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MIHNUBICTb AK
OionoriyHe siBUmLLUe.
PopMU MIHITUBOCTI



“ CnagkoBe pI3HOMAHITTA NOANHU - pe3ySibTaT
TpMBaNol eBOJIOUIl XMUBOI MaTepil

s @akTopu eBoJIoUIl BN/inBasin K Ha HOpMasibHI
XapaKTePUCTUKN OpraHiamMy, TakK i Ha

narosioriyHi peakuyii, 3yMOB/1I0OHOYN 3HAYHO
6inibLIy PIBHOMAHITHICTb HO30JIOITYHUNX

dopmM 3axBOproBaHb Yy JIIOANHUN MOPIBHSIHO I3
TaKUMu 'y TBapuH

“ [Mpn yubomy Tpeba MaTn Ha yBa3i 0CO6/NBOCTI
eBoI Uil NraANHM 9K biocouianbHOI ICTOTHU



Y NoagnHnN 9K coulanbHOI ICTOTU
npunpoaHun aobip i3 yacom nepebiras y
6inbWw cneundivyHmnx dopmax - ue
PO3LUMPANO CnaaKkoBe PI3HOMAHITTS
nonynsuin

< 36epiranocsa Te, WO MOrno
«BWUJIy4aTUCH>» Yy TBaApUH, abo,
HaBMakKu, BTpa4yasocs Te, Wo
noTpibHo TBapHaMm



“*Hanpuknaa, 6inbl NOBHOLiHHE
3abe3neyeHHs cebe e, 3a40BiIbHEHHS
notpeb y BiTaMiHi C 03BONUIO NOANHI B
npoueci eBotoLUii «BTPAaTUTU> FeH
L-ryfioHOoIaKTOHOKCMAA3MU, WO
KaTaNliI3yE CUHTE3 BiTaMiHa

Y TBapuH Uen reH NpUCyTHIN (BOHU He
XBOPIOTb Ha UMHIY), a NloAMHA Yepe3 TaKy
«3arajibHy ypoaeHy noMuJKy

MeTaboni3My>» BpaXkaeETbCH aBiTAMiIHO30M
C



“* Y npoueci esonwouii nrognHa
«HabyBana» i
Heba>kaHUX O3HaK, SKi
MaloTb NpaMe BigHOLWEHHS
A0 naTonorii NloaAnHU

*» biNbWICTb BNAIB TBApUH €
HECMPUNHATHOK AO
ANPTEPUNHOIro TOKCUHA i
Bipyca noniomMmienita (y
TBAapWH BiACYTHI BiaoNoOBIAHI
peuenTopn meMbpaH
KITUH)

< Y nognHu Ui peuentopu
HaaBHI. [leTepMiHYyOUI IX
FeHU yXe ifeHTNPIKoBaHo.
HaanKnaﬂl ,CI,J'IFl . NO PARALICE SUS SUENOS
CMPUNHATTA AMDTEPUNHOIO JOIN the | gy e
TOKCMHA TaKNUN TeH of DIMES A (NGNS sasade camyate.
nokanisoBaHun y 5-u, ans = DR~ A
Bipyca MonioMieniTa - y 19- Lot e M
N XPOMOCOMI

L)

L)

Mational Museum of American Histony, Mational Library of Madicine
Smithsonian Institution



“*Yce pi3HOMAHITTSA XXMBOIro i KOro
NOCTINHE YAOCKOHAaJNIeHHsA 6ynun 6
HeMOXnNunBi 6e3 MiHINBOCTI

*MiHAnBICTb — L€ 3arasibHobio/1oriyHa
3/1aTHICTb OpraHi3MiB y rnpoLeci
OHTOreHe3y HabyBaTu HOBIi O3HAKM!,

BTpa4dyatu crapi, iCHyBatu B pi3HUX
BapiaHTax



*BuaBnsierbca MIHAUBICTb TUM, WO Y
byab-AKOMY MOKOJTIHHI 0COBUHN YNMOCDH
BiAPI3HAOTLCA OAHa BiA OAHOI | Bia 6aTbKIB

“*[pnynHa UbLOro — Te, WO O3HAKM |
BJ1IACTUBOCTI OpraHiamMy — Le pe3ynbTtaT
B3aemMopalil ABOX baKTopiB: CNaagKoBoOIl
iIHpopMauii (Bia 6aTbKiB) i KOHKPETHUX
YMOB 30BHILWWHbOro CepeafoBuLLa, Y AKX
Bin6yBaBcs iHAMBIAYaNbHUN PO3BUTOK
KOXXHOT 0COBUHUK



FrEHOTUN ®EHOTUIN

CepepoBuiie

XBopoba = leHoTun + CepenoBuLle

Byob-aKi npoaBn XUTTELIANBHOCTI OpraHi3amMy € pesyribtatoMm B3aemMofil
cnagKkoBuX | cepenoBuLLHUX dhakTopiB.

XBopobOa TakoX po3BUBAETLCA HAa OCHOBI WiNIbHOI B3aEMoAil 30BHILLHIX
YWKOAXKYHOUUX | BHYTPILWHIX (pakTOopiB. AKLLO cami BHYTpPIiLLHI doakTopu
CcnagkoBO 3MiHeHi, TO BUHMKAE naronoriyHum npouec. Paktopm BHYTPILWWHLOIO
cepenoBMLLA Y KiHUEBOMY paxyHKy — pe3ynbraTt B3acMogil FreHeTUYHMUX i
cepenoBULLHMX (haKTOpIiB B OHTOreHesi, ToOMy L0 piBEHbL TOPMOHIB B
opraHiami, 0cobrnmnBocTi 0OMiHY Ppe4YOBUH, IMYHHI peakLil No4aTKoBO
BU3HA4YaTbCA (PYHKLIOHYBaHHAM BIAMNOBIAHUX FEHIB, IHLLNMMW CrioBaMW,
FEHETUYHOK KOHCTUTYLIEID
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CniBBiAHOCHA poOJib
reHeTU4YHux (G) i
@ cepepoBuuHux (E)
cbaKTopiB Y PO3BUTKY
3axXBOPIOBAHb JIIOAUHMN:
1 — cnagkosi xBopobwu;
2 — XBOpobu i3
CNagKOBO CXWUbHICTIO;
@ 3 — HecnaakoBi XBOpobwu

?

MIHINTUBICTb CNAOKOBUX O3HAK - OCHOBA NATONOrII
(Bucun, nigBuWweHHA TemMnepaTtypu, 3MiHN OIOXiMIYHUX MOKHUKIB
KpOBiI ...)
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3a MexaHi3MaMn BUHUKHEHHS | XapaKTepoMm
3MiH O3HaK pPO3pi3HAIOTL ABa TUMMU

MIHNINBOCTI: cCrnagKoBy i HecriagKoBy

MiHNuBICTb

~

CnapgkoBa HecnagkoBa
(reHoTUNOBA) (dbeHoTMNOBA

abo
4{ KombiHaTUBHa ] MoAauikauinHa)
4’[ MyTauinHa ]
k ComaTnyHa

A\ 4

\

[eHepaTuBHa

A
P4




CnagkoBa MIHJINBICTb — L|€ 34aTHICTh 40
3MIH FrEHETUYHOIro marepiaay (reHotuna)

“HecnagkoBa (MoandikayinHa abo
¢gpeHoTMnoBa) — 34arHICTb OpraHi3miB
pearyBaTtv Ha YMOBU OTOYYHOHYOIo
cepegoBuLla | 3MIHIOBATUCS B MexXax
HOpMU peakuii (3MIHIOBaTn @eHoTHM)
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HecnagkoBa MIHSTUBICTb
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HecnaakoBa ((peHOTUNOBA) MIHNUBICTbL

“*HecnagkoBa (MoandgpikayinHa abo
peHOoTHNOoBa) MIHJINBICTb €
€BOJIIOUINHO 3aKpinJieHUMu
NnPUCTOCYBaJIbHMMM peaKLUisaMm
OoOpraHi3My Ha 3MiHM YMOB OTOYYOYOIO
cepenosuila 6e3 3MiH reHoTuna
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[MposiBu heHOTMNOBOI MIHNUBOCTI

s*Moangikauil
s*@P@eHokonil

“*TpuBani mogundikauil
*Mopdo3u
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Moaudikauil

s*Mogndpikayii - Lje peHOoTUNoBI 3MiHU, L0
BUHWKAaITb i BrJinBoM yMOB
cepesoBulla [ He NoB’s3aHi 3i 3MIHaMu
reHoTura

*Moandikauii
" He ycnagKoBYKTbLCH |

= 30epiraloTbCyd NuLIe NPOTAroM XUTTHA OaHOro
opraHiamy
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< Mpuknagn moandikauinHOI MIHZINBOCTI
Y NNIOAUHMN:

" nigcuneHHa nirmeHTauil Wwkipyn (3acmara) nig
BMJIMBOM YIbTpadIioNeToBUX NPOMEHIB

4
rf"

2~

" MNOTY>XHUM PO3BUTOK KICTKOBO-M A30BOI CUCTEMMU
BHaAcNOokK doisndHMUX HaBaHTaXXeHb




= 3MiHa KINIbKOCTI EPUTPOLUTIB Y
noanHN Nig Yac nepedyBaHHs
Ha PI3HMX BUCOTaX Had piBHEM
Mopsi: B 1 MM® KpoBi Y nioaen,
AKi KMBYTb Y MIiCLIEBOCTSIX Ha
PIBHI MOp4, IX Y ABa pa3u
MeHLLUe, HIXK Y nioaen, [kl
XMBYTb BMCOKO B ropax

= IHgOEeKLiMHI XBOpOoOLW,
NPOTO30M1HI XBOPOOY,
renbMiHTO3M — Micns o4yXaHHS]
noanHa mae Tum camum
reHoTun




“*YCi 03HaKu | BJIAaCTUBOCTI OpraHiaMy CnaakoBoO
AeTepMiHOBaHI, oAHAK opraHiaMu ycriazko-
BYIHOTb HE caMi O3HaKu | B/1aCTUBOCTI, a JI1LLE
MOXXJ/IMBOCTI IXHbOIr0O PO3BUTKY

“ ®OpMyBaHHSA O3HAKM — JlaHUIOI NpoLeciBs,
Lo nae Bia reHie yepes iPHK, noninentug |
dbepMeHT, — nepebirae HopManbHO SiNLLIE B TOMY
BMMAaAKYy, AKLLO Y KJITUHI € yCi HeobxiaHi
NOXIAHI PEYOBUHU, AXKepesio eHepril | NpuaaTHI
Ans peakuin ymoBu

 Tob6TO cepepoBuMiLlEe NOBUHHE
3abe3neuyBaTn yMoBMU, Heob6XiaHI Ans
cbopMyBaHHSA O3HaAKu
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+* YMOBUW 30BHILWHBbOIO
cepenoBuila BU3HAYaOTb

- e ] Hopma
CTyNEHb BMPA3HOCTI TIEl YN Min  okuii | Max
IHLLOT O3HAaKWM: 3a OAHUX BIiH
MOXXe 6yTun niacuneHuMm, 3a
IHWNX — nocnabneHunm

03Ha|<a_

“» Mexxi BapitoBaHHS O3HakKu,
obMeXXeHI AIE0 reHoTuny, CepenoBiie
HasnBarTbCsd HOPMOIO
peakuii' [ FeHoTMN ]




AKICHI Ta KINbKICHI O3HaKu

% O3HaKK opraHiaMy noaindaAoTbCs Ha AKICHI
Ta KiNIbKICHI

‘wSAKICHI — O3HaKH, SIKIi MO>KHa OonucarTm.

