MSMEHUYMBOCTD

1. MoandpumkaumnoHHan
N3MEeHYUBOCTb

2. KomOnHaTnuBHass N3SME@HYUBOCTb
3. Cucrtema 6pakoB
4. MytaumoHHas N3aMeH4YNBOCTb



I3MEeHUYMNBOCTb-
* - 3TO CBOUCTBO XXUBbIX OPraHN3MoB
CyLWecTBOBaTb B pa3fIM4HbIX (popmMax.
* C TOYKM 3pEHNA IBOSTIOLMUMN:
- rpynnoBas
- AtHOUMBUAYyaribHas

N3MEH4YMBOCTb MOXET peann3oBbiBaTLCS B
npegenax rpynnbl OpraHU3mMoB B pAaay
noKkoneHuu (rpynnosasi) nnv otaenbHbIX
OpPraHM3mMoB UJIU KITIETOK B OHTOreHe3se
(vHoguBMAayanbHas)
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deHoTUnnn4yeckasa NsMeH4YnMBOCTb

* (MOogudmKaunoHHaga), HeHacneacTBeHHad
N3MeH4YnBOCTb. OTpaxaeT naMeHeHuUs
deHOTUNA NoA AEUCTBUEM YCITOBUMN
cyLiecTBOBaHUSA opraHusma.

 [lpegen moandomkaLuMoHHON N3M-TU OrpaHNYeH
HOPMOW DMONOrM4YeCKOUu peakumm.

 MoandukaumoHHoe namMeHeHue npu3Haka
He HacneayeTcs, HO HOpMa peakuuu
reHeTUYECKU AeTepMUHUPOBaHa U
HacnepyeTcs.



DeHOoKOMNMUnn-

* - 3TO BbI3BaHHble CpeaoOBbIMMU
BO3geuncTBMaMu moandpmkaumm
deHOTHMNA, UMUTUPYIOLLME
reHOTUN4YecKmne NpuU3Haku.

[1py BO3OENCTBUN BHELLUHMNX YCITOBUN
(KnMMmaTuyeckme, Xmmmyeckme, 61MoNormyeckme,
couunanbHble dpakTopbl) HA FEHETUYECKUN
HOpMarbHbIUA (He MyTaHTHbI) OPraHN3M,

KOMMPYIOTCA NPU3HAKMN XapakTepHble Ons
PYyroro reHoTmna.



deHokonun (NpPUMepHI):

* - MJyI0Xad ncuxm4yeckasa NPUCNOCOONEeHHOCTb,
nsoxasi NPUCNOCObsIeHHOCTb K OCODEHHOCTAM
NMUTAHUA MOryT BNUATb HA LIBETOBOE 3peHne, NpmBoas K
BO3HMKHOBEHNIO heHOKONUU LLBETOBOWU CNEenoThbl.
[eHeTUYecKknn aedekt BCcTpeyaeTca y 8% MyXKUYUH.

° -BUTUNUIO (HapyLleHne NMrMeHTaumnm Koxm).
YactoTta-1% HaceneHnuna 3emnu. B 30%-cny4aeB
reHeTUYeCKn geTepMrUHMpoBaHHaga natonorud. Ho noa
BIIUSIHUEM XMMUNYECKUX (paKTOpoB
(npodpeccnoHanbHbIX) TOXXe BO3HUKaeT BUTUITUIO-
3TO (heHOoKOoNnuUA.

* -TanuaomMmwmp (cegaTMBHbLIN Npenapar) npu npmeme BO
BpeMsl bepeEMEHHOCTN Bbi3biBaeT (pekomenuio y
nnopa (KOHEYHOCTM YKOPOYEHbI U B BUAe nacrT).
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Butunuro (Bctpevaetca y 1% ntogen;
30% reHeTn4yeckn geTepPMUHNPOBAHO.




dDeHOKONMUM

[MosaBNAOTCA C 60NbLLIOU YaCTOTOU NPWU
AeucTtBun (hakTopoB cpeabl Ha PpaHHUX
cTagnax aMmopuoHanbHoOro passuTtus. U
TOraa OHU NPOABIIAIOTCA KakK BPOXAOEHHbIe
6one3Hu u NOpoku pa3sutuda. Hann4ymne

deHOKONMN MHOrga 3aTpyaHAeT NOCTaHOBKY
AvarHo3sa.



