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[EROM NIOANHN

[POeKT Po3LWMnPpPyBaHHA TEHOMY NIOANHM Pe3yabTaTu aHanisy reHoMy NI0AMHM CBiAgYaTb NPO HaA3BUYAMHO
(Human Genome Project) 6ys ogHum3 o : y : : . :
HaMambBITHIWMX HaYKOBMX NPOEKTiB XX CTONITTA, BMCOKY NogibHicTb nocnigosHocten HK y pisHux iHavsigyymis:
AKMM TpMBaB 13 pokis Ta 3aKiHuuBca y 2003 p. BiNOBIAHO OCTaHHIM OLiHKaMm, 6yab-AKi ABi NtOAUHM €

Y pe3ynbraTi BUKOHaHHA NpoeKTy nobyaosaHa IAEHTUYHMMMU 32 HYKNEOTUAHUMMU NOCNIAO0BHOCTAMMU Ha 99,5 %,
FEHETYHA KapTd TEHOMY Td OTPUMaHI TO6TO BCA CYKYNHiCTb Pi3HOMaHITHUX peHOTUNIB Y NI0ANHU
nocnigosHoCTi 99,9% eyxpomaTUHOBUX AiNAHOK o . )
reHomy 3 ToYHicTo 99,99%, oTpumaHo 15 Tuc. 3YMOB/IOETbCA Bapiauiamu Tinbku 0,5 % reHomy.

nosHMx kKAHK (3micToBHMX nocnigoBHoOCTeM
6inKoBMX reHis) Ta ifeHTMPiKoBaHO 61M3bKO 3 MAH
HyKneoTuais.

3ara/ibHa A0BXWHa KOAYUYNX AINAHOK reHiB.
NOPIBHIOE NPMBIN3HO 34 M/IH. Nap HYK/1eoTUAIB,
TOOTO cTaHOBUTL 1,2 % reHomy.

ApepHa reHomHa JHK ntoanHu opraHisoBaHa y
Xpomocomu: 46 XpOMOCOM - 22 Napu ayTOCOM i
napa CTaTeBMX XPOMOCOM (XXy iHOK Ta XY y
4ONOBiIKiB). MiTOXOHAPiIaNAbHUN FEHOM JTIIOANHU
npeacTaB/leHUN Kinbuesoto monekynoto AHK
po3mipom 16569 nap Hykneotnais i mictutb 37
reHis: 13 reHu 6inkiB, AKi 6bepyTb y4acTb B
OKNCHOMY pocpopuntoBaHHi, 2 reHn pPHK i 22
reHn TPHK.

https://commons.wikimedia.org/wiki/File:Human_Genome_Project_Timeline_(26964377742).jpg



MexaHI3MU reHHOI eKcnpecii

Xou4a He BCi KNITUHU N0ANHU
BUMNAAAI0TL | QYHKLIOHYIOTb OAHAKOBO,
BOHM MatoTb I0eHMu4HuUlU 2eHOM.

200 pi3HUX KNITUHHUX PeHOoTUNIB B
OpraHiame HOAVHU BIAPI3SHAIOTLCA TUM,
AKI FeHN B HUX eKCNPecyrTbCA, a TAaKOXK
CUrHaaMM, O BU3HAYalOTb 4Yac
eKcnpecii neBHoro reHa abo Habopy
reHis.

* [eHHa eKcripecia - e CYKynHicTb
MOJIEKYNIAPHUX MeXaHi3MiB peanisauii
cnazkoBol iHGopMaLlii, 3aBAAKN AKUM
reH NPOAB/IAE CBill NOTeHLian B
KOHKPEeTHin $eHOTMNOBIN O3HaLl
opraHiamy.

,C? 43 "v|
|
|

SEX CELL

FAT CELL

. . ’ \ >, ‘,-‘
IMMUNE CELL STEM CELL

BONE CELL

NERVOUS CELL BLOOD CELL

{r.n)nﬁ ~’,
=

IH: ﬁlnEF‘a\

EPITHELIAL CELL

https://www.microscopemaster.com/images/512px-Stem_cell_differentiation.svg.png



[TpuHUMNK perynay,

[eHV TUX NPOAYKTIB, AKI HEOOXiAHI
KNITUHI NOCTINHO, TaKi AK reHn pepmeHTiB
OCHOBHMX METabONIUYHUX LAAXIB,
eKcnpecyTbca Ha BiNbll-MeHL NOCTINHOMY
PiBHI B KOXKHil KNiTUHI opraHiamy. Taki reHu
Ha31BalOTb reHaMK « 4OMaLUHbOrO
rocnogapcrea». [1ocTilHa eKkcnpecia reHa
Ha3MBAETbCA KOHCTUTYTUBHOIO EKCMPECi€lo.