[Tpuknaa: Kapil odi, TeMHe BOJIOCCA. AKICHI
O3HaKN — MeHaenr4l 03HaKu

“* KiZIbKICHI O3HaKN — BU3Ha4YarOTbCS
BUMIprOBaHHSM (3pIiCT, Maca Tina).
KinbkicHi (noniMepHi) o3Hakn € 6inblLu
CKNagHUMWN Yy BUBYEHHI, N03asK He Aal0Thb
YITKOI KapTUHWN yCNaaKyBaHHS
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“ [Ns pi3HUX O3HaK | BTAaCTUBOCTEN OpraHiamy

MeXi, Lo BU3HA4YaloTbCA HOPMOLIO peakulil,
He € OAHAKOBUMMU

“ HopmMa peakuii Moxe 6yTV LUNPOKOIO |
BY3bKOIO

% Hanbinblwa MiHNUBICTb NpUTaMaHHa
KiZIbKICHNUM O3HaKaM. SIKICHI O3HaKn Mano
3MIHIOIOTLCA NpU 3MiHI YMOB cepeaoBuLa

“ TUNOBICTb KNIHIYHOI KAPTUHMU
3aXBOPrOBaAHHA MoOXe 6yTn NodACcHeHa
NoAibHICTIO HOPMUK peakKuii y firnaen, aKi MatoTb
Pi3HI reHoTunun. Pi3HI (bopMu nepebiry
3aXBOPHOBAHHA MNOB'A3aHi 3 NPOsBOM
IHOAMBIAYANbHOCTI reHOTUNIB
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2 YCi O3HaKu | B/1IaCTUBOCTI KOXXHOIO
OpraHi3My MOXXYTb 3MIHIOBATHUCS JINLLIE B
Mexxax HopMmu peakuii

“»*HopmMa peakuii popMyBanacsa iCTOpMYHO
BHACNiAOK npupoaHoro gob6opy

< Yepes ue MmoandikaLliHa MiHNMBICTb,
K NpaBuIo, € AOLIJIbHO. BoHa
BiAMNOBIAAE YMOBaM ICHYBaHH4, €
NMPUCTOCYBAJZIbHOIO
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HeycnapgkoBaHicTb Mmogudpikauin (?)

< ABrycrt BencmaH (1913 p.)
NpoTAroMm 22 nokosiHb Biapybas
XBOCTM BifIMM MULLIaM i CxXpellyBaB
IX Mixx coboto. Cepen 1592 ocobuH
XXOAHOro pa3y He 6yno BUABIEHO
BKOPOYEHHS XBOCTa Y
HOBOHAPOOXKXEHUX MULLEHAT

“PutyanbHi abo "ecteTnuHI”
VW KOAXEHHSA Y TI0ANHN —
obpi3zaHHS, BUaaneHHs 3y6is,
CNOTBOPEHHA HIr, yepena,
NpoKasyBaHHS ByX — He
YCNaaKoOBYIOTbCS
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“*OHTOreHeTu4YHa MiHJINBICTb — plsHOBn,q
¢eHoTNNoBOI MiH/INBOCTI, NOB’s13aHNA
i3 BUBSHA4YEeHOI0 CXeMOI0 PO3BUTKY
OCOGMHMN

<* HopManbHMN PO3BUTOK OpraHiamy
CYMNps>XeHUN i3 aKTUBHUM MNOAINTOM KNIiTUH,
MOP(POreHETUYHNMN pyXaMn 3apOAKOBUX
NNCTKIB, NpouecamMn audepeHUnpoBKN U
opraHoreHe3y

% TOKCUYHUIN BMNINB MOXE CNPOBOKYBATU
3armbenb okpeMnx KNiTMHHUX Mac,
YMOBINbHUTK po3naj i BUAANEHHS KNITUH,
O 3arnHynu, NOpyLmnTU B3AEMOAIIO
TKaHUH MiX COB0t0




<*[1pouec IHAMBIAYyaNlbHOI0 PO3BUTKY Mae€
HU3KY KPUTUUYHUX nepioaiB, Kou
OpraHiaM HanbinbL YyTNMBUN A0 Pi3HUX
YLWKOAXYHUYNX UNHHUKIB cepeaoBuULLA

< 0cobnmBy YyTINBICTb A0 TOKCUYHUX
BNMBIB Ma€ eMOpioH Ha paHHIX TePMiHaX
pPO3BUTKY (Y NepwoMy TPpUMecCTpI
BaritTHOCTI

» Pe3yNbTaTOM TOKCUYHOIO BMJ/INBY MOXE
6yTe HenpaBuUIbHUN PO3BUTOK abo
HeJO0pPO3BUHEHHS OpraHiB, WO (eHOTUMOBO
NPOSIBNSAETbCS Y BajaX PO3BUTKY,
He3BaXarouun Ha HOpMaJiIbHUU reHOTUN



EnireHeTtuka

“EnireHeTmnka - po34i/s1 cy4dacHoi 6iosiorii,
AKUN BMBYAE yYCNaaKyBaHHA B paay
KMNTUHHUX NOKOJTiHb PYHKLIIOHAIbHOI
aKTUBHOCTI reHiB, He NMoB’si3aHe i3 3MiHOI0
nepBMHHOI CTpYKTYpu AHK

“*ABTOp TEPMIHY —
aHIMMINCBKUN reHeTuK
KoHapaa Xann
YoaauHrToH (1947)
oMy HanexmuTb
KoHuenuia “enireHeTU4YHoro
naHpgwadgpTty”’
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 3a YoaANHITOHOM rpoLec OHTOreHe3a —
Lie rpocCTip MOXXJ/IMBOCTEN - «ernir€eHeTUYHNMN
naHawagT”, wo ysasnae coboto Habip
enireHeTUYHUX TPAEKTOPIN, AKi BeayTb BiA
3UrOTU A0 AOPOC/IOr0o CTaHy OpraHiamy

% EnireHeTu4Hi Tpa€EKTOPII NeBHOIO MIipoto
noB’aA3aHi Mi>k coboto. [1i0 ernueom pi3HUX
YUHHUKI8 (8HYMPIWHIX | 308HIWHIX, 2EHEMUYHUX |
He2eHemu4HUX) MOXITu8UM € repexio 8i0 OOHIel
mpaekmopii 00 IHWOI, y 38’3KY i3 YUM, Ha
nidcmasi OOHIET U miei XX 2eHemu4HoI ripoapamu
MOXK/1uge ghopMy8aHHS MHOXUHU mpaekmopiu _
OHMoz2eHe3a (noslieapiaHMHicCmMb OHMO2€eHe3a). 5
TpaekTopil, aKi OTPUMYKOTb nepesary, YoOauHrToH
Ha3nBaB KpeopaMu. «XpebTn», WO po3ainsatTb
TpaekTopil - penennepamu (Big aHrn. to repel —
BIOLLUTOBXYBaTH).
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InureHeTHvyeckuil Janqmadgr

MyTaums

MIMCHRET KO0 pOiaTHA

Boapnencrene
cpeAbl (neveHue)
MOKE T CHOMNCHCHPOD AT

AERCTEME WYTaUK W BEPHYTb
PRIBHTHE K HOPME

BpegHoe
BAVAHWE CPEAbLI

VOEAT NPpHBACTH K OTIENOHEH Ry

OT HOPMAMLHOTD IMYTH P BHTHA
ADEE AP OTCYTE TAMM WyTAL M




*» ®akTopu, WO NpnU3BOAATb A0 PO3BUTKY
YPOMXKEHUX Ba4 Y AiTen, He NoB'dA3aHuX i3
NOpYyLUEeHHAM CNaAKoBOIro Mmartepiany,
Ha3nMBaAKTbCA TEPATOreHHUMMU

< IXHSA Nnpupoaa pi3HOMaHITHa

s XapaKTepHO pUCOIO TepaToOreHHMX Baa
PO3BUTKY € Te, LWLO BOHN HE
yCnaaKOBYHOTbCSH
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1Ba roJioBHI KOMNOHEHTU enireHeTU4YHOro

of the epigenetic code

DA methylation

Myl macks added 1o ceran
DA bases rapress gone activity,

Histone modification

A, combination of diflerent
molecules can attach to the ‘tals’
of prateins called histones, These
alter the actrdty af the DMA
wrapped arcund Lhem

MmMESRme

The two main components

32

MeTunntoBaHH4a JHK

Moaundikauis
FICTOHIB
(aueTusItoBaHHH,
METUIIOBaHHA)



Histane acetylation
Elnnitnpllu-ml activation)

Closed chromatin Open chromatin

Histomna dnuwl:ﬂiﬂn
H [gene silencing)
,/c 2 DNA methylation is the addition
of a methyl group (M) to the
DMA base cytasine (C).

r L o FENA polymerase
. franscription factors

- - acetylated histones
DA methyltransferase
Histone deacetylass

D 2006 Prous Sclence

?299
BuknoyeHHa reHis . methylated DA

metuntoBaHHsaM OHK
| JeaueTunioBaHHAM
MICTOHIB

Chrematin remedeling
profeing

= deacefylsted histones

33



deHoKONIil

“ [10 MoaAn@iKauinHOl MIHNUBOCTI HanexaTb
TakoX cpeHokonii

s deHoKoniir — HecriaKoBi 3MiHW O3HaK
opraHi3my nig BrjiMBoM CcepeaoBuULLa, Lo
KOMirTb MyTaLllil, BIACYTHI B reHOTUri AaHol
JIIOANHMU

