CuenneHHoe
Hacnea0BaHue
NPU3HAKOB: 0030p W
OCHOBHbIE HANpaBeHUs

Pa3bepem, Kak CLLeMnneHne reHoB MEHART KapTuHy
HACNEL,0BAHUA.




[louemy cLenneHHoe Hacnea0BaHne Ba)XKHO AN
TCHETUKN

dT0 AB/IEHWE NOMOraeT 0bbACHWTb, NOUEMY HeKOTopble
NPU3HaKK NepeariTca He no MeH0,eNeBCKoN CXeme. Ha
NpyMepe onbIToB ToMaca XaHta Moprada BUHO, Kak
XpPOMOCOMbI, KPOCCUHIOBEP 1 pacnonoXXeHne reHos
0rnpenenAadT HacneLoBaHne y NOTOMCTBA U NPAKTUUECKNE
BbIBOAb! OJ1A HAYKW N ME ANLUMHDI.




CYWHOCTDb CLLEeNNeHHOoro Hacnea,08aHua NPpM3HaKoB

CLIBNNBHHOE HAcnen0BaHMe BOSHUKABT, KOrn.a OCHOBHAA NpuuKHa CLIeNNeHMA — tnanueckas bnnaocTb
HECKO/TbKO FeHOB Hax04ATCA Ha 04HOM XPOMOCOME W [EHOB: UEM MEHDLLE PACCTOAHNE MEX LAY HAMW, TEM PEXKE
Nepena-Tca kak eauHbIi bnoK. N03ToMYy UX COUBTaHME OHW pasaenartiTcA Nnpu KPOCCKUHroBepe. 13-3a 310ro

y NOTOMKOB UdCT0 COXPAHAETCA, d HE3dBUCUMOE PACLLENNEHNE NPU3HAKOB OTKNOHAETCA OT KNACCUUECKNX
pacnpeenexue He Habnroo.aeTce. MEH1,6NEBCKNX COOTHOLLBHUN.

ABNEeHNE NOATBEPX NAeTCA CKPeLBaHUAMK, T Oe aHanu3 NoToMCTBA NMoKa3bIBAGT M30bITOK POAMTENbCKMX COUBTAHWUN U
NeduUNT PeKOMBIHAHTOB. Takue pesynbTaTbl N03BONAHIT YCTAHOBUTD, UTO I'eHbl HACNEAYHTCHA COBMECTHO, 4 He
CnyyaiiHbiM 06pasom.




Kak onbIT Mopraia noka3an cywLecTBoBaHue CLenneHus
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CkpeLlBaHne, KOTopoe N3MEHNNO reHeTHKY

MopraH u3yuan n,po30coun v cpaBHUBan NOTOMCTBO OT 0C0bEN ¢
Pa3HbIMK COUBTAHMAMK NPU3HAKOB, CBA3AaHHbIX C 0KPACKOW TEeNa 1
(hOpPMOW KPbINbEB. Y)XE B NEPBOM NOKONBHMA CTano 3amMeTHO, UTo
NPU3HAKK pacnpenenasTca HePaBHOMBPHO. dT0 HATONKHYNO
WCCNENO0BATENA HA MbIC/Tb 0 COBMECTHOM HACNEL0BAHNU TEHOB.
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Pekne pekoMbMHAHTbI B NOTOMCTBE

boNbLIMHCTBO 0C0BEKM B NOTOMCTBE HANOMWUHANM poauUTeNnbCkue
(DOPMbI, @ HE [,aBann 0XXW0,aeM0e MeH1EeNeBCKOE PACLLENNeHuE.

Jlb HEbONbLLAA 1,071 NOTOMKOB NOMYUKa HOBbIE COUBTAHNS
[MPU3HAKOB N3-3d PELKOI0 KpOCCUHIOBEPA MEX Y CLEMNNEHHbIMA

reHamu. UMBHHO 3T0 NOATBEPANN0 CYLECTBOBAHME CLIBMMBHWA.




Drosophila melanogaster — ya06HbI¥ 00beKT 4NA reHeTUUeCcKUX
uccneno0BaHun

[louemy UMEHHO Apo3oguna?

