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N3MeHUYNBOCTb KakK
ononornyeckoe sABneHue.
PopMbl UISMEHYUBOCTW




o HacnencrteeHHoe MHOroobpasne 4YenoBeka - -4

pes3ynbsrart 4nuTenbHOW 3BONLUN XKNBOW
MaTepun

o Dakmopbl 380s10UUU OrlumeribHOe 8peMs 8rUSIIU
He MOoJIbKO Ha HoOpMaribHbIe Xxapakmepucmuku
op2aHu3ma, HO U Ha e20 rnamoJsio2u4yecKue
peakuuu, obycrioeriueas 3Ha4YuUmMesiIbHoO
6osibwee MHO2006pa3ue HO30J/102UYeCKUX
¢hopm 60s1e3Hell y Yyerioeeka rno cpa8HEeHUR C
makoebIMU Yy XXUBOMHbIX

o [lpu 3TOM Hago MMETL B BUAY OCOBEHHOCTH
3BONKOLINK YernoBeka Kak 61onorn4yeckoro u
couuanbHOro cyllecTea




e Y YenoBeKa KaK coumnanbHOoro cyliecraa
€CTECTBEHHbIN OTOOP CO BPEMEHEM
npoTeKarsn Bce B boriee cneunguieckmnx
doopmax, 4YTO pacLINpPSAro HacneaCcTBEHHOE
pasHoobpa3sue nonynaunm

o« CoxpaHAanocb To, YTO MOrNO
«OTMEeTaTbCA» Y XKUBOTHbIX, UIHN,

HaoOOpOT, yTPauYMBaNocCb TO, YTO HYXHO
XXUBOTHbIM



o Hanpumep, bonee nonHoueHHoe obecnevyeHne
ceba nuilen, ygoBrneTBopeHne notTpebHocTu B
ButammHe C no3Bonumnmn 4YernoBeKy B npoLiecce
9BOMOLINN
«yTpaTUTb» reH L-rynoHonakroHokcuaasbl,
KatanusanpyroLwlen cuHTe3 ButammHa. Hanu4yue
9TOr0 reHa y XXMUBOTHbIX ABMSIETCSA CTPaxXxOBKOW OT
PA3BUTUSA LIMHTN, @ YENOBEK N3-3a TaKoW
«BCceoOLen BpOXXAEHHON OLLNOKMN
MeTabonuama» nogBepxeH aButammHosy C



B npouecce aonounmn yenosek
«npuodpeTtan» n
HeXenaTesibHble NPU3HaKM,
NMeKLLNE NPSAMOE OTHOLLEHME
K naTonorum Yernoseka

BONbLWMHCTBO BNOOB XMBOTHbIX
HEBOCNPUUMYNBO K
ANPTEPUNHOMY TOKCUHY U
BUPYCY NOSFIMOMMESIUTA,
NOTOMY YTO Y XXUBOTHbIX
OTCYTCTBYIOT COOTBETCTBYIOLLNE
peuenTopbl MeMBpaH KNeTok

Y 4yenoBeka 3Tu peuenTopsl
ecTb. [leTepMmuHupytoLine nx
reHbl Y>Xe naeHTuuumpoBaHbl.
Hanpumep, ana socnpudarug
ONAPTEPUMHOIO TOKCUHA TaKoW
reH nokanu3oBaH B 5-1, Ang
BUpyca nonuomuenurta - B 19-n
XpomMocome
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o« Bce MHoroo6pasue X1MBoro u ero
NOCTOSHHOE COoBepLUeHCTBOBaHUe ObinK
Obl HEBO3MOXHbI 6€3 N3MEHYNBOCTHU

e NI3MeHYusoCcmMb — 3MoO
obwebuornoauyeckasi criocobHoCMb
op2aHuU3Mo8 8 rpouyecce OHMo2eHe3a
rnpuobpemamsp HO8bIE MPU3HaKU,
ympadueambs cmaphkle, cyujecmeosams 8
pasriu4yHbIX sapuaHmax



o BbipaxaeTcsa UaMeH4YnMBOCTb B TOM, YTO B
NMOOOM MOKONEeHUN 0codun 4yem-To
OTNU4atoTCs Apyr OT Apyra u oT poanTenen

e [lpnyMHa 3TOro — TO, YTO MPU3HAKU U
CBOMCTBA OpraHU3ma — 3710 pe3ynbraT
B3anmMmonencTemsa AByX (PaKToOpoOB:
HacrneacTtBeHHOW Hdopmaunm (ot
poauTenen) N KOHKPETHbIX YCITOBUN BHELLHEN
cpenbl, B KOTOPbIX WO MHAMBUAYANbLHOE
pa3BUTUE KaxXOou ocobu



FrEHOTUN dEHOTUN

Cpepa

Bone3Hb = leHoTun + Cpena

ITobble NposiBNEHUs1 XXN3HeOeATeNbHOCTM OpraHn3Ma siBMSTCS pe3ynbraTom
B3aMMOOENCTBUSA HACNeOCTBEHHbIX U CPeaoBbiX (haKkTOpPOB.

Bone3Hb TakXke pa3BuBaeTcsi HA OCHOBE TECHOro B3aMMoAencTBusS
BHELWHUX NOBpeXAalrLlmnx U BHYTPeHHUX akrtopoB. Ecnu camu BHyTpeHHue
dakTopbl HAacCNeaCTBEHHO N3MEHEHBI, TO BO3HWKAET NaTONOrM4Yeckuii npoLiecc.
dakTopbl BHYyTPEeHHEeN cpeabl B KOHEYHOM CYéTe — pe3ynbraT
B3aUMOAEMNCTBUA reHeTUYECKNX N cpeaoBbiX PakTOPOB B OHTOreHese,
MOTOMY YTO YPOBEHb FOPMOHOB B OpraHnM3me, o0CoO6eHHOCTN OOMeHa BELLIECTB,
MMMYHHbIE peakLUun NcxooHo onpeaenstoTcs MYyHKLUNOHMPOBaHNEM
COOTBETCTBYHOLLNX F€HOB, APYrMMW CNOBaMW, FEHETUYECKON KOHCTUTYLIMEN 4



A CooTHOCUTENnbLHasA ponb
G reHeTu4yeckux (G) n

@ cpenoBbix (E) ¢pakTopoB B
pa3BuTumn 6onesHen
yeroBeka:

1 — HacneacTBeHHbIE
oones3Hu;

2 — bonesHu ¢
HacneaCTBEHHOM
© npeapacnonoXeHHOCTbLIO;

3 — HeHacneacTBeHHble
—> oone3Hu

USMEHYMNBOCTb HACINEOCTBEHHbIX MPU3HAKOB - OCHOBA MNATOJIOINMHA

(cbinb, NnoBbIWEHME TeMniepaTypbl, U3BMEHEeHUe DMOXMMUYECKUX NoKasaTenen
KpoOBM ...)
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KayecTBeHHbIe ® HE
KonnyecTBeHHbIe NPU3HaKW

o [lpn3Hakm opraHnama genarcs Ha
KayeCTBEHHbIE U KONTUYEeCTBEHHbIE

« KayecmeeHHbIe — NpU3HaKu, Komophbie
MO)XHO onucams. [pumep: Kapue rnasa,
TeMHble Borocbl. KayecTBeHHble Npu3HaKku —
MeHAenMpyoLLne nNpusHaKku

e KonnuyecmeeHHbIe NpPU3HaKU —
orpedesisromcsi usamMepeHuem (pocT, Macca
Tena). KonndectBeHHble (MONMMEpPHbIE)
Npu3HaKku 6oriee CroXxHbl B U3y4YeHUU, T.K. HE
OaloT YeTKOW KapTUHbI HacnenoBaHUS
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o [10 MexaHn3amam BO3HUKHOBEHUS N XapaKTepy
N3MEHEHN NPU3HAKOB pasnuMyatoT ABa TUna
N3MEHYMNBOCTU: HacsiedCMeEEeHHYI0 U

HeHacs1edCMeeHHYo
N3MeHYUBOCTb
acrieACTBEeHHas ~HeHacnegcTBeHHas
(reHOTUNUYecKas (dbeHOTMNMYecKan
) Unu
7
I [ KOM6MHaTMBHa} kMOF'-V'CbVIK\aLWIOHHaﬂj
q }

—>[ MyTauuoHHas ]

ComaTtunyeckas

[ eHepaTnBHas

~
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o« HacneocmeeHHasi usaMeH4YUBOCMb — 3IMO
CriocobHOCMb K U3BMEHEeHUSM
2eHemu4ecKko20 mamepuaria (eeHomuria)

o« HeHnacrneocmeeHHasi (MoOuguKayUuOHHasl,
unu ¢gpeHomurnu4eckasi) — cnocobHocme
op2aHU3M0o8 peaauposams Ha ycrioeusi
OKpyKarouwieu cpeldbl U USMEHSMbCS 8
rnpeoesiax HopMmbl peakyuu (U3MeHSMb
ceHomun)
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HeHacneancreBeHHas
N3MEeH4YNBOCTb




o

o0
HeHacnenocrBeHHas sess
(dbeHOTMNINYECKasA) UBMEHYUBOCTL | ©

« HeHacnnedcmeeHHasi (MoOugbukayUoOHHas!
nnn gpeHomunu4yeckasi) UsMeH4YuU8oCmb
npeacTaBnaeT cooon 3BOMOLIMOHHO
3aKpensEHHbIE MPUCNIOCOBUTENbHbIE
peakuun opraHnuamMma Ha U3BMEHEHME YCIOBUN
BHELLUHEW cpeabl 6e3 U3MEHEHUA TEHOTUNA
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NMposBreHna peHOTUNNYEeCKOU
N3MEH4YNBOCTH

o« Moandomkaumm

o« PeHokoNuK

o [lNunTenbHble moandonkaumm
e Mopdo3bl
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Moaundukaumnm

e Modudpukauuu - amo cheHomunu4eckue
U3MeHeHUs, 803HUKarouwue rnoo enusHuem
ycrio8uu cpelbl U He cesi3aHHbIe ¢
U3MEeHeHUsaMU 2eHomurna

o Mogndunkaummn
» He HacrnegywTca u

o COXPAaHAITCSA NULLb Ha NMPOTSXEHUN KUSHU
[laHHOro opraHMama
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o Mpumepbl MogudmnKaLLMOHHON U3MEHYMBOCTH
y YyernoBeka:

o YCUIIEHME NMUITMEHTaLUN KOXU (3arap) noa
BITUAHMEM YNbLTPAMPUONETOBLIX Ny4en

=

o

o MOLLHOE pa3BUTUE KOCTHO-MbILLEYHON CUCTEMDI
B pe3ynbrarte dn3n4ecknx Harpy3ok
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» WN3MEHeHMue KonmnyecTsa
SPUTPOLMTOB Yy YerioBeka npu
npebbiBaHMN HA pa3HbIX
BbICOTaX Ha[ ypOBHEM MOpSi: B
1 MMm* KpoBW Y Nioaen,
XUBYLLMX B MECTHOCTAX Ha
YPOBHE MOp4, UX B [Ba pasa
MeHbLUe, YeM Y ntoaen,
XUBYLLIMX BbICOKO B ropax

» WHMEKUNOHHbIE 3aboneBaHus,
NPOTO30MHble 3aborieBaHus,
rennbMMHTO3bl — NOCHEe
BbI3JOPOBEHUS YEeNnoBeEK
NUMEET TOT e HEN3MEHEHHbIN
reHOTUM




o Bce npusHaku n ceonuctBa opraHnsma
HacneacTBeHHO AETEPMUHUPOBAHbLI, O4HAKO
op2aHuU3Mbl Hacredyrom He caMu rnpu3Haku u
ceoucmea, a flullib 803MOXHOCMb UX pa3eumus

e DopmMuUpoBaHME MPU3HAKA — LiENb NPOLIECCOB,
noyuwasa ot reHoB Yepe3 MPHK, nonunentng n
doepMeHT, — npoTeKaeT HopMarsibHO TOMIbKO B TOM
criyJdae, eciniv B KNeTke UMeOTCs Bce Heobxoanmble
NCXOAHbIE BELLLECTBA, MICTOYHUK SHEPTUN U
nogxoasiLue ycnoBua ans peakumnm

e T.e.cpena gormkHa obecneynTb yCnoBus,
Heobxoaumble AN OpMUPOBaAHUA NPU3HaKa
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Hopma peakuun

o CTeneHb BbIPAXEHHOCTM TOro Unn-— .- Hopma .
MHOrO NMpu3HaKa, MOXeT ObITb e
pa3HOW B 3aBUCUMOCTU OT
yCINOBUW BHeELLHEW cpeabl: npu
OOHNX OHa MOXET ObITb YCUIEHa,
npu Apyrux — ocnabnexa L2 BLEL

o [lpederibl 8apbupPOBaHUS .
rpu3HaKa, oepaHu4YeHHbIe
delicmeuem 2eHomuna, [ S }

Ha3bl8aromMcs HoOpMouU peakuuu



[1ns pasHbIX NPU3HAKOB 1 CBOWCTB OpraHm3ama
rpaHulbl, onpegensieMbie HOPMOMW peaKkuuy,
Heo4MHaKOBbI