Y po3BUTKY peHOoKOoMil MOXYTb BiAirpaBaTu
POJIb Pi3HOMAHITHI (paKTOpU cepefoBMmLLa —
KJTIIMaTUYHI, @i3nYHi, XiMiYHi, BioNorivHi
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** IMOBIpHICTb NMOABU
Ba4 PO3BUTKY Yy Maoja
€ BUCOKOI0, AKLLO0
BariTHa >iHKa
npuuMasna nesHi
nikn abo nepeHecna
KOPOBY KPaCHYXY,
TOKCOMNJ1a3Mo03,
cndinic

“ Baaun, wo 3'9BnstoTbCA
MNicnsg UbOoro, MOXYTb
HaraayBaTW O3HaAKWU
CnagKoBUX
3aXBOpPHOBaHb
(deHokonil)

NMocTtimnnaHTauinHMM
eMOpioH



HopmanbHuun MyTaHTHUMW
reHOTUN reHoTun

NMaTonoriyuvn = MaTonoriyHuun
hpeHOTUN deHOTUN

—

11 o
<4=mm QPeHOKOMNIl wmmp = -+
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<+ TORCH-iHdekuii %
» Toxoplasmosis
* Rubella (kpacHyxa)
= Cytomegalovirus
= Herpes L

- HagBHICTb (peHOoKoNiM 3HAYHO YCKNAOHIE OIarHOCTUKY

o [1Nns1 BUKNIOYEHHST TaKMUX NOMMUINOK NOTPIOHO peTenbHO
30upaTtn aHaMmHe3 XBOpoobu

* MexaHiam nosiBu dpeHoKonin NoB’saA3aHNK i3 HAABHICTIO | Oi€t0
YMHHUKIB, LLIO NOPYLUYIOTL B3AEMOLIO reHiB, AKi HeratuBHO
BNMBAKOTbL Ha peani3auito HopmMarbHOI reHETUYHOI
IHopMaLLil

* TOMy B KPpUTUYHI nepiogn OHToreHesy HeobxiaHO CyBOPO
OOTPUMYBaATUCS 300POBOro Crocody XXUTTH
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BoBuya nawa

CuHpakTunin



% 0Ocobnuey rpyny moandikauinHol
MiIHIMBOCTI CKJ1aaatoTb TphuBasii
Moaundpikayil —CrioCcTepiraroTbCs rpoTsiromM
MeEBHOIro Yyacy B ps/ay NOKOJliHb, asie rnoTiM
O3HaKka 3MIHIOETbCS Ha NMNepBUHHY

LI 3MIHN BUHMKAKOTb Nig BMNJIMBOM
30BHILLHIX YMOB
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*Mopdgo3zn — Lje HecrnagKoBi 3MiHU
(Moangikallii), cipUYNHEHI
eKkcTpemasibHuMu abo He3BUYamHUMU 47151
BUAa YNHHUKAGMU 30BHILLHbOIO
cepeaoBulla (peHTreHo-, XxeMoMop@do3u)

“*Mopd0o3n MaloTb HECNAAKOEMHUMN,
HeaganTUBHUW, HE3BOPOTHIN XapaKTep
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O3Hakn mogudikauinHoOl MiHIIMBOCTI

+ HeycnaakoBaHICTb | 3BOPOTHICTb (JinLLE
nig 4Yac Ail Ha opraHiaM NeBHOro YMHHUKaA

cepenoBuLla)

< CNpAMOBAHICTb | afAanNTUBHICTb -
OAHOCMNPSMOBAHICTb Y BENUKOI Fpynun noaemn
(Npu 3aXBOPIOBAHHAX NMPOABNAOTLCA
OAHAKOBI CUMNTOMUN — HEXWUTb, TOJIOBHUN
6inb, TemMnepaTypa). BiNbLWICTL MoandikaLin
Mae€ anCTocyBaane 3HAQUYEeHHSA U CrpuUse
afanTaLil opraHiaMiB A0 3MiHM OTOYYHOYOro
cepeanoBuLLa
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“+*MHOXMUHHICTb | NepeabavyyBaHICTb

*IHTEeHCUBHICTb MOaANDIKALUINHNX 3MIH
nponopuinHa cuni i TpnBanocCTi Ail
YNHHMKA cepeaoBuLLa Ha OpPraHi3m

*MoagndikauinHa MIHIUBICTb FrEHETUYHO
3yMoB/ieHa 1 obMexxeHa HOpPMOtO
peakuil
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CnagkoBa MIHNUBICTb
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CnapkoBa (reHOTUNOBA) MIHNUBICTDb

“ g cnaakoBOK MIHAMBICTIO PO3YMIKOTb 34AaTHICTb
00 3MIH reHeTUYHOro Martepiany

% CnagkoBy, abo reHOTHUNMNOBY, MIHNINBICTb
noAaiNstoTb Ha KOMOGIHaATUBHY | MyTaUiUHy

% KoMb6IHaTMBHOK Ha3nMBarKTb MiH/INBICTb, B
OCHOBI SIKOI M0oJisira€ YyTBOpPEHHSI peKoOMbiHaLyin,
TO6TO Takux KoMbIiHaLinN reHiB, SKux He 6yJsio y
6aTbKiB

 MyTayinHOH Ha3MBAa€ETbCS MiH/INBICTb CAMOIro
reHotura
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KomOiHaTMBHa MIHIUBICTb

% B ocHOBi KOMBiHATMBHOI MIHNMUBOCTI MOJISIra€
CcTaTeBe PO3MHOXEHHSA OpraHi3MiB, BHACNiAoOK
AKOro BUHUKAE BeJIMKEe PI3HOMAHITTA
reHOTUNIB

< O>xepenamMmm KOM6IHAaTUBHOI MIHJINBOCTI €
TPpU npouecu:
* He3anexHe po3XoaXeHHS roOMOSOrYHMX
XPOMOCOM Yy nepLiomMy MeuoTu4yHomy nogini

= BzaeMHUWN OOMIH AiNgHKaMn roMonoriyHmnx
XpPOMOCOM, abo KpocuHroBep. BiH CTBOPIOE HOBI
rpynm 34ensieHHs. PekoMbiHaHTHI XpoMocomu,
LLIO ONMUHUIINUCSA B 3UTOTI, CNPUAIOTb NOSABI O3HAK,
HEeTUNOBUX ANS KOXXHOro 3 6aTbKiB.

= Bunagkose cnony4vyaHHAa raMeT npu 3annigHeHH]
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2w KoMbiHatTuBHA MIHIMBICTb - HAUBaXJInBiLLe
o)xepeno BefIMKoro cnagkoBoro

PO3MaAITTA, XapaKTePHOro AJ1d XXUBUX
OpraHi3MiB

“»OOHaK nepepaxoBaHi g)xepena MiHINBOCTI
He CTBOPIOIOTb CYTTEBUX ANSA
BMYXUBAHHSA CTAa6GI/IbHUX 3MIH Y
reHoTMnl, gKi HeobXxiaHi AN BUHNKHEHHS
HOBUX BMAiB. TakKi 3MIHN BUHUKAIOTb
BHaCNIAOK MyTaLiMn
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MyTauinHa MiHNUBICTb

¢+ OCHOBHWMM O)XepesioM YNCNEeHHOCTI
CNaaKOBUX O3HAK Ta IX HEBMUHHOI

eBOJIOLIT CNyrye MmytauiHa MIHJIMBICTb

*Myrauir (nat. mutatio — 3MiHa) — CTIiUKI
3MIHW reHEeTUYHOro Marepiasy, Lo

parnToBO BUHUKJIN | MTPU3BOASATH /10 3MIHU
TUXx abo IHWux crnagKkoBux O3HaK
OpraHi3amy
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<*3paTHICTb [IHK MyTyBaTn ckianacs
B €BOJTIOLT U 3akpinunnacsa nobopowm,
AK | 30aTHICTb MPOTUCTOATH
MyTaLiMHUM 3MiHaM

B opraHizauill AHK 3aknaneHa
MOXX/IMBICTb MOMWNOK II pennikauii
nopsan 13 MOXAUBICTIO 3MIHU
NePBUHHOI CTPYKTYPWU



% OCHOBHiI NONOXEHHH
MYTaLiNHOI Teopil
po3pobsieHi Xyro [de
®dpusom y 1901-1903 pp.
(BiH >Ke 3arnpornoHyBaB
TepMiH “"MyTauia”):

= MyTauil BMUHMKaOTb panToBo,
ckaykonoaibHo 6e3 nepexoais |,
SK OUCKPETHI 3MIHM O3HaK.

= Ha BigMIHy BIO HecnagKoBUX
3MiH MyTauil yaBnsaTb coboro Xyro [le ®pus
AKiCHI 3MiHW, SIKi NnepeaatoTbes 3 (1848-1935)
MNOKOMNIHHA B MOKOMIHHS.




= MyTauil npoaBnATLCA MO-PI3BHOMY
| MOXYTb OYTU SIK KOPUCHUMMU, TaK |
LUKIOSIMBUMU, 9K OOMIHAHTHUMMN,
TakK | peLuecuBHUMMN,

* |MOBIPHICTb BUABMEHHA MYyTaLin
3aneXxuTb BIg Yncna
O0CnigXXyBaHUX OpraHi3MiB.

= [loaibHi MyTaLil MOXYTb BUHUKATU
NOBTOPHO.
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= MyTauil HecnpsaMoBaHi (CNOHTaHHI), TOOTO
MyTyBaTu MOXe Oyab-sKa OinsHka
XPOMOCOMMU, BUKITMKAOYM 3MIHU SK
HE3HA4YHMX, TaK i XKUTTEBO BaXKINBUX

O3HAaK.

“*Ha aaHunn yac BigoMi MyTauil Yy BCiX
KnaciB TBapWH, POCIUH | BIpycCIB
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*ICHye 6araro Mmyrayin i y 11o4NHMN.
MyTauigasMyu 3yMOBNEHUN MNONIMOPQIi3M
NOACBKUX MONYNAUIn:

" pi3Ha NUMrMeHTauia LWKIpW, BONOCCSH
= 3abapBneHHA 04Yen, PO3pi3 OYeEN

= popma Hoca, ByX, nigbopigasa

" FPYMNM KPOBI I T.N.

