MyTauunoHHas
N3MEeHYNBOCTb
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Yuntenb KOHakoBckaga ..

—



Llenb ypoka: Y3HaTb OCHOBHble 3aKOHOMEPHOCTH
MyTaLMNOHHOW M3MEHYNBOCTN OPraHnN3MoB.

3apaum:

1. PaccMoTpeTb OCHOBHbIE MOSIOXEeHNS MyTaLUOHHOM
Teopuun ['yro ne ®pusa.

2. [1aTb XxapakTepucTuky MmytaumMoHHOU U3MEHYNBOCTMN.

3. PackpbiTb NpnYnHbI BOSHUKHOBEHUA MyTaLUN N BbIABUTb
nocnencTema MyTtauum

4. [lo3HaKOMUTLCSH C Knaccugukaunen myrtauumn.

5. NpyUMeHNTb 3HaHUA ONA pelleHna 3agau.

6. 3arnOMHUTb OCHOBHYO TEPMMHONMOIUIO.




3aganue Nel.  Jlaiite onpeneneHus MOHATHSIM:
HACJICACTBCHHOCTDb
I'CH
I'CHOTHII
(beHOTHI
N3MCHYNBOCTDH
HACJICACTBCHHAA USMCHYHNBOCTDH
MYTaLAN
MYTarCHbI
I'CHHBIC MYTallnuH
XPOMOCOMHBLIC MYyTallnH
I'CHOMHBIC MYTalluN




HacneacrtBeHHas (reHoTUNMYeckasl) USMEHUYUBOCTb

MyTaumoHHaa USMEHYUBOCTb

«MyTauuoHHasi Teopusi» 1901 rog l'yro oe ®pus

0 MyTauum — oUCKpeTHble N3MEHEHUS
HacneacTBEHHOro marepuarna

[0 Pegkne cobbiTus

[0 BHe3anHble, criyyanHble

0 Ctonkmne

0 EAVHNYHBbIE N3MEHEHUA

[0 Mo mecTy BO3HUKHOBEHUS COMaTUYecKkne u

reHepaTuBHbIE
0 Mo npnynHe BO3HMKHOBEHWSA: CNOHTAHHbLIE U
NHOYUMPOBAHHbLIE
['vro ne ®pus 0 Mo nokanusauunmn B KIeTke: saepHbIe U

’ ronnadHAackuii 60TaHukK, reHeTuk. LUuTONMnasMaTnyeckme
1848—1935 - y
[0 Nones3Hble, BpeaHble, HeuTpasribHble
0 98% - «-»;
1,5 - 2% «O»
0,01% - «+»




MyTareHsol

q)aKTOpr, Bbl3blBalOLLne MyTaunn y >KNBbIX OpraHM3IMoB

Pusnyeckue XuMunyeckne Buonormyeckue
0 noHnsupyoLlee nany4veHne [ nepokcuapl 0 Bupychl
0 peHTreHoBCKMe ny4u U aneaernapl [ TOKCUHBI NNECHEeBbIX
0 YOO U asoTHas kucnora rpn6oB 1 GakTepuii
0 anbda, 6eta, ramMma —ny4yu [ conu Tsxenebix Me
0 Temneparypa. 1 kpacutenu

[ apomaTtuyeckune
XUMUYECKMEe BeLLEeCcTBa:
KaHLEepPOreHbl,
ankonouabl,
neKkapCcTBEHHbIE
BellecTBa, repbuumnabl,
NHCEKTULUMAbLI U Ap




MyTauum no xapakrepy MameHeHua peHoTumna
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H3MEHAIOT CTPYKTYPY

OPU3NOJIOTIMYHECKUE

BUWOXUMUYECKUE

H3MEHSIOT (DYHKITHIO

H3MEHSAIOT 0OMEH
BCIIICCTB




feHomHble  Xpomocomubie Liutonnasmaruyeckue
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MyTauuu

[lo ypoBHIO BO3HUKHOBEHMUS

eHHbIe
N3ameHeHune
nocrnegoBaTenbHOCTU
HykneotnaoB B [1HK
XPOMOCOMHbIE eHOMHBIE
ViameHeHne N3ameHeHne
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XpOMOCOMHbIE NepecTponKku, unm adbeppaumu

HabntogaeTca nsameHeHne CTPYKTypbl, pa3MepoB XPOMOCOM. 3aTtparneatot cpasy
HEeCKONbKO reHoB. VIXx MOXXHO HabnogaTbe B CBETOBOM MUKPOCKOM, T.K. MEHAETCa 0bLwnm
BUA XPOMOCOM
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[1Ba nneya 2-on
XPOMOCOMBI
COOTBETCTBYIOT
12113
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[ @HOMHbIE MyTaL MK