KoHuUeHTpauia NpoAyKTiB iHWNX reHis
36i1bLIYETLCA | 3MEHLYETLCA Y BiANOBIAb Ha
MOJIEKY/IAPHI CUTHANK; Lie perynboBaHa
eKcnpecia reHa. [eHn, KOHLUEeHTpaLia NpoayKTiB
AKUX 30inbLIYETLCA NPU 0CcOONMBUX OOCTaBUHAX,
BilHOCATLCA A0 iHAYLUMOEeNbHUX; 36iNblIeHH:A
eKcnpecii Ha3MBAETLCA IHAYKLLIELD.
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PiBHI perynauii ekcnpecii reHis

KoHTpO/b ekcnpecii reHiB 34iMCHIOETLCA Ha
HACTYMNHUX PIBHAX:

® Ha PiBHi TPaHCKPUNLLT (KOHTPONIOETLCA
Yac i XapaKTep TPAHCKpUNL,i reHa)

® Ha PiBHi NPOLECUHIY NEPBUHHOIO
TPAHCKPUNTY

e npu Biabopi 3pinnx MPHK ans ix
TPAHCAOPTY B LUTON/IA3My

® Ha PiBHi TPaHCAALI - BiA6ip B LMTONNA3M
MPHK gna TpaHcaauii Ha pubocomax

® Ha PiBHi aKTUBHOCTI biNKa - ceNeKTnBHa
aKTMBaL,iA, iHakTMBaLiA abo
KOMMNapTMeHTaLifg MmoneKyn binka nicna ix
CUHTEe3Yy.

I'est —» 1Ipo-MPHK —» MPHK —Homnentiz —» benox —» Ipuanax

b b bt

MPEECKDURYLA RPONECCUHNZ  MPAMCRANUNUA MOCWPURGUYUR  IKCHPECCUR
PiBHi perynauii ekcnpecii reHis

B.N. NaBnnyeHko, A.B. Abpamos OCHOBbI MONEKYNAPHON BUONOTUKN U TeHETUKU. YuebHoe
nocobue gnAa cTy4eHTOB MeAULMHCKNX BY30B. — 3anopoxbe, 2007. — 293c.



Perynauii eKkcnpecii reHiB y NpoKapioTis
Mopaenb onepoHy 3a . Xakob i K. MoHo

B 1961p. ¢ppaHuy3bKi BYeHi P. Kakob i K. MoHo
3anNpoMnoHYBaN KOHLEMNLLi0 ONepoHy, AKa PO3KPUBAE
MexaHi3MU1 iHAOYKLT Ta penpecii biocnHTesy 6inKy Ha
eTani TpaHCKpUNLI.

OrepoH — KOMMAEKC reHEeTUYHNX eNeMEHTIB, Lo
BiAMOBIAAE 33 KOOPAMHOBAHMMN CUHTES r%/
bYHKLiOHaNbHO 3B’A3aHUX GEPMEHTHUX BINKiB.

benoK-pe2ynamop KOAYETbCA reHOM-PErynATOPOM.
Onepamop — Mmicue 3B'A3yBaHHA binka-perynatopa.

CmpykmypHi 2eHu - ginaHkn AHK, wo Koaytotb MPHK
KOHKpPETHUX binkis.

éﬂé;eiHcya Akob Aque NbBOhdD XKak Moro
/_EH peeyﬂﬂm Op; AKU M He BXOAMTb p.O one pO HYI KO.U.VE YacTka npuay: 1/3 YacTka npuay: 1/3 Hacreanpusy- 1/3
cuHTEe3 binKa-perynatopa.

HoobemiBchky mpeMiro 3 dizionorii Ta Meaumman 1965 p.
CrintpHO oTpuMani @pancya ko0, Arzape JIsBodd i Kak
MoHo "'3a BIAKPHTTS, IO CTOCYIOTHCS T€HETIIYHOTO
KOHTPOII0 CHHTE3Y (hepMEHTIB i BipyciB'.