Y 0p030chunbl BCEro YeTbIpe napbl XpoMOCOM, X NIErko pasniuatb no
MUKPOCKOMOM. KOPOTKWW XXWM3HEHHbIW LIMKN U BbICOKAA N0 A0BUTOCTD
No3BONAHT BbICTPO NONyUaTh 60/bLIOE UMC/I0 NOTOMKOB /15 aHanu3a.

UTo gana ata moaenb Hayke?

MMEHHO Ha apo30odne MopraH ycTaHoBun CLENIeH1e reHoB 1 Nokasan posib
KpoCcCuHroBepa. G Tex nop 3107 B, OCTAETCA 0HOW 13 rNABHbIX MOAENEN A
U3yueHnA HACNELCTBEHHOCTW.




[l0NHOe cuennelye: KNueBble NPU3HAKKA

[eHbl NOUTH He pa3aenarTcA Pefkoe iBNneHne B npupoae

[p¥ MOMHOM CLIENNEHUW TEHbI PACMONOXEHD]
HACTONbKO BNN3KO, UTO KPOCCUHIOBED MEX [y
HYMW NPAKTUUBCKM HE HAPYLLABT WX
COBMECTHYH nepeaauy. MoToMcTBO
COXPAHART UCXOHbIE COUBTAHMA NPU3HAKOB.

B CTECTBEHHbIX NonynALKsaxX NonHoe
CLenneHve BCTpeuaeTca peako. 0bbIuHo
MEX 1Y FeHamW X014 bbl U3peKa NpoMCXoaANUT
00MEH yuacTkami, N03TOMy YaLLe

HAbNH J,aeTCA YaCTUUHOE CLIEensIeHue.

KpoccuHroBep He AAéT pekoMbMHAHTOB

ECnW 0OMEH yuacTkamu He 3aTparuBaeT [,aHHbIN YuacToK XpPOMOCOMbI, HOBbIE

KOMOMHALIMW annenen He Bo3HMKarT. 103T0MY ChEHOTUMbI NOTOMKOB NOBTOPAHT
DOANTENbCKNE BAPNAHTDI.




[ pynnbl cLenne’nsa U opraHi3aw s reHoma

[ pyNnow CLenieHnsa HasbIBarT COBOKYMHOCTb MEHOB,
PACMOM0XEBHHbIX HA 0JHOW XPOMOCOME W Hacne oyembix
COBMECTHO. U1CNo Takux rpynn COOTBETCTBYET uncny nap
[OMOMOTrNYHbIX XPOMOCOM Y BU L 4.

BHYTPW 0LHOM Tpynnbl MOrYT HAX0OUTbCA IeHbl,
0TBEUAHOLLME 33 pa3Hble Npu3HaKK. No3Tomy o0auH
XPOMOCOMHbI yuacToK crocobeH BNMATb HA HECKOMbKO
0C0OBHHOCTEN 0praHMamMa 1 ux COBMECTHYHD Mepeaauy
NOTOMCTRY.

Y 1p030cnNbl 3BBCTHO UBTbIPE rpynMbl CUENIEHNA, y
UenoBeka — ABanLarb Tpu. 310 0TPAXAET 00LLYH)
0praHu3duntl reHoma u rnomMordeT CpaBHUBATD

HACNECTBEHHDIE 3dKOHOMEPHOCGTU Y Pd3HbIX OPrdHN3MOB.

[10HMUMAHKE rpynn cuenneHns BaXHo 414 aHanuaa
HacneACTBeHHbIX KOMbKUHALMW. OHO N03BONAGT
NPe.aCcKasbliBaTh, KAKWE NpU3HaKK by oyT uatlle
COXPAHATbCA BMECTE, d KAKWUE — PA3 AENATbCA NPK

DEKOMOUHALLWN.




