OCHOBHBbIE MNONNOXXEHUA
COBPEMEHHOMW F’EHETUKW

npodoeccop kadeapobl
MeaNLIMHCKOWN rEHETUKU
CrolrtTiMA

B. H. lTopbyHoBa



OyHOoamMeHTanbHbIMW
CBOUCTBaMMU XXNBOW NpuUpoabl,
OTSIMYaALWNMU ee OT HEXNBOW

MaTepumn, ABNAITCA
CNOCOOHOCTb K Pa3MHOXEHUIO U
HacneacTBEHHOCTb



HacneaocTtBeHHOCTb,
obecnevymBaroLas
NPEeEeMCTBEHHOCTb MeXAy
NOKONEHUAMU, 3aKNHYaEeTCH B TOM,
4TO 0CcobOu nboro BnAa poxaarT
TONbKO cebe NoAoOHbIX N NX
NOTOMKMU, B cpegHeMm, bornee
NOXOXXW Ha CBOUX pOACTBEHHUKOB,
yemM Ha Opyrux npegcraBuTenen
TOro e Bunaa



[1pn 3aTOM Kaxkabi BUA,
XapaKTepusyertcs
onpeaeneHHbIM YPOBHEM
U3MeH4Yusocmul,

n paxe o6paTtbsa N CecTpbl
HMKOraa He SABMATCH TOYHbIMU
Konnammn apyr gpyra u cBoux
poauTenen



[1pn 3aTOM Kaxkabi BUA,
XapaKTepusyertcs
onpeaeneHHbIM YPOBHEM
U3MeH4Yusocmul,

n paxe o6paTtbsa N CecTpbl
HMKOraa He SABMATCH TOYHbIMU
Konnammn apyr gpyra u cBoux
poauTenen



[ eHemuKa — 3TO HayKa
O HacneacTBEHHOCTU U
N3MEHYNBOCTW.

[ eHeTn4yeckune nccriegoBaHuUS
MO>XHO NMPOBOAUTL Ha BCEX
YPOBHSAX OpraHn3aunn >XU3HU oT
MEXBMOOBOIo A0
MOJEKYNAPHOro



[eHeTuKa rmonynauuu
3aHMMaeTca N3yyvyeHnem 4yacToT
MyTauMn N TeHOTUMNOB B
Pa3NMYHbIX NONynAaunax, a
TaKkKe pakTopoB, BNUAKOLLMX HA
MX AUHAMWUKY



[lpeaMeTOM reHeTUKN pa3sumus
ABNAETCA reHeTU4YeCKnmn
KOHTPOSb 3aMbpuoreHesa,

Ha4YnHasa ¢ NPO3IMOpPMOHarbHbIX

CTaaun co3peBaHMNA NOMNOBbIX
KNEeTOK A0 3aBepLUeHUS
andpdepeHUNPOBKMN pasnNYHbIX
TKAHEN N OpraHoB



[lumoezeHemuka 3aHUMaEeTCH
N3y4eHUeM CTPYKTYpPbI U
MopdronorMm oTaeNbHbIX

XPOMOCOM 1 nX HAOOPOB B
KNneTkax, a Takke NOCTPOEeHNEM
LUMTOreHETUYECKUX KapT
PaA3NNYHbIX 3N1IEMEHTOB reHomMma



buoxumuyeckass reHeTuka
nccneayeTt ceBA3n mexay
reHamMmum n opraHN4YeCcKUmMmn
coeguUHEHUAMM,
NPUCYTCTBYHOLMMU B XUBbIX
opraHusmax



Llenbto MorieKkyrnapHoU reHETUKN
ABNAETCHA uccrnegoBaHme
MaTtepuanbHOU Npupoabl reHoB
M TeHOMa B LiernioM, a TakXkKe Tex
NnpoLeccoB, KOToOpkIe
NPOUCXOAAT C HYKINMENHOBLIMU
KncnoTtamu B KrneTkax



Kak nobas apyras
bunornornyeckasa Hayka reHeTuka
COCTOUT N3 0OLKNX N YaCTHbIX
pa3nenos.

B 4yacTHbIX pasgenax reHeTUKu
nccneayrTcss 0COOEHHOCTH
NPOABEHUS 0OLLUNX
3aKOHOMEPHOCTEN Y pa3HbIX
BWUJOB OpraHM3mMoB



Cpean HUX Beaylliee nosfioxXeHmne
3aHUMAaEeT 2eHemuKa 4Yeriogseka,
KOTopasi BKIOYaeT TaKue XKe
pasfgensbl, Kak 1 obllasa reHeTuka.
Te ee HanpaBneHUd, KOTopble
NOCBSALLUEHbI r1amosio2uu YerioBeka,
ABMSAOTCH NPeaMeToM
MeOUUUHCKOU 2eHemukKu