“*BHacnifpok MyTtauin 3'aBndar0TbCA |
criagkoBi aHomaslil B 6y40Bi Tina, |
crnazKkoBi XBOpobu /1I0ANHU
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+ CnaakoBa naTtoJsioriss — yacTtuHa
cnagkKoBoOIl MIH/INBOCTI, WO HaKonnymniacs
3a Yac eBOIOUIlI TIOAUHW

“ JltoanHun, ctaswun 6ionoriyHnMm BnagoMm Homo
sapiens, HemoB 6u 3annaTtuna 3a
“canieHTauyito” ceoro euaa HakonMnMYeHHSaM
NaToOSIONYHNUX MyTaUiun

% Ha nigcraBi uMX NooXeHb POPMYJIHOETLCH
OAHa 3 ro/IOBHUX KOHUENWin MeamnmyHol
reHETUKM NPo eBOoJ1ILUiNHEe HAaKOMUYEeHHSNA
NnaTtosIoriyHMUX MyTauin y NIOACbKUX
nonynauiax
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Knacudpikauia mytauin

“*MyTauil kKnacuPikyroTb:
" 33 fIpuvyuHamu, Wo Ix sUKuKaiu
" 33 Xapakmepom KrimuH, Wo Mmymyearsu
" 3@ Hacriiokamu 0115 op2aHi3Mmy

" 38 Xapakmepom 3MIH 2eHemu4H020
Mamepiarny
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ComaTu4HI | reHepaTUBHI MmyTauil

% 3a XapaKTepoM KNiTUH, WO MyTyBanu, MmyTtauii
NoAiNIA0Tb HA COMaTUYHI | reHepaTuBHI

*» bilonoriyHe 3Ha4yeHH4a 1X HEepPIBHOLIHHE |
NnoB’'si3aHe i3 XapaKTepoOM PO3MHOXEHHS
OpraHi3MiB

< CoMmaTunuHI MyTaulil BiabyBatoTbCs B
COMATUYHUX KNITUHAX | NPOABNATLCA Y CaMOl
0cobuHu. lNMpun noaini coMmatTUYHOI KNITUHK, WO
MyTyBaJsa, HOBI B1aCTUBOCTI nNepeaarTbCa Il
HalWlaAKaM - KJIOHY.
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“ lNpy cTaTeBOMY PO3MHOXEHHI 03HaKM, IO
3'ABUINCSA BHACNiAOK COMAaTUYHUX MYTaLI,Il/I
HalwaAKaM He nepenalrnTbes i B Npoueci eBOsoLl
6yab-AKOi poJii HE BUTPaKOTb

<+ OQHaK B iHAMBIAYANIbHOMY PO3BUTKY BOHU MOXYTb
BMN/IMBaTM Ha POPMYBAHHSA O3HAKM: YUM Ha
6inbW paHHiINA cTaAil pO3BUTKY BUHMUKHE
coMaTU4yHa MyTauia, TMM 6inblue 3a o6csairom
AiNNITHKA TKaHUHM, L0 Hece AaHy MyTalito

* Taki 0cobMHN HA3NBAKTbLCA Mo3aikaMm.
Hanpuknaa, Mo3aikaMu € nioau, y SKMx KoJbop
OAHOro OKa BiAPI3HAETbCA Bi KOJIbOPY
|Hu.|oro abo TBapuMHW NEBHOI MAcCTi, Y AKUX Ha TiNi
3’ ABASIOTLCS MASMU iHLLOMO Konbopy, | T. .

<+ [MpuMknaan NpMpoaHbOro Mo3aiLun3My XiHOYOro
OpPraHiaMy — anenbHe BUKTOUYEHHS (X-
IHAKTMBaLUiN)
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> CoOMaTMYHI MyTaUil MOXYTb 6yTH
NMPUYNHOIO:

= NODOPOAKICHMX | 3NOAKICHUX HOBOYTBOPEHb
" NIeNKO3IB

* 1eAKMX XBOPOO TKAHWH | OpraHis, ae
KNITUHHUA Nyn LWBWAOKO OHOBIOETLCS
(mapokcmnamarbHa HidHa remornobiHypig,
MakpornoodyniHemia BanbaeHcTpema Ta iHL
XBOPOOU KPOBi Ta IMYHHOI CUCTEMM)

“*He BUKNOYEHO, WO COMATUYHI MyTaull, aKi
BMJMBaOTb Ha MeTaboni3M, € OAHIEN 3
NMPUYMNH CTapiHHA
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[eHepaTuUBHI MmyTauil

 FeHepaTuBHI MyTauil BiabyBaloTbCA B
KNiTUHaX, 3 AKUX PO3BUBAlOTbCHA raMeTy,
a6bo B ramertax

“ MyTauil nepepaldTbCa HawagkaMm npu
CTaTEBOMY PO3MHOXEHHI | BUABNAKTbLCA
deHoTMNOoBO y HawaAaKiB

“+ HoBa 03HakKa NposiBUTbCS Y Hanbnmxuyomy abo
Y HAaCTYNMHUX MOKOJTIHHAX

 FleHepaTuBHI MyTauUil € MaTepiazioM Ans
npupoaHbLOIro Aoobopy
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nacudikauia myTtauin 3a Hacnigkamm ans

“*3a HacnigkamMu anga opraHiamy BCi MyTauil
NoAINNAKTbCA HA.
" HeraTuBHI
* NeTtanbHi (HECYMICHI 3 XXUTTAM)
* HaniBneTanbHi (3HWXYIOTb XXUTTE3OATHICTb
opraHiamy)
" HeUuTparnbHi
" MO3UTUBHI (NIABULLYIOTbL MPUCTOCOBAHICTb |
XUTTE3QATHICTb OpraHiamy). 3ycTpivyaroTbCH
BIiAHOCHO pPiAaKo, NpoTe came BOHU €

eneMeHTapHMM mMaTtepiariom, LLO NeXUuTb B

OCHOBI NPOrpecruBHOI eBOJIOUil
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*HawunyvacrTiwe anenb reda, Wo TiNIbKK
BUHUK, € peLleCMBHMM MO BiAHOLUEHHIO A0
NOLMPEHOro B Npupoail anena «anKoro»
TNy

“*Ane iHoAal MyTaHTHa opMa reHa Moxe
6yTn JOMIHAHTHO MO BiAHOLWEHHIO A0
«ANKOro» anensd, Wwo 4vacTiwe
3yCTpIiYaETbCA B reHOMOHAI nonynsauil
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< B oKpeMnx BMNaagKax reTepo3nroTHi HOCIl
naToJIoriYyHoOI MyTauil NiaaarnTbCad NO3UTUBHOMY
nob6opy

“ [Npuknaa: reH ceprnonoAibHo-KNITUHHOI aHeMil,
LLLO LUMPOKO PO3MOBCHOAMBCA B NoNyndauiax, 4aKi
MeLWlKaTb B eHAEMIYHUX 3a Mandpiero
pavoHax, BHACNiAOK 6iSibWOI CTaNIOCTI
reTepo3nroTHMX HOCIIB «aHOMA/IbHOro» reHa
(MyTaHTHOro anens) Ao ManspinHoro
nJasmoais

(P falciparum)




EkcnpecuBHICTb

* EKcrnipecuBHICTb — CTyrneHb BUPa3HOCTI
¢beHOTNMOoOBOIro rnposiBy O3HaKu

Min — Max

< BoHa 3anexuTb BiA PaKTOpiB 30BHIiLIHbLOIO
cepenoBuLLa i BNAMBY iHLLUUX MEHIB

> EKCNpeCcuBHICTb NOB’A3aHa 3 MiHANBICTIO
O3HAaKM B MeXXaxX HOPMMU peakuil.
EKCNpecuBHICTb MOXe NPOSABAATUCSA 3MiHAMMU
MOP@ONOriYHNX 03HaK, BiOXiMiYHMX,
IMYHOJIOMYHMX, NATOIOMYHMUX Ta iHLLINX
NoKasHuKiB. Tak, BMICT X/10py B MOTi Yy JIIOANHU
3BMYalniHO He nepesullye 40 MMONb/N, a nNpu
cnafakosin xsopobi — MykoBicunao3i (npu TomMy

N caMOMYy reHotuni) konmeaeTbcs Big 40 ao 150
MMONb/ N
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“CnaakoBa xBopoba — (peHINIKeToHYypIfA,
NnoB’'sA3aHa 3 NOpyLUEeHHAM
aMIHOKMNC/TOTHOro o6MiHYy, MOXXe MaTH
PI3HY TAXXKICTb NpoABY (TO6TO pI3HY
€KCNpPeCcUBHICTb), NOYMHAOYU BiA
Nerkoro CtyneHa po3yMoBOIl 3aTPUMKU, OO0
rnnbéokoi imbeunnbHoOCTI (TOOTO 34aTHOCTI
e Ao eneMeHTapHuX HaBMYoK
caMmoobcnyrosyBaHHS)
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[leHeTpaHTHICTb

< Ta X caMa 03HaKa MOXe NposABAATUCA Y AEAKUX
OpraHiamiB i 6yT BiICYTHbOIO B iHLWNX, AKi MalOTb TOW
CaMUW reH

< MeHeTpaHTHICTb — 4YacToTa NposBYy O3HAKM!, 11O
BU3HAYaETbLCA Mr€HOM

<+ BUpa)a€eTbCA B NPOLEHTHOMY BifAHOLUEHHI Yncna
ocCi6, AKi MalOTb AAHY O3HAKYy, A0 4YKUcna ocib, axi
MaloTb AAaHWUU reH

< SKLWo, Hanpuknaa, MyYTaHTHUN reH NMPoSABNSAETbLCS Y
BCIX OCO6MH ropopaTb Npo 100 % neHeTpaHTHICTD,
B IHLINX ana,cu(ax — MNpO HENOBHY NEeHEeTPAaHTHICTb

< Tak, ycnagkoByBaHICTb rpyn KpoOBi Yy H0ANHU 33
cuctemoto ABO Ma€ CTOBIACOTKOBY MEHETPAHTHICTD,
CnaakoBi xBopobu: eninencia — 67 %, LyKpoBun
niabet 65%, ypomxeHnn suemnx cterHa — 20 % i T. A.

@@©@®@®@® neverpanmicr. =26 - 100%
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» F€@HU, Lo KOHTPOJIIOIOTb NAaTOJIOriYHI O3HAKM,
MOX>XYTb MaTUu Pi3HY NeHEeTPaHTHICTb Ta
€KCIMPEeCUBHICTb, TOOTO NPOABNATUCA HE Y BCiX
HOCITB @aHOMa/IbHOIro reHa, a y Tux, XTo XBOPpIE,
CTYNeHb XBOPOO6/MBOro CTaHy HeO.CI,HaKOBa
3MIHIOIOYM YMOBMH cepegoBuLLa, MOXXHa
BrsinBaTtv Ha nNposiBU O3HaK

» O6TsO)KEeHa cnagKoBIiCcTb He 060B’s1I3K0OBO
MOBMHHAa NMposaBuTmucsi. barato 3anexuTb Big TUX
YMOB, Y AKX 3HaXoAnTbCA NtoanHa. Y paai
BMNAAKiB XBOPOOY AK (DEHOTUMNOBUIM NMpPOSB
CnaZkoBol iH(popMaLii MOXHa 3anobirtu
LOTPUMAHHAM AIETU a0 NPUMOMOM NiKaPCbKUX
npenapari..




