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MyTauunn. Knaccundounkaumm.

MyTaLI,I/II/I N MOOUSIbHbIE SfTEMEHTbI.
MobunbHble 3NEMEHTbLI FTEHOMA, KJ'IaCCI/ICbI/IKaLI,Mﬂ N X TeHeTn4ecKad porsib.

dakTopbl, MHOYLMPYIOLLME MyTaLUM.

HacnepnctBeHHble 6one3Hn YenoBeka B KOHTEKCTE NPONAEHHOro MmaTepuana.




MyTanuu

MyTallMOHHAA TEOPUA— pa3iae FeHeTUKH, 3aKJIAAbIBAIOIINUA OCHOBDI
reHeTu4eCKoOM U3MEeHYUBOCTH M DBOJIIOIMH.

MyTauMm — 3T0 Ka4eCTBEHHbIC M3MEHEHHMA I'EHETHYECKOI0 MarepuaJa,
NPUBOAAINME K U3MEHECHHUIO TeX MJIM MHBIX NMPU3HAKOB opranusma. l.e.
3TO CTOUKOE UBMEHEHME TeHOTHIIA.

MyTareHe3s — BHECCHUE U3MEHEHUN B HYKJICOTHIHY IO
nociaenaosarejabHocTh JTHK (MyTamuin).

Myranunonnas teopus Kopxxkunckoro - /le @pusa

https://voutu.be/hH01jOis9BA - ydeOHOe BUI€0 0 MyTAIMAX




Cepren UBaHOBUY
K MHCKUN

yTalnoHHaa Teopud. Ictopus

Hesasuncumo ot X. e ®pusa n A. Kénnnkepa obocHoBarn
MYyTaLMOHHYIO TEOPUIO («TeOpUs reTeporeHesnca» y KopXxmHCKoro),
NPOTUBOMNOCTABMB €€ JapPBUHN3MY.

«cpean ogHopoa4HOro NOTOMCTBA OT HOPMarSbHbIX poauTenen
HEOXXNOAaHHO NOABMAKTCA OTAENbHbIE 3K3EeMMNAPbI, PE3KO
oTnunyaroumecs ot Bcex octanbHbIX» (KopXnHckmn 18993, c. 255).

CornacHo C.N.KopXrnHCKOMY, reTeporeHHble Bapnauum MoryT
NPONCXOANTb BO BCEX HAMNpaBJieHNAX N BO BCEX OpraHax. Takxe
reteporeHHble Bapnauum HeobxogmMmMo nckaTb «Ccpean NnoToMmcTea oT
YUCTbIX, T.€. He TMBPUAHLIX, U HOPMAribHbIX, T.€. YCTaHOBUBLLUUXCS,
BUOB MNP YCIIOBUAX, YCTPAHAKOLLMX BO3MOXHOCTb rmbpuamnsauunm.
CemeHa, nony4vyeHHble OT TakKnx pacTeHun, gatoT OObIKHOBEHHO
COBepLUEeHHO 0gHOPOAHOE NOTOMCTBO, BMNOSIHE CXO4HOE CO CBOMMU
pogutenammn» (KopxuHckum 189960, c. 75).




Xyro ne ®pu3 (Hugo DeVries)
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* [MnoTtesa mytaynoHnsma, nnu
cka4ykoobpasHoro BnaoobpasoBaHus,
MPOUCXOAALLEr0 NOA BNUSHUEM
aBTOreHeTUu4eCcKknx akTopos.

« OyHKUMA 0TOOPA - NCKNIYNTENBHO
ANUMUHUPYIOLLAA - YCTPaHEeHne
HeyAa4YHbIX BUAOB.




Ha cerogHs MyTauMoHHasa TeEOpUS CBOAUTCA K CreayoLwwmm 6
MyHKTaM:

1. MyTaumu BO3ZHUKAKOT BHE3AMHO, CKaYKooOpas3Ho.

2. MyTauuu nepenaloTcs M3 NMOKOJIeHMS
B MOKOJIEHMe.

(2 )

. N‘YT&HHH MOryT ObITh IMOJIe3HbIMM, BPe€JIHbIMH
N HeﬁTpaﬂbelMM, JAOMMHAHTHbBIMH
WJIH pelueCCHBHbBIMIM.