Te pasgenbl MeguLMHCKOW
[EHETUKU, KOTOPbIE
MCNONb3YKTCA B KIMMHNYECKOU
NpakTuke Ui MMeroT
noTeHumnanbHoe 3Ha4dyeHne ang
Takoro ncnorib3oBaHuA
Ha3bIBAKOTCH
KrIuHU4YecKou eeHemukou



OCHOBHbIMM MeTOAaMWN NU3YYEHUS
HacrieqoBaHUS MPU3HAKOB Y
9KCNEPUMEHTAaNbHbIX OOBEKTOB
ABNsieTcsa 2ubpudosiocudyecKul
aHanm3 - CUCTEMa CKpeluuBaHUW,
no3BosidtoLLlas nonyyaTb U
aHanusuposartb rmopuabl - a 'y
yernoBeKa — eeHearsioau4deckuu
aHanns3 U1 aHanm3a pogoCnOBHbIX



OCHOBHbIMM MeTOAaMWN NU3YYEHUS
HacrieqoBaHUS MPU3HAKOB Y
9KCNEPUMEHTAaNbHbIX OOBEKTOB
ABNsieTcsa 2ubpudosiocudyecKul
aHanm3 - CUCTEMa CKpeluuBaHUW,
no3BosidtoLLlas nonyyaTb U
aHanusuposartb rmopuabl - a 'y
yernoBeKa — eeHearsioau4deckuu
aHanns3 U1 aHanm3a pogoCnOBHbIX



OcHoBononarawLwmne 3akoHbl
HacneagoBaHMs ObINN OTKPbLITHI
BO BTOpOW nonoBuHe XIX Beka

[ peropom MeHaenem m
onncaHbl B ero 3HaMeHuUToun
pabote «OnbITbl HAA
pacTUTENbHbLIMU TMOpPpUOAMUNY,
Bbiweawen B 1865 r



AHannanpysa pesynbsrarthbl
CKpeLunBaHUSA pasnmnyHbiX COPTOB
ropoxa, pasnn4yaroLmxca no opme
NN OKpacke ceMsAH U LUBETKOB
MeHgenb BbiCcKasan rmnoTtesy o
CYLLLeCTBOBAHUWN 08y X OUCKPEMHbIX
Hacrie0cmeeHHbIX ¢hakmopos,
OTBETCTBEHHbIX 3a KaXXObl U3
nccrnegyemblix npmM3HakoB



OOWH 13 3TNX PaKTOPOB,
Ha3BaHHbI MeHOoenem
domuHaHmMHbIM (A) cnocobeH
noaaBnATb NPoOsBeHNE
OpYyroro goaktopa —
peueccusHoz20 (a).

TONbKO OAOWH U3 3TUX PAKTOPOB C
PDABHOWU BEPOATHOCTbLIO NONAJAET B
2amemal



B pe3ynkrate crnyy4yamHoro
Ony10J0TBOPEHNA 0Dpa3yloTCS
pacTeHUs TPEX TUMNOB:

AA, Aa U aa B COOTHOLLUEHUN
1:2:1



[TOCKONbKY peLeCCUBHbIV
doakTop He nNposiBNAeTCcA B
NMPUCYTCTBUN OOMUHAHTHOIO, TO
B MNOTOMCTBE OT CKpellBaHUA
OBYX TMMOPUOHbIX paCcCTEHUN
OyayT NOSIBNATLCS paCTEHUS,
Kak C JOMWUHAHTHbLIM, TaK 1 C
peLeccuBHbIM NPU3HAKOM B
COOTHOLUEHUN 3



PeweTka [leHHeTa ong
MOHOIMMOPUOHOIo CKpeLLBaHUS

[ameTbl A a
Q8
A AA Aa

Aa

ad




[TouTn yepes 40 net B. NoraHceH
npeanoXunn Ha3BaTtb
nocTynupoBaHHble MeHOenem
HacneacTBeHHbIe PaKToOpPLI
2eHamu,
COBOKYMHOCTb FeHOB —
2eHomuriom,

a COBOKYMHOCTb NMPMU3HaKoB
opraHu3ma —
gpeHomuriom



BapuaHTbl HacneacTBEeHHbIX
doaKToOpOB
NN anbTePHaTUBHbLIE COCTOSIHUS
reHoB (A, a) HOCAT Ha3BaHUA
anneneu
Annenu BnNua0T HaA XapaKTtep
Pa3BUTUSA M1PU3HAKOS,
4Ymo U C/1y>Kum ocHoeoU O7is
gpeHomunuyeckou usmeH4YuU8ocmu



[eHOTUN MOXET ObITb
20MO3U20MHbIM
NpPWY HaNU4YMKn OBYX OOANHAKOBbIX
anneneu
(AA unn aa) nnu
2emepo3u20mHbIM,

ecnu anmnenu pasHble
(Aa)



Cxema MOHOrmopmnaHoro
CKpeLumBaHUs

P: AA X aa
camemnsl. A a
nomonmcmeo Fi: Aa

F;: Aa Xz 2y
camMemnl. A a A a

F,, paciuennernue no cenomuny:
144 :24da : laa

F,, paciuennenue no npusnaxy:

34 : laa



Ecnn dpeHoTunnyeckas
M3MEHYNBOCTb HE BbIXOOUT 3a
npegenbsl HOPMbI, TO annenu
Ha3bIBAOT HOpMaslbHEIMU.
Annenun, 4acToTbl KOTOPbIX B
nonynauun NpeBbILaoT
onpeaeneHHbIN YPOBEHD,
Ha3bIBAKOT 10/IUMOPGOHEIMU NI
rnoumMopgu3mMamu



Annenu, npuBoasLine K
NaTosIorM4eckomy pas3BuUTUIo
Npu3HaKka, Ha3blBaloT
MymaHMHbIMU annensamu Unn
Mymauusimu



Co4vyeTaHnsa HopMaribHbIX U
MYTaHTHbIX anfenen Bcex reHoB
yerioBeka onpeaenstoT ero
MHOUBUAOYANbHYIO
HacriedcmeeHHYH KOHCmumyuuro.
Takum obpasom, noan oTrinyaroTCH
Mexay coboun He no Habopam
eHOB, a NO NX COCTOAHUAM, TO
eCTb MO HacneacTBEeHHOU
KOHCTUTYLIUW



AHanNM3 pPooocsi08HbLIX
yerioBeka gaeTt HaMm
BO3MO>XHOCTb CYyaUTb O TOM,
SBNSIETCA NPU3HaK
HacneaCcTBEeHHbIM
N NOOYMNHSIETCA N OH
3aKkoHam MeHoers



KntoyeBada ponb npu geneHunu
KNETOK NMPUHAANEXUT
Xpomocomam
— TakKUM CTPYKTypaMm B aapax
KNETOK, KOTOpble Ha cTagun
MeTadrasbl MUTO3a U Meno3a
OTYETNNBO BMAOHLI MPU CBETOBOWU
MWUKPOCKOMUN N UCNONb30BaHUN
crneyndomnyecknx MeToaoB
OKpalLlUnBaHUA



B Kaxgon XpomMOCOMeE ecCTb
BaXXHbIN PYHKLUMOHANbHbIV
y4acToK, KOTOPbIN Ha3bIBAETCH
ueHmpomepou. LleHTpomepa
pasgenseTr XpoMocoMy Ha ABa
nneya: kopomekoe (p) n OfiuHHoe
(q). KOHEeYHble y4acTKM XPOMOCOM
— meriomepbl — obecrnevymBatoT UX
CTPYKTYPHYIO LENOCTHOCTb



Ha cuHTeTnyeckom ctagnum S
KINETOYHOro LUMKna nponcxoauT
yABOEHME KaXaou XpOMOCOMbI C
obpa3oBaHMeM OBYX
cecmpuHCcKUX Xpomamuo,
COE€MHEHHbIX Mexay coboun
OQHOW LIEHTPOMEPOU






OkpalmBaoLLMMCH BELLECTBOM
XPOMOCOM SABIAETCA
XpomMamuH. PasnnyHble y4acTKu
XPOMOCOM UMEIT
HeoaHOPOOHYIO OKpacky. bonee
CBET/ble panOHbl XPOMOCOM
Ha3bIBaAKOTCA 3yXpomMamuHOM, a
TEMHbIE —
2emepoxpomamuHOM



B coMaTn4yecKknx KrneTkax Kaxaas
XpomMocoMa npeacrasrieHa AByMSA
KOMUAMU, TO ECTb
ourisioUOHbIM Habopom
B nonoBbIX KneTkax Habop
XPOMOCOM OAMHAaPHbIN NN
2ariouoOHbIU
ITO obecnevynBaeTcs 3a CHET
ocobomn popmMbl AeneHns NoroBbIX
KNETOK — Melo3a



YnBoeHune
POAUTENbCKUX
XPOMOCOM

KpoccuHrosep

1-e peneHune
Menosa

2-e peneHuve
Meno3sa




Habop XxpomMocom n nx
Mopdponorna ABnNATCA BUOOBbIMU
npu3Hakamu.

Y yenoBeka 46 XpOMOCOM,
COCTOALLUMX N3 23 nap.

22 N3 HUX — aymocombl N 1 napa —
r10/108bIe XpoMocomMbl — X ” Y.

HopmanbHbIU Kapuomur XeHLWMHb
(46, XX), a My>X4UHbI - (46, XY)



MeToabl AndpdepeHUmnanbHOro
OKpalLUMBaHUS XPOMOCOM
NO3BONAT UOEHTUMPULNPOBATL HE
TONbKO KaXXayrt XPOMOCOMY, HO U
OTOEeNbHbIE PANOHblI XPOMOCOM,
nocnenoBaTenbHO
NMPOHYMepOBaHHbIE OT LIEHTPOMEpPbI
K Tenomepe, a Takke CerMeHThbl
BHYTPW panoOHOB