CBsi3aHbl C UIBMEHEHMEM YMCIa XPOMOCOM B KNneTke. OTO pe3ynbsraT HapyLLeHus
BepeTeHa JeneHust, KOTopoe NPUBOAUT K HEPaCXOXKAEHMNIO XPOMOCOM B MeNo3e.

l 1
[Monunnongusa AHeynnounausa, nnm

KpaTHoe yBenuyeHue rannongHoro retTeponnongnd
Habopa xpomocom 3n, 4n, 6n, 8n

YMeHbLUEHNE Unn yBenuyeHne Yyucna
XPOMOCOM B KapuoTune Ha OfHY, ABE U T.

0 FTEHOMHAA MYTALNA A..

0 METOL CENEKLMW 0 MoHocomusa (2n — 1): cuHApom

0 METOM NPEOOONEHNA LlepeweBckoro — TépHepa 45 xp (XO)
BEECMNOONS Y MEXXBMOOBLIX OTpncommsa (2n+1):
rMBPVOOB cuHgpom LayHa no 21 nape;

cuHgpom KrnanHdoensrepa no nonoBbIM
Xpomocomam: XXY(47); XYY (47);

0 TeTpacomusa (2n+2)
XXXY (48); XXXXY (49); XYVYY (48)
cuHagpom KrnanHdoensrepa no nonoBbIM
XpOMOCOMaM:
XXXY (48); XXXXY (49); XYVYY (48)




Poautenbckas
KneTka

lNapa
~TOMOSTOMMMYHbIX
XPOMOCOM

CnusiHue X
rameTr
HopmanbHas
rannougHas
rameTa
TeTpacomus MoHocomMmus

OpHa u3 NPUYUNH NoABNEHNA NT’eHOMHBbIX MYTaLlMVI - HapyuweHune HopMaribHOro xoga Meno3sa.



Lisemxu kanycmebl Xpu3aHTeMbl: 2n 1 6n

ﬂunnoudbi, n

Oxkmonnoudst, 8n

Tpun/ionAHbIA apGys Ge3 cemeyek

[losvriongH
BbI OKauH



AcTaypos
bopwuc llbeoBMY




[ €eHHble, U TOYKOBbIE MyTalunn

npencTaBndaloT cOOON MONeKynapHble, He BUAMMble B CBETOBOM MUKPOCKOME
nameHeHuns ctpyktypol JHK. K myTaumam reHoB OTHOCATCS niobble n3aMeHeHns
monekynapHon ctpyktypbl OHK, HesaBucnmo ot nx nokanusaumm n BAnNAHUA Ha
XWN3HeCrnocobHOCTb. IMEHHO reHHble MyTaummn oOycroBnnBatoT pa3BuTmne
BbonbLUMHCTBA HacneLCTBEHHbIX POPM MaTosnornu.

|
| |

CUHOHUMMYHASA 3aMeHa HEeCMHOHMMMUYHAA 3aMeHa
MyTaLMM HEe OKa3bIBalOT HUKAKOMo borbluas YacTb reHHbIX MyTaLui
BIUSIHWSI HA CTPYKTYPY M (DYHKLMIO NPUBOAMUT K CUHTE3Y uecbeKTHorP bernka,
COOTBETCTBYIOLLErO Genka He CrocOBHOro BbIMOHATL CBONCTBEHHYHO

eMy (PyHKUMIo

Hanbonee yactbiMn MOHOreHHbIMKU 3ab60nNeBaHUSAMMU ABMSAOTCA; MYKOBMCLIMAO3,
reMoxpomaros, cepnoBUAHOKNETOYHAA aHEMUSA, apPEHOreHNTarIbHbIN CUHOPOM,
HenpodpubpomaTos, muonatum [oweHHa, 4ansbTOHM3M, reModunnus,
dheHunkeToHypusa, 1 psag apyrnx 3abonesaHuin.