4. BeposiTHOCTb OOGHApYKeHMsI MyTaUMil 3aBUCUT
OT YMC/Ia UCCIeJOBaHHbIX 0cO0ei.

5. CxoaHble MyTallMKM MOTYT BO3SHMKATb NMOBTOPHO.

6. MYTRUHH HEe HallpaBJ/IeHHbI.




N3MeHUYNBOCTb

A3MEHYNBOCTb - CBOMCTBO OPraHM3MoB NpmnobpeTaTb HOBbIE MPU3HAKN 1 OCOOEHHOCTU
NHOMBMOYAINbHOIO Pa3BUTMSA Noad BNUsIHUEM cpeabl. PasnuyaoT MoandurKaLnoHHY 1
reHOTUMNYECKYH0 N3MEHUYNBOCTb.

MoaundurkaLumnoHHas N3MEH4YMBOCTb - 3TO CMOCOOHOCTb OpraHM3ma pearmpoBaTh Ha
YCITOBUS OKPYKaloLLel cpebl, UAMEHATLCS B Npedenax HopMbl peakLumn opraHn3ama.

HacnepncTtBeHHast U3BMEHUYNBOCTb - 9TO CMOCOOHOCTb K USBMEHEHUIO CaMOro reHETUYECKOro
maTepuana.

[1pn BCEX dhOpMax N3MEHUYMBOCTU MMEETCH rEHETUYECKNN KOHTPOMb 1N O NPOUCLLIEeaLNX
N3MEHEHUAX MOXXHO CyOUTb NLWb NO OEeHOTUNY (N0 N3MEHEHUIO NPU3HAKOB N CBOUCTB
opraHusma).




[ eHOTMNMN4Yeckasa N3MEHYMBOCTb CBA3aHa C KA4eCTBEHHbIMU U KONTMYECTBEHHbIMU
N3IMEHEHNAMWN HaACnegcTtBeHHOIro Mmarepuara. OHa BKrtovyaeT KOM6I/IHaTI/IBHyI-O 7
MYTaUNOHHYIO USMEHYNBOCTDb.

1. KomOnHaTuBHaa N3MeH4YMBOCTb. YHUKANbHOCTb KaXXaAoro reHoTuna
obycnoBrieHa KOMOUHaATUBHOW U3MEHUYNBOCTLIO, KOTOpPas onpeaenaeTcs
HOBbIMU COYETAHUSMU annernen reHoB B reHoTune. [locturaetcst 3T1o B
pes3ynberare 3-X NpPOoLeccoB: ABa U3 HUX CBA3aHbl C MEMO30OM, TPETUU - C
OnN040TBOPEHNEM.

2. MyTauuoHHas usmMeH4nBoCTb. [1pn MyTauMoHHOU N3MEHYNBOCTH
HapyLlaeTca CTPYKTypa reHoTuna, Yto BbidaBaHO MyTauuamm. Mytaumm -
9TO Ka4yeCTBEHHbIe, BHe3arnHble, yCTOMYNBblE NU3MEHEHUA B reHOTUNe.




MyvTauuu
(6H€3anH08 USMEHECHIe 6 ceHemuUdYecKomM .MCZI?’ZQPZICL’IQ)
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Kiaaccupukanuss Myramumn

Ilo xapakTepy M3MeHeHUs reHoMa (110 YPOBHIO OPraHU3aluu
reHeTH4eCKOro MarepuaJia, 3aTPOHYTOro U3MEeHEHUSIMM):

[l F'eHoMHBIE — H3MEHEHHE YHCJIa XPOMOCOM

[ 'eHHBIE — CBSI3aHbI C K3MEHEHHEM COCTABA UJIHU
nocjenoBarejibHOCTH HYKJIeoTua0B THK B mpeaenax rena

[l XpoMocoMHBIE — MEPECTPOIIKH XPOMOCOM, H3MEHEHHE HX
CTPOCHUA




Knaccudukanuss MyTanui 1mo ux 1
MOJICKYJISAPHOU MPUPOIe

N
1. ToukoBbIe MyTAUU (3aMEHA HYKJICOTHIOB): |

TPAH3MIIMM: MYyTaluu, 00yCIIOBJICHHBIC 3aMECHOM
OJIHOTO ITYPHUHOBOI'O OCHOBAHHUS Ha JPYroe

(ageHMHA Ha TyaHUH, WX HA000pOT) UIIM OTHOTO
NUPUMHMIMHOBOIO OCHOBAHUS Ha ApPYyTroe (TUMUHA | AAEHUH, A
Ha [UTO3WH, UM HA000pOT) (ITPOCTHIE) MypuHe!