Hopma peakunm MOXET ObITb LUMPOKON N Y3KOU

Hanbonblien namMeH4YnMBOCTLI0 XapaKTePU3YyoTCS
KoJslu4yecmeeHHble rnpu3Haku. KayecmeeHHbIe
nMpuU3HaKu Mano U3MEHAITCS NPU N3MEHEHUU
yCcrnoBuW cpefpbl

TUNUYHOCTbL KNMMHNYECKOU KapTUHbI 3aboneBaHunsA
MOXET ObITb 00bSICHEHA NO40OMEM HOPMbI PeakLnmn y
nogen, MerLmMx pasHble reHotunbl. PasHbie
dopmbI Te4yeHUNA 3aboneBaHNA CBA3aHbLI C
NposiBNEHNEM MHOUBUAYASNTBHOCTU NrEHOTUMNOB
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Bce npusHaku u ceolicmea ka)xx0020 op2aHu3mMa
Mo2ym U3MeHSIMbCS MOJIbKO 8 rnpedesiax
HOPMbI peakyuu

Hopma peakumu cknagbiBanacb UICTOPUYECKU B
pe3ynbTaTe ecTeCTBEHHOro oTbopa

B cuny atoro moangukaunoHHas
N3MEHYMBOCTb, KaK nNpaBuIio, LernecoobpasHa.
OHa COOTBETCTBYET YCIIOBUAM OOUTaHUS,
SBMAETCH MPUCrnocobnTenbHON

Bo3HMKHOBEHWE MOANUMPUKALMNOHHBIX N3MEHEHNN
CBA3aHO C TEM, YTO YCI0BUSA Cpedbl
BO3OENCTBYIOT HA (DePMEHTaTUBHbIE peaKkuun,
NnpoTeKkarwLine B pasBMBaloLLLEMCS opraHmame, u
B N3BECTHOW MEPE N3MEHST NX TeYeHne
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JKCNpPEeCcCUBHOCTb

AKkcnpeccueHocmb — cmerneHb 8bIpaXeHHocCmu
cheHOMUNUYECKO20 rMposiesieHUs NMpu3HaKa

Min — Max

OHa 3aBUCUT OT (PaKTOPOB BHELLHEN cpeabl U BIUAHUS
OpYyrux reHos

JKCNPEeCCUBHOCTb CBAA3aHa C U3MEHYMBOCTLIO NMPU3HaKa
B npeAenax HOpMbIl peakuuun. SKCNPECCUBHOCTb MOXET
BblpaXaTbCH B USMEHEHNN MOPJOSTIOrM4YeCKNX NPU3HaKos,
BNOXMMNYECKUX, UMMYHOSTOMMYECKUX, NATOSNTOrNMYECKNX U
Opyrux nokasatesneun. Tak, cogep)aHue xrnopa B norte y
yenoBeka 0bbI4HO He npeBbiaeT 40 mmonb/r, a npu
HacnegcTBeHHOM ODone3Hn — MyKoBucuuao3se (nNpm ogHoM ur
TOM Xe reHoTune) konebnetca ot 40 go 150 mmonb/n
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« HacneaocreseHHass bonesHb —
deHUNKeToHypusa, cBsa3aHHas Cc
HapyLleHneM aMUHOKNCITIOTHOrO obmMeHa,
MOXET UMeTb Pa3fIUYHYIO TAXEeCTb
nposiBNeHus (T.e. pasfinyHyro
9KCMPEeCCMBHOCTbL), Ha4YMHas OT JIErkou
cTerneHn yMCTBEHHOM OTCTasIoCTn, A0
rmyobokon nmbeunnbHOCTH (T.€. CNOCOOHOCTH
NULWLb K 3NTEMEHTapPHbIM HaBblKam
camoo0CnyXnBaHus)
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[leHeTPaAHTHOCTL

e OOuH 1 TOT Xe MPN3HAK MOXET MPOABIIATLCA Y HEKOTOPbLIX
OopraHnM3mMoB 1 OTCYTCTBOBATb Y APYIrnx, UMELNX TOT >Ke NeH

e [leHempaHmMHoOCmMb — Yyacmoma rposierieHUs rnpu3Haka,
oripeoeriieMo2o 2eHOM

o Bblpa)l(aeTCﬂ B NPOLUEHTHOM OTHOLWEeHn Yncna nuu,
MMer LWnNX daHHbIN NPU3HAK, K YUcny numy, nmermnx
AdaHHbIN F'eH

o Ecnn, Hanpumep, MyTaHTHbLIW FreH NPOABAETCA Yy BCeX 0coben,
roBopAT 0 100 % neHeTpaHTHOCTU, B OCTalbHbIX CllydYasax — O
HEenosIHOU NeHeTPaHTHOCTH

o Tak, HacnegyemocTb rpynn Kposu y Yyernoseka no cucreme ABO
NMEET CTOMPOLIEHTHYIO NEHETPAHTHOCTb, HACNEACTBEHHbIE
bonesHn: anunencus — 67 %, caxapHbin gnadeT 65%,
BPOXOEHHbIN BbIBUX 6eapa — 20 % u 1. A.

@ @ @ @ @ @ NeHeTpaHTHOCTL = 2/6 * 100:40




o [eHbl, KOHTpONUpYyOLLMEe NaToNnornYeckne NPU3HaKu,
MOTYT UMETb Pa3fINYHYIO NEeHEeTPaHTHOCTb U
3KCNPECCUBHOCTb, T.6. NPOSABMATLCS HE Y BCEX
HOCUTEeNnen aHoManbHOro reHa, a y 6onetLmnx cTeneHb
Oone3HeHHOro CocTosaHNA HeoanHakosa. M3meHsist
ycrioeusi cpedbl, MOXHO 8J1Usimb Ha NposieJsieHuUe
rnpu3HaKkoes

e TOT (paKT, YTO OOAUH U TOT XKe FEHOTUIN MOXEeT ABUTbLCH
UCTOYHUKOM Pa3BUTUA Pa3NUYHbLIX PeHOTUNOB,
UMeeT cyLlecTBeHHOe 3Ha4YeHne Ana MeguunHbl. JTO
O3Ha4aeT, YTO omsi2cowWeHHasi HacsiedCcmeeHHOCMb He
o0b6s13amesibHO dosnkKHa nposieumscsi. MHoroe 3aBucuUT
OT TeX YCIOBUU, B KOTOPbIX HaxoauTcs Yenosek. B psaae
cryyaeB 60re3Hb Kak PeHOTUNNYECKOE NPOSIBNEHNE
HacnegcTBeHHON MHAOPMaLUN MOXHO NPeaoTBpaTuTb
cobnaeHnem aAmMeTbl UNu NPUEMOM NEKAPCTBEHHbIX
npenapaTos.




« bonesHb — 04HO U3 NPOABIIEHUN
NPUCNOCOOUTENbHbIX Ppeakumn Ha
AencTBUue noBpexgarwmx paktopoB
OKpyxamlLien cpeabl. [TockonbKy KaXxabiv
YeroBEK C reHETUYECKOWU TOYKM 3PEHUA CTPOro
nHanesuayaneH n HeNOBTOPUM, TO U peakLumn
Ka)Ooro 4yenoBseka cneununyHbl
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« OHMo2eHemu4yeckasi U3MeH4YUB80OCMb —
pa3HosUOHOCMb (heHOMuUNuU4YecKou
u3MeH4Yu8ocCmu, cesi3aHHasl ¢
oripedesieHHOU cxemoU pa3sumus
ocobu

o [lpouecc nHamBuayanbHOro pasBuTUS
NMMEET pAn KPUTUYECKUX nepuonos,
Korga opraHu3m Hanbonee ya3Bum K
pa3nNM4HbIM CPEOOBbLIM (pakTopam

o OCOOYI0 YyBCTBUTENBHOCTb K TOKCUYECKNM
BO3JENCTBUAM NMEET 3MOPUOH HA paHHUX
cpokax pa3Butuga (B nepBOM TpUMecTpe
bepeMeHHOCTH)



o HopmanbHoe pa3BuTUe opraHMama COnpsXXeHo C
aKTUBHbLIM OeNieHNeM KNEeToK, MOpPOreHeTUu4eCKUM
OBWXEHNEM 3apoabIlleBbIX NMUCTKOB, NpoueccamMu
O depeHLMpOBKM U opraHoreHesa

e [OKCMYECKOE BO3JENCTBNE MOXET CNPOBOLIMPOBATL
rmdenb oTaenbHbIX KNETOYHbIX Macc, 3aMeannTb
pacnaj u paccacbiBaHNE OTMUPAIOLLNX KINETOK,
HapyLWNTb B3aUMOAENCTBME TKAHEW MeXay cobou

o B pesynbrare TOT unu MHOW opraH pa3BuUBaETCS
HeNpaBUITbHO U HEAOPAa3BUBAETCA, YTO
hbeHOTUNNYECKN NPOSABIISIETCA B NOPOKaX pPa3BUTHUSA,
HeCMOTPA Ha HOpMarbHbIW reHOTUN



o PakTOpbl, NPMBOAALLME K PA3BUTUIO
BPOXOEHHbIX MOPOKOB Yy AETeN, He
CBSI3aHHbIX C HApyLLUEeHMEM HacneacTBEHHOIO
mMarepuarn, Ha3blBaloTCA TepaToreHHbIMMU

o [lpnpoga nx mHoroobpasHa

o XapakTePHOM YepTOU TEPATOreHHbIX MOPOKOB
PA3BUTUA ABMAETCA TO, YTO OHUN He
HacrneAayrTcA
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deHOoKONMUMU

o K mMogmdpunkaymoHHOU N3MEHYNBOCTU OTHOCATCS
Takke peHOKONUMU

e ®DeHoOKOMNMuu — HeHacriedOcmeeHHbIe USMEHEHUS
rpuU3HaKko8 opaaHu3ma rnoo eriuUssHUeM cpeokbl,
Konupyrowue Mymauuu, omcymcmeyrouue 8
eeHomurie 0aHHO20 YerioeeKka

o B passutumn peHokonmmn MoryT urpaTb pornb
pa3HoobpasHble hakTopbl cpeabl —
KnumaTunyeckue, pusndeckme, xmummnveckue,
bunornornyeckme
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o BepoaTHoOCTb NosaBneHus
NOPOKOB pPas3BUTUA Y
nnoga BblCOKa, ecrnu
bepeMeHHas XeHLnHa
npuHMUMana
onpenerieHHbIe
riekapcTtBa unu
nepeHecrna KOpeBylo
KpacHYyXYy,
TOKCONna3mos,
cucpmnuc

o [lopokun, nosgensaoLinecs
rnocre 3Ttoro, MoryT
HaNnOMWHAaTb NPU3HAaKW ]
HaCJ'IeLI,CTBeHHblx nOCTI/IMI'InaHTaLWIOHHbIVI
3aboneBaHuin 3MOpUOH
(dbeHokonumn)




HopmMmanbHbIn MyTaHTHbIW
reHoTUn reHoOTUN

Cpena

NMaTonornyeckun NMaTonornyeckuun
deHOTUN deHOTUN
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e TORCH-nHdekuuun

o Toxoplasmosis
e Rubella (kpacHyxa)
o« Cytomegalovirus

« Herpes -

)
000000
0000

- Hannume oeHokonnn 3Ha4YnUTENBbHO OCNOXHAET ANArHOCTUKY
 [Ina n3deraHns Taknx oIMOOK HY>XHO TLLATENLHO cobupaTb
aHamMHe3 6ones3Hu