KpoccuHroBep: pexkombuHaLusa v pasioobpasue

KpOCCWHIoBep Nponcxo.oMT B Meyo3e, Kor4,a roMonoruuHble XpoMocoMbl
00MBHMBAHITCA yuacTkamu. B pe3ynbTaTe BO3HWKAHIT HOBbIE COUBTAHNA
annenen, a CLIeNnIeHne Mex ay reHamm uacTiuHo paspbIBAETCA.

dT0T NPOLECC NOBbILIABT HACNEACTBEHHOE pa3Ho0bpasiue NoToMCTBA U
NENaeT nonynauun bonee n3MeHuMBbIMIA. Uem Janblue opyr ot apyra
PACMNON0XEHDI I'EHbI, TEM BbILWE BEPOATHOCTD, UTO KPOCCUHIOBEP

PA3 AENUT UX.




CBA3b PACCTOAHUA MEXXAY reHaMu U CUNbl CLenneHna

[.nA bnu3ko pacnonoXeHHblx reHoB bonbLias
UacTb NOTOMCTBA COXPAHAGT POAUTENbCKME
COUETAHKA NPU3HAKOB, @ HOBbIE KOMBMHALIMM
BO3HWKAHIT 3HAUMTENbHO PEXE.

Uem BbllLe 1,014 PeKOMOMHAHTOB, TEeM Cnabee
CLIBMNMEHNE 11 BOMbLUE PAcCTOAHME MEX Y
[EHAMW.

Hepekom6uHaHTHbie noTomky [ PeKOMOVHAHTHbIE MOTOMKM

YuebHbIM NPUMEP N0 [,p030cHKNE: UacToTa KpOCCUHIOBEPa MEX Ay reHaMu
OKPACcKu Tena 1 doopmbl KpbINbeB COCTABNABT 17%.



KaK CTPOATCA XPOMOCOMHbIE KapTbl GLLeN/IEHHbIX TeHOB

0T npou.eHTa pekoMbUHALIMK K NONOXKEHWHD TeHa

XpOMOCOMHbIE KapTbl CO34.aHT, CPaBHMBAA O,0MH
PEKOMBMHAHTHbIX MOTOMKOB B MOTOMCTBE OT CMeLmManbHbIX
CKpELLVBaHMi. UeM BbILLE YacToTa KpOCCUMHIOBEPA, TEM
[anblle Apyr 0T 4pyra pacnonoXeHbl reHbl Ha
XpOMOCOME. Tak0oi Mo X0/, N03BOAET BOCCTAHOBUTD X
OTHOCUTENbHbIN NopALoK Be3 npAMOro HabnH 4.eHNa Ha
MONEKYNApHOM YPOBHE.

fipumep Ha Apo3ocune

Ha KNaccuueckux kaptax Apo30dunbl BULHO, UTo
[EeHbl BENbIX IN1a3 W XXENTOro Tena HaxooATcA Ha X-
XPOMOCOME, HO HEe B 01HOM TOUKE. MX B3aUMHOE
PACMON0XXEHWEe onpeLensroT No KonMuecTBy
DEKOMOWHAHTOB, UTO AEMAET KApTYy Y.A00HON ONf
CPaBHEHNA HAacneaCTBEHHbIX NPKU3HAKOB.

lipaKTMueckas UEeHHOCTb KapTMPOBaHUA

XPOMOCOMHbIB KapTbl NOMOraHiT NCKaTb reHbl,
CBA3AHHbIE C HACNE1,CTBEHHbIMM 3aD0NEBAHNAMM, 1
OLLEHMBATb PUCK MEepemaun Npu3HakoB noTomMcTay. [
M@ MLHbI 3T0 0CODEHHO BAXXKHO, NOTOMY UTO KapTa
0DNEruaer nouck yuacTkoB reHoma, KoTopbie TpebyHT
060186 TOUHOr0 M3YUBHMA W TBHETUUBCKOrO
KOHCY/IbTUPOBAHUA.
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[ipuMepbl CL.eNNeHHoro Hacnen0BaHuA y uenoBeka

[Ipu3HaKK, cLenneHHbie ¢ X-
XPOMOCOMOMU

ABTOCOMHbDIE NOKYCbI W
FEHETUUECKOE KOHCYIbTUPOBAHUE

HeKOTOopbIE NPU3HAKK Y UBMOBEKA
HAcneayHTCsa COBMECTHO, BC/IN WX TEHbl
HAxX0aATCA HA 01HOWN XPOMOCOME.
0COBEHHO HarnAaHbI X-CLEnneHHble
BApWaHTbl, HaNpUMep 0anbTOHWU3M,
KOTOPbIX YaLLLE NPOABAABTCA Y MYXUKH, 1
N03B0ONAET NPOCNEMTb NYTb annend B
CEMbE.