NMupuMuanHbI

TPAHCBEP3MM: 3AKITIOYAOIINECS B TAKOW 3aMEHE
a30TUCTOr0 0OCHOBaHusA B MoJiekyne JIHK, pu
KOTOPOM ITYpPUHOBOE OCHOBAaHHE (aCHUH, TUMHH)
3aMEHSIETCA TUPUMUJIMHOBBIM (I'yaHWH, IIATO3WH )
WJIA TIMPUMUUHOBOE OCHOBAHUE ~ IIYPUHOBBIM.
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TO‘I KOB bl e MYT aII HU . KOAMPYIOLIe 00,1acTH

[l cuHOHMMUYHDBIE - HE U3MEHAIOT AMUHOKHUCIIOTHBIE
IIOCJIEIOBATEIbHOCTH U ABJISIFOTCS (MHOTAA) HEMBIMHU
MYyTaLUSIMH

[l HeCHHOHMMHMYHBIE - H3MEHSIIOT AMUHOKHCIOTHYIO
IMOCJIEN0BATEIHLHOCTh O€JIKa




Buabl TOYKOBBLIX MyTaLUN:

Hapywexue pacnonoxeHua 0AHOro Hykneotuaa
!

MwucceHc-myTauum NPUBOAAT K 3aMeEHe CATCATCATCCTCATCATCAT

AMWHOKNCNOTbI { His H His H His HEETEH His H His H His F-

N HekoppekTHaa aMUHOKMCNOTA,
KOTOpas MOXeT ObITb NPUYMHON CHHTe3a
Benka ¢ u3mMeHeHHON PyHKL e

e
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HoHCEeHC-MyTaunm NPUBOAAT K NOSABNEHNIO
CTON-KOAO0HOB

CenmceHc-myTayum — mytayum 6e3 sameHbl
aMWUHOKNCNOTHOro octatka. OBycnosneHbl
BbIPOXXAEHHOCTLI FrEHETUYECKOro KOAa.




Ilpumep: ceprnoBHIHO-KJICTOYHASA AHEMMUSA

CBsi3aHa c 3aMeHOoW OgHOU U3
146 aMUHOKNCINOT

IpuyuHa: ['eHHbIE MyTallMX NOJTUNECHTUIHON LIETIOYKH

reMOITI00MHA; B Pe3yybTaTe HaOII0AaeTCs MPEKICBPEMEHHBIN B B- Lenu mone Ky nNbl
reMOJIM3 U pacmajl SpUTPOLUTOB, 0OYCIOBICHHBIN HU3KON

CIOCOOHOCTBIO TEMOITIOOMHA CBA3BIBATH U IICPEHOCHUTD reMOFW
KHCJIOPOJ. KPacHbLI€ KPoBsiHbIe

Knemeu
Tun HacaenoBanusi: AyTOCOMHO-PEIIECCUBHBIN,

KOJIOMUHAHTHBIN.

IlaTorene3: M3MeHeHHas MOCIEA0BATEIbHOCTD
AMHUHOKHUCJIOTHBIX OCTaTKOB B réMOTJIOOMHE TTPUBOJIUT K
3aMEJIJICHUIO IEKTPOPOPETUUSCKOM TTOABUKHOCTH;
MOBBIIIICHHAS BA3KOCTh KPOBH, F'€MOJIN3, 00pa3oBaHHE TPOMOOB.

JMATrHOCTHKA: SPUTPOLUTHI OOJIBHOTO UMEIOT BHITSHYTYIO
CEpIOBUAHYIO (hOpMY

HopmansHsie
KpacHbie Kpo8siHbie

. Knemku
JledeHue: mepeavMBaHUE SPUTPOLIMTAPHON MACChl 3I0POBOIO

YCJIOBCKaA




Tamaccemus
https://youtu.be/ 34-CK3hpwg

Yero HaOJIoIaeTCa HECTAOWIIBHBINA CUHTE3 U JUCPYHKIUS MaTPUIHON
PHK. Jledbunut npoayKiuu ri0OMHOBBIX LIENEH MPUBOAUT K
CHIKEHUIO COJICPKaHUsI HOPMAJIBHOTO reMorioonHa. OT KoJIM4eCcTBa
OTCYTCTBYIOIIUX T€HOB 3aBUCUT TSXKECTh 3a00JICBAHMUS.