Knacudikaudia mytaudin 3a xapakrepom 3miH
reHeTUYHOro martepiany

%+ 3a XapaKTepoM 3MiH reHeTU4YHOro anaparTy
PO3PI3HAOTb MyTaUil:
" reHOMHi (3MiHa YyMcna XpPoMOoCOoM)
" XPOMOCOMHI (3MiHa CTPYKTYpPU XPOMOCOM,
XPOMOCOMHI abepauii)

" reHHi abo TO4YKOBI (3MiHa MONEKYNSPHOI
CTPYKTYpPU rexHa)

% OKpeMo BUAINAKTb UMTOMJ1Ia3MaTUYHI
MyTaullil, NPUYMNHOK AKUX € MIHNUBICTb
BU3HAYEHUX OpraHoigiB uMtonaasmMum
(MiTOXOHAPIN, NNa3Muna, naacTtua), Wwo
Mictatb AHK abo PHK
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f[eHOMHI myTauii

*lFeHOMHI MmyTayir - Le 3MiHa 4yucsa
XPOMOCOM Yy reHOMI KJ1ITUHU

10 reHOMHMNX MyTaLUiN HanexaTb:
" noninnoiagia
" reteponnoigia (aHeynnoigis)
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* Moninnoigiss — ye 36i/1bLLIEeHHST ANMJIOI4HOMO
4Yucsia XpoOMOCOM LLUJISIXOM AoAaBaHHS Li/inx
rarnsioigHux Habopis (n) BHaC/1i4OK MmopyLUeHHS
MENo3y

% Y noninnoigHnx opM BiAg3HAYaAETLCA 36i/1bLLIEHHS
4ymncsia XpoMOCOM, KpaTHe rannioigHomMy Habopy:

= 3n — mpursoio

= 4n — mempariioio

= 5n — neHmarinoio

= 6n — 2ekKcarioio i m.o.

“ [Moninnoigia Mmoxe BUKJIMKATUCS A€ Pi3NYHNX
(BMCOKa | HU3bKa TeMnepaTypa, pafioakKTUBHE
BUMPOMIHIOBAHHSA) | XIMiYHUX (KONXiLNH)
YNHHUKIB
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“ [Onsa 6aratbOX pOC/INH BiAOMIi TaK 3BaHi
noninjaoiaHI paguv

< MoniinnoiaHi dopmn BinOMI 1 Yy TBaApMUH.
IMOBIpHO, WO eBONIOUIA AeAKUX rpyn
HAMMPOCTIWNX, 30KpeMa iHPY30pin i paaionsapin,
Mwna TakoX LWAaxXoM noninnoigmnsauii

< Y nesaknx 6araTokJIITUHHUX TBAPWH NONIMJOIAHI
dopmMn BAANIOCA CTBOPUTU WITYYHO (TYyTOBUM
LoBKOMNpsaAa)

“ Y BULUMX TBAPUH NONINOIAIA, BUKJZIMKAIOUYM
3MIiHY CniBBIAHOLWIEHHSA CTaTeBUX XPOMOCOM |
ayTOCOM, NpU3BOAUTb A0 NOPYLUEHHSA
KOH'rorayili roMoJ1IoriMHMX XpoMOCOM |
6e3nnipnsn
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TpunnoigHMMH

Al (B) (C) Bia 1% 0o 3%
Triploidy yCT?lHOBnetlux
BaritTHoctTeu
NIOAVHU
S ,; | A
2 BE% ILL _-;"' 105 Sd 24%,

5
S

DNA duplication

Tetraploidy

but no cell division
f&n dnmltnsls}

(A) bina 2/3 Tpunnoigis nt0oAVHU NOB'd3aHi i3
3afNigHEHHAM OAHIET ASNUEKNITUHN 2-Ma criepMaTo30igamMu
ancnepmMmin)

HWWUMKU NpuinHaMm € aunnoigHi anyexknituHm (B) abo
cnepmMmarto3oigu (C

BinbwicTe TpUNAOIAIB NOANHN CNOHTAHHO abopTyloThCH,
%yme PiAKO BVXMBAIOTb A0 MNOJOriB

eTpansoign (D) 3'9BNA0TbCA BHACNIAOK MOPYLUEHHS
nepLworo MITOTUYHOro NoAiny nicns 3annigHeHHd | He 34aTHi
00 noAanbLoro po3BUTKY




“AHeynnoigis, abo rereponsaoigisa — e
HeKpaTHa raryioigHoMy 3MIHa 4ncsa
XPOMOCOM Yy pe3y/ibTaTi NMopyLIeHHS
menosy i mitosy (+1, +2, ..., -1, -2, ...)

“*AHeynnoian BUHUKATb BHACIAOK
Hepo3Xo4XXeHHA OKpeMUX TOMONOMYHUX
XpPOMOCOM Yy Meno3i abo xpomatung y MiTo3i
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“*OpraHiamMuy, gKi po3BmBaloTbCA I3 3UTOTU 3
reHoTunoM 2n - 1 (BIACYTHICTb
XpOMOCOMW) - MOHOCOMIKM 3a NeBHOIO
XpPOMOCOMOIO

“OpraHiamuy, aKi po3BnBalTbCA i3 3UIOTU 3
reHOTUNOM 2n - 2 (BiACYTHICTb Napw
FOMOJIOTIYHUX XPOMOCOM) - HYJTICOMIKM

“OpraHiamuy, aKi po3BMBaKTbLCA i3 3UrOTU 3
reHoTunoMm 2n + 1 (3amBa xpomMocoma) -
TPUCOMIKM 3a NeBHOIO XpPOMOCOMOLO
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HopmanbHe it HopmansHbli T p¥COMHK

47 |Poantenn

Mepsuunoe Hopmanu{{uﬁ Bropuutioe
)

’ /
HepaCxXxOH ACHHE MEHO3 HE pacXxOX A€ HuUE

FameTs

Tpucomuk  Monocomur Hopmanbhblii TpHCOMHK

NepBUHHOrO abo BTOPMHHOIO HEPO3XOAXKEHHS XPOMOCOM i HACTYMHOrO
3annigHeHHsa HopMarbHUX | HEHOPMarbHUX raMeT



% Tpucomisa Mmoxe 6yTn 3a 6yab-
AKOI 3 XPOMOCOM | HaBIiTb 3a
AeKiSibKoMa

% [oaBiNHMN TPNUCOMIK Ma€E Habip
XpOMOCOM 2n + 2, NOTPiNHNN
—2n+ 3iT.N.

% [MosgBa TpeTboi XpOMOCOMU B
21-1 napi BUKIMKAE XBOpPOb6Yy
dayHa, aKa cynpoBOAXYETbCH
NOpYLUEHHSM PO3YMOBOIO
PO3BUTKY, MEHLLOK TPUBANICTIO
XNTTA (9K npaBunno, He b6inbuwe
30 poKiB), 3MEHLIEHHSAM
PO3MipiB ro/10BU, NMNAACKUM
0611M4Y44aM, KOCUM pPO3pPi30oM
oyeun Ta iIHWKWUMKM O3HaAKaMU




3urorta 3urorta

() ()

HopmanbHblit Hepac xonpaeHue
MHTO3

OO ORNC)

HGEM&ﬂ\thIF‘. HepacxomgeHue Hopmanruuﬁ Hopmar\bnblﬁ
{ {
MUTO3 MHTO3 MHTO3

) ) (9 D) (49 (9 () (0

Hepo3xoaXeHHA B MiTO3i: BUHUKHEHHA XPOMOCOMHOro Mo3aiuu3my
BHACNiOOK HEPO3XOOXKEHHSA Xpomarna y noginax gpobiHHA HopMarnbHOI
3UroTu



“*AHeynJsioiaiga Nnpn3BoanTb A0 3MiH Y 6yA0BI
| 4O 3HUXEHHA XXUTTE3AATHOCTI OpraHiama

“Ynm b6inblue NopyLIeHHS, TUM HUXYe
XXUTTE3AATHICTb

<Y noavuHN aHeynoiaia Hepiako
npu3BoAMTb A0 6e3nniaan i B TaKux
BMNnaaKaxX He yCNnaAKOBYETbCH

Y piten, WO HapoaANInCS Bia MaTepiB
cTapuwe 3a 38 pokKiB, IMOBIPHICTb
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* XpOoMOCOMHI MyTayil, abo XpOMOCOMHI
rnepebysoBu (abepadii), noassratoTb y 3MiHi
CTPYKTYPU XPOMOCOM

% XpOMOCOMHi abepaulii NoB’d3aHi 3 po3puBaMm
XpPOMOCOM, WO BUHUKAIOTb BHACNIAOK
yvuwkoaxeHHs AHK (paaiauieto abo
XiMikaTaMun) abo y 3B'sA3Ky 3 MexaHi3aMmaMu
pekoMbiHauil

<* KNiTUHM MatloTb CUCTEMU, AKi BMI3HAtOTb | 3a
MOXX/TIMBOCTI YCYBalOTb PO3PMUBU XPOMOCOM

< Penapauis Moxe BiAbyBaTUCA CNONTyYaHHAM
ABOX pO3ipBaHMX KiHLiB ab0 NOKpUTTAM
PO3IpBAHONo KiHUSA Te/0Mepoto
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“BiaoMo XpoMOCOMHIi abepauil pi3HUX TUNIB:

" Hexeamku — Lie BTpaTa KiHLUEeBUX OINSAHOK
XPOMOCOMWU;

= desteuii (del) — BunagiHHSA OiNAHKK
XPOMOCOMMU Yy CcepPEnHIN 1l YaCTUHI,

= dynnikauii (dup) — nBo- abo baratopas3osi
NOBTOPU HAOOPY reHiB, Nokani3oBaHi y
BU3HAYEHIN OINAHLI XPOMOCOMMU
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= jHeepcil (inv) — NOBOPOT AINSHKM
Xpomocomm Ha 180°, BHAcCnIgOK Yoro B Liin
OINAHLUI reHn po3TalloBaHi y NocnigoBHOCTI,
3BOPOTHIN NOPIBHSAHO 3I 3BUYAUNHOIO

" mpaHcsokauii (t) — nepeHoc AiNaHK1 0o
IHLLOro KiHUSA TIET )K XpoMocomn abo o
IHLLOI, HETOMOJIOMYHOI XPOMOCOMMU
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Heneuisn PeuunpokHa PoGepTCcOHOBCbLKa
TpaHcrokauis TpaHcrokauis