T ISE




B npouecce menosa nponcxoanT
oOMeH mexay ydyacTkamu
FOMOJIOMMYHbIX XPOMOCOM —
KpoccuHa208ep NN 20Mosioc2u4yHas
pekombuHauus. B peaynbsrarte
NOSABSAKOTCA raMeTbl, B KOTOPbIX
XPOMOCOMbI COCTaBMEHbI N3
doparMeHTOB POAUTENbCKUX
XPOMOCOM U MOTYT UMETb
HeOObIYHbIE COMEeTaHUSA annenen
Da3HbIX TEHOB






B Hauyane XX Beka 0ObIno
BbICKa3aHO NpeanonoXeHue o
JIoOKanu3auuu 2eHos 8
XPOMOCOMax,

TaK KaK nx noBegeHue
COOTBETCTBYET NOBeAeHUIo
nocTynupoBaHHbIX MeHOenem
HacnegCTBEHHbIX OAaKTOPOB



B panbHenwem Obinn nonyyeHsol
NpaAMble AOKa3aTernbCcTBa
NTIMHEWNHOIO PacnonoXXeHnsa reHoB B
XpomMocoMax, Npu4em mepon
reHeTUYEeCKOro pacCToAHNUA CIYXUT
BEPOSATHOCTb pEKOMOUHaL MK
MeXxay reHamu, namepaemas B
caHTuMopraHax (cM)



[1Ba reHa o QHOU XPOMOCOMBI
pacnosioXKeHb! Apyr OoT Apyra Ha
paccTtodaHun 1cM, ecnu
BEPOSATHOCTb peKOMOMHaLINUK
MeXay HUMUK B npouecce
Meno3sa coctaBnseT 1%



B pe3ynkrate pa3Butug
XPOMOCOMHOW TEOPUN
HacneacTBEHHOCTMH,
OCHOBOIMONTO>KHUKOM KOTOPOW
aBndaetca Tomac MopraH,
NOABUINOCHL NPeacTaBneHne 0 2eHe,
Kak O XpOMOCOMHOM JOKYyce,
eanHnue oyHKUnUK, pekoMmonHauun
n MyTauum



XPOMOCOMbI BCEX
nccneaoBaHHbIX BUOOB COCTOAT
n3 monekyn HK w 6erkos,
bonbLlUasi YacTb N3 KOTOPbIX— A0
80% — oTHOCKTCA K
cneum@unyeckomy Krnaccy
2UCMOHO08



B cepeanHe 40-x rogoB ObInn
nony4yeHbl goKasaTenbCcTBa
TOro, YTO MMEHHO
LIHK
ABNAOTCA HOCUTENAMU rEHOB
Unn sewecmeom
HacrieocmeeHHocmu



OnpepeneHne nNpocTpaHCTBEHHOU
opraHnsauun [HK aBnnocb cambim
APKUM OTKPbITUEM XX BeKa.

B 1953 . YoTcoH n Kpuk
npeanoXunn Mmoaensb, B
COOTBETCTBUU C KoTopou [HK
COCTOUT U3 08y X MosiuMepPHbIX
uerieu, obpa3syrouwux goopmy
08oUHoOU criuparnu



Xpomocoma
XpOMaTHIbI
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B ocHOBaHUu Kaxoou u3
NONUMEPHbIX Lleneun nexar
nocnegoBaTeribHOCTU U3
OANHAKOBbIX CaxapoB —
0e30Kcupubo3sbl
— COeMHEHHbIX MeXay cobon
ocTaTkamMmu dpocdopHoOun
KUCNOTbl UMW
goCcchoouUdUPHOU C8H3bI0
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Kaxkabl caxap, B CBOHO
oyepenb, coeanHeH
MUKO3NOHOWU CBA3bK C OOHUM
N3 YeTblipeX a30TUCTbIX
OCHOBAHUW: ABYX NMYyPUHOB —
adeHuHa (A) n ayaHuHa (G), n
OBYX NTUPUMUONHOB — LUMO3UHa
(C) n mumuHa (T)



A30TUCTOE OCHOBaHMe, caxap u
OCTaTOK POCPOPHOUN KNCMOTh
BMECTE COCTaBnAIOT
HYK/1eomuo.

Takum obpasom, uenb AHK
npeactaBnsieT cobon
fiocrie0oeamesibHoCMb
HyK/1eomuaoos



CTpyKTypa HyKneoTuaa
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[1Be uenun OHK yoepxnBaroTca
BMECTE 3a CHET BOOOPOAHbIX
CBA3EeN Mexay HyKkneotugamum.
AOEeHNH CBA3bIBAeTCA C TUMUHOM, a
'YaHUH C LUTO3UHOM.

ITO NpaBUNoO —

A-T, G-C
Ha3bIBAETCH
rpasusioM KoMrsrieMeHmapHocmu



C=——a <IN




[HnnHa monekyn OHK
N3MepPAETCHA B HyKNeoTnagax unwu
B napax ocHoBaHuu (n.0.).
CymMmapHasa gnmHa Mosnekyrnbl
[1HK yenoBeka cocTtaBnser
3,2 Mussuapoa n.o.