HACJICAYETCS MO PELIECCUBHOMY THUITY

Kiaunuka: o0ycioBiaeHa CHUKEHUEM MTPOAYKIMH B-11ereit
remomnoouna. [lpu eomozucomunocmu NoIHOE WIK YaCTUYHOE
OTCYTCTBHE FeMOITIO0MHA U HaJMYKe reMOoIiIo0nHa, He CIIOCOOHOTO
nepeHoCcUuTh Kuciopo. [1mon ru6uer BHyTpuyTpoOHO. [1pn
eemepo3ucomuou GopMe - reMOTrTIOOMHOTIATHS, XPOHUYECKAsI
reMOJINTUYECKAsi aHEMUS CPETHEH TSIKECTH.

JMarnocTuka: Mophoaorudeckrue N3MEHEHHS SPUTPOLIUTOB.

Jleyenue: [Ipenapatsl (oMeBOM KUCIOTH U BUTAMUHBI TPYIIbI B.
[IpenynpexieHue OpakoB MEXy T€TEPO3UTOTHBIMU HOCUTEIISIMU
I'€HOB TaAJIACCEMUU U PEKOMEHJALMU OTKa3a OT IOTOMCTBA.




Knaccnduxanusa MyTamui mo ux 2
MOJICKYJISAPHOU MPUPOIe

2. MyTanuu CIBUIra paMKH CYUTHIBAHHUA - XapaKTepHAa BCTABKAa
WM JeJielMsA HYKJIEOTHI0B, B KOJUYECTBE He KPATHOM TPEM.
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0oj1e3Hb Tess-Cakca
(AMaBpOTHYECKASA UIHMOTHS)

Ilpuumnna: bose3Hb cBsi3aHa ¢ HAPYIICHUEM JIMITUIHOTO OOMeHa. /{151 Hee XapaKkTepHO
OTJIOKEHUE B KJIETKAX MO3ra, IEYEHH, CEJIC3CHKHU U JPYTUX OpraHax JIUMU/1a TaHJIHO3U/1A.
[IpuunHa - CHUKEHUE aKTUBHOCTU (pepMEHTA F€KCO3aMHUHU/Ia3bl A B OpraHu3Me.

Tun HacjaenoBanusi: AyTOCOMHO-PEIIECCUBHBIN.

Kaunuka: bone3Hs nposiBisieTcs B IEPBbIE MECSIIBI )KU3HU. PEOEHOK CTAHOBUTCS BSJIBIM,
MaJIOMOABUKHBIM, O€3pa3IMUHbIM K OKpYXKaroleMy. 3aJepKKa ICUXUIECKOTO Pa3BUTHUS
IPUBOJIUT K CHIXKECHUIO MHTEIUICKTA 10 CTENEHU UANOTHH. OTMEYAETCS MBIIIIEYHAS
TUIIOTOHUS, CYIOPOTH, XapAKTEPHBIN CUMIITOM "BUIIIHEBOM KOCTOYKH' HA CETUYATKE I71a3a.
K xoHIy mepBOro roga *Ku3Hu HACTynaeT cienora. [lo3aHee pa3BuBaeTcs mojaHas
00€3/1BM)KeHHOCTh. CMEPTh HacTymaeT B 3-4 roja.

IHaTorene3: [Ipoucxoaut paspyiieHue akCOHOB HEPBHBIX KJIETOK, aTpO(Us 3pUTEITbHBIX
HEPBOB.

Jleyenme: He cymecTByer.




Kanaccudgukanusa Mmyranui mo ux 3
MOJICKYJIAPHOU MPUPOIe

Aeneuns UHcepumna

3. leaenusi 1 MHCEPUHUS IPOMEKYTKOB _ | ,

-
Tpancno3unusi — nepeMeleHne y4acTKa ,{ " " i !
JTHK

JNynaukanusa — yisoenue yyacrka JJHK

AYNAMKAUMS

TanaemHasi AynJaukanus - AYIJIAKAIUSA,
[P KOTOPO! MOBTOPEHHBIC CErMEHThI
PACIOJI0KeHbI HEMOCPEACTBEHHO APYT 32 N

JAPyrom




MyxkoBuCIu103

HpuunHa: [lopaxeHne 3K30KPUHHBIX XKEJIE3 U XKEJIE3UCTHIX
KJIETOK OpraHu3Ma: CEKpPETUPYIOIIMX KJIECTOK OPOHXOB,
MIOJIKEITYIOYHOU KEJIE3bl, KUIIIEYHUKA, TIOTOBBIX XKEJIE3 U
[ICYCHU.