KinbueBa xpomocoma



3anuc XpoMOCOMHMUX

MyTauiW
Hab6ip
cTaTeBuXx 3MiHM PerioHm, o
XPpOMOCOM XPOMOCOM 3aaiAHI

! : \ ( ! A

AJE, XY, t(9;22) (q34;q11)

——
3araJjibHe Po3wundposka aHoManii

YMUC/10 XPOMOCOM

t — TpaHcnokauis, q — goBre nrnede XpoMocoOMU, P — KOPOTKE nrieye
XPOMOCOMM



= Y pesynbTaTti nepedbyaoB MOXYTb YTBOPUTUCS
aHoMarnbHI XpOMOCOMM

* bygb-sika XpoMocoma, Lo Oyna yTBOpeHa i He
Mae LueHTpomMepu (aueHTpuyHa) abo mae ABi
LeHTpoMepU (AUUEeHTpPUYHa), He byae
YCNILWHO po3ainaTncs npu mitosi i byae
BTpayaTucs

= XpOMOCOMMU 3 OOHIEK LLEHTPOMEPOID
MOXYTb CTabiNbHO PO3MOBCIOAXKYBATUCA B
pPSAy NOCNIAOBHMX MITO3IB, HaBITb AKLLO BOHU
CTPYKTYPHO aHOMarbHI
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Z breaks in same arm 2 breaks in different arms

Moxnusi cTabinbHi
Hacnigkn oBox
po3puBiB
B OA4HIN XPOMOCOMI
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g g
Paracentric Interstitial Pericentric Ring

inversion daletion inversion chromosome



P - " -~
e

J‘Jf | AT T HH‘-._ 4 .Lh\l\l\l\""'-,I
l'l 8 Y | P A 1

| I | R |
I P ! I'. J J
l'l\ .-_.l' W, - .-_.-

- h #
h"'\-.\_ .;-"-..- H.\H—\-\' .-P.--
Exchange of centric 2~ R Exchange of two Exchange in

centric fragments proximal

and acentric ,:;,s’f s
fragm antsl_/ N short arms
E— e Lost

P - T ~
- ar e "

) - = “\ / et \ P /
; U g . '-.lI / — \

f qgter \ | l'.,J | !

[
| | 1 i ! o |
I". * / ! | ) 'l,_ — J

s ﬁ /
\ U gter -._._J, \h“-q.___fﬂer qTE[f.f_/ K‘HH..%%_ __._____H"f
Dicentric + acantric Stable reciprocal Stable Robertsonian

CHIOMosonmeas. translocation translocation
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TpaHcnokauii. JMUueHTPpUYHI 1 aueHTPUYHI XpOMOCOMU HecTabifibHI Npu
MiTO3i. PO6epTCOHOBCBKI TpaHC/ioKaLlii yTBOPOKTLCA 0OMIHOM MiX
MNPOKCUMaNbHUMU KOPOTKMMU MevYnMMa akpoueHTPUUHNUX XPOMOCOM 13,
14, 15, 21 i 22. He3Baxal4un Ha HasBHICTb ABOX LIEHTPOMEp, Ui
XPOMOCOMUN (PYHKUIOHYOTb 9K 04Ha i BOHU cTabinbHi. Mannn
aUEeHTPUYHUN (pparMeHT BTPAYa€ETbCS, ane ue He Ma€ NaTosiIoriyHmnx
HacnigKiB, No3asakK BiH MICTUTb TiNbKK nocnigoBHocTi AHK, wo
MOBTOPIOKTLCA | TAKOX NpeAcTaB/ieHi B iHWUX aKPOLUEHTPUYUHNUX

XpOMOCOMax



“ CTPYKTYPHI XpOMOCOMHI aHoManiil €
36as1aHcoOBaHMMM, SIKLLLO HEMAE
noaasaHHSa abo BTpaTn XpOMOCOMHOIO
MaTepiany, | HezbasilaHCOBaHMMM, SKLLO
Ma€ Micue aoaaBaHHsS abo BTpaTa
mMaTepiany
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Hacnigkn meno3sy y Hocis 36anaHcoBaHOI peLuUnpoKHOI TpaHCoKaLil.
MoXXnumBi 1 iHLWI TUNKX po3LWenneHHs, Hanpuknag 3:1.

BigHOCHa YyacToTa YTBOPEHHS KOXHOI 3 MOXITMBUX raMeT He €

CYBOPO BU3HAYEHO. Y HOCI UMOBIPHICTb Matu AUTUHY 3 KOXKHUM 13
HaBeOeHUX pe3ynbTaTiB 3areXuTb Big YacToT YTBOPEHHA raMeT



** BbIiNbLWICTb KPYMHUX XPOMOCOMHUX
abepauin y 3mrotax Jt0auMHM Npmu3BoanTb
00 TAXKUX aHOMasin, HECYMICHUX i3
XNTTaM, abo ao 3arnbeni 3apoakis we nia
4acC BHYTPIWWHbOYTPOOHOIro po3BUTKY
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eHHi @00 TO4YKOBI MmyTauii (TpaHcreHauitr)

*l'eHHi, ab0 TOYKOBI, MyTaLii
(TpaHcreHawyii) 3MiHIOKOTb CTPYKTYpYy
CaMoro reHa i € HaciigKoM 3MIHU
HYKJ/1€0TUAHOI NMOC/1IJOBHOCTI MOJIEKYJIU
HHK y Bu3HayeHin fizssHLi XpoMoCcoMu

“*3MIHa NOCNIAOBHOCTI a30TUCTUX OCHOB Y
DAHOMY reHi BiATBOPKOETLCA MpU
TpaHCKpunuil B CTpykKTypi IPHK |
NPpM3BOAUTb A0 3MIHU NOCNIAOBHOCTI
aMIHOKWCJIOT Y noainenTunaHoMy JiaHUory
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“*MyTauil 3MiHOLTb AinaHkyn HK pi3HOoI
ONOBXWHW. HanMeHwa gingHka, 3MiHa Kol
NpM3BOAUTbL A0 NOABM MyTaLil, Ha3BaHa
MYTOHOM (Mo)xe 6yTn 1 HyK/1eoTus)

< Cnig namMm’atatu, WO NopyLweHHs B
cTpyKTypi AHK npn3BoasaTb A0 MyTaLin
e ToAdi, Ko He 3AIUCHIOETbCHA
penapauis
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Tnu reHHNX MmyTauin

% ICHYIOTb pPi3HIi TUNU FrEHHUX MYyTauin,
NoB'A3aHUX i3 J0/1aBaHHSM, BUMNaAIHHIM
abo rrepecraHoOBKOK HYK/1EOTUAIB Y TeHi

»Lle:
= aynnikauil,
= BCTaBKM 3aUBOI Napu HYKNeoTuais,
= geneuil (BUNagiHHA napu HykneoTuais),
" iHBepCil
= 3aMiHM nNap HyKneoTuaiB

90



“*Ed@eKkTn reHHnx MyTauin piBHOMaHITHI

“ binblWwa YyacTnHa reHHnxX MyTaLin
MeHOTUNOBO He MPOoABNAETLCA (OCKISTbKU
BOHW peLecnBHi), oaHaK BiAOMO HU3KY
BMNaAKIB, KOJIN 3MiHa nuwe oAHIEl OCHOBWU
Y BU3HAQYEHOMY reHi YUNHUTb rnyb6okum
BNMB Ha PEHOTUM
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OAaviH i3 Npuknaais - ceprionogibHoO-KAITUMHHA
aHemisi. PeuecnBHnn anenb, WO BUKINKAE B
FOMO3UIOTHOMY CTaHI Ue crnagKoBe 3aXBOpPHOBaHHA,
BUPAXAETbCA B 3aMiHI 1uwe ogHoro
AMIHOKUCJ/TIOTHOIO 3ajMLWKa B JITAHUONy MoJieKynu
remornobiHa (rnyraMiHOBa KUCJI0Ta — BaJliH).
Lle npnzsoaAnTb 4O TOro, WO B KPOBi €pUTPOLNTU 3
TakKnMm remornobiHoM aedopMyroTbCs (3 KpYyrinx
CTaloTb CepnonoAibHNMMKN) i WBNAKO PYNHYOTbCS.
PO3BMBAETLCA MOCTPa aHEMId | CNOCTepiraeTbCc4
3HUXEHHSA KINNbKOCTI KUCHIO, WO NepeHoCUTbCH
KpOB't0. AHEMIS BUKINKAE Pi3NYHY CNabKiCTb,
NOpYLUEeHHS AIANbHOCTI cepud | HUPOK | MoXe
NPU3BECTU A0 PaHHLOI CMepTi Naen, roOMO3UrOTHUX

3d MYTAHTHUM aJieieM
s
7

JO




MyTauii B reHeanorii i B reHoreorpadil

s «XpomocomMHnu Agam>» >xuB 6ins 80
TUC POKIB TOMY Ha3a/j

e «MitoxoHgpiasbHa €Ba>» - 6i5s 140
TUC POKIB TOMYy Ha3aAa

“ AHani3 TaHAEMHUX KOPOTKMUX MOBTOPIB B Y-
XPOMOCOMi Yy 4Y0NO0BiKiB (AKi i CKiJIbKW) i MyTaUin
MiTOXoHApianbHO!I AHK y XIHOK Aal0Tb
MOX/UBICTb:

= gU3Ha4YumMu 2eHeasioeilto OKpemMoi JIlvOUHU ma
2pynu sirodel Ha COMHI U mucsidi pokie y 2rubuHy
yacy

" gU3Ha4Yumu xapakmep po3cesieHHs1 lrodcmea rno

naaHemi
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MyTareHHI cpakTopu

*MyrareHmn (MyTareHHI ¢paKkTopu) — L€
akTopu, 34aTHI BUKINKaATU MyTaLil

“* PO3pI3HAIOTD:
" ek30MymazeHuU (XiMi4Hi, BionorivHi, gidnyHi)

= eHOOMymaz2eHU — NOPYLLUEHHS pennikadlil,
TpaHCKpuUnuil, TpaHcnAuil, penapauil, reHu-
MyTaTopu
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% 3a NpMYMHaAMM MyTaUil No4INATbCA Ha
" CMIOHMAaHHI
* jHOyKO8aHI

% CrnoHTaHHI MyTayii BUHUKAOTb Nig BMIANBOM
HEBIAOMUX NMPUPOAHIX paKTopiB, YacTille 3a yce
IK pe3ysibTaT MOMUOK NpPpU BiATBOPEHHI
reHeTnyHoro matepiany (AHK a6o PHK)