MyTauunn

MucceHc-myTauus HoHceHc-myTaLus

(OT aHrn. “mis” — NOXHbIW, HENpaBUNbHbIN (OT Nart. “non” — HeT + “sensus” — CMbIC)

+ nar. “sensus” — cMbIC/) — 3aMeHa HyKneoTuga B KogupytoLleu
— 3aMeHa HyKneoTuaa B KOOMPYOLWEN  YacTu reHa, NpuBoauUT K 06pas3oBaHmio

4yacTu reHa, NpMBOAsLLAA K 3aMeHe KOAOHa-TepMMHaTopa (CTon-KkoaoHa), 370

aMWHOKMCNOTbI B NonvnenTuaie NpuBEOET K OCTAHOBKE CHUTbIBAHUS
TTC TCC MHPOPMAaLIMNA U MPEKPALLEHUNIO
AAG AGG TpaHcnauum TTC ATC
Lys Arg AAG UAG
Lys STOP
TpaHsnumn PpenmMwndT
3ameHa lypuH Ha lNypuH (A-T") nnn « ” o S
(o1 aHrn. “frame” — pamka + “shift” — caswr,
[MupnmuguH Ha MNMupumnand (T-U);
nepemMeLleHmne)
TpaHCBe pCMﬂ B HapyLlEeHUW CYMTbIBaHUSA nHopMaLunu,
(OT nar. “transversus” — NOBEPHYTHIN B cOBUre paMKu CYUTbIBAHWUSA, Ha3biBaEMOM,
Hy, OTBeAEHHbIN) — 3ameH MypuH (A, Korga mosnekynapHbole nameHenus JHK

) Ha NPUBOANAT K USMEHEHWNIO TPUNJIETOB B
npouecce TpaHCNsAUMn NonMnenTUaHON

Luenu;

nH (T,L1) n Haobopor.




3AMEHbI
N

TPAH3WULIUA TPAHCBEPCWUU
3amMeHa O HOro 3amMeHa
NMYPUHOBOTO Ha NYPUHOBOTO
NypUHOBOE OCHOBaHMWS
OCHOBaHMe nnm Ha NUPUMUOUHOBOE
OfHOro

nMAPUMUAMHOBOIO
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[aH dparMeHT reHa, KoaupyroLwero HopmMarsbHbI reMOrnobuH. SPUTPOLUT, UMEIOLLNIA
Takon remornobuH, obrnagaet ABoSIKOBOrHyTom doopmon. Onpegenunte, roe n Kakas
MyTauuga morsa npon3onTn, ecrin N3BECTHO, YTO MMyTaMMUHOBAs KUCIOTa 3aMeHunach

Ha aMWHOKMCNOTY BanuH. ApuTpouunT npunobpén dopmy cepna (3abonesaHne
CepnoBUOHO-KIIETOYHasA aHeMus).

ask-TT WAL UTT AU g FAA LITA AAA-
-UAA TTI TAATIU ITT UTTFTAT TTT-

wrHK: =YY UAL LYY AU LLL FTAA LIYA AAA-
EenokN: -Ball-rMc-rnen-Tpe-npo-rny-nen-nn3
Benok M: =Barll- TMC-Nen- Tpe- Npo- Ban- nen- nus

wPHK:  -[[AA- — -[YA-

& < {;-// OHK 1p: -LlIT- — -LllAT_
° A

’q //P‘\ OHK mate: _r_a Aoy _rTA_
® ) ’)\ ‘MMCCEHC-MYTAU,MH, TPAHCBEPCUNA




[aH dparmMeHT reHa, Kogupyrowero HopmMasbHbIN reMOrfIOBMH. SPUTPOLNT,
NMEKLLIM Takon remornobuH, obnagaet ABOAKOBOrHYTOM (POPMON.
OnpepenuTe, rae n Kakas mytauusi Morfa npon3onTu, ecnn N3BeCTHO, YTO
rMmyTaMMHOBAas KUCIoTa 3aMeHUNacb Ha aMUHOKUCIIOTY BanuH. QpuUtpouunT
npuobpén dpopmy cepna (3aboneBaHne ceprnoBUOHO-KNETOYHAA aHEMUS)

ask-TT WAL UTT AU g FAA LITA AAA-
-UAA TTI TAATIU ITT UTTFTAT TTT-

PR OIYY UAL LYY AL LULL FAA LIYA AAA-
BenokN:  -Ban-ruc-ren-Tpe-npo-rny-nen-nns

serok M: -Bal-rmc-rnen-Tpe-npo-eBan-nen-nn3
wPHK:  -[[AA- — -[YA-

‘ <~ OHK tp: -LlIT- — 'LllAT'
q /)0 ‘ ,D,HK MATP. 'rAA'_’ _rTA_

’ \ MWCCEHC-MYTAUNA, TPAHCBEPCUA

),_\\

J

&9
e® /
-

.