KoHuenuia onepoHy Ha NpUKAaaj NaKTO3HOro

.D.O.CKna.EI.V LaC—OI'IEpOHa E. e JTlpouorop T > ONEPOH € il
Coli BxOoAATb 3 CTPYKTYPHUX & T T = ,'_‘J 1 M op

+ A v # Ypencxpunu;n

reHu, WO KOAYTb — t v e

l : DaHCARULAR
q)epN\EHTM. B_ m‘ Y y T
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binox Z binox Y

penpecop penpecop

a3y, AKi NPUNMALOTb Y4acCTb
B YTUAI3aUii Ta meTaboni3mi
NIAaKTO3U, MPOMOTOD,
onepaTop.
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(A) AKTMBaUis TpaHCKpUNUii waaxom 3B'a3yBaHHA PHK-nonimepasu 3
npomoTopom. (B) IHribyBaHHA TpaHCKPUNL,T WAAXOM 3B'A3yBaHHA

dKTUBOBAHOIO penpecopa 3 onepaTtopom.
Atitey, Komlan & Loskot, Pavel & Rees, Paul. (2018). Elucidating effects of reaction rates on dynamics of the lac
circuit in Escherichia coli. Biosystems. 10.1016/j.biosystems.2018.11.003.

Knituhu E. coli 3a3BMYam poctyTb Ha
cepenosuLi, BUKOPUCTOBYHOUM AK AXKEPENO
BYI/1IELLIO FNOKO3Y. AKLLO B cepeaoBumLi
KYNbTUBYBAHHA IMOKO3Y 3aMiHUTK Ha 1IAKTO3Y, TO
KNITUHM a4anTyHOTbCA A0 HOBUX YMOB, NMOYaBLUN
CMHTE3 TPbOX GEePMEHTIB, LLLO 3abe3nevyroTb
yTunisauito Ta metaboniam nakTosu.

3a BiACYTHOCTI iHAYKTOpPaA (NnaKTo3M)
b6inok-penpecop nos's3aHmnm 3 onepatopom. PHK-
nosnimepasa He MOXKe NPUEAHATUCA A0
NPOMOTOPY, TPAHCKPUNLIA CTPYKTYPHUX FeHiB
OMNepoHy He nae.

Y NpUCyTHOCTI NaKTO3M BiNOK-
penpecop NPUEAHYE 1, 3MIHIOE CBOIO
KOH}OPMaL,ito | BTPAYa€E CNOPigHEHICTb A0
onepaTtopa. PHK-nonimepasa 3B'A3yeTbea 3
NPOMOTOPOM i TPAHCKPUOYE CTPYKTYPHI reHun.



OcobnunBoCTi eKcnpecii reHiB y eyKapioTis

Y KniTMHax eykapioTis aaepHa 060/10HKa NPOCTOPOBO PO3AiNAE NPOLECH TPAHCKPUNULT | TpaHCaALT (NpoKapioTUYHa TPAHCKPUNLiA |
6iNKOBUI CUHTE3 € EAMHMM NPOLLECOM).

Ha ekcnpecito eyKapioTUYHUX reHiB BniMBae amnidikallia reHis - baraTokpaTHe 36i/blIEHHA YMcna KoMii OAHAKOBMX reHiB 3 METO0
IHTeHCUiKaLii CMHTe3y MOoNeKyn, HeobXiAHMX Ha MeBHMI MOMEHT Hacy Ta pekombiHauii AHK.

Y eyKapioTiB He BCTAHOBNEHO NOBHOT ONEPOHHOI OpraHi3auii reHeTUYHoro matepiany. leHn pepmeHTiB NEBHOrO MeTaboniyHOro NaHuUtora
MOXYTb OyTM PO3TalLIOBaHI B Pi3HNUX XPOMOCOMaX. BOoHW 3a3BMYal He MatoTb CUCTEMU perynaLii y BUrnsaai reHa-perynatopa, onepatopa i
npomomga, TOMY CMHTE30BaHi B A4pax eyKkapioTiB MPHK MOHOUMCTPOHHI. Perynauia akTUBHOCTI reHiB B eyKapioTiB CKAagHiwa. B upomy
npoueci bepyTb y4acTb BiApasy AeKiNbKa reHiB-peryisatopis, TOOTO perynsauisa TpaHCKPUNLLT eyKapioTiB € KOMDIHAaTUBHOLO.

LLle oaHa ocobanBicTb reHOMY eyKapioTiB - HAABHICTb CreuiaibHUX «NiacuaoBanbHUX» canTis [IHK - eHxaHcepis. BOHM MOXyYTb
PO3TalloByBaTUCA Ha BE/IUKIW BiACTaHI Big NpomoTopa. IX pyHKLIA - y4acTb B perynauii akTMBHOCTI CTPYKTYPHUX reHiB.