KomOunHaTnBHaAa UaMeH4YnBOCTb

pe3ynbTar:

-He3aBUCUMOrO pacxoXaeHnsa XpoMOCOM Mnpu
Menose

-CJfly4auHOro co4YeTaHmsa XpoMOCOM npu
ONJIO4O0TBOPEHUMN

-peKOMOUHaLUMN reHOB BO BpeMS KPOCCUHIroBepa.

B cnyyae kombnHaTMBHOW N3MEHYMBOCTU HOBbIE FeHbl
He BO3HUKAOT. [logaBnsaeTcsa HOBoOe, paHee He
CyLLleCcTBOBaBLUee coYyeTaHue reHoB, KOTOpPOe
NpuBOAUT K NOABNEHNIO OPraHU3MoOB C APYrum
reHOTUNoOMmM u c aApyrum peHOTUNoM.



Cuncrtema bpakoB

« Camas npocrtasa cuctema bpakoB —
NaHMUKCUA=crny4amHbIn nogoop nap.

OrpaHquHMH NaHMUKCUNU. PEJTTUTNO3HbIE, COLNAalIbHbIE,
WHOUBUAOYAJIbHbIE PA3JTUYHUA.

OTKNOHEeHus OT MaHMUKCUMN:

1- nogun, cocTosLmne mexay cobon B poacTee, BCTynawT
B Opak valle, 4em npu cnyvanHom noagbope nap —
MHOPUAWHI (MHOPEeOHble, KPOBHOPOACTBEHHLIE DpaKn)

2- noau, cocTosne mexay cobon B poacTee, BCTynawT
B Opak pexe, 4Yem npu criyd4anHom noaodbope nap —
ayopuauHr (aytbpeaHbie bpakn)



NMpun ayTOCOMHO-peuecCUBHOM HacnefgoBaHMM peanusauus reHa B
NPU3HaK NPoMcxoamT B FOMO3UIFOTHOM COCTOSSHMM. YacToTa
NoOsIBNEHNs1 peLeccCMBHOro NOTOMCTBA MOBbLIWAETCA NpuU
ONMN3KOpPOACTBEHHbLIX Opakax
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UHOpeaHble Opaku ona MeaAnUUHbI

BeposaTHOCTL OOnagaHma cynpyros oaMHaKoBbIMU
reHamu (peueccuBHbIMU, NAaTONIOrM4YEeCKUMMU) OyaeT
BbllLle, eCJZIM OHU COCTOAT B OJSIU3KOM poAacTBe.

B 9BOJTIOUNOHHOM IJiadHe BCée J1i0AUN COCTOAT B
poacTBe.
2" — yncno npeakos ogHoro (Ntoboro) Yenoseka

N-4YMUCNO CTYNEHEN OT AAaHHOro NOTOMKA K ero rnpsiMbIiM Npeakam.
Kaxxgbln YenoBek MMeeT 2 poauTtenen, 4 gegyuwek n 6adyluek, 8
npagenywek n npabadbywek un T.4. CK. NnpeakoB y OOHOro
yenoseka 3a 1 000 net (8 1010 rogy)? 230 -24

Ha 100 net npuxoantcsa 3-4 noKoneHus.

B X Beke HaceneHune 3emnu HacuyuTbiBano 400-500 mnH
YyenoBeK.

C TOYKU 3peHUss MHOroBeKoBOU 3BOSIOLUN
peanbHO BCe Nioau poaCTBEHHUKMN.