« MIpUUYMHaAMM CNOHTAHHMX MyTaLill MOXYTb 6YTH
NPUPOAHIN pajiauinHni GOH, KOCMiYHI NPOMEHI,
LLIO CAratoTb NOBEPXHi 3eMii, Ta iHWIi NPUYNHMU

<+ HacToTa CNOHTAaHHOIro MyTYBaHHS Y KOXHOI0
BMAa reHeTUYHO 3yMOB/IEeHa i NIATPUMYETLCA Ha
NneBHOMY piBHi. CMOHTaHHI MyTaLil
BiAOyBalOTbCsA BiAHOCHO pPiAKO
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* IHAQyKoBaHI MyTalil BUHNKAIOTb MNpu
CripsiIMOBaHoOMYy BI1JINBI HG OPraHi3m
MyTareHHux @akTopiB

“ Ynepuwe iHAyKoBaHi MyTauii 6ynmn otpumaHi I.
A. HaapcoHom i I'. C. ®dininnosumMm (1925)
npu onpoMiHeHHi rpnbiB pagiem i
I'. Mennepom (1927) npu onpoMiHEHHI MyX
nApo30disT peHTreHiBCbKMMN NMPOMEHSIMMU

¢ CNOHTaAHHI MyTauil cnyrytoTb NepBUHHUM
MaTepianoM ang npupoaHboro gobopy, a
IHAYKOBaHI — ANns wTy4yHoro aobopy
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*MyTareHHI ¢pakTopm
3a NOXO4XeHHSAM byBatoTb
* YI3UYHUMU
" XIMIYHUMU

= 6jos102iYHUMU
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DI3NYyHI MyTareHu

o pizndyHNX MyTareHiB HanexaTb Pi3Hi
BUAWN BUMNMPOMIHEHb, TeMnepaTypa, BOJIOTICTb
Ta iH.

s OCHOBHI MexaHI3MH fil:

" MOPYLUEHHSA CTPYKTYPU rEeHiB i XpOMOCOM

" YTBOPEHHSA BISIbHUX pagukarnis, WO BCTYNaTb Y XIMIYHY
B3aemogpito 3 [IHK

" PO3PUBU HUTOK axpoOMaTMHOBOIO BEPETEHA Noainy
" YTBOPEHHA AMMEPIB HYKINeoTuaiB
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“Hanbinblwwe 3Ha4YeHHSA MaloTb iOHI3YOUi
BUMNPOMIHIOBAHHSA, 30KpeMa peHTreHiBCbKe
- pagiayinHuu MmyrtareHes

‘*Ha gaHunn yac BUABNEHO, WO CNagKOBI
3MIHU 3YMOBJIIOKOTbLCA YCiMa BUAaMu
NMPOHUKHOI paaiauii
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» [Npoxoadauun yepes XXUBy peyoBUHY,
DEHTreHiBCbKi NpoMeHi (abo rama-
NPpOMeHi) BUOMBAIOTb €J/IEKTPOHM i3
30BHilLUHbOT 060/10HKK aTOMIB abo
MOJ1IeKyn, BHACNIAOK 4YOro Ti CTAHOBNATbLCA
3apAaaXXeHNUMU No3NTUBHO, @ BUOUTI
eNIeKTPOHN NPOAOBXYHTb Llen npouec,
BUK/IMKAOYMN XIMIYHI NepeTBOPEHHSA PI3HUX
CNONTYK XXUBUX OPraHi3MiB
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+*OOHUM i3 HanHebe3neyHiWwnx Hacniakise
OMPOMiIHEHHS1 € YTBOPEHHS BiIJIbHUX
paauvkKaniB i3 BOAMN TKAaHUH

“Lli pagnkann mMaoTb BUCOKY peaKUuinHy
31aTHICTb | MOXYTb po3ulernstoBaTn 6arato
OpraHi4YHMX pevyoBUH, Y TOMY YUNCHI
HYKMNEIHOBI KUC/OTU
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“*[10 Pi3NYHNX MyTareHiB HaiexaTb TaKoX
vabTpadiosnieToBi NpoMeHi, nigBULieHa
TeMnepartypa Ta iHWi pakTopu

“* PeHTreHiBCcbKi, ynbTpadiosneToBi NpoMeHi
MOXYTb NPU3BOANTU A0 MyTaUiN, AK
npaBuio, reHHUX I pigwe -
XPOMOCOMHMUX

“*Bucoka temnepartypa Moxe 36inblyBaTu
KiNbKiCTb FreHHUX MyTalin, a nigBuULLEeHHS Ti
00 BEpPXHbOI MeXI| BUTPUBANOCTI OpraHi3MiB
- | XpOMOCOMHUX MyTaLin
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XIMIYHI MyTareHu

s XiMIYHI MyTareHu 6ynun BiAKpWUTI MNi3HilWe 3a
di3NYHI

» [NpiopuTteT BIAKPUTTA XIMIYHUX MYTareHiB
HalIeXXUTb paAdHCbKMUM AOCNiAHUKAM

Y 1933 p. B.B. CaxapoB oTpuMaB MyTauil
Lnsxom aii moay, B 1934 p. M. E. Jlobawes
— BUKOPUCTAB aMOHIU

<Y 1946 p. pagdHcbknit reHetuk L.A.
PanonopT BUABUB CUJIbHY MyTareHHy Aito
chbopmManiHy i eTuneHiMiHy, a aHrMMincbKa
nocnigHnusa W. Ayepb6ax — inpury
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¢ XiMIYHI MyTareHu 34aTHI BUKJIUKATU
MyTaUil YCiX TUnNiB (NnepeBa>HO reHHi)

“*Hanpuknaa, ankanoig KonxiunH pynuHye
BepeTeHo noainy, Wwo npm3BoanTb A0
NOABOEHHSA KINIbKOCTI XPOMOCOM Y KJIITUHI

“*[a3 inpuUT, AKNN 3aCTOCOBYETbLCA SAK
XiMiYHa 36po4, NiABULLYE YACTOTY MyTaLin
y eKcnepmMeHTanbHnx muwen ao 90 pasis
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» BeIMKNi BHECOK y BUBYEHHSA MyTareHis
BHEC/1a YKpaiHCbKa LUIKOJ1a MrEHETUKIB Ha YO

3 akageMmikoM C.M. NepweH30HOM (1906-
1998)

% Bigomo 6arato XiMiYHMX MyTareHiB:

" NPUPOAHI OpraHivHi i HeopraHivyHi pe4oBUHMU (HITPUTY,
HITpaTn, ankanoign, ropMoHn, epPMEHTU Ta iH.)

" MPOAYKTU NPOMMUCIIOBOI NepepoOKn NPpUPOAHIX CONYK
— BYINs, HagTu;

" CUHTETUYHI PeYOBWHMU — IHCEKTUUMON, MECTNLNON,
Xap4oBi KOHCEPBAHTHU, NIKAPCbKi PEYOBUHU;

= nesKi MeTa6q_ni'r_M opraHiama nguHN —
KOPTUKOCTEPOIAHI, CTaTeBI FOPMOHM
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bionoriyHi myTareHu

< [1o 6ios10riYHMXx MyTareHiB BiAHOCATb BipyCU, HEBIPYCHI
napasuTapHi areHTu (Mikonnasmu, 6akTepii, pukeTcii,
HaAMNpPOCTILWIi, FreNbMiHTK)

< Y 1958 p. pagsaHcbkun reHeTnK C.I. AnixaHsIH NOKas3as,
LLIO BipyCU BUKNNUKAOTb MyTaLil Yy aKTUHOMILUeTIB

< YCTaHOBNEHO, WO B KJiTUHAX, YpaXeHUX Bipycamu,
MyTaLii CI'IOCTepIFa}OTbCFI 3HAYHO YacTile, HiK y
310pOBUX KNITUHAX

* BipyCcu BUK/NINKaIOTb SIK Fr€HHi, TaK i XpOMOCOMHi
MyTauii, BBOASAYN NEBHY KiNbKiCTb BIACHOI FreHETUYHOI
|Hc|30pMaL|,|| B FEHOTUMN KNITUHU-Xa3siHa

< BBaxkaloTb, WO Ui Npouecu rpaan BaxanBy posb Y
eBOJIIOLi MPOKAapIOT, OCKIIbKM BipyCH MOXYTb
NEPeHOCUTN reHeTUYHY iHpopMaLIlo MK KIiTUHaMM
p|3me) BUAiB (Tak 3BaHUIN ropu30OHTa/IbHUHA NepeHocC
reHis

* [1IpOAYKTU XUTTEAIANBHOCTI Napa3nTIiB AiIIOTb AK XIMIYHI
MyTareHu

4

L)

L)
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< byab-sike 3abpyAHeHHs cepeaoBULLa
MyTareHHMMn akTopamMun € WKIiAJINBUM

“ BHacnigok BNaMBYy MyTareHiB Ha OpPraHiam y
NOANHN 3'9BNAKTbCA AOMIHAHTHI, peueCcuBHi
AaYTOCOMHI | 34yenneHi 3i CTaTTio MyTauil

“ eHeTn4YHa iHpopMaLid NoanHN, 3aKo40BaHa B
OHK Ma€e Tpu piBHA opraHi3auil:
= monekynapHun (OQHK)
" XPOMOCOMHUN (XpOMAaTUH)
" onynAuinHMn (reHodoHa nonynsauin).