[eHOM eyKapioTiB 3a3HAE PeryNATOpPHOro Brn/MBy 3 60Ky eHAOKPUHHOI CMCTEMM OpraHi3my. barato ropMoHiB € iHAyKTOpamu )
TPaHCKpUNLii. 30Kpema, Lie CTOCYETbCS CTEPOIAHUX FTOPMOHIB, IKi 3BOPOTHO 3B'A3YI0TbCA 3 BiAKAMM-pPELLENTOPaAMMU, AKI TPAHCNOKYIOTb iX Y

A0pO.

Binomo, Wo perynauia akTMBHOCTI reHiB eyKapioTiB Nos'A3aHa 3 yTBOpeHHAM KomnneKcy JJHK 3 6inkamun xpomaTuHy. Y Takomy BUMALT
reHN HYKNeOCOM He 3AaTHi 10 TpaHCKpunuji. Tomy HeobXiAHOK YMOBOIO € YaCTKOBa A€KOMMAaKTU3aLiA XPOMATUHY | 0cnabneHHsA 3B'A3KiB
3 ricToHOBUMM BinKamu (cnctema NOCTTPAHCAALIMHOT MoAMdIKaLM FiCTOHIB: aUETUNOBAHHSA, METUNOBAHHA cneundivyHnX 3ainLWKis Lys).

KoHTponb eKkcnpecii reHiB B eyKapioTiB 34iMCHIOETLCA TAaKOXK Ha cTaAii TpaHchALil (BNnanB KoBaneHTHOI moandikauii Ha 6inkosi dpakTopu
iHiLiawuii).

JeAKi reHn eyKapioTiB AeKi/ibKa pa3 NOBTOPIOKOTLCA, a NeBHi AinAaHKM [HK B3arani He BigirpatoTb reHEeTUYHOI PO, HaNpPUKANa4, caTeniTHa
OHK. l[eHOM eyKapioTiB «HaAAULWIKOBUIY». Kpim LbOro, y reHoOMax eyKapioTiB MiCTATbLCA NOCNIA0BHOCTI, LLLO MOBTOPIOIOTLCA Ki/ibKa
AECATKIB, COTEHb | HAaBITb MiNBLNOHIB pa3. BoHW 3HaxoaAaTbCa cepen, YHiKanbHOiI AHK. [1o Takux NoCnig0BHOCTEN HaNexXaTb ENEMEHTHU 3
HEenoCTIMHO /IOKaNi3aui€to. IX Ha3nBatoTb TPAHCNO30HaMM, abo MObBiINbHMMK enemeHTamMK. [eHun, WO NOBTOPHOKOTLCA, BUKOHYIOTb

PiI3HOMaHITHY Bionoriyny ponb: perynauia siatsopeHHa AHK, yyacTb y KPOCUMHIoBepi, NO3HAYEHHS MEXKi MiXK €K30HAMM N IHTPOHaMMU
TOLWO.

PerynAauia ekcnpecii reHiB eyKapioTiB MOXKe 34iMCHIOBATUCA Ha CTaAjii MOCTTPAHCAALIMHUX 3MIH.



PekombiHauia JHK Ha npuKnaai imyHornobyniHis

MexaHi3m yTBOpEHHSA Pi3HOMaHITHOCTI
cnekTpa imyHornobynidis (aHTUTIN) | peuenTopis T- e LA
KNITUH nonarae y 3miHax reHomHoi AHK nig yac Ib:¥s: &, 0/ 4006 £ ava
PO3BUTKY NiMdpouuTis. Taki 3miHM [IHK xapaKTepHi
Aviwe ANA KAITUH IMYHHOT CUCTeMM | He
CMOCTEepPIratoTbCs B iHWMX COMATUYHUX KNITUHAX.

Baxkuit namipor  JIerkuil nadiuor

CnHTE3 iMyHOrN06YNiHiB KOAYIOTb NEBHI
reHeTUYHI CerMeHTH, AKi 06'€AHYIOTbCA Pa3oM Lie B
reHOMi Nnig, Yac Po3BUTKY NIMPOLNTY N YTBOPIOHOTD
yHKuUioHanbHWU reH. Mpougec nepeposnoainy
reHHUX CerMmeHTiB y reHomHin JJHK Ha3nBaioThb
pekombiHauia reHiB imyHornobynixis.

/ 3B A3y BaH S

Li reHeTUYHi peKombiHauii €
MexaHi3MOM, 3aBAAKN AKOMY B OpraHi3mi 1t0gnHu
3a6e3nequTbCﬂ CUHTE3 MiNIbUOHIB Pi3HUX AHTUTIN Y
BiAANOBiAb Ha aHTUTEH.