OcHoBHaga macca AHK
HaxXoaUTCH
8 A0pax Kremok
B COCTaBE XpPOMOCOM B
CynepcKkpy4YeHHOM COCTOSAHMM 3a
CYEeT B3aUMOOEUCTBUSA C
TMCTOHAMM.
Okono 1% OHK HaxoguTtcs
8 MUMOXOHOPUSIX



XPOMOCOMbI — 3TO popma
ynakoBku JHK B kneTke.

B npoLecce KNeTo4yHoro umkna
OnMHa XpoOMOCOM MEHSAETCSH B
10 000 pa3. B meTtadase
MWUTO3a XPOMOCOMbI
MaKcuMarbHO Crpanmn3oBaHbl
N pacnonaratoTcsa B NSI0CKOCTU
9KBaTOpa KNEeTKA



[1TNOTHaa ynakoBka XpOMOCOMb
obecneymBaeTca 3a CHET
obpas3oBaHUA XpomamuHa.
Ha aTon ocHoBe POpMUPYIOTCA
TPU YHUBEpPCalbHbLIX YPOBHS
NPOCTPAaHCTBEHHOW
opraHn3aumnm xpomaTuHa:
HYKIT€OCOMHbIU, HYKI1eOMepPHbIU
N XPOMOMEPHbIU



UeTblpe napbl TMCTOHOB 00pa3sytoT
HYK/1eOCOMY — OCHOBHYIO
CTPYKTYPHYIO €AUHNLY XpOMaTUHA,
KoTopasa cBda3biBaeT [JHK annHon B
147 HyKNeoTnOoB.
3aTeM HYKNeoCOoMbl OPraHn3yoTCH
B HYKIeoMepPbl U XPOMOMEDPHI,
cocTaBnaloLme XpoMaTUHOBbIE
BONOKHA
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Tpwn cBoucTtBa otnu4yatot AHK ot
BCEX APYrnx OMonorn4ecKkmnx
MOMEeKyn. ITO CNOCOOHOCTL K
CaMOBOCMPON3BOACTBY
(pennukauus), kKoanpyroLwias
CNOCODOHOCTb N U3MEHYMBOCTD.
[NHK Ha3biBatoT
SHUUKIIoneoueu »KU3HU,
TaK Kak OHU onpeaensioT
doyHOaMeHTanbHbIe CBOUCTBA
XN3HW



BbonbLIMHCTBO reHOB YenoBeKa
KoOupyoT Oenku, ToyHee
nonunenTuaHble Uenu.

[1pn akcripeccuu reHoB B KNeTke
nponcxoguT HanpaBleHHbIN

nepeHoC reHeTU4YeCKoW
MHpopmauun: [JHK — PHK — 6eriok.



CTpyKTypa IMOIUIIEIITHAHON 1eTIN

AMIHOKHICIIOTA



[lepBbIM LLAromMm Ha NyTn
nepexona oT reHa K
nonunenTuaHoOu uenn aBnsaeTca
mpaHCcKpunuyus —
CUHTES3 C NMOMOLLbI0 dPepPMEHTA
PHK-nonumepasbl MomneKkyn
npePHK, KOMNNeMeHTapHbIX
reHam



Cepua moandpunkaummn
npeBpatllaet npePHK B
MHOPMAaLMOHHYIO UMK

mampu4yHyro PHK — mPHK.

[1pn aTOM NponcxoaaT
M3MEHEHNSA HAa KOHLLaX

MOJSieKynbl, obecrnevnBaroLmne
ctadbunumnsaumio mMPHK



[ NaBHOW CMbICITOBOW
Moaudoukaumen npu
npoueccuHre MPHK aBnaetcs
criaucuHa,

TO €CTb U3bupatenbHoe
Bbipe3aHne MHTPOHOB U CLUMBKA
9K30HOB C obpaszoBaHnem MPHK



CnnancuHr

SK30H 1 SK30H 2 SK30H 3 SK30H 4
mpomoTop [ 1 wmHTpoH1 [ HUHTpOH 2 [ ] HHTPOH 3 |

@———_-m

I'CH

l TpaHcKkpUIIyA
[IepBuunbni PHK-Tpanckpurt (ripePHK)

' CruraificuHr

MPHK | S ——

' TpaHcmaLms

beok DAFIIF I




[ToCKONbLKY MHTPOHLI, B
cpegHeM, 3Ha4YUTENbHO
ONMMHHEEe 39K30HOB, MONeEKYyrbl
MPHK moryT ObITb B AeCATKA
pa3 kopo4ve monekyn npePHK



3penas MPHK nepexoguT B
LMTONNa3My KIeTKku U
TPaHCNUPYETCA.
IpaHcrauusa — 3TO CUHTES
nonunenTUaHowu uenu rno
mMonekyne MPHK. TpaHcnauusa
npoucxoanT Ha pnbocomax c
NOMOLLBLIK MpPaHCcriopmHbIX