ACCOpPTUBHbIE DpaKu

(NMpeonoYTUTENbHbIE) -

BblIOOp Opa4YyHOro napTrHepa oka3biBaeT BIIMSIHUE Ha
reHoOTUn NOTOMKa:

-beHOTUNNYECKUN CXOAaHbIe NAaun (IMyxXoHeMble,
CXOAHbIE MO POCTY, YMCTBEHHOMY Pa3BUTUIO, LIBETY
KOXMW ...) BCTynatoT B Opak valle, Yem npu criydanHoOMm
nogdope nap — NONOXUTeNnbHbIe aCCOPTUBHbLIE
Opaku

-ODeHOTUNUYECKU CXOoaHble namn ( C 0 gMHaAKOBbIMU
deHoTMNammn) BCTynaroT B bpak pexe, Yem npu
criy4amHom nogodbope nap — otpuuaTesnibHble
acCopTUBHbLIE Opaku.



pynnbl MHOPMAMHIa B YeNnoBe4YeCKnNx
nonynsauusx
- bpakmn mexnay poacTtBeHHUKamMmun 1-oM cTeneHu
POACTBa = MHUECTHbIe bpaku (oTeu-g04b,
CblH-MaTb, OpaT-cecTpa ..)

- bnM3kopoacTBEHHbIE Dpaku B
N30JZIMPOBAHHbIX NONYNALUNAX

- ONM3KopoaCTBEHHbIE Dpaku noowipsaeMble Mo
pPeriMrmo3HbiM, 3KOHOMNYECKUM,
couunanbHbIM U UHbIM COODOpaXeHnAaAM.
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bE 000 aHUS a
Ne Tun opaxa Anznusn CIIiA
1 IHosHbIE CHOCHI 3anpeuieH 3anpeuieH
2 Poauresib-pedeHoOK 3anpenieH 3anpemen
3 Jlen-BHy4Ka (1 HA000POT) 3anpenieH 3anpemeH
4 Homycu0dcnbl 3anpemen 3anpeiueH B 42
mrarax
5 JAans-miaeMaHHUNA (TeTKA-IVIEMSIHHUK) | 3anpelueH 3anpeuieH
6 Hoayasaasa-njeMaHHUIA (M HA000POT) 3anpeieH 3anpeiuex B 18
mTarax
7 JIBoropoaHbie cHOCHI Pa3peruen 3anpeiuen B 30
mTarax
8 /IBoropoaHbIe AAAA-NJIeMSIHHHA LA Paspeuien 3anpeiuex B 7
(1 Ha00O0poT) mrarax
9 JIBasKabI IBOOPOAHbIE CHOCHI Paspeuien 3anpeleH B murare

Cesepnan
Kaponuna




Hanbonee BaXHble TUNbl KPOBHOPOACTBEHHbLIX OpakoB
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YacToTa peaknx ayTocCOMHO-peLieCCUBHbLIX 6orne3Hewn

YacTtoTa 60nbHbLIX AeTeu oT... OpakoB

Bonesnu HepoacTBeHHbIX Ky3eHHbIX
PeHUNKeToHypus 1:15000 1:7000
NMnrmeHTHan 1:23000 1:2200
Kcepoaepma
BonesHb Orywm 1:32000 1:2600
Oowmmn anbOUHU3M 1:40000 1:3000
AxpomaTtoncus 1:73000 1:4100
Mukpouedanus 1:77000 1:4200
bone3Hb BunbcoHa 1:87000 1:4500
BpoXxaeHHbIN NUXTUO3 1:1000000 1:16000
AmaBpoTunyeckas 1:310000 1:8600
nanoTusa
AkaTtanasemwus 1:360000 1:9600




BnunsHue nHbpuanHra Ha CMepPTHOCTb AETEN
(wm. AHOxpa [Npadew — KO.NHOus)

Kacta c ypoBHem
XU3HU

YactoTta bb

CmepTHOCTb AeTeu

48,26% npeobnapator BB

BbicOKUM MeXay TeTKOWA- 44,54%
niaeMAHHUNKOM
47,46% npeobnapator BB
CpeaHum MeXay ABOHPOAHbLIMM 44,54%
cuocamm
Huskum 40,63% 44,54%
He poacTtBeHHbIe 17%