=)
Cu2

dHTHI'CHY
: - Bionoriuxa
=S  S= AKTHBHICTH
3a ximiyHOo BY0BOIO IMYHOINOBYNIHKN — Le -5 5
TeTpamepHi 6iJIkK, Lo CKNagaoTbea 3 4 naHUoris: 2
H —BakKux 1a 2 L — nerkmx. Came, 3a Tunom H-
NaHLora PO3PI3HAIOTL KAac iMyHOr0byiHy: IgG, N el
IgA, IgM, gD, IgE 440 %4= T
CO0O-  COO-

EHD

Cu3




PekombiHauia HK Ha npuKnaai imyHornobyniHis

13 3aCTOCYBaHHAM N\ETO,EI,IB
N\OI'IEI-(W'IFIpHOI bionorii Ta reHHOI
IH)‘KEHepII 6W'IO [NOBeAeHO, WO BaXKKi |

NerKi NaHLLIOIM iIMYHOM0BYNIHIB M light-chain focus
KOAYIOTbCA TPbOMA IOKYCaMMU FEHiB: uwe 2w T R N . S U
[BOMa JIOKYCaMM - K i A - NerKmx Ti—. E -

NaHUOTIB | TOKYCOM H BaKKMX NAHLIOTIB.  jight-chain locus
LT Vil L2 V,2 L3 VW3 L V~40 J1-5 Cy

JIOKYC reHiB BasKKUX NaHLIOMNB , | |
YTBOPEHUM i3 HOTUPBOX Py reHETUYHMX . ﬂ.iﬂﬂﬂﬂ{z-:
cermenTiB: V, D, Ji C. i chiata s

JIOKYCH FeHiB NErKUX NAHLIONB . g remm nem | ooy °~‘-25 16 ¢,
no6yAoBaHi TPbOMa rpynamu :D.:D:-:{}.:(].:J HHHH——

reHeTu4YHuUx cermeHTiB: V, J i C KOMHUMN. Figure 4-4 Immunobiology, 7ed. (© Garland Science 2008)

[eHn naHutorisB K Ta A po3milleHi
BiANOBIAHO Ha 2-1 i 22-11 XpOMOCOMaX, a
naHutora H — Ha 14-1



PekombiHaLia nerkux naHutoris imyHornobynixis

Y ntoamnHun € 6amnsbvko 30
VA-reHHux cermeHrTis, 7 JA-i 7
CA-cermeHTiB. PYHKLIOHA/IbHUM
reH Nerkoro A-naHutora
GOPMYETHLCA LLUNAXOM
NPUEAHAHHA NeBHOro V-
CermeHTa Ao J-cermeHTa.

KiNbKICTb JK-CEermeHTIB Y
reHomi NtoaAnHN - 6, CK-reHHunmn
CermeHT npeacTtaBAeHUM TiNbKK
OAHI€E0 KoNi€to Ta Nnpubn3HO
76-80 VK-reHHUX cermeHTIB.
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PekombGiHauisi reniB V, J BapiabenbHoi ginaHku nerkoro naHutora k (H.W. Schroeder, 2010)



PekombiHaLia BaXKKMX
NaHLUtoriB imyHornobynidis

Y CTBO PEHHI (I)yH KLLIOHAN bHOTO reHa, Cxema nepebynoBy reHiB iMyHOrnoByniHiB: reHu, LWo KoayTh
FIKI/II/I KoAyE Bap|a6en le/Il/I NOMEH BapiabenbHi JOMEHU, YTBOPKKOTLCA B pedynbraTi canT-cneyudivyHol
BaXKKMX NaHUIOrB iMyHOMNOOYAIHIB, pekaRlRar!
6€pyTb Y4aCTb TPU T’EHHUX CETMEHTMW: Light chain Heavy chain
VH (100 reHis), DH (30 renis) i JH (6 el [ m:*m
reHa) KoHCcTaHTHUM CH- I'eHHI/Il/I = I/
cermeHT npeactasnieHmnn 10 reHamu. =
aor ‘?gg,u—’..: Al fef
~100 ~30 6 r;..%,.-'ié:k i o i
(50 S AT el 45+ el + {0+ (e _ Lot ||| —
PexomGinauis Tmadntion AN
v ¢ [t ]
:v;}--cm;m-mt—(z £

npomMmoTop enxancep Figure 4-2 Immunobiology, 7ed. (© Garland Science 2008)



MYTALIT

MyTauii - e He3anporpamoBsaHi, Tunu myTtauin:
BI/II'Ia,EI,KOBI Ta CTabiNIbHi 3MiHWN B CTPYKTYpPI. e [eHOMHi
OHK, aki 3'aBnatoTbca abo B pe3ynbrari Ail _
MyTareHHUX YAHHWKIB, abo AK pe3ynbTaT * XpPOMOCOMHI
NOMMUJIOK CUCTEM peniKauil, penapauii un . - -
DEKOMBIHALLjT. [eHHi (TOYKOBI)