Tun HacienoBanusi: AyToCOMHO-PEIECCCHBHBIM. ‘MykoBucunaos

rycras MoKpora
| NPENSTCTBYET AbIXaHUIO

IHaTorene3: OOMMM MOMEHTOM HATOJIOTHUHM KEJIE3 BHEIITHEH
CEKpEIUM SBJISICTCS HApYIICHUE UX (DYHKIHUH - BBIJICIICHUE
I'yCTOTr0, UBMEHEHHOTO MO COCTaBYy CEKpeTa. ITO BEAET K
3aCTOMHBIM HW3MEHEHUSM B COOTBETCTBYIOIIMX OpTaHax,
[TOCJIEAYIOIAM BOCHAIMTEIBHBIM U CKIEPOTUYECKUM
npolieccam. B cekperax opranuzmMa npu MyKOBUCIIHI03€
HU3MEHSIETCSI COOTHOIICHHUE (PpaKInii ero OSJIKOBO-YITICBOTHBIX wﬁﬁf{;

KOMIIOHEHTOB; HA0JIIONACTCs CHIDKEHUE peadcopOuu P xpomocoma 7
rycras cnusb 3aKynopusaer

i
n

3JICKTPOJIMTOB B BEIBOJHBIX ITPOTOKAX ITOTOBEIX KCIIC3; NPOTOKM NOMKENYAOUHOR Xene3bi
MOJDKEITYIOYHA JKeJie3a HE BBIJICIIICT HY>KHOT'O KOJINYSCTBA M KENUHOTO Ny3bipA
(dbepmMeHTa.




Knaccudgukanusa Mmyranui mo ux 4
MOJICKYJIAPHOU MPUPOIe

4. XpoMOCOMHbIE MYTallUH.

< XpoMoCOMHBI€ ePecTPOKH

[l mejenmuu (yrpara y4acTKa XpoOMOCOMDI)

[l nHBepcuM (M3MeHeHHe MOPSAKA TeHOB YYaCTKAa XPOMOCOMbI Ha 00pPaTHBII)
[ nyniaukanuu (IOBTOPEHHE YYACTKA XPOMOCOMBI)

[ TpaHcaoKkanuu (MepeHoc y4acTKa XpoMOCOMBI Ha JIPYTIYIO)

[ mosiBjIeHUE AUHCHTPHYICCKUX, KOJbIECBbIX XPOMOCOM U U30XPOMOCOM.

BHYTPHUXPOMOCOMHBbIE (MHBEPCUH, JIeJIeIMH, TYIIMKAIUN, KOJIbIEBbIe XPOMOCOMbI)

MECKXPOMOCOMHBLIC (I[YHJII/IKaHI/II/I, TPAHCJIOKAIUHA, THHCHTPHUYICCKHUC XpOMOCOMI)I)



Kiaaccudpukanuss MyTamum 1mo ux
MOJICKYJIAPHOU MPUPOIe

4. XpoMOCOMHBbIC MYTallUH.

< N3MeHeHUSAX IJIONWTHOCTH, TO €CTh KOJIMYEeCTBA XPOMOCOM B siIpeE.

1 KPAaTHO - IraiJiIOnabl, THIIJIOUIAbI, TPUILJIOU/IbI, TCTPAILJIOU/IbI A IIP., B OﬁIIIEM
BU/AC NNOJINITIJIOUADBI.

[l He KpaTHO - OTCYTCTBHE B XPOMOCOMHOM Ha0ope AUILJIONTHOI0 OPraHu3MAa
O/THOM XpOMOCOM - MOHOCOMUSA (2n-1); oTCYTCTBHE ABYX IOMOJOTHYHbIX
XPOMOCOM - HYJUIMCOMHUSA (2n-2); HAJUYHE TONOJHUTEIbHON XPOMOCOMBI -
TpucoMud (2n+1), B 001eM Buae aHEYILJIOUABI.



