCUHIoBepP B
npoLuecce Menosa.
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[ eHeTunyeckoe paccTosgHmne
MeXay reHaMm n3mMepsaeTcs B
MopraHmagax, oTpa)katoLLmMx
NPOLIEHT PEKOMOBUHALINK
MeXay HUMUK, YTO NoMoraeT
CTPOWUTb FrEHETUYECKME KAPThI.
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NMpoLuecc cuensieHHOro HacsiegoBaHUS: amarnbl U
pe3yobmam

CxeMa nnacTpupyeT opMUPOBaAHME raMeT, BO3MOXHOCTb KPOCCHHIOBEpPa 1 MOSIB/IEHME PA3HbIX TUMOB MOTOMKOB
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AuarpaMMa: Hyacmoma KPOoCCUHroeepa
30BUCUM OM PACCMOSAHUSA MeXXgy reHaMU

" YacTtoTa KpoccuHroBepa Mexay reHamu

[1aHHblEe MOKA3bIBAIOT, YTO BEPOATHOCTb 16
PEKOMOUHALIMM PACTET C YBESIMYEHUEM
ONCTaHLMN MEXAY reHamu, 14
noaTBepykaas MPUHLUWN cuenneHms. -
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YeM 60/1blie reHeTUYeCKoe PaccToaHne, TeM SKcnepuMeHTbl T. MopraHa 1 nocneaytolime NccneaoBaHus
BblLLE YAaCTOTa KPOCCUHIoBEPa, YTO 06bACHAET
KapTUPOBaHWE reHOB Mo XPOMOCOMaM,
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MpuMep cKkpewuBaHUsa Yy gpo3odusibl gna
u3yyeHus cuensieHUsa reHoB

* Mo ckpeLlmBaHM camua C CepPbIM TEIOM 1 HOPMasbHbIMU KPbISIbAMM
CO CAMKOW C YEPHbIM TENOM U PYOUMEHTAPHbBIMU KPbISTbSIMU
Hab/1104anoCh Hac1egoBaHME CBSA3aHHOIO NPU3HaKa.

* [TOTOMKIM NepBOro MNOKOMEHUS MNONYYUIN TOMBKO POANTENbCKME
coyeTaHus, YTO NOATBepPXAaeT CLenIeHHoe Hac/ieoBaHmne, a
PEKOMOBVHAHTbI MOSBAANNCD B MOCNEAYIOLMX MOKONEeHUAX 6naroaaps
KPOCCUHIOBEpPY.
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NMoHAMuUe rpynnol cuensieHUsd reHoB U Ux
YUuc/io y pa3HbiIXBUgoB = A

% % %

[pynna cuenneHms KonmnyecTBo Takux rpynn OnpepenexHve rpynn

06beanHSAET BCE reHbl, PABHO YMC/TY XPOMOCOM B cuenneHns No3BonsaeT

PACMONIOXXEHHbIE Ha OAHOWN raniongHOM Habope: y NPOrHO3MPOBaTh

XPOMOCOME U HAaCNeayoTCs YyenoBeKa 3TO 23, Y AP030dPU/Ibl HacneaoBaHMe NMPY3HAKOB U

COBMECTHO KaK enHoe Lenoe. — 4,y TOpoxa — 7, 4To BbISIB/IATb 3aKOHOMEPHOCTU
OTpPaXkaeT CTPYKTYPHYIO COBMECTHOW Nepenayu reHoB

opraHn3aunio reHoMa. B Pa3J/1IM4YHbIX OPraHn3Max.




NMEUHLLUMbI U NpuMepbLl

I1 Iz

[eHeTUYeCKMe KapThl EavHMUa naMepeHmns —
CTPOSATCH Ha OCHOBE MopraHnga (M), rge 1 m
N3MEPEHNS YaCTOThl COOTBETCTBYET 1%
KPOCCUHIOBEPA MeXay BEPOSATHOCTU

reHamu, oTparkas 1x KPOCCUHIoBepa Mexay
OTHOCUTENbHOE OBYMSI FeHaMW!.
pPacnonoXeHue Boosb

XPOMOCOMBI.