PHK (mPHK)



CtpykTtypa TPHK

AKUENTOpHBIA
ctefient

D-neTna

AHT MKDA0HOBBIRA @
cTebens

AHTHMKOOOHOES A DononHuTeneHaa
neTna (-1 netna



PasHble Tunbl TPHK
TPAHCMNOPTUPYHOT Pa3Hble
aMWHOKNCIOTbl B 3aBUCUMOCTMU
OT CTPYKTYPbl aHMUKOOOHAa —
nocnegoBaTerbHOCTU U3 TPeX
HYKNeoTnaoB, KoTopas
onpegenaeTr cneunmuYHoCTb
npucoegmHAeMon
aMUWHOKMCIOTb
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\ pudocoma



B mecTe koHTaktTa MPHK C

pnbocomon, pacnonaraeTcs

KOAUPYOLWWUXA TPUNNET UNn
KOOOH.

Pnbocoma npoaBuraeTcs no
MPHK nocteneHHO —
«llaXkkamu», npogsuraga mPHK
CKBO3b Cebs1 pOBHO Ha OAuH
TPUNNET



Takmum obpasom, nponucxoauT
cneumnunyecknn otobop
aMWHOKUCNOT U UX CLUMBKA Ha
pnbocome c obpasoBaHneEM
nonunenTuaHowu uenu.
OKOH4YaHMe cnHTe3a
KogunpyeTca nobbiM U3 TpeX
cmori- UNN HOHCEHC-KOOOHO8



NTak, MPHK — 310
nocneaoBaTeNbHOCTb
HYKNeoTuaos.,
nonunenTuaHasa uenb — 310
nocnenoBaTeNbHOCTb
aMWHOKUCIOT.

[10 kKakoMy NpaBuny nNpomncxoauT
9TOT nepexon? Kak Ha3blBaeTcH
9TOT LieHTPanbHbIN 3aKOH XXU3HWN"?



ITO eeHemu4yecKuU KOO —
COOTBETCTBUE
nocneaoBaTeNbHOCTU U3 TPeX
HykneotunaoB B MPHK (kodoHa)
onpegeneHHon aMUHOKUCIOoTE
B NoONMUNenTUuaHoOu uenu, a
3HA4YUT U B benke



TpUNNETHOCTb U KONMMUHEeapHOCTb
reHeTn4ecKoro koga

KOIOH 1 — ajaHuH

I

KOIOH 2 — TPEOHHUH

KOIOH 3 — T IIOTaMHUH

KOJIOH 4 — JelIuH

KOIOH 5 — APTUHITH

I

KOIOH 6 — CepuH

I

KOJIOH 7 — CTOII-KOJOH
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CBOWCTBaA reHeTUYEeCcKoro Kkoaa

TpMNNeTHOCTb — TPU HYKNeoTnaa COOTBETCTBYIOT
OHON aMWUHOKUCIOoTE

JlnHenHocTb — onpeaensaeTcs NMMHENHBIM
pacrnonoxeHnem kogoHos B MPHK

HenepekpblBaeMOCTb — KaXabl HYKNeoTua BXoAUT B
COCTaB CBOEro KogoHa

BblpoXaeHHOCTb — CMOCOBOHOCTbL KOANMPOBATL OAHY
aMWHOKUCIIOTY HECKONbKMMW BapuaHTaMn TPUMNJIETOB

YHuBepCcanbHOCTb - FfEHETUYECKUN KOO OAMHAaKOB A4
BCEro >XMBOro Ha 3emne



YHuBepcanbHOCTb
[EHETNYECKOro Koaa ABMAETCH
beccnopHbIM AOKa3aTENbLCTBOM
POACTBEHHOCTU BCErO XXMBOTO
Ha 3emne



KOHeYHbIMU NpoayKTaMu
NMPUMEPHO YETBEPTU FEHOB
yernoBeKa aBnsarTCca He benku, a
pUBOHYKMeuHo8ble KUCIIOMEI,
KOTOPble HE TPAHCIUPYIOTCA W,
BO3MOXXHO, Y4aCTBYIOT B
perynsaumnm padoTtbl Apyrnx
reHoB



B pe3ynbrate pa3ButuaA
MOJEKYNAPHON Teopun
HacneacTBeHHOCTU NMOABUIIOCH
npeacTaBrieHne o 2eHe,

KakK O TpaHCKpMonpyemom
ydacTtke monekynbl JHK.
Asinieniu aBnavTCcAa BapuaHTamm
HYKIeoTUaHOW
nocnegoBaTefibHOCTU reHa



B OCHOBe XpaHeHua u
HacrneagcTBeHHOU Nepeaayvn
reHeTU4YeCKoOU MHpopMaLInK

NEXUT

MampuYHbIU MPUHUUIMT



K MaTpuyHbIM NpoLieccam Hapsaay c
TPaHCKPUMNLUMUEN N PEKOMDUHALMNEN
OTHOCATCA perisiukauusd, KoTopas
OCYLLECTBNAETCA C MNOMOLLLIO
doepmeHTa AHK-nonnmepase.l, a
TaKXKe perapauud — ucnpasneHune
OLLMOOK, BO3HMKAIOLLMX NPU
pennukauun OHK