* MexaHn3m noaBneHna eHOoKoNnm cea3aH ¢ Hann4ynem u
OeVNCcTBMEM (PaKTOPOB, HapyLlaLWMX B3aMMoaencTene
reHoB, HeraTMBHO BNUAIOLWLKMX HA peanu3aunio HopManbHOU
reHeTn4yeckomn nHdopmauunm

 [loaTOMY B KpUTUYECKME NEPUOOLI OHTOreHe3a Heobxoanmo
CTPOro criegoBaTb 340pP0OBOMY 06pasy XU3HU
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Bonuybda nacTtb

CuvHpakTunua



OnutenbHble Moaudmnkauun

o Ocobyto rpynny mogndukayMoHHOM
N3MEHYNBOCTU COCTaBNSAT dsiumesibHbIe
Moouchukauuu — Habrrodaemble 8 meyeHUe
oripeoesieHHo20 8peMeHU 8 POy NoKoseHuu, Ho
MoMoMm rpu3HaKk uameHsemcs Ha
rnepsoHayaribHbIlU

e OTU N3MEHEHMNA BO3HUKAIOT NOA BIIUAHNEM
BHELLHUX YCIOBUU
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e T[akK, Npm BO3QEUCTBUN BLICOKON U MOHUXXEHHOW
TemMnepaTtypbl HA KYKOMNOK KONopaackoro KaptodensbHoro
XKYKa OKpackKa B3POCIbIX XXUBOTHbIX U3MEHSAETCA. OTOT
NPU3HaK OEPXUTCSH B HECKOSIbKMX MOKOMNEHUSX, a 3aTeEM
BO3BpaLlaeTcs NpexXHAs oKpacka. YKasaHHbIN Npu3Hak
nepenaeTcs NnoToMkam NuLlb NoA BO3OENCTBUEM
TemMnepaTypbl Ha XXEHCKME 0COOU N He nepeaaeTcs, ecnu
BITUAHMIO (paKTopa noaBepranmcb TONMbKO caMubl.

o CneposartenbHO, ANUTENbHLIE MOANMUKALINK
HacneayTcs No TMNY yuTonna3MmaTtuyeckoun
HacnencTBeHHOCTU. [1lo-Bngumomy, noa BNUAHUEM
BHELLUHEro opaktopa npoucxoaaT U3MEHEHUA B TEX YACTAX
UMTONNa3Mbl, KOTOpble 3aTEM MOryT
ayTopenpoayumpoBaTbCS



Mopdo3bl

e Mopgho3bi — 3mo HeHacrieocmeeHHbIe
U3MeHeHUs (Moougbukayuu), ebi3eaHHbIe
aKcmpemarsibHbIMU Uriu HeOBbIYHBbIMU OJ1S
guoa hakmopamu e8HelWHeU cpeobl
(peHM2eHOo-, XeMOMOPE0O3bl)

o Mopdo3bl MeT HeHacneayeMbIU,
HeaganTUBHbIN, HEOOPATUMbIN XapaKTep
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NMpusHakn moanpmnKkauMoHHON
N3MEHYUBOCTU

« HeHacnegyemocTb U 06paTUMOCTb (TOSMBKO BO
BpeEMS OENCTBUA HA OpraHn3m onpeaerieHHoro
drakTopa cpeabl)

« HanpaBneHHOCTb U aA4anNnTUBHOCTb -
OOHOHanpaBnNeHOCTL Yy OOMbLLION rpynrbl NOAEN
(Npn 3aboneBaHnAX NPOSIBNAKTCA OJNHAKOBbIE
CUMNTOMbI — HACMOPK, rofioBHas 60rib,
TemMmnepaTtypa). bonbWwWnHCTBO Moandukaumn
MMEET NPUCNOCODBUTENBHOE 3HAYEHNE U
cnocobcTByeT agantauum opraHM3MoB K
N3MEHEHWIO OKpYyXKatoLlewn cpeabl
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e MHOXeCcTBEeHHOCTb U NpeaAcKasyeMocCTb

e VIHTEHCMBHOCTb MOaAUdUKALIMOHHbBIX
M3MEHEHNN NponopLnoHanbHa cune u
ONNTENbLHOCTU OeUCTBUA dpakTopa cpeabl
Ha OpraHmn3m

o MoonpukaynoHHaa N3MeH4YNBOCTb
reHeTn4yeckn obycrioBsrieHa U orpaHn4eHa
HOPMOW peakumnu
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HacneocrBeHHan
N3MEeH4YNBOCTb




oo
HacneacTtBeHHas 335
(reHOTUNKMYeCKast) UBMEHYNBOCTb | ¢

o [log HacnegcTBeHHOW U3MEHYMBOCTbLIO MOHUMAKOT
CMOCOOHOCTb K UBMEHEHUSAM FrEeHETMYECKOro MaTepuana

e HacnedcmeeHHyr0, NN 2eHOMUMNUYECKYHO,
N3MEHYMBOCTb Noapa3aensatoT Ha KOMOUHamue8Hyr
MymauyuoHHY0

e KombuHamueHoOl Ha3blearom U3MeH4YUB0CMb, 8 OCHOBE
Komopol nexum obpa3osaHue pekoMbuHayuu, m.e.
makux KombuHauuu 2eHo8, KOmophkIx He bbIo y
podoumerneu

o MymauUOHHOlj Haa3bleaemcsd UaMeH4YuU80CIMb CaMoOeO
ceHomuria
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KombuHaTuBHan eecs
N3MEHYMBOCTb e

o B ocHoBe KOMBMHATUBHOW N3MEHYMBOCTU NEXNUT NOSOBOE
pasMHOXXEHMEe OpraHNM3MoB, BCIIEACTBME KOTOPOro BO3HUKAET
bonbLloe pazHoobpasne reHoTUMNoB

o« WcTOoYHMKaMn KOMOMHATUBHOW U3MEHYUBOCTU ChyXKaT
Tpu npouecca:

HesaBucnmoe pacxoxaeHne roMonormyHbIX XpOMOCOM B MEPBOM
MEeNOTUYECKOM AeNeHnn

B3anMHbIn 0OMeH y4acTKkamu roMOSTOrMYHbIX XPOMOCOM, UMK
KpoccuHrosep. OH co3daeT HoBble rPYMMbl CLUENNEHNS, T. €.
CNYXXUT Ba)KHbIM UCTOYHUKOM FrEHETUYECKON pekoMBbUHaLmm
annenen. PekoMbUHaHTHbIE XPOMOCOMbI, OKa3aBLUUCb B 3UroTe,
CMOCOOCTBYIOT NOSABNEHUIO NPU3HAKOB, HETUMNYHBIX AN KaXXO0ro
n3 poauTenen.

Cny4alnHoe coyeTaHue raMeT npu onnoaoTBOPEHUN
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KombOuHaTtnBHas USAMEHYMBOCTb - Ba)KHEULLWUW oo
MCTOYHUK DONbLLUOIro HacNeaACTBEHHOrO
pa3sHoobpa3sus, XxapakTepHOro Asns XuBbIX
opraHM3mMoB

OfgHako nepevncrieHHble NCTOYHNKM
N3MEHYMBOCTN HEe NOPOXAAOT CYLLEeCTBEHHbIX
Ans BbXKUBaHUA CTaOUNbHbIX N3MEHEHUU B
reHoTUNe, KOTopble HeobxoauMbl, COrnacHo
9BOMKOLMOHHOW Teopun, A5 BO3HUKHOBEHUS
HOBbIX BMOOB. Takme nameHeHUsi BO3HUKaKT B
pe3ynbrate MyTauuu
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o KomOGMHaTMBHasA N3amMeH4YNBOCTb LLUPOKO
pacnpocTpaHeHa B npupoae

e Y MUKPOOPraHM3moB, pa3MHOXXarLLNXCA
becnonbiM nNyTem, NOSABUIINCb CBOEOOpa3HbIe
MeXaHn3Mbl (TpaHcopMauns U TpaHcayKUnSA),
npuBoasiLLmeE K rnosiBNeHn0 KOMOUHaTUBHOM
N3MEHYNBOCTU

o KombuHaTtuBHasi N3AMEHYMBOCTb Y 340POBbIX
poauTenen — HocUTENen NAaToriorM4ecknx reHoB
MOXXET NPUBOAUTL K POXOEHMIO BDONbHbIX OeTewn,
a y 6ornbHbIX poauTenen nHoraa MoryT
poXaaTbCs 300POBbLIE OETU
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MyTaunoHHaa N3MeHYUBOCTb

e OCHOBHbLIM NCTOYHMKOM MHOroobpasus
HacnNeaCTBEHHbLIX MPU3HAKOB U UX
HenpekpallatoLenca 3BOMoLnnN CIYKUT
MyTaulMOHHaA USMEHYUBOCTDb

e Mymauuu (nam. mutatio — nepemeHa) —
3Mo 8He3arHo 803HUKarwue cmoukue
U3MEHEHUS 2eHemu4yecKo20 mamepuaria,
puesooswWUe K USMEHEHUO meX U UHbIX
Hac/1e0cmeeHHbIX NMpU3HaKoe opaaHu3mMa
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o CnocobHocTtb IHK MyTunpoBaTtb
crioXkunacb B 3BOMOLMN N 3aKpenunach
OTOOpPOM, TaK Xe, Kak M CNOCOOHOCTb
NPOTUBOCTOATb MYTAaLUUOHHbIM
N3MEHEeHUAM

o B opranmnsaunmn 1HK 3anoxeHa
BO3MOXXHOCTb OLUMDOOK e€e pennukaumnm
Hapsaay C BO3MOXHOCTbIO U3MEHEHNS
NepBUYHON CTPYKTYpPbI



o BepoaTHOCTb «cbosA» B TOYHOCTU penfnkaumm
monekynbl JHK HeBenuka: oHa cocTtaBnder
10~-10"". OgHako, NpuHMMas BO BHUMaAHWNE
NCKNIOYNTENBbHO BOSIbLLIOE YNCIIO HYKNEeOoTUA0B B
reHome (3,2 x 10° Ha rannouaHbIn Habop),
crieayet npusHaTtb, YTO B CYMME Ha reHOM KNeTKU
Ha OOQHO e€ NOKOoNeHne NpPmMxXoanTcs HECKOSLKO
MyTaLWn B CTPYKTYPHbIX reHax

e [10 MHEHMIO pa3HbLIX aBTOPOB, Kaxabln MHOUBUA
Hacnegyet 2-3 HOBbIE BpeaHble MyTaLun,
KOTOpPbIE MOrYT AaBaTth fieTalfibHbIW 9AEKT NNU
noaxBaTblBaTbCca OTOOPOM, yBENM4MBas
reHeTn4yeckoe pasHoobpasne 4YernoBe4eCcKnX
nonynaunm




MyTauunoHHasa Teopua
Xyro [le ®pu3sa

OCHOBHbI€ MOMOXEeHUSA o
MyTaUWUOHHON Teopumn y
pa3paboTtaHbl Xyro [le ®pusom ¢
1901-1903 rr. (OH >Xe NpearoXurn
TEPMUH “MyTauns’): |
» MyTauun Bo3HMKaIOT BHe3arnHo,

CKa4ykoobpasHo, KaK ANCKPETHbIE
N3MEHEHMNS NPU3HAKOB.