Kiaaccudukanusa MyTaluu 10 MeCTy
BO3HUKHOBECHHUSI:

[ sinepHbie

[ [uTonazMaTuvyeckne (MyTaius HesiIePHbIX T€HOB —
MUTOXOHJAPHUN U XJIOPOILJIACTOB)

[0 B kjJ1eTKax 3apoabIllieBOro myTH

[ B coMarnuyecKHux KJeTKax



Kiaaccudpukanusa Myranmum 1mo
XapaKTepy MyTareHHoro ¢gpaxkropa:

< CnnoHTaHHbIE
0 ommmoxu JHK-nmonumepa3ssl npu permtukanun JJTHK
[ mapymenue B Meiio3e
[ HempaBMJIbHBIN KPOCCHHIOBEP
[ Bo3melicTBHA MyTareHHbIX (aKTOPOB KaK MPUPOIHBIX

< UnayuupoBaHHbIe



buosiornyeckue U pu3HUYECKHE
MYyTareHbl

< buosloruyeckue MyTareHbl

0 cmennduyeckne nmocaenoBareabnocTu JJHK - TpaHCIO30HBI;
[l HexkoTOpBIe BUPYCHI (BHPYC KOPH, KPACHYXH, I'PHIIINA);

[ mpoaykThl 00MeHa BemecTB (IPOAYKTHI OKUCJIEHHS JTUTIHIO0B);

[l aHTHreHbI HEKOTOPBIX MUKPOOPTaHU3MOB.

< du3n4ecKne MyTareHbl

O nonmniimiiiee n:miqeﬂne"



XMMHYECKHE MYTAreHbI

[ HekoTOpBIE ATKAJIOHABI: KOJXHIIMH — OJHH H3 CAMbIX PACHIPOCTPAHEHHBIX B
CeJIEKIIMM MYTATr€HOB, BAHKAMMH, MO10(PUIIOTOKCHH;

[ okucanTean 1 BOCCTAHOBUTEIN (HUTPATBI, A30THCTAask KHCJI0TA U €€ COTH —
HUTPUTbI, AKTUBHbIE (POPMBbI KUCJIOPOAA);

[ ankuiampyonue areHTsl (HapuMep, HoganeTaMul, SMOKCHOEH3aHTPaIeH);

[ HUTpONPON3BOIHbIE MOYEBHHDI;

[ 3TuIeHUMUH, I THIMETAHCYIb(OHAT, TUMETHIICYIb(AT;



Kiaaccudpukanusa Myranmum 1mo
NEUCTBHIO HA IPUCIOCO0JICHHOCTH

(“KU3HECIOCOOHOCTh, IVIOAOBUTOCTh U CKOPOCTH UHIMBUIYAJIbHOIO
Pa3BUTHS)

+ J1eTaJIbHbIE
< BpeaHbIe
4 1moJie3Hble

« HeHTpaJbHbIE



relliapduiA ICeRe I VIMECROT0
MaTepuana

OHK oTnnyaeTcs BbICOKOM CTabUNbLHOCTLIO, KOTOpas noaaepKmBaeTcst ocobou
doepMeHTaTUBHOM CUCTEMOWN, HaXoOALWENCA No4 reHETUYECKUM KOHTPOMNEM, OHa XKe
NpPUHUMAaET yyactune u B penapaumn. MHormne nospexaenma [JHK, kotopble mornu Obl
peann3oBaTbCs B BUAE MyTauum Npu 4eNCTBUN CUNbHbIX MyTareHOB, UCMPaBnsTCA
penapaTtuBHbIMW CUCTEMAMM.

[eHeTnYecKkne pasnnymsa B akTUBHOCTU penapupyrowmx oepMeHTOB OnpeaensatoT pasHyto
NPOOOIKUTESTIbHOCTL XXU3HU U1 YCTOUYNBOCTL OPraHM3mMoB K 4EUCTBUIO MyTareHoB U
KaHUEepOoreHoB. Y 4YerioBeka HEKOTopble BOMe3Hu (Nporepms) cBA3aHbl C HApPYyLLEHNEM
npouecca pennukaunn n penapauum HK. Mogenbio anga nayyeHms reHeTUYyecKnx
MEXaHM3MOB pernapaunmn siBnsieTcda 3aboneBaHne — NMrMeHTHas kcepogepma. M3BecTHo,
4YTO 90% MyTareHoB ABNAKTCA U KaHUueporeHamu. CyLlecTBYyeT HECKOSbKO TEOPETUYECKUX
KOHLUenuun (Teopmn) KaHueporeHesa: MyTauuoHHasa, BUPYCHO-reHeTu4yeckas, KoHuenums
OHKOreHa v ap.



[ eHeTN4YEeCKMN MOHUTOPUHT

YenoBek KOHTaKTUPYET C pa3HOODOpPa3HbIMU XMMUYECKMMIN BELLLECTBAMMN, MPOBEPUTL
Ka)K[0e Ha BO3MOXHOCTb MyTareHHOro (KaHueporeHHoro) achdpekTta nnm reHoToKCUYHOCTH
He NpeacTaBnAeTcst BO3MOXHbIM, MO3TOMY NMPOBOANTCH OTOOP onpeaeneHHbIX
XUMUYECKUX BELLECTB AJ1sl UCCrieqoBaHNAa Ha MyTareHHOCTb.