PELLUEHWE 3AO0A4H

Ne 1. VicxogHbin dpparmeHT monekynbl AHK nmeer
CriegyoLLyto nocrieaoBaTenbHOCTb HYKINEOTNOO0B (BEPXHAA
Lenb — CMbICII0Bas!, HUXKHASI — TpaHCKpnbupyemasi):

S —TUrrruTATTATUTE = 3

3 - UruUUrATALTATAL — 5°

B pes3ynbrate 3ameHbl ogHoro Hykneortuaga B JHK
yeTBEpPTasd aMMHOKMCIIOTa BO oparMeHTe nonunentuga
3amMeHusnacb Ha amunHokucnoty Ban. Onpegenute
aMWHOKNCNOTY, KOTopaa kognposanachb 4o mytauun. Kakne
nameHeHua npousownu B JHK, n"PHK B pe3ynsrate 3amMmeHbl
OLHOro Hykneotuaa? bnarogaps kKakomy CBOUCTBY
reHeTMYeCKoro Koga ogHa 1 Ta xe aMUHOKUCNOTa Y pasHbIX
OpraHM3mMoB KOOUPYETCH OQHUM N TEM XKE TPUMNNETOM?
OTtBeT nosacHuTe. [1na BbINONHEHUSA 3a4aHUA UCMNOMNb3yuTe
Tabnuuy reHeTu4eckoro koga.

M




Ne 1. NcxogHbin pparmeHT Mmonekynsl IHK nmeeT crnenyoLlyo nocrnenoBatefibHOCTb
HYKNeOoTNA0B (BEPXHASA LieMNb — CMbICIIOBast, HUXHAS — TpaHCKpmnbupyemasi): S
- TUurrrTATrATUTE = 3
3 - UrtuurATAUTAMAL - 5°

B pesynerate 3ameHbl ogHOro Hykneotuaa B [1HK yeTBépTas ammHokMcroTa BO
doparMmeHTe nonuvnenTuaa 3aMmeHunacb Ha ammHokucnoty Ban. Onpegenute
aMMHOKMCNOTY, KOTopasa koguposanach 4o mytauun. Kakme nameHenus npounsowniv 8 AHK,
MPHK B pesynbraTte 3ameHbl 04HOro Hykneotuaa? bnarogapsa kKakomy CBOUCTBY
reHeTMYeCcKoro Koga ogHa u Ta e aMMHOKMCIoTa Y pasHbIX OPraHM3MoB KOAUPYETCS OOHUM
n Tem xe Tpunnetom? OTBeT nosicHuTe. [ns BbINONMHEHUS 3a4aHns UCMoNb3ynTe Tabnuuy
reHeTu4ecKkoro Koaa.

1. UYeTBepTbit TPUNMET UCXOLHOIO oparmMeHTa

PeLueHue: CMbIcIioBas Lienb OHK: 5 -TAT -3’
TpaHckpunbupyemas uens OHK: 5 - ATL -3’
onpegendem Tpunnet PHK: 5-TAY- 3’

2. no Tabnuue reHeTM4Yeckoro Koga onpeaensiemM, YTo oH KoaupyeT aMMHOKMCNOTY Acn.

3. Mo Tabnuue reHeTU4eCcKoro Koga - aMmMHoKucrota Ban kogupyetcs 4eTblpbMs
Tpunnetamun: [YY, 'YL, I'YA, I'YT;
HO B ycrnosumn ykasaHo, YTO npousoLuna 3ameHa ogHoro Hykneortuga! t.e. B uPHK B

4eTBEPTOM KoaoHe (9'-F'AY-3') HykneoTua A 3ameHuncs Ha Y (S-I'YY-3').
4. Bo pparmeHTe [JHK B 4eTBEPTOM TpUMSETE

cm OHK : B Tpunnete AT Hykneotug A 3ameHuncaHa T (I'TT)
Tp OHK: B Tpnnnete AT Hykneotna T 3ameHunca Ha A (AALL),
a B UPHK: B yetBépTtom kogoHe ([FAY) Hykneotna A 3ameHuncsa Ha Y ([YY).