» B otnnyme ot HeHacneaCTBEHHbIX
N3MEHEeHUN MyTauun NpeacTaBnawT
coOoW KayeCTBEHHbIe N3MEHEHUS,
KOTOpbIe nepenatoTca U3 NoKoNeHns B
NOKONeHmne

Xyro fle ®pwus
(1848-1935)



MyTaunm npoaBnATCA NO-pasHOMY U
MOrYT ObITb Kak NoONesHbIMU, Tak U
BpeO4HbIMU, KaK AOMWUHAHTHbIMU, TaK U
peLeCcCUBHbIMU

BepodaTHOCTb 0OHapyXeHuUa myTaunm
3aBUCUT OT YnCra nuccrnegoBaHHbIX 0coben

CxogHble MyTaLMK MOryT BO3HUKATb
MOBTOPHO

MyTauun HeHanpaBneHHbl (CNOHTaHHLI), T.
€. MyTUpoBaTb MOXET Nobon y4yacToK
XPOMOCOMBbI, BbI3bIBasi UBMEHEHUS KaK
HEe3HaUYUTESbHbIX, TaK N XXU3HEHHO BaXXHbIX
NPU3HaKOB
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o [louTn Nt0OOE N3MEHEHME B CTPYKTYPE UNK
KONM4yecTBe XPOMOCOM, NPU KOTOPOM KIeTKa
COXPAaHAET CNOoCOBHOCTb K
camMoBOCNpon3BedeHmnto, obycnosnmBaeT
HacrneacTBEHHOE N3MEHEeHMe NMPU3HaAKoB
opraHm3ma

o B HacTosuee BpemMsa N3BECTHbI MyTaLnn Yy
BCEX KITaCCOB XMBOTHbIX, PACTEHUI U
BMPYCOB
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« Cywecmeyem MHO20 Mymauuu uy
yesioeeka. ViIMeHHO MmyTaumnamu
obycnosneH nonumopdnam
YenoBe4veCcKnx nonynsaumu:

o B pe3ynbrate myTauuin nosiBNAKOTCS U

pasnnyHasi IMrMeHTaUms KOXWu,
BOJ10C,

oKpacka rnas, paspes rnas
doopma Hoca, ywen, nogdbopoaka
rpynmnbl KPOBU U T. .

HacsieocmeeHHbIe aHomMmarsiuu 8

CMpOoEeHUU mersia, N HacrieOCmeeHHbIe

borie3HuU yerioeeka
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« HacneocrtBeHHas naTonorms — 4yactb o
HacneaCcTBEHHOU U3MEHUYMBOCTM,
HaKoMMBLLENCH 33 BPEMS 9BOSMIOLUN YenoBeKa

o Yenosek, ctaB bunonornyeckum sngom Homo
sapiens, Kak Obl 3annaTtun 3a “‘canneHtauuto”
CBOEro BMaa HakonmeHnem natosiorm4eckmx
MyTaLnm

e Ha ocHoBe 3TX NoNoXeHn PopMynmpyeTcs
OLHa U3 rMaBHbIX KOHLeNnuun meguuMHCKon
reHeTMKn o6 3BONMOLMOHHOM HaKoMNeHUn
naTonorn4yecknx Mmytauum B YesiloBe4YeCKUX
nonynaunax
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Knaccudukauma mytaumn

o MyTauum knaccndnympytoT:
Mo npn4YnHam, mxX Bbi3BaBLLUNM
MO XapaKTepy MyTUpoBaBLUNX KITETOK
Nno ucxoay Ans opraHM3ama

No Xapaktepy M3aMeHeHUN reHeTUYeCcKoro
MaTepuana
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ComatTunyeckKkue m
reHepaTuBHbIe MyTaLUun

o [lo xapakTepy MyTUpOBaBLLUNX KITETOK MyTaLun
nogpasgensioT Ha coMmamuy4yecKoe U
2eHepamueHblie

o buonornyeckoe 3HavyeHne NxX HepaBHOLEHHO U
CBA3aHO C XapaKTepoM pa3MHOXEeHUA opraHn3mMoB

o« ComaTtnuyeckune mytaumm nponcxogsT B
COMAaTUYECKUX KMNETKaxX N NPOSABAKTCH Y caMmou
ocobu. [Npn geneHnn myTnpoBaBLLEN COMATUYECKOM
KNETKN HOBble CBOMCTBA NepenatoTcs ee NoToMKaMm -
KJIOHY .
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[Tpy NoNOBOM pa3MHOXEHUN NPUIHAKW,
NOABMBLUNECSH B pe3ynbraTte coMaTu4yecKnx MyTauuu,
NOTOMKaM He nepenarTcd U B NpoLecce 3BONIOLUN
HMKaAKOW POsin He urparoT

OpHako B MHOMBUAYaNbHOM Pas3BUTUN OHU MOTYT
BNMUATb Ha hopMmMpoBaHne nprusHaka: 4em B bornee
paHHeW CTaguu Ppa3BUTUSA BO3HUKHET
comMaTtunyeckasa MyTauus, TeM 6ornblue y4acTokK
TKaHW, HeCyLUUN JaHHYI0 MyTauuio

Takne ocobu HasbiBaTCA Mo3aukamu. Hanpumep,
Mo3anKkamMu ABNAKTCA NIOAN, Y KOTOPbIX LBET
OAHOro rrnasa oTnu4yaeTcs oT LuBeTa APYroro, unm
)XMBOTHbIE ONpeaeneHHon MacTu, Y KOTOPbIX Ha Tene
NOSABNAOTCA NATHA ApPYroro LBeTa, U T. M.

[TIpMepbl eCTECTBEHHOIO MO3aunLm3mMma KEHCKOro
opraHuama — annernbHOe UCKIYeHne (X-
NHaKTMBaLMA)
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o Comartunyeckme mytaymm MoryT ObITb

NPUYNHOMN:
00OpPOKaYECTBEHHbIX N 31TOKAYECTBEHHbIX
HOBOOOpa3oBaHUM
NenKo3oB
HEKOTOpPbIX BoNe3Hen TKaHeW N OpraHoB, rae
KITETOYHbIN Nyn ObICTPO OOHOBNSETCH
(mapokcu3amanbHasa HoYHas reMmornobuHypums,

MakpornobynuHemnsa BanbgeHcTtpema v gpyrue
H60one3Hn KpoBU N UMMYHHOW CUCTEMbI)

o He nckno4eHo, 4YTOo comaTnyeckme myTtauuu,
BNnAOLWME HA MeTabonnam, ABNATCA OOHOW
N3 NPUYUH CTapPEeHUs
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[eHepaTUBHbIE MyTauun

o FEHepaTVIBHbIe MyTaluuUnN MPOUNCXOAAT B KIeTKax,
U3 KOTOPbIX Pa3BNBAKOTCA ramMmeTbl, UJ11 B
NMNOJTIOBbLIX KJIeTKaX

o MyTauun nepegatoTca no HacnegcTsy NpM NOMTOBOM
Pa3MHOXEHUN U BbIABNAKTCA PEHOTUMNYECKN Y
NOTOMKOB

o HoBbIN Npn3Hak NposaBUTCA B bnmxanem mnnm
nocneayrLwmx NoKONeHnax

o leHepaTMBHbIEe MyTaLuuKn ABMNAIOTCA MaTepuarnom
ANA eCTeCTBEHHOro otoopa
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Knaccudpmkauma mytaumi no | 333
ncxoay Ons opraHM3ma T

o [lo ucxoay ans opraHnama Bce MyTaLum
noApasfaenstor Ha:

oTpulatenbHble
reTanbHble (HECOBMECTUMbIE C XXNU3HbLHO)

nosyneTtanbHble (CHMXaloLWme XXN3HECTTOCOOHOCTb
opraHu3ma)

HenTpanbHbIe

NMosioXKuTenbHble (NOoBbILWAKLWNE NPUCNOCODNEHHOCTb U
XM3HECTOMKOCTbL OpraHmama). Bctpevarorca
OTHOCUTENbHO peaKko, 0OAHaKO UMEHHO OHU AABMAKOTCA
3aNeMeHTapHbLIM MaTepuanom, nexalwmm B OCHOBe
NMpPOrpecCMBHOU 3BONTIOLUN
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o Yalle Bcero BHOBb BO3HMKLUMWA anrnenb reHa
BbICTYMAaET KaK PeLeCCUBHbIA MO OTHOLLEHUHO
K pacnpoCTpaHEHHOMY B NpUpoae ansento
«ONKOro» Tmna

« HO nHorga myTtaHTHaa doopma reHa MOXeT
ObiTb JOMWUHAHTHOW MO OTHOLUEHUIO K
«OUKOMY» anrersnto, 4Yalle BcTpeyaroLlemycd
B reHopoHae nonynaunu
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o B oTaenbHbIX cnyvyaax reTepo3nroTHbIE HOCUTESI
naTonorM4eckon Mmytauumn noaBepraroTcs
NONOXNTENBbHOMY OTOOPY

o [lpyMepom 3TOro CrnyXuT reH cepnoBUOHO-KIETOYHOM
aHeMun, KOTOPbIN LLUMPOKO pacnpoCTpaHuUmncs B
nonynaunax, NpoXxuearwLwmx B 9HAEMUNYHLIX NO
Mansapumn panoHax, BcneacTtene 0onbLiomn
YCTOUYNBOCTU reTepPO3UrOTHLIX HOCUTENEN
«aHOMarnbHOro» reHa (MyTaHTHOro annens) K
ManapuMHOMY NfasmMoauio

Ed

(P falciparum)




Knaccudmkauma mytaumm no 33
XapaKkTepy UsaMeHeHUsl reHeTU4YeCcKoro | s
MaTepuana

e [lO XapaKkTepy namMmeHeHnda reHeTN4eCKOoro armnaparta
Pa3rindaloT MyTauum.
o FeHOMHbIe (M3MEHEHME YMcna XPOMOCOM)

» XPOMOCOMHbI€ (M3BMEHEHUE CTPYKTYPbI XPOMOCOM,
XpPOMOCOMHbIe abeppauunn)

o TFeHHble UM TOYKOBbLIe (M3MEHEHNE MONEKYNAPHOM
CTPYKTYpbl reHa)

e OToenbHO BbIAENAT UMTONMNasMaTu4yeckue
MyTauuu, NPUYNHON KOTOPLIX ABMAETCH
N3MEHYMBOCTb OMnpeaeneHHbIX OpraHonaoB
LuTonnasmbl (MUTOXOHAPWW, Nnasmma, nnactug),
copgepxawmnx AHK nnn PHK
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[eHOMHbIe MyTaLun

e [@eHOMHbLIE Mymauuu - 3mo U3MeHeHue
qucJria XpoMOCOM 8 2eHOMe KIlemkKu

e K reHOMHbIM MyTauUnAaAM OTHOCATCA:
o nonunaounausa
» reteponnounaus (aHaynnomaua)
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e [lMonnunnouodusi — amo ysenu4yeHue OurniouoHo20
yucria XpomMocom rnymem dobaesrneHus ueribix
2ars/iouoOHbIX Habopoes 8 pe3yribmame HapyuweHUs
Meuo3a

o Y nonuMnnonaHbix opmM oTMeYaeTcs yBenmyeHmne
4ymcna XpoOMOCOM, KpaTHOe rannougHomy Habopy:

o 3N — mpurnoud

o 4n — memparniouo

« &n — nenmarnnouo

« 6n — e2ekcarnnoud u m.o.

o [lonunnonansa MoXxeT Bbi3blBaTbCA OENCTBUEM
domnanyecknx (Bolcokas U HU3Kasl Temneparypa,
PagnoaKkTUBHOE U3NYYEHUE) N XUMNYECKUX
(KONXMUMH) pakTopoB
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[1lna MHOrMx pacTeHnn N3BeCTHbI Tak Ha3blBaeMble
nonunnoungHble paabl

NMonunnonaHble pOpPMbl U3BECTHbI U Y XKUBOTHbIX.
[lo-BuanMomy, 3BONHOLUNA HEKOTOPLIX FPynn
NPOCTENLLNX, B YHACTHOCTU UHAY30PUN N paanonapun,
LLNa TaKkke nytemMm nonunnonaunsaunm

Y HEKOTOPbIX MHOMOKNETOUYHbIX XXMBOTHbIX
nonunnongHole opMbl yaarocb co3faTtbk MCKYCCTBEHHO
(TyTOBbIW LWenKonpsa)

Y BbICLUNX XXKUBOTHbIX NONMUNIONAUSA, BbI3biBast
U3MeHeHne COOTHOLLUEHUS NONMOBbIX XPOMOCOM U
ayToOCOM, NPMBOAUT K HAPYLUEHUIO KOHbIOraumm
roMOJIOrM4YHbIX XpPOMOCOM U becnnoauio
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(A)