[IpnymnHOM pas3BUTUA
HacneacTBEeHHbIX bone3Hen
ABNAETCHA NMPUCYTCTBUE B NMOMNOBbIX
KNneTkax poguTtenen
framojsioa2u4yecKkux Mymauud,
KOTOpble MOryT 3aTparmBaTh
XPOMOCOMbI UM OTAENbHbIE FEHbI.
B cooTBeTCTBUU C STUM BbIOENAOT
XPOMOCOMHbIE U 2eHHbBIE DONE3HU



MoHo2eHHHbIMU Ha3blBalOTCH
b6ones3Hu, obycrnoBneHHbIE
NnpUcyTCTBMEM MYyTaLUN B

OOHOM reHe. Ymcno
HO3010rM4YecKknx qopm
MOHOreHHbIX 3aboneBaHunmn
nocturaet 5000



MoHoreHHble 3aboneBaHuA
KnaccnuumpyroT No Tunam
HacnegoBaHUs, KOTOpbIE B
OONbLUMHCTBE Crly4YaeB
COOTBETCTBYHT 3aKOHaM
MeHpoens



HacnenoBaHe MOHOMEHHbIX
3aboneBaHU 3aBUCUT OT
XapakTtepa AJOMUHNPOBAHUA U
HaxXoXXOeHnsa reHa B ayTocome nnm
B NOJIOBOU XPOMOCOME.

B cOOTBETCTBUM C 3TUM BbIOENAOT
aymoCOMHO-OOMUHaHMHAbIU,
aymoCOMHO-pelUeccuUB8HbIU U
cuerisieHHbIU ¢ rnoJsiom
TUNbl HacneaoBaHUSA



CyMmapHasa YacTtoTa
HacrneacTBeHHbIX 3aboneBaHnin
nocturaet 1,5%, N3 HUX Ha
OOJTH0 XPOMOCOMHbIX O0ne3Hen
npuxoautca 0,5% n Ha Aonto
MOHOIeHHbIX — 00 1%



CyMmapHasa yacTtoTa
Hac/ieo0cmeeHHbIX OMyXos1e8bIX
CUHOpPOMO8, KOTOpPble C
doopmManbHO-reHeTU4YECKOU
TOYKMN 3PEHUSA OTHOCATCSH K
ayTOCOMHO-AOMWUHAHTHbIM
saboneBaHnsaM, cocTaBngaeT
okono 7%



EAVWHCTBEHHBIM KIMUHUYECKUM
NposABNEHNEM HACNeOCTBEHHbIX
OMyXoneBbIX CUHOPOMOB
ABMNAETCA NOBbILLEHHAasN
BEPOSATHOCTb BO3HMKHOBEHMUS
OHKOJ10MrM4YecKknx 3adbonesaHunu,
KOTopas C BO3paCTOM MOXET
nocturatb 80-100%



B andpdepeHUnpoBaHHbIX
KneTkax oaqHOBPEMEHHO
aKcnpeccupytoTca He bonee
20% reHos.

Habopbl 3KCNpPeccUpyroLLnNXCS
reHoB B AndpdepeHUNpoBaHHBbIX
KneTkax pasnnyHbl, YTO U
onpenengaeT Uux cneunauky



HeKoTopble reHbl paboTarT BO
BCEX TUNAX KNEeToK, obecnevnBas
OHEepreTuky, AblxaHue n gpyrue
XM3HEHHO Ba)XHble€ MPOLECCHI.
OTO — reHbl «goMalLLHero
xo3ancTtea». OaHaKo OOMbLWNHCTBO
reHoB — TKaHecneuundguieckue.
OHW 3KCNpeCcCcUpyroTcH TOMNbKO B
onpeferneHHbIX TKaHAX B
onpeneneHHbI MOMEHT UX
OHTOreHesa



bunoxmmmyeckme m monekynapHbie
npoLecchl, y4acTByloLle B
KOHTPOE pa3BUTUA XOPOLLO
n3ydeHbl. OgHaAKO OO0 CUX MOpP HET
OTBETa Ha BOMNPOC, Kak U3 0gHOWU
ONOA0TBOPEHHON AULIEKNETKU
obpa3syetca bonee 200
rTMCTONOINMYeCKUX TUMOB KIETOK,
COCTaBNAIOLMX HalLl OpraHn3m
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Bce KneTkn opraHnama MoXXHO
pa3gennTb Ha TPU rpynnbl —
comamu4yecKue, 3apoobiliesnle
N CmMeosiosklie, HanaeHHble BO
MHOIMMX TKaHSAX YenoBeka.