5. CBOWCTBO reHETUYECKOro Koga — YHUBEPCAITbHOCTb.



HacnepcrtBeHHas (reHoTUNM4YyecKasl)) USMEHYUBOCTDb

KoMOMHaTBHasA N3aMeH4YUBOCTb

UCTOUYHUKMN
0 CnyyanHas BCcTpeda ramet

0 KpoccuHroBep — oOMeH ydacTkamMm roMonormyHbIX
XPOMOCOM

0 Cny4anHoe pacxoxgeHne XpoMOCOM K MPOTUBOMNOSIOXHbIM
nontcam

0 Cny4anHbin nogdop poanTenbCKUX nap

4

HoBble coveTaHust reHoB NPUBOOAT K o6pasoBaH|/|+o HOBbIX
reHoTurios

4

[TosiBneHne opraHM3MoB C HOBbIMU (peHOoTMNamm

\ Ponb B aBontouumn

N




CooTHOCUTenbHasa (KoppenaTuBHasl) USMEHYUBOCTb

370 ABMNeHne, Koraa 3MeHeHne oIHOro opraHa un npusHaka BnevyéT 3a cobomn
U3MeHeHne JpYrnx opraHoB U NPU3HAKOB.

1 - NMMHHOHOIME XXNBOTHLIE UMEIOT N OSTMHHYIO LLEID;

2 - BonocaTtocCTb Tena y YenoBeka ConpoBOXAaeTCcsl HEHOPMarbHbIM pa3BUTUEM 3y00B;
3 - Uem Gonblue anvHa tena y CBMHEW, TEM TOHbLUE Cano;

4- AnueHocKkne Kypbl UMEKT Menkme anua;

5 - [opox ¢ nypnypHbLIMU LLBETAaMU MMEET KpPacHbIEe NATHA B Nasyxax NMUCTbLEB;

6 - Okpacka nogceMsaaosibHOro KofieHa y cestHueB A0510HM CBsi3aHa C OKPacKOW MNoAoB.;
7 - CKOpocnenocTb Y 3/1aKoB CBA3aHa C HU3KOW YPOXaMHOCTbIO.

8. Y ropoxa reH A KOHTPOnupyeT pasBuTne NyprnypHou oKpacku LBETKOB, TEMHOW
KOXYpPbl CEMSAH, aHTOLMAHOBOIO MATHA Y OCHOBaHUSA NMPUNUCTHUKOB.

9. Y TomaTtoB oanH reH obyCrnoBnMBaET: PbIXSIbl KYCT, TOHKME nobern, Menkne nuctbs,
MESKMe LBETKN,

10. Y XKenTon MbILLW reH XXENTOW OKPacKn y reTepo3nrot odycrnosnmBaeT 3aMmeaneHHbIN
OOMEH BELLECTB, CKITOHHOCTb K OXXMPEHUIO, YBENNYEHNE PAa3MEPOB CKeEreTa,
YCTONYMBOCTb K 3a00f1eBaHMIO pakoM MOSTOMHOW Xeresbl.

11. ['pynna kpoBu y yenoBeka B cucteme ABO cBAzaHa ¢ HEKOTOPbIMK 3aboneBaHUSMMN.
JTroan ¢ nepsou rpynnou kposu (00) npeapacnonoXxeHbl K 3aboneBaHnio A3B0K

nse TUNEPCTHOWN KNLLKM N O4YEHb BOCNPUUMYMBEI K YyMme. Cpeaun nogen co BTOPOn
rpPynnon Kpo 0 3aboneBLUNX pakoMm xenyaka. Jlrogn A rpynnbl O4EHb
BOCMNPUUMYMBBI K YyM




HapsuH nuweT: "Kowwkn ¢ ronybbiMu rnazamm obbI4HO rnyxume”.

Cenyac BbISICHEHO MexaHM3M 3TOW Koppensunn. HepBHas Tpybka obpasyetcs u3
aKToaepmbl. B HepBHOM TpybKe 3apoabiwa popmMmpytoTca MmeriaHobnacThbl -
npegLeCcTBEHHVKM MenaHouuToToB. [o3gHee menaHobnacTsl MUTPUPYIOT K
3a4yaTKkam BOMNOCAHbIX porivkyn. MyTauma JOMMHaAHTHOroO reHa BrnokupyeT npouecc
MUrpaunn - U KOTEHOK poxaaeTcd benbiM. Ho aTa e myTauus nogasndeT TpaHCNopT
N OPYrMx NPOn3BOAHLIX HEPBHOW TPYOKN. 3TO NPUBOAUT K HENPAaABUITbHOMY Pa3BUTUIO
cnyxa mn gpyrmx opraHoB YyBCTB.

Cenyac BbISICHEHO, YTO MPUYUHON KOppensaunum ecTb NIIEUOTPONUA — CBONCTBO
reHoB BIIUATb Ha hopMUpoBaHUE HEe OOQHOro, a MHOMMX NMPU3HaKOB.