BbiOop TOro nnmn nHoro BeLlecTBa
onpenensaeTcs:

e ero pacrnpocTpaHeHUeM B cpefe obUTaHMA YernoBeka U KOHTaKTOM C HUMK DornbLUen
4YacTu HacesrieHusa (fiekapcTBa, KOCMeTMYecKne cpeacTaa, NpoayKTbl MMTaHUSA, NeCcTUabI U

ap.)
e CTPYKTYPHbIM CXOOCTBOM C U3BECTHbIMAN MyTareHaMmun " KaHueporeHamu

(HUTPO30COEeAMHEHNS, apoMaTryeckue yrnesogopoabl ) Ans nccnenoBaHns Ha
MyTareHHOCTb

e WNCNOJIb3yEeTCA HECKOJIbKO TECT-CUCTEM (okono 20 13 100 nmeroLmxca MeTogoB) T.K. HET
YHUBEPCAJIbHOIO TeCTa AJ14 BbIABJIEHUA BCEX TUMNOB MyTaLI,I/Iﬁ B MOJ1OBbIX N COMaTUYECKUX

KIeTKax.

* MPUMEHSIETCHA CTYNEeHYaTOCTb TECTUPOBAHUSA (B Ha4arne Ha MMKpOOpraHmM3max,
apo3sodune n ap. o6bekTax 1 TONbKO NOTOM B KNeTKax YenoBeka).



[ eHeT4YEeCKMN MOHUTOPUHT

- 9TO CCTEMa OO0JTTOBPEMEHHDbIX NOMYJTALUMOHHDbIX nccnegoBaHMM Nno KOHTPOIJIIO 3a
MYTaUMNOHHbLIM MNMPOoLECCOM Y HEJTOBEKA (cnexeHue 3a MyTaLI,I/IFIMI/I). OH cknagblBaeTcs U3:

e  XMMWYECKOrO CKPMHMHrA - 3KCNepMMeHTanbHOM NPOBEPKN MyTareHHOCTU XMMNYECKNX
COeAVHEHNI (crnexeHne 3a MyTaunsamMmn B TECT-cUCcTEMaXx)

e MPSIMOro aHasim3a 4acToT reHHbIX MyTaLni
e (JoeHOreHeTU4eckoro MOHUTOPMUHTA.

Cucrema TeECTUPOBAHNA COCTOUT U3 npocemsammel‘/’l N MOSTHOM nporpamMmmbl, BOSMOXHOCTb
X NCNOJib30BaHNA onpegendeTcqa CterneHbo KOHTakTa HacelnieHn4da ¢ AaHHbIM
XMMNYeCKMM BELLLECTBOM.



[TOHATME O reHeTNnYeCcKoM rpyase.

TEPMMUH "reHeTnyecknu rpys" Been B 40-x rogax XX seka . Munnep - Bcsikoe CHuxeHune

(oencTeMTenbHOE NN NoTeHUManbHoe) NPUCNocobneHHOCTY NONyNALMM B CUIY
reHeTM4ecKom N3MeH4YNBOCTM.

[MpUHATO BbIAENATbL TPU BUOA FTEHETUYECKOTO rpy3a: MyTaLUMOHHbIN, CYOCTULIMOHHBIN

(nepexoaHsbin) n cbanaHcmpoBaHHbIN. OBLLNI rEHETUYECKUI TPY3 CraraeTcs U3 aTux Tpex
BMAOOB rpysa.




MyTaLMNOHHbLIN TPy3 - 3TO Ta A0Ns 06LEero reHeTUYeckoro rpysa, Kotopas BO3HMKaeT 3a
cyeT MyTaumn. OagHako, NOCKONbKY 60MbLUNHCTBO MyTaLMiA HOCAT BPeaHbI XapakTep, TO
eCTECTBEHHbIV OTOOP HanpaBrieH NPOTMB Takux anrienen n yactora nux Hesenuka. OHu
noaaepknBatoTcsl B Nonynsumnsax B OCHOBHOM Gnarogapsi BHOBb BO3HUKAKOLLMM MYTaLUAM
N reTepo3nNroTHbIM HOCUTENSM.