B 3aBUCUMOCTU OT BHELLUHUX
CUrHanoB CTBOJIOBbIE KIETKN
MOryT andpdoepeHumpoBaTbCS B
pa3nnyHble cneumanm3npoBaHHbIe
TUNbI KNETOK



nmMmdporaHbIE

KNEeTKH

CTEONOEDbBIE
KNEeTKK

MMENOMAHBIE

KNEeTKK"



NndopepeHUnpoBKa He
COMPOBOXOAETCH yTpaTon
reHeTnYeCcKoro martepuana.
MeHgaeTcsa nNulb XapakTep

9KCMpeccumn reHoB..
LndppepeHUunpoBaHHbIE KINETKU
TEePAKT momurnameHmHoOcMmb, TO
eCTb CMNOCODOHOCTb AaBaTb Ha4Yaro
NOObLIM APYrMM TUNam KneTok



B netepmMunHauumn pa3BuTUA
BeayLlaga pornb NpuHaanexXuT
umuTonnasme. B oouute
OKCMPEeCCUpyrTcs BCe reHbl, U B
oonmasmMe HakannmBaloTCH
MaTepuHckme obenkn n MPHK,
KOTOPbIE N YNPAaBNAOT NepBbIMU
9TanamMmu gpobrieHns 3apoablla —
MamepuHcKuU aghgpeKkm oorifia3mbl



[anbHenwaa anpgepeHLNpoBKa U
MOpdroreHes ocyLlecTBnaeTcda noa
KOHTpOiem
mMpaHCKPUMUUOHHbIX gbaKmopos8 —
CEKPETOPHbIX MOJSIEKYI, CMOCOOHbIX
B3anMMOOencTBoBaThb C
PErynATOPHLIMU y4acTKaMn Opyrmux
[eHOB, TaK Ha3blBaeMOW
«2eHHoUu» cemu



TpaHCKpUNUMUOHHbIE dhaKTopbI
00pa3yoT KOHLUEHTPALMOHHbIE
rpagneHTbl, KOTOPbIE, B CBOIO
oyepenb, BKNOYaOT N BbIKMOYaoT
Kackaabl ApPYrMx reHoB. 3aTeM 3TOT
NpoLecc rNnoBTOPAETCA B boree
y3KMX Mmacwtabax. B pesynesrarte B
Ka)XOOM CerMmeHTe Tena
CKnagblBaeTCHA CBOSI XapaKTepHas
KOMOMHALNSA aKTUBHbLIX FrEHOB



Teno B3pocnoro opraHn3ma
doopmupyeTca Kak
"TOCKYTHOE ogeano’.

B KaXxgom nockyrte
aKcnpeccupyeTcH
onpegeneHHbIn Habop reHoB



Afnpa gndpdepeHUnpoBaHHbIX
KINETOK HE yTpaynBatoT
TOTUNATEHTHOCTU U, Oyay4n
TpaHCNIaHTUPOBaHbI B
0e3bAaepPHYHO 3UTOTY, CMTIOCODHbI
MHNLUMNPOBATb pa3BUTUE, YTO
ybeamnTenbHO NokasaHo B
onbiTax Mo K/I0HUPOBaHUIO
XXMBOTHbIX



B 1997 r. nogBunoco
CeHcauMnoHHOEe coobLleHune o
NonyvYeHnm KNoHasrbHOro
XUBOTHOIO — OBeYKku [lonnu



B 9TKUX aKkcnepumeHTax,
BbIMONHEHHbLIX MoA4 PYKOBOACTBOM
AHa BunbmyTta, JOHOPCKUE aapa U3
KINeToK MOJTOMHOM Xenes3bl OBLUb
TpaHCNMaHTUPOBAanun B €€ Xe
OOUUTHI.

N3 277 oounTOB, NOABEPILLNXCSH
TpaHcnnaHTauum, poannachb
TOnbkKo ogHa onnw



Cxema onbiToB AHa BunbmyTa

Scottish Blackface Finn-Dorset
(Cytoplasmic Donor) (Nuclear Donor)
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B HacTosee BpeMsa paboTbl B
obnacTtun perpooyKkmusHo20
KIMOHMPOBaHMS YenoBeka, TO eCTb
Nnony4yeHnst HOBOro opraHn3ma m3
COMAaTUYECKOWN KINETKN peLnnmneHTa,
CUMTAKOTCA HEQOMYCTUMbIMU. ITO
CBS13aHO C OOMbLIMM KOSTMYECTBOM
9TUYECKNX N NPABOBbIX Npobrem



bonee nepcnekTBHLIM
npeacTaBsieTco
meparieemu4yecKoe
KIOHNPOBAaHWE, TO ECTb
BblipallBaHUE W3 CTBOJOBLIX
KNEeToK cneunanm3npoBaHHbIX
TKaHeW. [1pn 3TOM MOXET ObITb
CHATA O04Ha 13 caMbIX CEPbE3HbIX
npobnem TpaHCnMaHToNnorMm—
OTTOPXXEHNE nepecakeHHbIX
TKaHeu



bnarogapto 3a
BHUMaHMeE!