Triploidy

Tetraploidy

L‘ I!
5 g6%

) O

4%
(
~

DNA duplication

but no cell division
(endomntosas)

O1 1% oo 3%
YCTaHOBMEHHbIX
bepemeHHOCTEMN
yerioBeka
ABNSAIOTCA
TPUNIONAHbLIMU

(A) Okono 2/3 Tpunnonaos Yyenoseka CBA3aHO C OMNio40TBOPEHUNEM
OfHOW ALEKNETKN 2-Ms1 cnepmaTtosongamu (Aucnepmus)

Opyrumu npuyMHamu 9Bns0TCa aunnonaHble auuekneTku (B) nnum
cnepmaTto3ounabl (C)
BonbLUMHCTBO TpUNNOMLOB YerioBeka CNoHTaHHO abopTupyeTcs,
OYeHb peaKo BbiKMBAKT 40 pOoOoB
Tetpannoungbl (D) nosasnalTca B pesynsrate HapyLeHUs nepBoro
MUTOTUYECKOrO AeNneHns nocne onsogoTBOPEHUS N He CMOCODHbI K
OanbHeuwemy pasBuUTUIO



o AH3ynnoudusi, unu 2emeporisioudusi —
3MOo HeKpammHoe 2arnsiouoHoMy U3MeHeHuUe
yucria XpoOMOCOM 8 pe3yribmame HapyweHuUs
Meuosa u mumoasa (+1, +2, ..., -1, -2, ...)

o AH3YyMonabl BO3HUKAKOT B pesynsraTe
HepacxoXXgeHus otaenbHbIX TOMOMNOrMYHbIX
XPOMOCOM B MEeno3se unm xpomatug B MUTO3€E
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o OpraHusmel, passuBarOLLMNECH U3 3UTOTbI C
reHoTunom 2n - 1 (OTCyTCTBME XPOMOCOMBI) -
MOHOCOMMKM MO onpenerieHHOn
XpomMocome

o OpraHusmebl, passuBaroLLMeCcd N3 3UroTbl C
reHOTUMNOM 2n - 2 (OTCYTCTBME Nnapbl
OMOMOMMYHbLIX XPOMOCOM) - HYFIJTUCOMUKMN

o OpraHunsmebl, passmBarOLLMECS N3 3UTOTbI C
reHoTunom 2n + 1 (NULWHAA XpoMocoma) -
TPUCOMMKM MO onpeneneHHoOu XpoMmocome

70



Hopmanbhbl it Hopmanbhelt T pucomuK

47 Poputenwu

Mepsuunoe Hopmanbl{mﬁ Bropuuroe
!

/
Hepacxomnae HHUE MENnO3 HE pacXOX € HHUE

FameTs

OnnopaloTBOopeEHHE

IMotomerBo

Tpucomnk  Monocomux Hopmanbuuli TPHCOMHK

HepacxoxaeHne B Meno3e: BO3HMKHOBEHWE aH3yNnonamm B pesynbsraTe
NEPBUYHOIO NN BTOPUYHOIO HEPACXOXKAEHMSI XPOMOCOM M NocneayoLero
ONNOAOTBOPEHNSA HOPMaMbHbIX U HEHOPMaIbHbIX ramMeT



Tpucomumsat MOXKeET ObITb MO NOHOON
N3 XPOMOCOM U1 Jaxe Mno
HECKONbKNM

[1BOMHOW TPUCOMUK MMEET Habop
XpOMOCOM 2n + 2, TpOUHON — 2n +
3nT A

[TossBrneHne TpeTben XpoOMOCOMbI B
21-n nape BbI3bIBAeT 60Js1€3Hb
JayHa, KoTopasa conpoBoXXaaeTcs
HapyLleHneM YMCTBEHHOIO
Pa3BUTUA, MEHbLLEW
NPOAOITKNTENBHOCTbLIO XXU3HU (KaK
npasuno, He bornble 30 ner),
YMeHbLLUEHNEM pa3MepoB rosoBkl,
MNSIOCKMUM NULOM, KOCbIM pa3pe3om
rmas v ap. npusHakamu




3urora 3urora

(o) 5

HopmanbHblt Hepacxomperue

Hopmansuni Hepacxompaenune ‘HopmanbHblit Hopmar\bnuﬁ
/

i\
MUTO3 MHTO3

6ok

HepacxoxpeHne B MUTO3€: BO3HUKHOBEHME XPOMOCOMHOIO MO3anLn3mMa B
pe3ynbTaTe HepacxoXAeHUa XpomaTua B AeneHusix ApodneHns HopMarnbHON
3UroThl



AH3yNnnouaunsa NpuBoauUT K UBMEHEHUAM B
CTPOEHUU U K CHUXEHMIO XXM3HECNOCOOHOCTH
opraHuama

Uem OonblUe HapyLIEHUE, TEM HUXE
*XN3HECNOCOOHOCTb

Y yenoBeka aHaynnonansa HepeaKo NPUBOANT
K 6ecnnoguo N B 3TUX Criyyasix He
HacrneayeTco

Y geten, pogmBLLUXCA OT MaTepeun ctapLue
38 neT, BepoATHOCTb aH3aynnonanu
nosblleHa (a0 2,5%)
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XpPOMOCOMHbIe MyTaLluu

« XpPOMOCOMHbLIE Mymauyuu, usu XpOMOCOMHbIE
rnepecmpouKku (abeppauuu), 8blpaxkaromcs 8
U3MeHeHUU cmpyKmypbl XpOMOCOM

o XpPOMOCOMHble abeppaumnn cBs3aHbl C pa3pbiBaMu
XPOMOCOM, BO3HUKaOLLNMW B pesyrbraTte
nospexaeHusa OHK (pagnaunen nnu xmummkatamm)
UIN B CBSI3N C MeXaHn3MamMm pekomMonHaumm

o Knetkn obnapatoT cuctemamu, KOTopbie Y3HAKOT U
NPV BO3MOXXHOCTU YCTPAHAIT pa3pbiBbl XPOMOCOM

o Penapauns moxet nponcxoanTb COEAUHEHMEM OBYX
pPa30pPBaHHbIX KOHLIOB UITN MOKPbITUEM
pPa30pPBAHHOIO KOHLLA TENOMEPOW
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o B HOpMe MexaHn3Mbl KOHTPOSA KNETOYHOrO
LiMKNa NpegoTBpaLlatoT BXOXKAEHNE KINETOK C
HeucnpasneHHbIMU XPOMOCOMaMN B MUTO3;
ecnn ncnpasneHne HEBO3MOXKHO, TO
3arnyckaeTcs MexaHn3m anonTto3a

o XPOMOCOMHbIE abeppaLun BO3HUKALOT, Koraa
pa3pbiBbl NCNPABIIATCS HEMPABUITBHO
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e /13BECTHbI XPOMOCOMHbIE abeppaLunmn pasHbIxX
TUMOB:

HexeamKu — 3TO NMOTePs KOHLUEBbLIX Y4aCTKOB
XPOMOCOMB;

desneuyuu (del) — BbINageHWe y4yacTKa
XPOMOCOMbI B CpeHEN ee YacCTu;

dynnukayuu (dup) — OBYyX- UK MHOTOKpaTHOE
NnoBTOpeHNE Habopa reHoB, NOKariM30BaHHbLIX B
onpeaerieHHOM y4acTKe XPOMOCOMbI
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UHeepcuu (inv) — noBopoOT yyacTKa
Xpomocombl Ha 180°, B pesdynbraTte 4Yero B 3TOM
y4YacTKe reHbl pacrnosioXeHbl B
nocriegoBaTeribHOCTMN, 0OpaTHOW NO CPaBHEHUIO
C 0bbIYHOM

mpaHcsiokayuu (t) — nepeHoc ydacTtka K
OPYromMy KOHLY TOW Xe XPOMOCOMbI JIMDO K
Opyron, HEroMonorM4HOM XpPomMocome
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Oeneuun PeuunpokHas PobGepTcoHOoBCKas
TpaHcnokKauus TpaHcnokauus

KonbueBasa xpomocoma



3anucb XPOMOCOMHbIX

MyTauunu
Habop
NOoNoBbIX N3meHeHuUs YyacTtByroume
XpPOMOCOM XpOMOCOM pPermoHbl

f_k_\ ( A \ ( A )
46, XY, t(9:22) (q34:911)
_

. _
—
OOGwee PacwudgppoBka aHomanuu
YUCIIO XPOMOCOM

t — TpaHcnokauusa, q — ONIMHHOE MJ1e40 XPOMOCOMbI, P — KOPOTKOE MMeYo
XPOMOCOMB



B pes3ynbrate nepecTtpoeKk MOoryT nosyvyarbcs
aHOManbHble XPOMOCOMbI

JTrobas nony4msLLasica XpoMocoMa, KoTopasi He
obnagaeTt LeHTPOMeEPON (aueHTpUuYecKas) nnm
NMEET ABe LEeHTPOMEpPLI (ANLEeHTpUuYeckas), He
BbyneT ycnewHo pa3gensaTbcs Npu MUTo3e U byaer
B KOHEYHOM UTOre yTpavymBaTbCs

XpPOMOCOMbI C O4HOWN LLeHTPOMEpPOU MOryT
CTabunbHO pacnpoCcTpaHATLCA B psaay
nocregoBaTeribHbIX MUTO30B, AaXe eClin OHU
CTPYKTYPHO aHOManbHbI
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2 breaks in same arm

e

g

Paracentric
inversion

Interstitial
deletion

2 breaks in different arms

Bo3MOXHble
cTabunbHbIE
nocrneancTBusa ABYX
pa3pbIBOB
B B OOHOU XpOMOCOMe
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e e
d f
C
b
J

Pericentric Ring
inversion chromosome
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TpaHcnokaumun. nueHTpnyeckne n aueHTpnideckne XpoMocomMbl HECTabUMNbHLI MPK
MuTOo3e. PobepTCcOHOBCKME TpaHCcnokaunm obpasytoTca 0bMeHOM Mexay
NPOKCUManbHbIMW KOPOTKUMIW MeY4aMmn akpoLeHTpUYecknx xpomocom 13, 14, 15,
21 n 22. HecmoTp4a Ha Hanu4uune OByX LEHTPOMEP, 3TU XPOMOCOMbI OYHKLMOHUPYIOT
Kak ogHa 1 oHWM ctabunbHbl. Manbln aueHTpuyeckun dparMeHT yTpadnBaeTcs, HO
9TO HE UMeEeT NaToNIorMyeckmx NOCNeacTBUN, Tak Kak OH COAEPXUT TOSTbKO
nosTopstowmeca nocnegosarernibHocTu [JHK, KoTopble Takke npeacrasneHbl B
OPYrMx akpoLEeHTPUYECKMX XpOMOCcoMax



o CTPYKTYPHbIE XPOMOCOMHbIE aHOMAaSINK
ABNAITCA cbasiaHcupo8aHHbIMU, €CINN HET
nobaBneHnst UnNu yTpatbl XPOMOCOMHOIO
martepuana, u HecbasiaHcupoeaHHbIMU,
ecnn nmeet mecTto gobaBneHne unm ytpaTta
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o B uenom, cobanaHcmpoBaHHble aHOMaNUn
(nHBepcuKn, cbanaHcMpoBaHHblE TPAHCNOKaLUMKN) He
BIMUSOT Ha PEHOTUM, XOTA MMEIOTCHA BaXKHbIE
NCKINOYEHMUS:

Pa3pbiB XpOMOCOM MOXET NMPUBOAMUTL K pa3pbiBY BaXKHOMO
reHa;

Pa3pblB MOXET BUATb HA 3KCMPECCUIO FreHa, Aaxe He
npepbiBasi KOOUPYIOLLYIO nocrnegoBaTenbHOCTb. Pa3pbiB
MOXXET OTAENSATb FEH OT KOHTPOMNUPYIOLWNX SNEMEHTOB UMK
MOXXET NepemMellaTb reH B HeHagnexalliee XxpoMaTMHOBOE
OKpY>XEeHWE, HanpuMep TpaHcnouupyss HopManbHO
paboTalLLu reH B reTepoxXpoMaTuH;