Opaku




CTpyKTypa poACTBEHHbIX OpakoB B
CamapkaHackou obnactu

Tun bpaka Cenbckoe lopoackoe  UTOro
GEELTE HacerneHuve

1.Aaa8-nnemMsiHHULA 48 4 52
2.NnneMAHHUK-TETS 14 4 18
3.0BOKOPOHbLIE CUOCHI 199 129 328
4.TpoopoaHble CUOCHI 72 21 93
5.AarbHue

POACTBEHHUKU 265 52 317

6.MHUeCTHbIe Opaku



KpoBHOe poacTBO poauteneun peuecCUBHbLIX FOMO3UroT
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0 DeNHAA NOE Aad MO MNpo OXE o
Honynayusn

CIIIA, KaTOJIMKH 0.00009
APreHTHHA, KaTOJIMKH 0.00058
CIIIA, MOPMOHBI 0.00038
SAnonust 0.0046
I'BuHest 0.026
Uuaun, Anaxpa-Ilpagau 0.32
Hspanab u Mopaanus, CAMAPUTHAHE 0.434
bpaku mexny 4-10poaHbBIMH 0.0019
bpaxku mexay 3-10poaHbIMH 0.0078
bpaxku mexay 2-10poaHbIMHA 0.0625
Bpaku mexay Asiied M TeTen 0.125




Knaccndpukaums myTtaumnm Yyenoseka
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MyTaumoHHass USMEHYUBOCTb
B pe3ynbrate MyTauMOHHON NU3MEHYNBOCTU
NMPOUCXOOAT U KOJNIMYECTBEHHbIe U
KayeCTBeHHble U3MEeHEeHUs1 reHoTuna
opraHusma

OTO eAMHCTBEHHbIU BU4 U3MEH4YMBOCTHU, B
pes3ynsraTte KOTOPOU NOABNAKOTCA HOBbIe, paHee He
BCTPEYaBLUMECH FeHbl.

YpOBHM opraHm3auum reHeTU4YeCcKoro matepumana:
-FreHHbIU
-XPOMOCOMHbIN
-reHOMHbIN



Tunbl MyTauun

-reHHble
-XPOMOCOMHbI€e
-reHOMHbIe

MyTauusa — sTo BHe3anHoOe HacneacTBEHHOE
N3MEeHeHUue Kakoro-nmb6o cpeHoTUNmn4yecKoro
NpuU3HaKa, BbiI3BaHHOE Pe3KUM

CTPYKTYPHbBbIM UIMTA beHKLI,VIOHaHbeIM
n3MmeHeHmnemMm B recHeTU4eCKOM mMaTepuarie.



HomMeHKnaTypHbie CUMBOJIbI, AONOMHUTESIbHbIE K TEM,
KOTOpble pekoMeHaoBaHbl Ynkarckon KoHpepeHUneN
(1966), (IMapwmxckaa koHdpepeHuua, 1971)

del OJeneuus

der NMpounsBogHas xpomocoma

dup [Oynnukauuma (yaBoeHue)

ins UHcepuwms (nosopot Ha 180° )

inv ins UHBepTHMpOBaHHaA nHcepuuma

rcp PeunnpokHaa TpaHcnokauus

ree PekoMObUHaHTHaA xpoMmocoma

rob Pob6epTcoHOBCKasi TpaHcnokauus (LeHTpu4yeckoe CrusiHne)

tan TaHgemMHaa TpaHcnokauus

ter TepMmuHanbHbIX UNN KOHUEBOM (pter- KOHeW KOPOTKOro mnre4a,

qgter-koHeu, ANMHHOrO nreva)
Pa3pbiB (0e3 coeauHeHMsl, KaKk TepMuHanbHasa Ageneuus)
Pa3pbiB 1 coeguHeHue