MyTauif, AKa BUHMKNA B COMATUYHMX
KNITUHAX (comaquHa MyTaLif), CnafKyeTbCA
TiIbKU B PAAY KNITUHHMX NOKOAiHb, a Ta, WO
B CTaTEBUX KNITUHAX (reHepaTMBHa N\yTau,m)
- NepeAaETbCA HACTYMHUM NOKONIIHHAM
HawaaKie. Kpim myTauii, KOTpi BUHUKAIOTb Y
A4EPHOMY FreHOMi (ﬂ,u,ele MyTaL,ii), 3MiHK
MO3KYTb BiAOyBaTMCA TakoX y [IHK
MITOXOHAPIN.



MyTareHum

MNMowkKogxeHHA JHK MOXKYyTb BUHMKATHU
BHACNIAOK AK BNAMBY NPOAYKTIB HOPMANbHOI
HKUTTEAIANBHOCTI KNITUHW, TaK | Ail 30BHILWHIX
daKTOpIiB cepenoBmLla.

EHAOreHHi Ta eK3oreHHi pakropu, 3aaTHi
nowkopysatn 1HK, HasMBalOTb MyTareHamu, a
Npouec YTBOPEHHA MyTaLiK - MyTareHe3om.

MyTareHes, AKUi BiabyBa€eTbCA Y NPUPOAHNX YMOBaAX,
KOHKPETHI NPUYMHMN AKOTO, AK NPABMUJIO, BaXKKO
iAeHTUIKYBATH, - LLe CNOHTAaHHUIA MyTareHes.

AKLLO MyTaLii BAKNIMKAOTbCA LWITYYHO - iIHAYKOBAaHUMN
MmyTareHes.

KinbKiCcTb CNOHTAHHMX NowKoaXeHb AHK, wo
BUHUKAOTb Y OAHIN KNITUHI NtoANHM 33 A00y,
ouiHtoeTbeA B 10%-10°. MepeBaXkHa YaCTMHA LIMX
NOWKOAXEHb Y HOPMi BUAANAETLCA CUCTEMAMU
penapauii, i TIIbKKU HEBEIMKA KiNbKICTb 3a/IMWIAETLCA Y
BUrNAAQI myTauil.

OCHOBHOI NPUYNHOLIO MOMUNKOBOIO
NPUEAHAHHA HYKIeoTUAIB MNifg Yac pensikauii €
TayTOMepist a30TUCTUX OCHOB (aMiHO- YM imiHopopmMMU
ana A, U; eHonbHOi Yn Ketopopmum ana [, T).

Mawe BCi MyTareHn € 04HO4YaCHO 1 KaHUEpOoreHamm.
MyTareHu:
* XimiyHi (ayTOMyTareHu, KCeHObIOTHKM)

* ®i3nyHi (loHizytoue BMNPOMiHIOBaHHA (PEHTreHiBCbKi
Ta Yy-NPOMeHi, a- i PB-4acTUHKK; ynNbTPadioNeTos;
np?lv\eHl KOPOTKOXBW/IbOBOTO AjianasoHy (100-280
HM

* bionoriyni (Bipycn, bakTepii, napa3nTtu) - iHpeKkLinHUI
MyTareHes.



To4KoBI MyTaL,l

3aMiHa, B pe3ynbTaTi AKOT 3aMiCTb NypPUHY
(A, T) BKntouaeTbea nipumiguH (T, L) abo HaBnaku
Ha3MBAETLCA TPAHCBEPCiE. 3amMiHa NYPUHY Ha
nypuH (A<=>T) i, BignosiaHo, NipumianHy Ha
NipUMiaAnH (THLI, Ha3WMBAETbLCA TPAH3ULIEID.

TpaH3uuii Ta TpaHceepcii, AKi Biabyamca B
KOAYIOUiN YaCTUHI reHa, MOXYTb 3yMOBUTK 3aMiHy
aMiHOKMCNIOTK B CKNaj BinKa - y Takomy BMNaaKy
MYTaLil0 Ha3MBalOTb MiCCeHC-MyTaLi€Elo.,

YHacnifoK BUPOAMKEHOCTI reHEeTUYHOTO
KOAY 3aMiHa HYKNEeoTUAY MOXKe He 3MIHUTU 3MICTY
KogoHa. Taka HyK1eoTaHa 3amiHa Ha3MBaETbCA
ceMmceHc-myTauiero. MNpn yTBOpeHHi B pe3y/bTarTi
TpaHCBepCii YM TPAH3MLIT CTOMN-KOA0Ha
HYKNEeOTUAHY 3aMiHy Ha3UBalOTb HOHCEHC-
MyTaLi€lo.