[1pyrov BaXxHbin Npumep —
MWOTOHWUUECKAa AMUCTPOKUA, CBA3AHHAA C
0npeaenéHHbIM NoKycom u
nepeakLLaaca no HacneacTBy
npeackasyemo. AHann3 Takux cnyyaen
NOMOraeT OLLEHNBATb pUCKK ON4
DOLICTBEHHWKOB M NNAHUPOBATb
[EHETUUECKOE KOHCY/IbTUPOBAHME.




[eHeanormueckuy aHanu3: poa0cnoBHbie W CLEnneHHoe

HACGNE D 0BAHUE

1. B p0,0CNOBHOM KaX bl CUMBOM (OUKCKUPYET NoN, (EHOTHN W1
0 [1CTBEHHbIE CBA3W MEX LY NOKONEHUAMK. 10 NOBTOPAHILLEMYCH
JUCYHKY NEpeaaun MoXHO 3aMEeTWUTb, UTO MPU3HAK He
DacnpeLendeTca cnyyanHo, a CneayeT onpenenéHHou NUHuK.

2. ECNM bone3Hb uallle BCTPRUABTCA Y MYXUMH U NepeLaeTcs

Uepes XXEHLIWH-HOCUTENbHL,, 3T0 YKA3bIBAET HA CLIENEHME C X-
XPOMOCOMOW. TaKoW aHanu3 no3BonsAeT BbIABMAATL HOCUTENbCTBO
N OLEHMBATH BEPOATHOCTb PO AEHWUA BONbHOro pebeHka.




Ponb CL.ENNeHHoro Hacnea08aHnA B Genekuun

CoxpaHeHne None3Hbix YCTOWUMBOCTD K
KOMDHHALLMIA HebnaronpuATHbIM

thakTopam B pa3BeLLeHn XXMBOTHbIX
CLLeMNMEHHbIe reHbl UCNonb3yHT
N5 COXPAHEHMA X03A/CTBEHHO
LLEHHbIX COUETaHMN. Takou
Noaxo no3BoONAET bbICTPee
3aKpennAaTb y.aauHble UHUN U

0Tbop B YXMBOTHOBOACTBE

[py 0TBOPE NWHKIA BaXXHO
YOEPX1BATb BMECTE 'EHbl, CLLensieHne nomMoraert
0TBEUAHOLLME 33 HYXXHbIE 3aKpennaTb NPU3HaKu,
KQuecTBa. Tor ,a YCTOMUMBOCTD, NMOBbILLAHOLLIME BbIXXMBAEMOCTb B
NPOLYKTUBHOCTb 1 [,pyrue KOHKPETHbIX YCNoBKAX. 3T0
NONE3HbIE NPU3HAKK 0COBEHHO LLEHHO NpK €03 L,aHUK
nepenaroTca Kak eanHbIn (0pM, YCTOIUMBDIX K BONE3HAM,
KOMMNEKC. 3aCyXe 1 Lpyrum CTpPeccam.

YMEHbLLATb NOTEPK MNPK
PACLLLENAEHWN NPU3HAKOB.




CoBpemMeHHble MeToAbl FTEHeTUUECKOro KapTupoBaHUA CLLENNEeHHbIX reHoB

1. Knaccuueckui noaxond 0CHOBAH Ha
aHanu3e noTomMcTBa nocne
CKPeLLBaHMA 1 NoacueTe O0mu
DEKOMOWHAHTHbIX 0C00eN. UeMm
TOYHEE BblbpaHbl NPU3HAKK, TEM
Ha0EXHEE onpenendarT B3anMHoe
PACM0MN0XEHWE I'EHOB.