-> OT-K



TUMNbI TEeHHbIX MyTaLI,I/I|7I Ha
MOJ1EKYITAPHOM YPOBHE

3amMeHa
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MexaHn3m BO3HUKHOBEHUSA MyTaLUU Ha
HYKNeoTUAHOM ypoBHe. BO3MOXHbI YeTblipe
TPAHCBEPCUN N BOCEMb TPaHC3ULINU
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1) usMeHeHume 6uoxmmmyeckoro deHoruna: HBA -> HbS:
2) aMMHOKUCIOTHasl 3aMeHa: MyTaMUHOBas KUCMOTa -> BaJlUH;
3) KOOOHDI:

nyTamMmmHoBas KMCIoOTa BanuH
MPHK AHK MPHK AHK
GAA CTT GUA CAT
GAG CTC GUG CAC
GUU CAA CAA
GUC GAG

4) BO3MOXHble 3aMeHbl OCHOBaHUM B criyyae, ecnn B [1HK npousowna Tonbko
oAHa HyKneoTuaHasi 3aMmeHa:

CT T oenmmnmmnmmmmama——————————————— > CAT
CTC mmmmmmmmmmmcmem—e————————————————— > CAC
5) 3ameHa ocHoBaHua B [1HK: T (TumuH) -> A (ageHuH);

6)TUnbI
3aMeHbl: NMypuUHOBOE OCHOBaHMe 3amMellaeTcsi TMPUMUAUHOBLIM -

«TPaHCBEepPCUA». NypmHoBoe Ha Apyroe NnypuHOoBOEe UM NUPUMUANHOBOIO Ha
Apyroe nupumuanHosoe «TPAH3ULLUA» .



HoHCceHc- myTauun

3amMeHa 0gHOro OCHOBaHUSA Ha APYroe MOXET
npeBpaTUTb KaJoH B KakoM-nNnMbo 13 Tpex
HOHCEHC-TPUNNETOB:

YAl YAA YIA

OTU TPUNNETLI HE TPAHCNMPYIOTCHA, HO NPUBOOAT
K npexpneBpeMeHHOU OCTaHOBKe CUHTe3a
pacTyLlen nonmMnenTuaHoOn uenm.



[leneuus nnu BCTaBKa ogHOro unwu

HeckonbkKux TPUMNJ1€TOB BneveT yTpaTty

unu BCTaBKY O4HOU UM HECKONbKUX
aMUHOKMCIIOT COOTBETCTBYHOLLEro
nonunenTuaa

[leneuns vnm BCTaBKa ogHOro Unwu

HecKonbkux HYKJ1I€OTUAO OB He KpaTHoOe
TpeM Brie4yeT HapyLueHne nopsiaka
CYNTbIBaHUA reHeTU4YeCKON MH(popmaLnmn
(caABuUr paMkKn CHMTbiBaHNA)12 456
78910 11.....




JPPeKT n3aMeHeHNN MONeKynApPHON
CTPYKTYpbI reHa

BoNbLWWHCTBO NU3MEHEHUU B MOJIEKYISIPHOMU
CTPYKType reHa BeayT K HOBbIM (hopmMam
CNUCbIBaHUA C HEro reHeTU4YeCKon UH(opmauunu,
KOTOpas peanusyeTcs Ha YpoBHe DMOXMMUYECKUX
npoueccoB (MeTabonnyeckmnx nyten) Knetku. B
KOHEeYHOM c4eTe, NosIBNATCA HOBble CBOUCTBA
KNeTOK U opraHn3sma B LieJIoM.

B reHome yenoBeKa OTKPbITO MHOXECTBO NreHHbIX
MyTauuu, 3aTparuBaroLiux ero mopdgonoruro,
oOMeH BellecTB, NoBeAeHNe, UHTENJIEKT U T.M.