BcraBka (iHcepuisa) abo BunaaiHHA
(Aeneuia) ogHOro M AEKiINbKOX HYK/IeOTUAIB.
IHCcepuia abo aeneuia y Koayrodin YaCcTUHI reHa, Wo
He KPaTHi TPbOM HYK/eoTMAaM, NPU3BOAATb A0
3CYBY PaMKW 34MTYBAHHA.

[NpKNagom TOYKOBOI MyTaLlil €
3aXBOPHOBAHHA CEPNOBUAHOKNITUHHA aHeMis
(HbSE}BI/IKJWIKaHe MYTaLLIED OAHOTO HYK/ieoTuay B
reHi B-rnobiHy y remornobiHi. Lle npnssoamTb A0
TOrO, WO Y 6 No3unLii rnyTamaT 3aMiHIOETbCA
BasiiHOM. Tob6TO, 3MiHOK NOCANIA0BHOCTI KOAOHY 3
FAT (koaye rnyTamaT) Ha Tl (koaye BaniH) -
TpaHcBepcia (3amiHa NyPUH Ha NiPUMIAWH).

https://isdmci.org.ua/



[ @HOMHI myTalLll

Tpu TUNM TEHOMHUX MyTaLin - ranaoiais, noninaoigin
Ta aHeynnoiais.

_ Tlannoigia - ue smeHWeHHA BABIY
ANNN0iAHOro Habopy XPOMOCOM.

3BOPOTHUM ABULLEM € NOANINAOIAIA - KpaTHE
rannoigHomy 36inblUeHHA KiAbKOCTi XPOMOCOM.
KniTuHa 3 Tpboma rannoigHMmm Habopamm
XPOMOCOM Ha3MBAETbCA TPUMNNOIAHOKD, YOTUPMA -
TeTpanioigHo i T. A,

AHeynnoigia - ue He KpaTHa ranaoigHomy Habopy
3MiHa KifibKOCTi XpomocoM. (Yci munu aHeynnoioil €
pe3ynbmamom HepPO3X00HEHHA OKPEeMUX XPOMOCOM
(yu xpomamuod) ripu nNooini KAIMUHU - Mimo3i Yu
meliosi).

HahyacTiwe BoOHa BUABNAETLCA Y 30inblUeHHi abo
3MEHLEHHI KiNbKOCTI KONi OAQHIEI XpOMOCOMMU,
piaLe - AeKinbKox. AHeynaoigHa KAiTMHa (4n
OpraHiam), AKa MiCTUTb OA4HY A0AaTKOBY XPOMOCOMY,
Ma€ Ha3BY TPMCOMIK. YTpaTa OA4HIEI XPOMOCOMMU
NPUBOANTL A0 MOHOCOMII, ABOX FOMONOTNYHUX
XPOMOCOM - 0 Hy/icomil.

Aneynnoioii
XPOMOCOMHI CHHAPOMH JIIOAUHU

Twun BiAXUNEHHSA YactoTta
Cmamesi XpoMoCcoMU y HYOIO8IKI8
47 XXY c. KnanHdensrepa 1/750
47, XYY 1/1050

Cmameesi XpoOMOCOMU Y XIHOK
45,X c.TepHepa-lllepeleBcbkoro 1/3500

47 XXX Tpunno X 1/960
AYmOCOMHI mpucomii

47,21+ c. [layHa 1/800
47,18+ c. MNaray 1/12 000
47,13+ c. EgBapaca 1/10 000




Penapauia [1HK

Penapauia AHK - oguH i3 3aranbHuX
6ionoriyHMX Nnpouecis, CNPAMOBAHUMN Ha
BUNPaBAeHHA NOMUNOK cuHTe3sy JHK npu
penikauii, a TAaKOXX YNCNEHHUX
NOLWKOAEHb, WO BUHUKatOTb y AAHK
YHaCcNiaokK Aii myTareHHUX pakTopiB.

3axBOPHOBAHHSA Y IIOANHU, AKI BUKINKAOTbCS
reHETUYHUMM NOPYLIEHHAMM CUCTEMY
eKCUM3iNHOI penapadii:

1) TlirmeHTHa Kcepoaepma,

2) CuHppom KokelHa,

3) TpixoTiogicTpodis,

4)  CuHAPOM NepeayvyacHOro CTapiHHA.