[eHemu4yecKue Kapmbl XPOMOCOM:
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[lepBag nogpobHas KapTa
6bl/1a CO34aHa Ha OCHOBE
OaHHbIX 0 Drosophila
melanogaster ¢
nokanmsaunen cablille 50
FEHOB, UTO 3a/I0XKUIIO
OCHOBbI /14
KapTUPOBAHUSA Y APYrnX
OpPraHM3MoB.

KapTbl NO3BONAIOT
npenckasaTb BEPOSATHOCTb
PEKOMOUHALUKM U BbISBUTD
B3aMMOCB$3b N€HOB, YTO
BAa)XHO ON49 reHETUYECKUMX
nccnegoBaHun n
cenekuumn.




[lpuMepbl cuenneHHOoOro HacjiegoBaHua y
PA3HbLIX OPraHU3MOB

. C

CuenneHune okpacku Tena u GopMbl Kpblia 'y dopMa nnoga U oKpacka IMCTbeB y TOMaTa JanbToOHU3M N reModpuUnns y yenoseka
Apo3odpunl

Y TOMaTOB reHbl, OTBeYatoLme 3a GopMy nnoga u O6a npur3Haka cuenneHbl ¢ X-XpOMOCOMOMN U
Y NNoOoBOM MYLLKK CepbIr LBET Tesla U HopMasibHas OKpPacCKy NMCTbEB, HACEAYOTCHA CLUENIEHHO, YTO nepenaloTcs MOTOMCTBY BMECTE, UTO O6bSCHAET
dopMa Kpblna CBA3aHbl FEHETUYECKM U YaLle MOMOraeT ceflekuMoHepaM NPOrHO3MpPOBaTb MPU3HAKN 60o/ee BbICOKYIO YacTOTY MPOSIBAEHMS AaHHbIX
HacnenyloTcs BMeCTe, YeM npeanonaranoch 6ol npu pacTernA Npu CKPeLMBaHni 1 CO3[laBaTb HOBbIE COPTA C  33601€BaHNN Y MY>UMH MO CPABHEHMIO C XXEHLLMHAMM.
He3aBMCMMOM pacrpefeneHnm. ITo UAIKCTPUPYeET HY>XHbIMW XapaKTePUCTUKAMMU,

MOHATUE CUEN/IeHNd reHOB Ha O4HOW XpoOMOCOoMe.



CpaBHUMeETbHbLIU AHAIU3 AYMOCOMHOIo U
CUEen/IeHHOro C NoJioM HacnegoBaHus G

Tabnuua 0EMOHCTPUPYET OCOBEHHOCTH
pacnpeneneHns peueccrBHbIX U
OOMUHAHTHbIX MPU3HAKOB B
3aBMCMMOCTM OT TUMA HaC/Ie4oBaHMS U

Tun HacnepoBaHUA MpusHak YacTtoTa nposaB/ieHUus y My>X4UnH YacTtoTa NnposaB/ieHUsA Y XeHLUH

nosla HocuTend, BkJitodad 4acToTy _ | PaBHasiy 06oux | PaBHas y 0601x
NnpoABJIEHNA N OCOBEHHOCTU nepeiadi. AyToc()MHoe Pe|_|lecc|/||3|-|b|y|
NnosioB NnosoB
CuensieHHoe ¢ nonom (X-
NansToOHNU3M Bbicokas Huskas
XpoMOcoMma)
CuenneHHoe ¢ nonom (X-
[emodomnnuns Bbicokas Hunskas
XpOMOCOMa)
CuenneHHble C NOIOM peueCCrBHbIe NMPMN3HaAKN Yalle O606LLI,éHHbIe OAHHbIE N3 TEHETUKU YeTOBEKA N KNTACCUYECKUNX NCCNeaoBaHn CcLenneHund