BUWOANMbIE MYyTaLl WU

AnbOMHU3M: B pe3ynbrarte 3Tou MyTauum reH JOMUHAHTHOWN,
HOpMarbHOW, OKpaCKW NpeBpaTuncs B peLeCcCuBHbLIV anmensb,
NoTEPSABLUNINA CNOCODHOCTL K BblpaboTke NMrMeHTa ( MeriaHnHa)
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[[anakTo3zemusn (bMoxmmmnyeckmue mytaumm)

J1akTOB3a

‘Lm

FNamaaicroza

X IranraKTOKHHa3a

ranaxkrozo-1-dbocdar

AadaKrToO30-1-p-1—

YPpuAunTpasc{depaza

yYpuoun-gudpocdho-ranaxkrosa

YPHRIOIHI-dudpocho-riarmoxoza

raroOKO30-1-docdhar



PeHUnKeToHypus

PeHMNNUPOBUHOrpagHasa KUcnoTa

|

deHnNnanaHuH
deHunanaHuUH
< -4-
2udpokcunasa

TNpo3unH



MyTauun HapywarLwme XXM3HeCNoCOOHOCTb
opraHu3moB

e JleTanbHble (0bycrnoBnmnealoT rmdoens
opraHM3ama Ha ogHOu 13 cTagun OHTOoreHesa.
ST MyTaun HECOBMECTUMbI C XXU3HbIO U
NPUBOOAT K CNOHTaHHbIM abopTam)

e [lonyneTtanbHbIe ( B pasHoi mepe
e CybneTtanbHble  ocnabnawT K13HECNOCOBHOCTH
opraHV3mMa unu KneTku )

[Mpumep: bpaxmnoaktunua (a/g 3aboneBaHue).
OTOT NpU3HaK NPoABNSAeTCA y reteposmrot(Bs).
[omo3urota gommHaHTHas (BB)
HeXn3HecrnocobHa



XPOMOCOMHbIe MyTaLun =
= XpOMOCOCHbIe abbepaLuunn

- 9TO CTPYKTYpPHbIE NepecTponkn ogHoOUu nnu
HEeCKOJIbKUX XPOMOCOM.

BbipaxkatoTcs B Hannyinm BHYTPUXPOMOCOMHbIX U
MEXXPOMOCOMHbIX MYyTaLMA U CBSA3aHbl NNOO:

-c yTpatoum (del p ; del g )=yacTnyHsie MOHOCOMUU

-c gynnukauven ( dup )

-C nepeHocoM y4yacTkoB xpomocom( t peumnpokHbie,
HEpPELNNPOKHblE, POOEPTCOHOBCKNE)

-C UHBepcueu (inv)

-C NonepeYHbIM pas3pbIiBOM LIEHTPOMEPHI (iSO )



KnnHnyeckne nposaBneHund
CTPYKTYPHbIX NepecTpoekK

* KIMMHUYECKN BCE XPOMOCOMHbLIEe O0fe3HMu,
CBAi3aHHbI€ CO CTPYKTYPHbIMU
nepecTtpoKkamMmum XpomMoCOM - 3TO
nocneacTtBus NMOO YaCTUYHbLIX TPUCOMUM,
NMbo YaCTUYHBLIX MOHOCOMMUM.

e KnuHU4ecku, Kak npaBnno, OHMU
XapaKTepn3yrTCA MHOXECTBEHHbIMMU
NOpoOKaMun pa3BUTHUAL.



[ eHOMHbIe myTauuu -

- SMEeéHEeHUe 4Yncliia XpomMmoCcomM
KapuoTtune.
Tunbl reHOMHbIX MYyTaLNIA:

-Monunnoungua — ysennyeHne 4mcna Xxpomocom
KpaTtHoe rannoungHomy (3n, 4n, 5n, 8n ...... )

-fannongusa — XxpoMocoMebl NpeacTaBneHbl B
Habope B eAUHNYHOM YKucne (n).

- AHeynnounauna=lreteponnonansa — UaMeHeHne
yncra XpoMOCOM 3a CYHET AobaBneHnst Unu
notepb xpomocom (47,XX+21; 45,X0 ;.....)