% CaMe Ha nonynsuinHoMy piBHi y noaeun
HaKOMNUYYETbCH reHeTUYHUN Tarap
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XN eHeTm-lHnM TArap — ye 4yacrmHa cnagxKoBoOiI
MIHJINBOCTI nonysasuil, Lo BU3HA4Ya€ nosiBy
OpraHi3MmiB 31 3HM>XKEHNMMH
npucrocyBasibHUMHU O3HaKaMu

3 nepebirom yacy B nonysnsuii HAKONMUYYKTbCA

WKiaAMBI peLecuBHi MyTauii, HOCIAMU AKUX €
reTeposmroTu

< 3apa3 reHeTUYHNN Tarap ntoanHU Hebesne4vyHo
BMCOKUM. Tak, noactso mae 200 M/H
reTepo3nroTHMX HociiB remornobiHonaTin, 5% -
reHa mykosBicunaosy, 3% - reHa ypo.u,>|<eHoro
rinotupeosy, 3% - XBOpob XpOMOCOMHOI
HecTabinbHOCTI, 2% - dPeHiNKeToHYpIl
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“Y uifioMy ePeKT reHeTUYHOro Tarapa y
NMOAVNHN BUPaXKeHI B eBOJTOLINHO-
reHETUYHUNX SBULLAX

= BanaHcoBaHOro NosliMopdi3amy
" fleTanbHOCTI
" 3HMXKEHOI PEPTUNLHOCTI
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% Ha ocHoBi MyTauin, Wo NOCTIMHO 3'aBNATbCH, | 4060pYy
reHOTUNIB Npu TpuBanin esosoUil JIIOANHW B NONYyNALiax
chopmyBaBcs 6anaHcoBaHun nosniMmopdizm - ABuLle,
KOJZIM B nonynsauii npeacraBsieHO ABi abo 6inblie
¢bopMu aneniB oAHOro reHa, NpMYoOMy 4acroTa
PIAKOro anensa ckjiaga€ He meHwe 1%

% OCKIiNIbKN BUHNKHEHHS MyTauin — piake gasule

(1 x 10°7), TO YacTOTy MYTaHTHOIro asnens B nonynsuii
6inbwe 1% MOoXHa NOSAICHUTU NnLLIE AKOKOCb
CeJIEKTUBHOIO nepeBaroro Uboro anens A.s
OpraHiaMy i MOCTYNOBUM HAKOMUYEHHAM B pAaay NMOKOJIHb
nicnsa Moro rnosieu

< Mpuknapamu 6anaHcoBaHOro noniMopdiamMy € rpynm
Kposi ABO, pe3yc, reHn MyKoBicUnao3y, PEeHINKeToHYpIl,
NepBUHHONO reMoxpomMaTo3y

L)

L)
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% [10 edpeKkTiB MyTaLiNHOIO TArapa HaJleXuTb
neTtasibHICTb, IKa NPOABNAETbCA 3arnbenntro
ramMeT, 3Urot, eM6pioHiB, nnoais, cMepTIO AiTen

% HaniHTeHCMBHILWe neTanbHi ePeKkTn BUpPaxeHiy
NOACBKMX NoNynauisaxXx Ha piBHI 3uroT. [NpnbaunsHo
60% 31roT rmHe A0 iMnAaaHTadil, TobTo A0 KMiHIYHO
PEECTPOBAHOI BAriTHOCTI

% Pe3ynbTaTtu YCiX KNiHIYHO 3apeeCTPOBaHMX BAriTHOCTEN
PO3MoAiNIATbCA HACTYNMHUM YUAHOM: CNOHTaHHI abopTu
— 15%, MmepTBOHapoa)XeHHA — 1%, XXUBOPOXAIHHA —
84%

% I3 1000 xnBOHaApOAXEHUX AiTen He MeHLe 5
BMUPAKOTb Y BiLlli A0 POKY BHACNIAOK CNaAaKOBOI
NaToJIoril, HECYMICHOI 3 XUTTAM. TakuM € 06’em
fieTasibHOro BaHTaa MyTauinHOl MiHNNBOCTI B
nonynauiax nioamHn 3 MeguyHol TOUKKU 30pY.
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KomyTareHu

 KoMyTareHu — TOKCUYHI pe4yOoBUHU, IKI caMi He
BUKJINKAKOTb MyTaLllil, ajie CyTTEBO 3MIHIOIOTb
BIJ/INB MyTareHHUX ¢akTopiB @i3nyHOI, XiMIYHOI |
6ios10rivHoOI rpupoau

% KoMyTareHun — CiHeprmctm MmyTtareHHux @akTopiB

% KomyTareHamMu € pe4yoBuHM, WO
BUKOPUCTOBYHTbLCA Y Xap4yoBUX AOMilLUKaX,
kKocMeTuui, CM3, nikapCbKuUxX npenapartax

“* TOKCUYHI pevyoBUHU NpU3BOAATb A0
MoAMN@iKauiMHOI MiHNWUBOCTI | 3MIHIOKOTb HOPMY
peakuil. Pa3oM i3 MyTareHaMmum BOHU CNpUAKTb
30i/1blUIEHHI0 FeHETUYHOro Tarapa Jto4AnHN
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AHTUMYTaUINHI 6ap’epn KNiTUHU

s AHTMMYTaLUINHIi 6ap’epn KNiTMHN -
MEeXaHI3MU, SIKI BHVKYTb HECTPUST/IMBUUA
epeKkT reHHux myTauliuv

“ BaxxnmBa poJib Y 06MeXeHHI
HeCnpUATINBUX HACcNiaKiB MyTaLin
HaNeXuTb aHTMMyTalilnHNUM
MexaHIi3MaM, Lo BUHUKIUN B eBOJTOLI
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% [JO0 aHTUMYTaLIiNHUX MeXaHi3MiB
HajieXaTb:

= ocobnusocTi yHKUioHyBaHHA [HK-nonimepasu, aka
BinOVpae HeoOXiAHI HykNeoTnan B NpoLeci pennikawii
OHK, a TakoX 30INCHIOE cAMOKOPEKUiro NPY YTBOPEHHI
HoBoro naHutora HK pasom i3 pegaktyoyoto
eHOOHYKI1eas3olo

" DI3HI MexaHIi3Mun penapauii cmpykmypu JHK
= @UPOOXKEHICMb reHeTUYHOro Koga

= mpursiemHicmb reHeTU4YHOro Koaa, sika npunyckae
MiHIManbHe 4Yncno 3amiH ycepeauHi TpunneTty, Wo Beae
0o cnoTBopeHHs iHdbopmaldii. Tak, 64% 3aMiH TPeTbOro
HyKneoTnaa B TpUnneTax He ga€e 3MiH IXHbOro
CMUCIOBOro 3HaveHHs. NpaBaa, 3amiHu Opyroro
HykneoTnga B 100% npu3BoaAaTb 40 CMNOTBOPEHHS
CEHCY Tpunnera.
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= dbakTop 3aXMUCTy NPOTU HECMPUATNUBUX
HacnigKiB reHHUX MyTauumn - napHicmb
XPOMOCOM y OursiIoiIOHOMY Kapiomurni
COMaTUYHUX KNITUH eyKapioT. [NapHIicTb
anenis reHis 3anobirae eHOTMNOBOMY
nposBy MyTauin, AKLLO0 BOHU MalOTb
peLLeCUBHUN XapaKkTep
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" BHECOK Y 3HMXEHHS LWKIANMBUX HAcnigKiB
reHHMX MyTaLin podbuTb ABULLE
ekcmpakoniroeaHHs 2eHie, L0 KoaylTb
XUTTEBO BaXXNMBI MAaKpOMOJSIEKYIN. Y reHOTUN
€ OECATKU, a IHOAI U COTHI IAEHTUYHMX KOMIN
reHiB pPHK, TPHK, rictoHoBux 6inkiB, 6e3
AKX XKUTTEOIANBHICTE OYAb-AKOT KNMITUHW
HEMOXIMnBaA.
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= CyTTEBE 3HAYEHHS Mae OYHKUIOHasIbHa
HepieHO3HayYyuw,icmb 3aMIiH aMiHOKUcJsiom y
noninentmngl. AKLWo HoBa M noxigHa amMIiHOKUCIOTU
noaidHi 3a I3NKO-XiIMIYHUMIN BMacTUBOCTAMM, 3MiHU
TPETUHHOI CTPYKTYpWU i BionoriyHnx BNacTUBOCTEN
Oinka He3Ha4Hi

= [ly6s1r08aHHSI KITIMUHHUX CMPYKMyp

» MexaHi3mMu aHMuUOKCcUOaHMHO20 3axucmy
(dbepmeHmMamueHi i HeghepmeHmMamueHi),
2idpobinbHi i 2i0poghobHi — 3anobiratoTb
YTBOPEHHIO | NIKBIAYOTb BiflbHI pagukann B KNiTUHaX
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“* TaKUM YMHOM, nepeniyeHi MexaHi3Mu
CNpUsIOTb 36eperxxeHHIo BifibpaHnx y xoai
eBOJIUIl reHIiB i 04HOYAaCHO HAaKOMWUYeHHIo B
reHodoHAiI nonyndauii pi3HUX IX anenis,
dbopmyoun peseps cnagKoBoOl MIHJIMBOCTI

<» OCTaHHI BM3HAa4Ya€E BUCOKY €BOJIIOLiNHY

NJacTUYHICTb nonynsauii, TobTto 34aTHICTb
BUXXMBATU B PI3BHUX YMOBaX
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AHTUMYTareHu

s AHTMMyTareHun — 6i0/10r4YHO aKTUBHI
peyYoBUHW, BBEAEHHS AKUX Y KJTITUHY
3anobirae Aii MyTareHis

*» [10 pe4yoBUMH, WO 3axXuULaloTb KNITUHY BiAg
IOHI3YOYOro BUNMPOMIHEHHSA, HanexaTb:

= CMONYKN TIONOBOIo pAay: UACTEIH, UNCTUH, LMCTaMiH

" PIi3Hi CIPKOBMICHI pe4OBMHU: aMOHiqa aiTiokapbamar,
TiocevyoBMHa

" ¢hochopmnboBaHi TIONK
= Di0aKTUBHI pE€4YOBUHU: NiCTaMiH, CEPOTOHIH
" Ta iHWi (rniuepon, NPonifeHrsikonb)
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‘*YHIBEpcasibHNMMN HA3NBAIOTb
aHTUMYyTareHu, aKi oAHaKoOBO
e(PeKTUBHO NpPOTUAIITb paaiaull |
XiMiYHMUM MyTareHam (UUCTEIH,
LMCTAMIH, rNyTaTIOH, CEPOTOHIH,
cnepMiH Ta IHWI nosllaMiHK, AesKi
BiTaMiHW). BiTaMiHW — aHTUOKCUAQHTHU
- E, A, kKapoTuH, ackopbiHoBa
KMcnoTa.
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 IHnTepdepoH - 6inokK, Wo Mae
PAaAIO3aXUCHY | NPOTEKTOPHY Ail0 Woao
Di3NYHUX | XIMIYHNX MyTareHis. BeaxkatoTb,
Lo iIHTepMEpPOH A€ Yepe3 cucremy
penapauil AHK, nigcunooyn penapauito
YCIX TUMNIB NEPBUHHUX YLIKOOAXEHDb.
BBaxkatloTb, WO caMe iHTepdepoH 3anycKae
PDi3HI MeXaHi3Mn 3axuncTty (iMyHONoriyHumn,
NPOTUBIPYCHUN, @aHTUOHKOIeHHUN).
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MIHJTUBOCTI
“*MOXNMBICTb YCNaaKyBaHHA HOBUX
KoMb6iHaUin O03HaK
“*HeBMU3HAYeHICTb | HeCNpAMOBAHICTb
“*ANCKpPEeTHICTb Ta IHAMBIAYaNI3M
“+IMOBIpHICHITb | Henepeaba4yyBaHICTb
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