[ eHeTn4Yeckumn rpys, BO3HUKaOLWMM Npm guHaMmM4eCckom M3aMeHeHUn 4aCcToT reHOB B
nonynaumMmn B Npouecce 3aMeHbl OAHOro ansnens Apyrum, HasblBaeTcsl CYOCTULIMOHHbIN
(UNn nepexoaHbIM) rpy3oM. Takoe 3amelleHne annenemn obblMHO NPONCXOONT B OTBET Ha
Kakoe-nmbo nameHeHme B yCroBUAX Cpeabl, Koraa paHee HebnaronpuaTHble ansenu
CTaHOBATCA BraronpuUsTHLIMU, U, HAODOPOT, (NPUMEPOM MOXKET ObITb ABMIEHNE NHOYCTPU
anbHOro MexaHmama 6abo4vek B 3KOIOrM4eckn Hebnaronony4vHelx pamoHax). lNpu aTom
YacToTa O4HOro annens ymeHbLlaeTcs No Mepe yBenmieHnd 4acTtoThbl ApYyroro.




CbarnaHcupoBaHHbIN (YCTONYMBBLIN) NOSIMMOPPU3MBO3HUKAET, KOr4a MHOTME NMPU3HaKn
noaaepPXnBaKTCA HA OTHOCUTENBLHO NOCTOSIHHOM YPOBHE 3a CYET ypaBHOBELLMBAIOLLETO
oTbopa. [Npu aTom brnarogapsi cbanaHcupoBaHHOMY (YpaBHOBELUMBAKOLLLEMY) OTOOPY,
OENCTBYOLWEMY B NPOTUBOMOSOXHbLIX HANpaBNeHUsIX B NONynALMAX COXPaHATCA ABa
nnn bonbLue annes en Kakoro-mbo NoKyca, a COOTBETCTBEHHO U pa3HbI€ FEHOTUM U
deHoTuNLI. [NprMepomM MOXKET CIyXUTb CEPNOBUAHOKITETOYHOCTb. 34eCb OTHOP
HarnpaseH NPOTUB MYTAHTHOIO ansesns, HaxoasLWerocsi B roMo3MroTHOM COCTOSIHUM, HO B
TO Xe BPeMSA OENCTBYET B MOSb3Yy reTepo3unroT, COXpaHsis ero.




CocTosiHMe cbanaHCcMpoBaHHOIO rpy3a
MOXET ObITb JOCTUTHYTO B CrieayoLmnx
cCUTyauunsax:

1) oTbop BGrnaronpuATCTBYET 4aHHOMY arnento Ha O gHOW CTaaum OHTOreHesa 1 HarnpasneH
NPOTUB HEro Ha 4pPYyrou;

2) oTOOp BraronpuUATCTBYET COXPaHEHUIO annens y ocoben ogHoro rnona v AencTeyeT
NpOTUB - y ocoben gpyroro nona;

3) B npegenax ogHoro annerns pasHble reHoTUMbl aoT BO3MOXKHOCTb OpraHn3Mam
MCMONb30BaThb Pa3Hble 3KONOrMYeckne HULLIN, YTO CHUKAET KOHKYPEHLIMIO U, Kak
creacTBue, ocnabnaeTcs anMMUHaLns:;

4) B cybnonynaumsax, 3aHMMatrowmx pasHble Mecta obutaHusi, otbop bnaronpmnaTcTeyeT
pasHbIM annensm;

5) oT6op GraronpuUaTCTBYET COXPaHEHUIO annens noka oH peako BCTpe4YaeTcs U Hanpas
fleH NPOTUB HEro, Koraa OH BCTpeYaeTcs 4YacTo.



n/3:

[1o XenaHuto pedepaThi:

1. «[eHeTnyeckun rpys nonynsaumm»

™

« Teopunsa cumbunoreHesa (nocnegoBarteribHag aHOOCUMMOMOTHUYECKadA Teopus).
MwuToxoHOpuanbHble 3aboneBaHNs»

«CepI'IOBI/I,EI,HO—KJ'IeTO‘-IHaFl aHeMusi: reHeTU4YecKmne OCHOBbI 3aborieBaHnSA »
« Tanaccamus: reHeTu4eckne ocHOBbI 3aboneBaHnSa»

«bornesHb Tesa-Cakca: reHeTu4yeckme oCHOBbI 3ab0sieBaHNA »

A

[Tnwem rroccapuu B NeKUMOHHYI0 TeTpaab. [1pocmaTtpuBaem BUOEO MO CCbifikam,