3. PesynbTtatbl y006HO
00pabaTbIiBaTh C NOMOLLbBH
KOMMbHTEPHbIX NporpaMMm, KOTopble

CPABHVBAHIT BblDOPKMK,
2. COBPEMEHHbIE KapTbl CTPOAT HE PACCUMTBIBAHIT PACCTOAHWA MEX Y
TONbKO MO peHOTMNAM, HO U N0 JIOKYCamu 1 BU3yanu3anpyHiT kapty
MONEeKYNApHbIM MapKepam: XpPOMOCOMbI. TAKWe MHCTPYMEHTDI

MUKDPOCATRNUTAM. 0C00BHHO BaXXHbl B MEIMLIMHCKOM

0 HOHYKNEOoTUAHbIM [EHETKE.
nonuMopdn3Mam 1 faHHbIM
CEKBEHWUPOBAHWSA. 3T0 NOBbILIAET
DA3peLLeHMe KapTUpOBaHWS.




JBONHOLWOHHOE 3HAUEHWe CLLenNeHHoro Hacnea,0BaHusA

1. CLEnneHue NoMoraeT CoXpaHaTb y4auHble COUYETaHUS
annenen, ecnu oHY BMECTE MNoBbIWAHT NPMCNOCobNeHHOCTb
0praHM3mMa. B 3ToM cnyyae ecTecTBEHHbIN 0Tbop O,eMCTBYET
Cpa3y Ha KOMMNEKC NpU3HAaKOB.

2. B CTabunbHbIX UK CYPOBbIX YCNOBUAX BbIr0AHbIE
KOMOMHALWM MOTYT pacnpocTpaHATbLCA bbICTPEE, UeM
0TZIeNbHble MyTaumMK. No3TOMY CLLEMNEHHbIE r'eHbl HEpPeaKo
Noa0epX1MBarT agantaunt Uenblx nonynawum.

3. 0,4HOBPEMEHHO CLIENMNEHMEe 0rpaHNuMBABT NEPECTPONKY
HACNEACTBEHHOI0 Mdtepiand, yMeHbllUdA YACI0 HOBbIX
COUBTAHWW. 3T0 AENABT NomynALMH MEHEE BapuaTBHON,
HO bonee npeckasyemon no KNHUeBbIM NpU3HaKam.

A. Ha OUTeNbHbIX NPOMEXYTKAX BPEMEHW pasnuuns B
CLENNMEHUM N PEKOMBUHAL MW BNUAHIT HA PACX0X [LEHNE
nonynauuii B npupode. Tak NOCTENneHHo BO3HUKAHOT
YCNOBKA, CNOCODCTBYHOLLME BMA00DPA30BAHMUHD.
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CuennedHoe Hacnen0BaHue B COBPEMEHHbIX FTEHETUUBCKKX
UGGHIEA0BAHUAX

2000-e roabl

MpoekTb! Human Genome Project v ENCODE GoBpEMEHHbIW 3Tan
o s @
U ﬂBDCUHﬂﬂVlb’VlDUBﬂHHUVl MELOWUWHE, ON1A aHaNn3ad
HACME A CTBEHHbIMU MPU3HAKAMU U 32001eBaHNAMMN

MHOrochakTopHbIX BONE3HEN U OLIBHKM
HACNB1,CTBEHHbIX PUCKOB. 3T0 MOBbLILIABT TOUHOCTD
JVArHocTKu 1 NPOCOMNAKTUKNA.

UE/0BEKA.

@

Hauano XX Beka

OnbIT Moprada Ha [,po30cunax nokasan, uto reHbil
01HOW XpOMOCOMbI HacneLyHTcA BMECTE U MOTYT
pa3aendaTbCsa Npu KPOCCUHIOBEPE. 310 CTANO
0CHOBOI1 XpPOMOCOMHOW TEOPUW HACNE LCTBEHHOCTH.