NPOABNFIOTCA Y MY>XXUYUH 13-3a HANNYNG OOHOMN X-
XPOMOCOMbI, @ @yTOCOMHbIE NMPU3HAIOTCH
[PaBHOMPABHO O6OMMK MOSIAMM,



e o e — — w— —

BnusHue HapyLweHuUu cuenjieHHoro
HAac1egoBAHUSA: NMPUMepbl 3a6onesaHuUl

I1 Iz

XPOMOCOMHbIE aHOMaIMKN, TaKMe Kak CuHapoMbl KnanHpentepa (XXY) u
TPUCOMUA 21, CBA3aAHbI C LLlepelueBckoro-TepHepa (XO)
N3MEHEHMEM YMCTIAa XPOMOCOM, OEMOHCTPUPYIOT NOCNeaCcTBUS
NpuVBOAS K CMHAPOMY J[layHa U CTPYKTYPHbIX MI3MEHEHU XPOMOCOM
XaPaAKTEPHbIM KITMHNYECKNM N HAPYLLUEHWNI CLUEMNIEHNS TeHOB,
NPOSABIEHNSM. BbI3blBasl pa3HOOH6pA3HbIE

dU3NONOrnMyecKme u
PENPOOYKTUBHbIE HAPYLLEHWS.




JdKCcNnepuMeHMarnbHble goKadamesib.CmBaQ
cuenjieHHoro HaciegoBaHUSA

Y MakKa BbISIBJIEHO COBMECTHOE
HacnegoBaHME LUBETA
NENECTKOB U MOJIOXXEHUS
TbIYMHOK, YTO PACXoOUTCA C
3aKOHOM HEe3aBUCKMMOrO
pacnpegeneHns Npn3HaKkoB
Menpens.

Y TOMaToB OOHapPYXEHbI
CLLEMNIEHHbIE MPU3HAKMN GOPMbI
Nnoaa 1 OKPAaCcKuM NINCTLEB,
noarBepxgatouime 6/M30CTb

JTOKYCOB Ha OHOM XpPOMOCOMe,

ViccnepnoBaHMA y Mblllen
nokasasu cLueneHmne reHoB
OKPAaCKW LWePCTU N GOPMbI
YLLEN, YTO CNOCOBCTBYET
NOHMMaHUIO reHETUYECKOU
APXUTEKTYPbI
HaceaCTBEHHbIX NPU3HAKOB.
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[lonnMepasHas uenHas peakuus (MNUP) no3BonsgeT BbIIBNATb
crneumnopmnyeckme yyactkm JHK, noareeprkaoasa cuenneHme
reHoB 1 onpenenssa Ux nokanmsaumtio.

3

Ml/leOCaTeflfll/lTHbll;l aHaJIM3 NCTOJIb3yeTCA OJ14 YTOHHEHNA
paCCTOFIHI/lVI MeXOY NNOKYyCaMW N BbIABJIEHNA peKOM6l/IHaLI,l/Il7I.

Memogbl aHanu3a cuenjieHHoro
HacnegoBaHUA B COBpeMeHHOU reHemuke
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CekBeHunpoBaHmne [1HK gaet ToyHble AaHHble O NOSIOXEHUMU
reHOB Ha XpoOMOCoMax, YTO 3HAUYNTENbHO pacLlInpaeT
BO3MOXHOCTW FrEHETUYECKOro aHain3a.

4

ST METOObl NO3BONAIOT NnpoBOANTb ANAlrHOCTUKY
HacneOCTBEHHbIX 3a60/1IeBaHUM 1 NUCMOJSIb30BaTb
reHetTnyecCkme daHHble B MeanumHe 1 CeJieKunn.




MeguKo-reHemu4yecKue npuJjioXXeHus
cuenneHHoOro HacnegoBaHUS

Pacuet pucka nepenayn
HacNeanCTBEHHbIX
3a00/1eBAHMN, TAKUX KaK
MYKOBUCLIMOO03 U reModunms,
G6asnpyeTcs Ha 3HAHUM
CLLENIEHNS TEHOB, UTO
NOMOra€eT B FEHETUYECKOM
KOHCYTbTUPOBAHUN.
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OTW JaHHbIE NMO3BONAOT
co3faBaTb MHOMBKMOYAIbHblE
NPOrHO3bl M PeKoMeHaaLUnm
0149 CEMEN C
HacneaCTBEHHbIMU PUCKaAMMN.
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[TpUMeHeHne 3HaHUM O
CLienIeHHOM Hac/enoBaHUM
CMOCOOCTBYET PAa3BUTUIO
NEPCOHNPULIMPOBAHHbIX
TepaneBTUYECKMX MOOXOO0B
07159 3PPEKTUBHOIO SIe4YEHUS
6one3Hen.
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CuenneHue reHoB B buomexHoJ/ioruu u
cenekpbywuy o e
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OT60p pacteHun no A HK- Cenekuusa KyKypysbl €
Mapkepam yJlyuYlweHHbIMU NPU3HaKaMu