CbanaHcunpoBaHHble X-ayTOCOMHblE TpaHCnoKaumu
BbI3bIBAOT Npobnembl ¢ X-MHaKTMBaLMEN
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« HecbanaHcupoBaHHble aHOMaNUu MOryT
BO3HMKATb HEMNOCPEACTBEHHO NYTEM Aeneumn
NNn pexe aynnukaunm, Nnu xe
onocpenoBaHHO B pe3ynbraTe HapyLleHUs
pasgeneHna XpoMocoM BO BpeMA MeENO3a Y
HocuTensa coarnaHcMpoBaHHOM aHOManum

o Hocutenun cbanaHcUpoBaHHbIX CTPYKTYPHbIX
aHOManun MoryT UMeTb NpobriemMbl BO BpeEMS
Meno3a, eCrnmn CTPYKTYPbl TOMOMNOrMYHbIX Nap
XPOMOCOM HE COOTBETCTBYET APYr ApYry
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e BONbLLUMHCTBO KPYMHbLIX XPOMOCOMHbIX
abeppaumn B 3urotax y yerioBeka npuBoauT K
TSHKenbiM aHOManmMam, HECOBMECTUMbIM C
XXN3HbIO, NMDO K rMbenun 3apoblLlen eLle BO
BpeEMSI BHYTPUYTPODOHOro pa3BuUtug
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[eHHbIe U TOUYKOBbIe
MyTauum (TpaHcreHauum)

o [eHHbIe, unu mo4ykosbie, Mymayuu
(mpaHcaeHauyuu) 3ampaausarom cmpykmypy
camMo20 2eHa U S8719iomcs pe3yibmarmom
U3MeHeHUS HyKreomuoOHoU riocriedogameribHocmu
mornekynbsl [JJHK e ornpederneHHOM y4acmke
XPOMOCOMAbI

o WV3meHeHMe nocrnenoBaTenbHOCTU a30TUCTbIX
OCHOBaHWMN B AaHHOM reHe BOCMNpOon3BOANTCA NpU
TpaHcKkpunuun B CTpykType MPHK u npmeBoguT K
N3MEeHEeHNI0 nocregoBaTenbHOCTU aMUHOKUCTIOT B
nonunenTuagHon uenwu
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o MyTauum nameHarT ydyactkm JHK pasHou
ONWHbI. HanMeHbLINX y4acToK, UBMEHeHne
KOTOPOro NpmMBOAUT K MNOABNEHNIO MyTaL U,
Ha3BaH MymoHOM (Moxxem bbimb 1
HyKrneomuo)

o Cnenyet NOMHUTbL, YTO HApPYLUEHNA B
cTpykTtype OHK npmnBoaaTt K mytaumnam
TONbKO TOr4a, Koraa He ocylLlecTBISAeTCA
penapauus
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TuUNbl reHHbIX MyTauuu

o CyLUecTBYIOT pa3Hble€ TUMbI FEHHbIX MyTaLUH,
CBSAI3aHHbIX C 0obaasrieHueM, ebinadeHUem
UnNn repecmaHo8KkolU HyK1eomuoos B reHe

o OTO:

AynnukKauuu,
BCTaBKU JNIULLHEWN napbl HYKNeoTUAoB,
aeneuum (BbinageHue napbl HYKNeoTnaos),
MHBEpCUMU

3aMeHbl nap HyKneoTuaoB
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o OPPEKTbI rEHHbIX MyTaLUUX pa3zHOODpPa3HbI

o Bonbluas YyacTb reHHbIX MyTaLUN
heHoTunmnyeckn He nposaBnseTcs (MOCKONbKY
OHU PEeLIECCUBHbI), 0AHAKO U3BECTEH psia
cny4aeB, KOrga u3MeHeHue Nuilb OAHOro
OCHOBaHWs B onpeaeneHHOM reHe okasblBaeT
rnybokoe BNnsiHne Ha eHoTUM
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OAOuvH U3 NPUMEPOB - ceprioeuUdHO-K/1IemoYyHasi aHeMUsi.
PeueccuBHbIV annernb, Bbl3biBaOLWWUA B TOMO3UIOTHOM
COCTOSIHMM 3TO HacneacTBeHHOe 3aboneBaHume,
BblpakaeTcsl B 3aMeHe BCEro ogHOro aMmMHOKUCIIOTHOIO
ocTaTtka B Lenu Mosiekynbl remornobuHa (rmyramMmmHoBas
KMcnorta — BariMH). 3TO NPUBOAUT K TOMY, YTO B KPOBMU
APUTPOLNTLI C TAKUM reMornobmHom gedopmupytotcs (13
OKPYITIbIX CTAHOBATCA CEPNOBUAHBLIMU) U BbICTPO
pas3pyLiatotca. [pn aToM pasBmBaeTcs oCTpad aHeEMUA U
HabrnogaeTcsl CHUXKEHME KONMYECTBA KMCnopoaa,
NepeHOCUMOro KpoBbo. AHEMUS Bbi3biBAET PU3NYECKYHO
crnabocCTb, HApYLWEHNA AeATENBHOCTU cepala N NoYek u
MOXET MPMUBECTU K paHHEN CMePTU ntogen, roMO3UroTHbIX
No MyTaHTHOMY asnnerno

o/
=77
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MyTareHHble haKkTopbl

e MymazeHb! (Myma2eHHbIe paKmophbl) —
amo gbakmophbl, criocobHbIe 8bI3bIBAMb
Mymauuu

o Pa3nnyatort:

o 3K30MymazaeHbI (XnMnyeckme, bnonorndeckue,
dm3unyeckue)

o 3HOOMYymazeHbl — HaPYLUEHUS pennmKauum,
TPaHCKPUNUWUK, TpaHCNAUNK, penapaunu, reHbl-
MyTaTopbl
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[1o npuymMHam MmyTauum nogpasgendaroTcs Ha
CMOHMAaHHbIe
UHOYyUUpPOBaHHbIE

CrnnoHmaHHbIe Mymauuu BO3HUKAIOT NoAd BIUSAHUEM
HEN3BECTHbIX NPUPOAHLIX pakTOpPOB, Yalle BCEro Kak
pe3ynsTaTt OWnbOoK Npu BOCMPOMN3BEAEHNN
reHeTnyeckoro matrepuana (AHK nnn PHK)

[TpYMHaMM CNOHTAHHbLIX MyTaUUn MOTyT ObITb
€CTeCTBEHHbIN pagnauMOHHbIN POH, KOCMUYeCKne
ny4yu, gocturaroume noBepxHOCTn 3emMnu, u apyrme
NPUYUHBI

YacToTa CnoHTaHHOro MyTUPOBAaHUS Y KaXkaoro Buaa
reHeTu4eckn obycrnoBneHa n noaaepXxmBaeTcs Ha
onpeaeneHHom ypoBHe. CrnoHTaHHble MyTauum
MPOUCXOOAT OTHOCUTENbHO PEeaKO

95



e MHOyuupoeaHHbIe Mymauuu 803HUKarom ripu
HaripasneHHoOM 8030elicmaeuu Ha op2aHu3m
MymagzaeHHbIMU chakmopamu

o BrniepBble nHOyuMpoBaHHbIE MyTaLMKN ObINK
nonydeHbl I A. HagcoHom n I. C. dDunmnnoBbIM
(1925) npu obnyveHnn rpndbos paguem u
I. Mennepowm (1927) npn obryyeHuUn myx
Opo30dunN PEHTFEHOBCKUMU JydamMu

e CMNOHTaHHbIE MYyTaLUK CIy>KaT NCXOOHbIM
MaTepuanom ansi eCTECTBEHHOIo oTbopa, a
NHOYLUMPOBAHHbIE — A1 UICKYCCTBEHHOIO OTOOpa
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e MymazeHHbIe chakmopbi
No NMPOUCXOXOEHNIO ObIBAIOT
o u3u4YecKkumu
e XUMUYECKUMU
» buosiocuvyeckumu
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dusnyeckme myTtareHbl

o K ¢husuyeckum MymazeHam OTHOCATCS pa3nUYHble
BMAbI U3Ny4YeHUn, TemnepaTypa, BNaXHOCTb U Ap.

o OCHOBHbLIE MexaHU3MbI delicmeusi:

HapyLLUeHNe CTPYKTYPbl FEHOB 1 XPOMOCOM

obpa3soBaHue cBOOOAHbLIX paauKasros, BCTyNalowWwmx B
Xnmmnyeckoe B3ammogeuncteune ¢ 1HK

pa3pbiBbl HATEN axpoOMaTUHOBOIO BeEpeTeHa AeneHuns
obpasoBaHne JMMEPOB HYKIeoTNO0B
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o Haunbonbluee 3HayeHne nmeroT
MOHU3NPYIOLLINE U3ITYYEHUS, B YACTHOCTH
PEHTrEHOBCKOE — paduayUuoHHbIU
MymazaeHe3

o B HacTosllee BpeMa yCTaHOBMNEHO, YTO
HacrneacTBeHHbIE N3MEHEHMUS
obycrnoenmealrTCA BCEMUN BUAAMMU
NPOHMKalLLEN paanaunm
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[lpoxoaa Yyepes XKMBOE BELLLECTBO,
PEHTreHOBCKME Ny4n (MNu ramma-ny4m)
BbIOMBAKOT 3NTEKTPOHbLI N3 BHELLHEN
0D0NOYKM aTOMOB NN MOJEKYI, B
pes3ynkraTe Yero Te CTaHOBATCH
3aps’KEeHHbIMW NONOXUTESIbHO, a BbIOUTLIE
9NIEKTPOHbI MPOAOSTIKAKT 3TOT NpoLecc,
Bbl3blBad XxMmMun4yeckme npeobpasoBaHus
PasfiNyHbIX COeQNHEHNUN XNUBbIX OPraHN3MOB
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e OOQHMM M3 caMbIX OMacHbIX nocnegcTeunmn
o0ny4vyeHua aenaeTca oopasoBaHue
CBOOOOHbLIX paanKarioB U3 HaxoasiLuencs
B TKaHAX BOAbI

o OTW paauKansl obnagatoT BbICOKOW
peakUuMOHHON CrOCODHOCTbLIO U MOTYT
pacLwennsaTb MHOrMe opraHn4eckue
BELLEeCTBa, B TOM YMUCIle HYKITENHOBbIE
KUCIOTbI
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o K dpnsnyeckmum mytareHam OTHOCATCHA TaKXKe
ynbTpadmoneToBblie Ny4Yun, NOBbILLEHHas
TemnepaTtypa n gpyrme dakropbl

o PeHTreHoBCKkuMe, ynsTpadUoreToBbIE Ny4n
MOIYT MPMBOOUTL K MyTauUaM, Kak npaBuno,
reHHbIM U peXxe — XPOMOCOMHbIM

o Bbicokaga Temnepartypa MOXeT YBENNYUTL
KONMMYeCTBO NreHHbIX MyTaLuWn, a NoBblLLEHNE
ee [0 BepxHero npegena BbIHOCIIMBOCTH
OPraHMU3mMoB - 1 XPOMOCOMHbIX MyTaL K
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XUMMNYECKNUEe MyTareHbl

o XuMuYeckue MymaaeHbI ObINn OTKPbITbI MO3XKe
donsnyecknx

o [lpMOPUTET OTKPBLITUA XMMUYECKMUX MyTareHoB
NPUHaONEXUT COBETCKMM UCCNeaoBaTensm

« B1933 r. B.B. CaxapoB nony4un mytaumm nytem
nencteua noaa, B 1934 r. M. E. JlobaweB —
NPUMEHAS aMMOHUN

e B 1946 r. coBetckun reHetuk U.A. PanonopTt
OoDHapyXunn cunbHOe MyTareHHoe OencTene
dbopmarnivHa u aTUNeHMMuHa, a aHrmmnckasa
nccneposatensHuya L. Ayapbax — unpwuTra
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o XMMUNYECKME MYyTareHbl CoCOOHbLI BbI3bIBATb
MyTaLun BCeEX TUMOB (MPENMYLLECTBEHHO
r€HHbIE)

o Hanpumep, ankanona KONXuumnH paspyLuaeT
BEPETEHO JENEHNs, YTO NPUBOONUT K
YABOEHUIO KONMMYEeCTBa XPOMOCOM B KNETKE

o [@3 MnpuT, NCNONb3yeMbIN Kak XMMUYECKoe
OpYyXue, NoBbILLIAET YaCTOTy MyTaLlun y
aKcnepumMmeHTanbHbIX Mblllen go 90 pas
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o bonbluon Bknag B n3ydeHne mytareHoB BHecna
YKpanHcKaga LWKona reHETUKOB, BO3riaBnsemMmas
akagemukom C.M. lNepweH3oHom (1906-1998)

e /13BECTHO MHOXECTBO XMMUYECKUX MYyTareHoB.