HecoBepLIEHHOE CLenneHne 1 pacuer uacToTbl peKoMonHauum

1. ECIM KPOCCUHIOBEP NPONCX0OMNT 2. Uactota pekoMouHaw i CnyxuT Mepo 3. Hanpumep, Npu aHanuae O,po30cun
peKo, reHbl COXpAHAHIT COBMECTHOE PDACCTOAHMA MEX Y NOKYCAMW: UEM yacToTa pekomMbuHauum 12,5 %
HAcnen0BaHne. Takoe CLenneHne bonblLe NpoLeHT, TEM cnabee [10Kd3bIBAET YMEPEHHOE PACCTOAHNE
HA3bIBAHIT HEMNO/HBIM, NOTOMY UTO UACTb CLienneHne. UMeHHo noatomy bnnskue MEX MY reHamu. 3T OaHHble
rAMET BCE XXB nonyuaet [EHbl HA KAPTE pacnonaralitca pAamLoMm. UCNONb3YHT ON1A NOCTPOEHNA KApT U
PEKOMDWHAHTHbIE COUBTAHMA. PacueTa HacneaCcTBeHHbIX BEPOATHOCTEN.




PacueT CL.en/IeHHbIX NPU3HAKOB: 3a4,auH 1 yNpa>XHEeHW

CUeT pexkoMbMHAHTOB 3akpenneHve anropuTma

YUBHWKM N0,0CUMTbIBAHIT A,0/1H0 NOTOMKOB G
HOBbIMW COUETAHNAMM TIPU3HAKOB W

NepeBo AT 66 B NPOLIEHT pekoMbrHaL UK. 310
NOMOraeT NOHATb, HACK0NbKO bNM3KO
PAcrnonoxXeHbl I'EHbl.

WHTEPAKTWBHbIE YPaXXHEHUA NMO3BONAHT
NoLLIAroBo NPOBEPATb BbIBOAbI 1 UCNPABNATH
OLIMBKW. TaK CNOXHAA TeMA CTAHOBUTCS
NOHATHEE W NYULLIe 3aNOMUHABTCA UBPE3
NPaKTUKY.

[lopsa,0,0K reHoB Ha XpoMocoMme

[0 pesynbTaTam CKpPELLIMBAHUA MOXHO OMpPedeniTb, KAKOW reH HaxoauTCa MeX 1Y
NBYMSA ApYyrumin. Takue 3a0.aHna yuat cpaBHUBATL (DEHOTUMbI M BOCCTAHABMBATD
NIOrMKY pacnonoxXxeHna NokKycos. L




AKTYyanbHbie UccneaoBaHna 1 by ayuiee cuenneHHoro HacneaoBaHua

1. lccnen0BaTenu ULLYT HOBbIE CLEMN/eHHbIe
KOMNNEKCbI FEHOB, CBA3AHHbIE C

Npe 1,pacnonodXXeHHOCTbH) K MHOMOaKTOpHbIM
bone3HaM. 0C0BEHHO BaXHbl AAHHbIE 0 [uabeTe 2
TNA W HAC/e ACTBEHHbIX hopmax paka.

2. CpaBHEHME CLenneHna u Mytaunu B pasHbix
NonynALKAX NOMOraeT NOHATb, Kakue BapuaHTbl [ HK
[epeaaroTca BMECTE U noyemy 04HW COUETAHUA
BCTPEUAHITCA Yadlle APYrnX B CEMbAX.

® 3. 3TN 3HaHMA N0,0,4ePX1BAHT NEPCOHANN3NPOBAHHYH MEdMLMHY: TOUHEEe NoabupakiT OMarHoCcTUKY, OLLBHUBAROT PUCKM
1 pa3pabaTbiBaroT CTpaTerum NpochnNakTUkK. B NEPCNeKTBE 310 YCUIUT PONib PAHHEI0 BbIABMNBHUA 1 TEHHOW Tepaniu.




0T 3aKOHOB
HacNnea0BaHUA K
NpaKTUUecKon
buonoruu

CLEnneHHoe Hacnen0BaAHNE NOKA3bIBAET, UTO M'EHbI
B XpOMOCOME paboTaroT He No 0T A,eNbHOCTK, a Kak
cucTema. MoHUMaHme aToro NpuHLUKNa CBA3bIBAET
LIKONbHYH FTEHETUKY C MEAWUUWHON, CENeKLmen 1
MCCNe,0BaHuAMK reHoma.