CkopocnenocTb y KpynHoro
poraToro ckorta

[ eHeTnYeCcKnmn aHanms

CLLENIEHNS MOMOraeT

OTOUPATL XMBOTHbIX C

BbIrOQHbIMU MPU3HaKaMWM,
HanpPuUMep, CKOPOCMNENOCTbIO,

4YTO COKpaALLAET Nepuros
BblpaLLMBaHMS 1 MOBbILLAET
SKOHOMUYECKYIO /
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--------------------------- T OOPEKTMBHOCTE =~~~ T

______________________________________________ KmBotTHoBoACTBa., — — & T T T T T ¢

Ilcnonb3oBaHne ONHK-
MapKepoB cLenIeHNd

|

I

I

I

|

1

|

| bnarofaps cuenieHuio reHos
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: NO3BONIAET BbIABNATb U
|
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CeneKkuMoHepbl PUKCUPYIOT
COYEeTaHMA Ka4YeCTB, TakMX Kak
BblCOKas MPOAYKTUBHOCTb U
YCTOMYMBOCTb K 3aCyXe, YTO
obecrneyrBaeT CTabusbHblE
YyPOXKan B PA3INYHbIX
KIMMATUYECKUX YCNOBUSX.

3aKPENNATb NONE3HbIE IEHDI,
HanpuMep, obecneymparolme
YCTOMUYMBOCTb K OOSIE3HAM Y
NLEHMLbI, YTO NOBbILLIAET
. 9PPEKTUBHOCTb CENEKLNN U )
“ . YPOXXAMHOCT. . ‘o
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CoBpeMeHHble mMPeHgbl B U3Yy4yeHUU
cLenJieHHOro HacnegoBaHUA

A 2 3 4

VlccnepoBaHWA [TPUMEeHAITCA reHOMHbIE Pa3pabaTtbiBatoTCS AHann3 cuennieHus
OOKYCUPYIOTCS Ha TEXHOOrMK, BKtoYad MeToabl aKTUBEH 1 B

COBMECTHOM CRISPR/Cas9, ons NepCcoHaIn3npPoBaHHOM 3BOJIIOLIMIOHHON B1ONOTrNn
HacnenoBaHWKM CIOXHbIX LesieHanpaBNeHHOoro MeOMLUUHbI, YYMTbiBatoLLME 019 NOHUMaHUS

NPM3HAKOB C MNOJIUMTEeHHbIM penakTUpoOBaHUS OCOOEHHOCTU CLUENIEHNS COXPAHEHUS N UBMEHEHUI
TUMNOM, BANSAIOLWLMX HA CLEenNeHHbIX reHOB C reHOB Y KOHKPETHOro reHeTUYeCKmx
3aboneBaHMs, TakMe Kak Le/1blo KOppEeKLMM naymeHTa. KOMIMJIEKCOB B MOMynaumax.
OMabeT n WnsodppeHus. HacneOCTBEHHbIX

nepeKToB.




L | _— L} _— L} _— L} _— L} _— L} _— L} _— L} _— n a - [} - _—— L} _—— L} _—— L} _—— L} _—— L} _—— L} _—— L} _—— L}

Knio4yeBasa posio XPOMOCOMHOU
meopuU U cuensieHHoro
HAacnegoBAaHUSA

[ToHMMaHKe XpOMOCOMHOl;I Teopnn N cuerieHnd reHoB ABJ1AETCH qDyH,EI,aMeHTOM
019 MeaULMHCKUMX MHHOBAaL M, BUOTEXHOOMMN U yrny6neHHoro N3YHEHWNA
HacNegCcTBEHHOCTU B BUOIOTMNU 1 3BOSTIOLUN.