3a MmexaHi3Mamu 34iMCHeHHA penapauifa nigpo3ainAeTbea Ha:
HeeKcuuM3iiHy penapalito (boTopenapallia) | eKcum3sinHy (aHr.
Excision, Bupi3aTn) penapadito.

depmeHTH penapayiiHOi CUCTEMMU KNITUHM:

doToniasa, AKa IHAYKYETbCA YNbTPadioNIETOBNM CBIT/IOM
(boTOopenapauis);

Y®-cneundivyHa eHAOHYKNea3a, AKa po3wenntoe naHutor AHK
6ina nippumignHoBOro AMmepy

CneumndivHi rnikosmnasm — aki Bi,gu.l,enmormb moamndikoBaHy
a30TUCTY OCHOBY Bif, €30KCMpPnb03K (CBOA ANA KOXKHOI 3
MOoANPiIKOBAHMX a30TUCTUX OCHOB);

[JAHK-eHaoOHYK/€ea3mn 34iMCHIOKTb OAHONAHLIOTOBUI PO3PUB

Vi

OHK-nonimepasa B - pepmeHT, o CMHTE3YE BiANOBIAHY
AINAHKY naHutora AHK 3amicTb BUNYYEHOTO;

AHK-nirasa - 3wmBaHHA ogHoNaHUOrosoro pospusy AHK.



EkcumsinHa penapauif HyKneoTuais
(Nucleotide Excision Repair - NER)

ANropuTm eKcuuMsinHoi penapadii
HYKJ1e0TUAiB, A0 AKOI 3any4eHo 61n3bko 17
6iNKiB, Ha NPUKAaAi TUMIHOBOIrO AMMeEpY: SN ERAREREANEERE

1)  [etekuia 3smiHeHoro canty HK ¥ W

2) EKCLI,I/I3IF| - «PO3pPI3aHHA» NaHuUtora y TumiHoBi gumep

caiTi TUMiHOBOrO AnMmepy YO- _ ————
cneundiYHO eHAOHYK1Ea30t0 gL L1111 [11]]]

oW

(V%]

o

3) 3anoBHEHHA YTBOPEHOrO MPOMIiXKKY

HYKNeOTMAaMM 3 BUKOPUCTAHHAM CTTTITEE T  [TI111
KOMMeMEHTapHOro NaHLora y AKOCTi > v ¥
maTtpuui 3a gonomoroto [IHK- ﬂ)"
nonimepasu 3 .

4)  BiawenneHHa ginankn OHK 3 caiitom, o LT T | bttty | [T 11 5

O MICTUTb TUMIHOBUWN OANMeEP

5) Monimepusauia po3p1BY B NAHLLIO3] 5L L] | kbbb | | | [ 3

cneymndivyHnmmn HK-nirazamm.

TumiHoBUM gumep

O
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4
(0] N
HsC



EkcnumsinHa penapauis a3oTUCTUX OCHOB
(Base Excision Repair - BER)

Base excision repair

BETEEE
.2,0,8,8,05,  damaged

base
DNA glycosylasel

BB DB ®
?,9,9,8,0,0,

AP endonucleasel

‘o6 _BF
2.0,08.% 0

Polymerase B MIynlel'ase 5/e %&

e FREEET C’“

.,8.0,8,7.4 mnm-—nnnen-n

dRPase l endonuclease l

‘BooBO® A NeNCHoN N ol
LIRCIS RE LIRS ) LAC O MCMLINS e R

ligase l ligase l

"BEE TR BEE BB RE D
o225, 2,2,2,2,1,0,2,7,

3arasibHUMN aNTOPUTM €KCULM3INHOI penapadii
a30TUCTMX OCHOB :

1)
2)

3)
4)

5)

6)

[etekuia 3amiHeHoro canty IHK

BunyyeHHA 3MiHEHOI OCHOBM, AKLLO BOHA
NPUCYTHA, 32 AOMNOMOTOI0 rNiKo3nias

EKCuMsia — «po3pi3aHHA» naHutora y
6e30CHOBHOMY CauTi

BunyyenHi ainaHkm AHK 6e30cHOBHOrO
canty

3anoOBHEHHI YTBOPEHOro MPOMIXKKY
HYKNeoTnA4amm 3 BUKOPUCTAHHAM
KOMMNJIEMEHTaPHOrO N1aHLora y SKOCTI
MmaTpuui 3a yvactio JHK-nonimepasu B

[Monimepwusauia po3pmBy B NaHLO3I
cneyndivyHnmmn HK-nirazamm.

mandatory-article-dna-damage-repair-and-mutations
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