NnpupoaHble opraHN4YecKue U HeopraHuyeckue
BewlecTBa (HATPUTBLI, HATPATbI, ankanouabl, rOPMOHHI,
doepmeHTbI 1 Op.)

NPOAYKTbI MPOMbILUIIEHHOU NepepadoTKM NPUPOAHbIX
coeaAuHeHUN — yrmnd, HedpTu,

CUHTeTn4ecCKue BeuwecTBa — MHCEKTUUUAObI, NeCTunibl,
nuleBble KOHCEPBAHTDI, NNEKapCTBEHHbIE BELLIECTBAa,

HeKoTophbie MeTabonuThI OopraHnM3mMma 4HersioBekKa —
KOPTUKOCTEPOMNOHbIE, NMOJIOBbIE TOPMOHbI
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buonornyeckune MyTalreHbl

K 6uonozu4yeckum Mymaa2eHaM OTHOCHAT BUPYCbI, HEBUPYCHbIE
napasuTapHble areHTbl (MuKonnasmbl, 6akTepun, pUKKETCUN,
npocTenLine, renbM1HTbI)

B 1958 r. coBeTckuit reHetuk C.U. AnnxaHsaH nokasarn, 4Yto
BUPYCbl BbI3bIBAOT MyTauum y akTUHOMULLETOB

YCTaHOBNEHO, YTO B KNeTkax, NnopaxXeHHbIX BUpyCamn, mMytaummn
HabnogarTca 3HAYNTESNBbHO Yalle, YEM B 300POBbIX KJITETKaX

BI/IpYCbI BbiI3bIBAlOT KaK NreHHbleé, TaK U XPOMOCOMHbIE
MyTauuun, BBoAA onpenerneHHoe Korm4ecTBso cobcTBEHHOM
reHETNYECKON I/IHCbOpMaLI,I/II/I B NTEHOTUIN KINETKN-XO03ANHAa

CunTaloT, YTO 3TM NPOLIECCHI Urpanu BaXkHYH ponb B 3BOSTIOLINM
NPOKapUOT, MOCKOMNbKY BUPYCbl MOTYT NEPEHOCUTb FEHETUYECKYIO
NHOPMaLNIO MeXY KIeTKaMun pasfnyHbiX BUAOB (Tak
Ha3blBAEMbIN 20pPU3OHMasIbHbLIU MepeHOC 2eHO8)

npOﬂ,yKTbl KN3HeOaeATeSIbHOCTU NMapa3nToB ﬂeﬁCTBy}OT Kak
XNUMNYECKNE MYTAareHbl
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IMoboe 3arpsA3HeHne cpedbl MyTareHHbIMU hakTopamu
BPEeAHO

Bcrneacteue BNUSHUA MyTareHoB Ha OpraHmM3Mm y 4eJrioBeka
NoABJIAKOTCA AOMNHAHTHbLIE, peLeCCNBHbIE ayTOCOMHbIE U
cueriyieHHble C NosyioMm MmytTauunun

[eHeTu4eckaa nHdopmaLums YenoBeka, 3akognpoBaHHas B
[OHK nmeeT Tpu ypoBHA opraHusauuvn:

mosiekynapHein (AHK)
XPOMOCOMHBIN (XpOMaTUH)
nonynsuuoHHbIN (reHodpoHA Nonynsauumn).

AIMeHHO Ha nonynAuMOHHOM YPOBHE Y NoAen HakannmBaeTcs
reHeTU4YEeCKUU rpys
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e [eHemuy4eckuu 2py3 — 3mMoO Yyacmb
HacsiedcmeeHHOU U3MeH4Yusocmu nonynasayuu,
onpedesisiroujasi NosiesieHUe op2aHU3M0o8 CO
CHU)XeHHbIMU rnpucrnocobumersribHbIMU
npusHakKkamu

o C TeyeHunem BpeMeHU B nonyndaumnn HakanjimnBarOTCH
BpeAHble pelueCCuBHbIe MyTalunUnU, HOCNTEITAMNA
KOTOPbIX ABJTAKOTCA retepo3nroTbl

o Cenyac reHeTM4eCKNM rpys YerioBeka ornacHo
BbICOKMU. Tak, yernosevyectBo nmeet 200 MmrnH
reTepo3nroTHbIX HOCUTENEN remorriobnHonaTnn, 5% -
reHa MykoBucumngosa, 3% - reHa BPOXOEHHOIO
rmnoTmnpeosa, 3% - 6ore3Hen XPOMOCOMHOM
HecTabunbHocTU, 2% - PEHUNKETOHYPUN
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o B uenom adhdekTbl reHeTUYECKOro rpysay
YeEJ10BEKA BblpadaXeHbl B 3BOJTOLNOHHO-
TeHETUHEeCKNX ABJIEHUNAX
« OanaHcmpoBaHHOro nosimopdumnama
o JlIETANIbHOCTU
o CHWXKEHHOU PEePTUNBLHOCTH
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Ha ocHOBe NOCTOSIHHO MpoTeKaLWwmnx MmyTaumnm n otébopa
EHOTUMOB NP ANUTENBLHOW 3BOSIOLNM YeroBeKa B NONyNsLnsx
chopmmpoBancs banaHcupoBaHHbLIU NonMmMmophusm -
ABNeHue, Korga B nonynsauvm npeacraBrieHbl ABe Unu
6onee copmMbl annenen ogHOro reHa, NPUYEM 4yacrtoTta
penkoro annena cocraBnsaeT He MeHee 1%

[ToCKONbKY BO3HMKHOBEHME MyTaLUUn — peakoe cobbiTue

(1 x 10°7), To YacTOTy MyTaHTHOrO annens B nonynauun Gonee
1% MOXHO OOBACHUTL TONMbKO KAKUM-TO CEJIEKTUBHbLIM
npenMmMyLLecTBOM 3TOro annens 4N opraHuama um
NOCTENEHHbIM HaKOMMNeEHNEM B PAAY NOKOMEHUN Mocre ero
NOSIBIIEHUS

NMpumepamm GanaHcpoBaHHOro nonumopdunama ABnAITCS
rpynnbl KpoBu ABO, pesyc, reHbl MyKoBMUCLMAO03a,
doeHNUNKETOHYPUKN, NEPBUYHOIO reMoxpomaTosa
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o [EeHeTn4yeckoe MHOroobpasme YyenoBeka OCHOBAHO
Ha banaHcMpoBaHHOM nonumMmopdusme,
dhopmMmnpoBaBLLEMCH B TEYEHMNE OECATKOB N COTEH
ThICAYENETUN

e Takoe MHoroobpasme — OCHOBa pa3BUTUA YerloBeKa
Kak buonorn4yeckoro suaa

o BepoAaTHOCTbL BO3HMKHOBEHUA N (PUKCALUN B
nonynaumsx Kakon-nmdbo myrtaumm c
NONOXUTENbHbIM 3dOdEKTOM B 3BOSTHOLIMOHHO
“‘OTNaXeHHOM” YenoBe4YECKOM OpraHmn3me
CYLLECTBYET M B HACTOsLLEe BPEMS, HO OHa KpaunHe
Mana. [lpakTtuyeckn HoBble MyTauun BCcerga garoT
oTpuuaTenbHbIN 3AEKT
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K adpdpektam MmyTaLMOHHOrIO rpy3a OTHOCUTCS NeTallbHOCTb,
KOTopas nposiBnfaeTcs rmdenbio rameT, 3Urot, SIMOPUOHOB,
naonoB, CMePTbIO AeTEU

Hanbonee MHTEHCMBHO rneTanbHble 3PdEKTbI BblpaXXeHbl B
4YerioBe4YecKkmMx Nonynaumax Ha ypoBHe 3urotT. [1pumepHo 60% 3urot
nornbaeTt 4o MnaaHTauumn, T.e. 40 KITMHUYECKN PErNCTPUPYEMOU
bepemMeHHOCTH

Acxoabl BCex KNUHNYECKU 3apermcTpupoBaHHbiX 6epeMeHHOCTEN
pacnpenensoTca cregyrowmm obpas3om: CrnoHTaHHbIe abopTbl —
15%, mepTBOpOXAEHUA — 1%, KMBOpOXXAeHUss — 84%

3 1000 XMBOPOXOEHHbLIX OETEN HE MEHEE 5 YyMUPAIOT B BO3pacTe
00 roga no npuynHe HacnegcTtBeHHOM naTtosiorMm, HECOBMECTUMOM C
XN3HbIO. TakoB 0OBLEM NneTaribHOro rpysa MyTauMoHHOM
N3MEHYNBOCTN B NONYNAUMAX YerioBeKka C MeaULMHCKOW TOYKN
3peHu4.
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YBenuuyeHne reHeTUYeCcKoro rpysa — onacHoe siBrieHue, T.K.
eCTEeCTBEHHbI OTOOP AN YernoBeka MOXET yTpaTUTb 3HaYeHne
HanpaBnsAwLLero akropa 3BoMNoL MM

EcTtecTBeHHbIN OTOOP OrpaHNYMBaET PoXaeHNE OeTEN TONLKO C
HECOBMECTUMbIMUN ONSA XXN3HU NOPOKaMWU

N3mMeHYNBOCTb Y 6OMbLUMHCTBA NtoAern NoYTU He NPOXoauT
ecTecTBeHHoOro otbopa. Bcneacreme aToro reHeTnyeckas
aganTauusa nonynsiuumn YyenoBeKa K 3arpsi3HeHUIo cpeabl
MyTareHamMum He nNpoucxoauT

YBenunyeHne B 4ernoBe4yeckux nonynaumnax Konnyecrtea crnyyaes
HacneacTBEHHbIX aHOMaSIMU, NCUXUYECKUX OTKIOHEHUN,
OHKOJTOrmyeckumx 3abonesaHum, ankoronnama n HapkomMaHum
BbI3blBaeT 3aKOHOMEPHYH 06EeCNOKOEHHOCTb, T.K. COrMacHoO C
KoHUenunen reHetnyeckoro rpysa . Menepa cywecrByeTt
BO3MOXHOCTb BbIPOXAOEHUSA YerioBeKa Kak Buaa
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KomyTareHbl

o« KomymazeHbl — mokcu4yeckue geuwecmea, Komophble caMu He
8bI3bI8AOM Mymauuu, HO CyuecmeeHHO U3MEHSIoM 8I1UsHUE
MymagzeHHbIX ghakmopo8 hu3udeckou, Xumudeckou u
buornoau4veckou rpupooskl

o KomyTareHbl — CMHEPrncTbl MyTareHHbIX dakTopoB

o KomyTareHamu siBNSKOTCS BELWECTBA, UCMNOSb3yeEMbIE B
nuweBbix gobaBkax, kocmetTuke, CMC, nekapCTBEHHbIX
npenaparax

o [TOKCUYecKMe BellecTBa NpuBoasT K MogndOUKaLMOHHOW
N3MEHYMBOCTUN N NUSMEHSAIOT HOPMY peakuunn. BmecTte C
MyTareHamMm OHM CrocoOCTBYIOT YBENUYEHUIO TEHETUYECKOIO
rpy3a 4yenoBseka
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AHTUMYTaUMNOHHbIEe bapbepbl
KINEeTKN

o AHMUMYyMayUOHHbIe 6apbepbl KJIemKU —
MexaHU3Mbl, CHUXKarouwue
HebriazornpusamHbilu 3¢gogheKm 2eHHbIX
Mymauuu

o BaxHasa ponb B orpaHn4yeHunu
HebnaronpuUATHLIX NOCeACcTBUN MyTaL UK
NpUHaONeXntT aHmumMymauyuoOHHbIM
MexaHuU3mMaM, BO3HUKLLINM B 3BOMOLUN
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e K dHTUMYTAaUNOHHbIM ME€XaHU3MaM OTHOCAHATCH.

» 0CObOeHHOCTUN pyHKUMOHUpPOoBaHUA OHK-nonvmepassl,
oTOumpatoLient Tpedbyemble HykneoTuabl B npolecce
pennukaumn [HK, a Takke ocyuwiecTBnaroLen
caMoOKoppekyuro rnpu obpasosaHum Hoeoun uenun OHK
Hapa4y C pedakTupytoLwen a3HOOHYKNneason

o pasnuyHble MexaHusmbl penapayuu cmpykmypsbi JHK

o BbIPOXXOEHHOCMb reHETUYECKOIO Koaa

o MmpurnsemHocmb reHETUYECKOro Kofda, KoTopas
OonyckaeT MMHUManbHOE YNCIIO 3aMEH BHYTPU
TpunneTa, Beaywmx K UCKaXKeHo MHopmMauumu. Tak,
64% 3aMeH TPeTbLEro HyKneoTuaa B TpuUnrieTax He gaet
N3MEHEHUS UX CMbICIIOBOro 3Ha4YyeHu4. [paBaa, 3aMeHb!
BTOpOro Hykrneotunaa B 100% npuBoOAT K UCKaXKEHUIO
CMbICria Tpunnera.
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» (pakTop 3aWnTbl NPOTUB HEDNAroNPUATHbLIX
nocneacTBUU reHHbIX MyTauuun - napHocmab
XpPOMOCOM 8 OUnJIOUCGHOM Kapuomurie
coOMaTU4eCKUX KNeTOK ayKapmuorT. [1apHOCTb
anneneuv reHoB NpenAaTcTByeT PeHOTUNNYECKOMY
NpoABNEHNIO MyTaLUN, €CNI OHU UMEIDT
PeLIEeCCMBHbIN XapaKTep
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BKNaj B CHWXeHUe BpeaHbIX NOCNeaCTBUA FreHHbIX MyTaunm
BHOCUT SBNEHNE IKCmpakornupoesaHusi 2eH0O8, KOaNPYOLLNX
XM3HEHHO BaXXHble MaKpoMOseKynbl. B reHOTUNE nMetoTcs
OECATU, a UHOrAa N COTHU UOEHTUYHBLIX Konun reHoB pPHK,
TPHK, ructoHoBbIX 6enkoB, 6€3 KOTOPbIX XXNU3HEeAEeATENbHOCTb
nobon KNeTkn HEBO3MOXKHA. [pn HanMunm aKkcTpakonuu
MyTauMOHHOE U3MEHEHMEe B OQHOM UNU AaXe HECKOSIbKUX
OAMHAaKOBbIX reHax He BeAET K KaTacTpodPuYecKUM Ons KNeTkn
nocneacteusam. Konumn, octaronXcs HEM3MEHHbIMIW, BMNOSIHE
aocTtaToyHo, YTobbl 06ecnevynTb HopMaribHoe
JOYHKUMOHNPOBaAHME
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CyLleCcTBEHHOE 3HA4YEHNE NMEET PYHKUUOHaIbHas
HepaeHO3HaYHOCMb 3aMeH aMUHOKUCJIOm B
nonunentuae. Ecnn HoBasi 1 cMeHsieMast aMUHOKMUCIOTh
CXOHbl MO PU3NKO-XUMUYECKMM CBOMCTBAM, U3BMEHEHUS
TPETUYHOW CTPYKTYPbI N BMONOrn4yeckux CBOMCTB DOernka
He3HaYUTENbHbI

Ady6nupoeaHue Ks1iemo4yHbIX CMpPyKmyp

MexaHu3mMblI aHMuoKkcudaHMHoOU 3aw,umal
(dpepmMeHmamueHbie U HeghepMeHmMmamueHhble),
audpousnbHbie u 2udpoghobHbIe — NPENATCTBYIOT
oOpa3oBaHUIO U NUKBMOMPYIOT NOSIBUBLUMECS CBOBOAHbIE
pagukanbl B Knetkax
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o Takum obpasom, NepevyncneHHble MEXaHN3MbI
CNOCOOCTBYIOT COXpPaHeHUI0 OTODbpPaHHbIX B Xo4e
9BOSIIOLIMN FreHOB N OOHOBPEMEHHO HAKOMMEHUIO B
reHopoHAe nonyndaunm pasfimvyHbIX UX annernemn,
dopmupys pesepB HacneaCTBEHHOU
U3MEHYUBOCTU

o [locnegHnn onpenenaeT BbICOKYHO
3BOJIIOLUMOHHYIO MNTACTUYHOCTb NONYNAUUN, T. €.
CNOCODOHOCTL BbIXXMBATbL B Pa3HOODOpa3HbLIX
YyCNoBUSX
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AHTUMYyTareHbl

o« AHMUMymMazeHbI — bU0102UYECKU aKMUBHbIE
gelyecmea, 88e0eHUE KOMOPbIX 8 KIIEMKY
npensmcmeayem 0elicmeuro MymaaeHo8

o K BelwecTBam, 3aljyLLAIOLWLINM KNETKY OT
MOHU3NPYIOLLIETO U3NYYEHUs!, OTHOCSTCS:

coeagnHeHnda TnoroBoro p4dga. umctrenH, UmcTtuH, uCtaMnH

pasnu4yHble cepocoaepKallme BellecTBa: aMMOHUS
anTuokapbamart, TMOMo4YeBMHaA

doocpopunmpoBaHHbIe TUOSbI
brnoakTnBHbLIE BELLECTBA: TMCTAaMWH, CEPOTOHUH
n gpyrune (rnuuepon, NPonuneHrnmukons)
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e YHUBsepcasibHbIMU Ha3bIBAOT
aHTUMYyTareHbl, 0oAMHaKoBO 3 PEKTUBHO
NPOTUBOAEUCTBYIOLLNE AENCTBUIO
pagnaymm n XMMMYeCcKnx mytareHoB
(UMCTEUH, LMCTaMUH, rMYyTaTUOH,
CEPOTOHWH, CNEPMUH U Opyrve nonnamMmuHbl,
HEKOTOpbLIe BUTaMUHbI). BUTamMunHbl —
aHTUOKCcMaaHTbl — E, A, KapOTUH,
aCKopbMHoOBasa KMUCroTa.
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o NHTepdepoH — benok, obnagarowmm
paano3alinTHbIM N NPOTEKTOPHLIM AENCTBUEM
npu OencTBUn PU3NYECKUX N XUMNYECKNX
MyTareHoB. CYmMTaloT, YTO MHTEPAEPOH AENCTBYET
yepes cuctemy penapauum AHK, ycunneas
penapaumio BCex TUNOB NEPBUYHbLIX
nospexgeHun. INpegnonaratoT, YTO UMEHHO
MHTEPdEPOH 3anycKaeT pasHble MexaHU3Mbl
3aWnTbl (MMMYHONOrMYECKUN, NPOTUBOBUPYCHbIW,
AHTUOHKOIEHbIN).
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OCHOBHbIE CBOUCTBA
MYyTaLlMOHHOU N3MEHYNBOCTMU

o BO3MOXHOCTb HacrnegoBaHUs HOBbIX
KOMOMHaLUMN NMPU3HAKOB

o HeonpeneneHHOCTb N HEHAMPAaBEHHOCTb
e [lINCKPETHOCTb N MHOMBMAOYANN3M
o BepodaTHOCTHaA 1 Henpeackasyema
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[lomonorunyeckue psaabl B HacneaCTBEHHOMN | ece

M3MeH4YMBOCTHU (3aKkOH BaBunosa)

N3BECTHO, YTO MYTUPOBAHME MPONUCXOANT B PA3NUYHbIX
HanpasneHunax, OgHako 3To MHoroobpasne NoAg4YMHSETCSH
onpeneneHHon 3aKkOHOMEPHOCTN, OBHapy>XeHHOW

B 1920 r. H.. BaBunoBbim

[1pn cpaBHEHUN NPU3HAKOB Pa3fUYHbIX COPTOB KYNbLTYPHbIX
pacTeHUn 1 BNN3KNX K HAM ONKOPACTYLLUMX BUOOB OOHapYyKMUNocb
MHOro O0LMxX HacneaCcTBEeHHbIX U3BMEHEHUN. OTO NO3BONUIO
BasunoBy cchopmynmpoBaTb 3aKOH 20MOJ102U4Y€eCKUX psidoe B
HacnegcTBEHHOM U3MEHYMBOCTU: «Buabl n podbl, reHETUYECKU
brin3kme, xapakTepusyrTcs CXOoAHbIMU psgaMn HacrneacTBEHHOM
N3MEHYMBOCTM C TAKOW NPaBUNbHOCTLIO, YTO 3HAA psa dopMm B
npenenax ogHoro Buaa, MoXHo npeasnaeTh cyulecTBoBaHMe
napannenbHbiX opM y Apyrnx BUOOB U pOOOB»
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o H./. BaBunos ykasarsn, 4To romosiormyeckue pagbl
4aCTO BbIXOOAT 3a npenenbl poaoB N Jaxe
cemeuncTB. KopoTkonanocTb OTMeYeHa y
npeacraBsuTernienn MHOMMX OTPS40B MIEeKonUTarLWmX:
Yy KPYrMHOro poraToro ckoTta, oBel, cobak, yenoseka.
AnbOonHM3M HabngaeTcsa BO BCEX Knaccax
NMO3BOHOYHbIX XXUBOTHbIX.

e 3aKOH roMOJIoOrMYeCKNX psaoB No3BONAET
npeaBuaeTb BO3MOXHOCTbL NOABIEHNUA MyTaUun,
elle He U3BECTHbIX HayKe, KOTOpble MOTyT
MCNOSIb30BaTbCA B CEfiekumn Ansa co3gaHns HOBbIX
LeHHbIX ON4a X03a1ucTBa qoopm
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o 3aKOH 20MOJ1I02UYEeCKUX ps008 8
HacrieocmeeHHoU U3MeH4Yu8ocmu umeem
NPSIMOE OMHOWeEHUE K U3y4YeHUro
HacrieocmeeHHbIX borie3Heu Yerioe8ekKa.
Bonpockl neyeHna n npounakTuKu
HacrneacTBeHHbIX 3aboneBaHnU HE MOTYT
ObITb peLleHbl be3 nccnegoBaHU Ha
XMBOTHbIX C HACNeaCTBEHHbIMU
aHoManuamMm, NnogoodHbIMU BCTPEYaoLLMMCS
Yy YyerioBeka
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CornacHo 3akoHy H. . BaBurnoHa, mytauum, aHanornyHble
HacrneacTBeHHbIM DONe3HaAM YernoBeka, OOMMKHbI
BCTPeYaTbCs Y XKMBOTHbIX. [leNCTBUTENBHO, MHOTME
MyTauumn, ODHAPYXEHHbIE Y XXUBOTHbIX, MOTYT CNYXUTb
MOOENsIMU HacneacTBEHHbIX bonesHen Yyenoseka. Tak, y
cobak HabngaeTca remounua, cuensieHHas ¢ NosioMm.
AnbONHN3M 3aperMcTprupoBaH y MHOMMX BUOOB PbI3yHOB,
KoLek, cobak, y psga sugos ntuy. Mogensmn ans nsyyveHusd
MbILLEYHON ANCTPOPUN MOrYT CIY>KUTb MbILLWN, KPYMHbIN
poraTbli CKOT, fiollagun; anusencum — KPOoJSinKn, KpbIChbl,
MbILLM, aHOManum B CTPOEHUM rnasa - MHOorme Buabl
rpbi3yHOB, cCOBbaKn, CBUHBbWU N OPYrne XXNBOTHLIE.
HacnenoctBeHHbIMY Done3HaMn obMmeHa, TakumMu, Kak
OXupeHue u guadbet, CTpagaroT MbILLN.

Kpome yxXe n3BeCTHbIX MyTauun nytTemM BO34eNCTBUA
MyTareHHbIX 0akTOpPOB MOXHO NOMYYNTb Yy rlabopaTopHbIX
XMBOTHbIX MHOIO HOBbIX aHOMarnun, CXo4HbIX C TEMU,
KOTOpble BCTpeYarTcs y YyenoBeka
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