JIEKUIA 4

XPpoMOCOMHI a0epairil.



3aJsie>xHoO Bifg 3MiH reHoTuUry:

a)reHHi abo ToukoBi MmyTauil — 3MIiHM
cTpYKTYpu JHK B MeXxaX reHa;

6) xpoMOCOMHI MyTauii, abo XpOMOCOMHI
nepebynoBsn — NOopyLeHHA CTPYKTYpPM
XpPOMOCOM;

B) reHOMHI MyTauli—BMUNaaKoBi 3MiHU
KiZIbKOCTI OKpeMux XpomMocom abo
KiJIbKOCTI XpOMOCOMHMUX HAbopiB.

3 HaBeaeHux knacudikauin Haurnmbiuie
reHeTMyHe NiarpyHTa Mae

Knacundikauis O 3aCHOBaHa Ha
XapaKTepi 3MIiH Y reHOoTuUII.




XpomMmocoma

US DEPANTMENT OF ENIAGY

* XpoMmocoMa - Lie Be/iKa MonekyssipHa CTpyKTypa, ae
MICTUTBLCA 6U3bKO 90 % AHK KNITUHMN.

* Bci XpomMocoMu MICTATb Ay)Xe A0BMin 6e3nepepBHUiA
nonimepu3soBaHui nadugor AAHK (eauny AHK-monekyny), wo
MICTUTb FTeHWN, PErysIATOPHI e/leMeHTU Ta NPOMDKHI
HYKNeOoTUAHI Noc/iA0BHOCTI.

* CN10BO «XpPOMOCOMa» NOXOAUTHL Bif, NPELbKUX C/IB «XpomMas -
KONip 1a «coma» - Tino.






KiNbKICTb FOMOSOTNYHUX XPOMOCOM, IX
PO3MIPU | opraHisauis, NopaaoK
po3TallyBaHHA B HUX reHIB cniBnagaroTb Y
PI3HUX COMATUYHUX KNITUH Y PIZHUX
npeacTaBHMKIB OOHOIo BUAY.

B1BYEHHAM XPOMOCOM I IX 3MIH 3aMMa€ETbCH
PO34iN1 TEHETUKN — LUTOreHeTuKa.



3MIHW KINTbKOCTI, PO3MIpPY |
opraHi3atil XpoOMOCOM Ha3nBaloTb
XPOMOCOMHUMU MymauisiMmu,
XPOMOCOMHUMU rnepebydosamu
abo abepauisimu.



llepeaymMoOBOIO 1151 BHHUKHEHH S
XPOMOCOMHHUX adepaliii €
(hparMeHTaIlsI XPOMOCOM 3
HACTYIIHUM IIPaBUJIbLHUM a00
[TOMMJIKOBAM CHOJIYYCHHSIM
BIJIKPUTHUX KIHI[IB XPOMOCOM.



Bigomi XxpoMmocoMmHI abepadlil
NoaINATb Ha

- GBHYMPIWHBbLOXPOMOCOMHI
- MIDKXPOMOCOMHI



BHYTPILLHLOXPOMOCOMHI

MDKXpPOMOCOMHA
‘ ] | | MyTaLiis
HopmanbHa ;
xpomocoma ©STPATA  fleneujs Aynnikauis  Iusepcia TpaHcnokauis
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[lepebydoeu XpOMOCOM, WO 8NaU8arOMb
Ha KIJIbKICMb 2€HI8 Y XPOMOCOMI

HecTta4l - BTpa4Ya€ETbCA KiHLEBa
YaCTUHa XPOMOCOMM | XpOMOCOMaA
CKOPOUYYETbCA.

Lyrinikadii (3ABOEHHS) - Bif6yBa€ETbCH
3[1IBOEHHS SIKOI-HEbyab AiNAHKMK
XPOMOCOMMU.

Jlenelis (BTpaTta) - BTPA4YaETbCA
cepegHsl YaCTMHa XPOMOCOMMU.

Jledimenci — KIHUEBaA BTpaTa YaCTUHU
XpPOMOCOMM







) owariag |

0 Camum gobpe BUBYEHUM
3aXBOPIOBaAHHSIM, 0OYMOBIEHNM
aenetien, € CMHOPOM KOTHYOro
Kpuky. [ns XBOPUX XapakTepHUK
PS4 BiOXWUIEHb Big HOPMU:
NOPYLUEHHS MYHKLIN CEPLIEBO-
CYAMHHOI, TPaBHOI CUCTEM,
HEZ0PO3BMHEHHS ropTaHi (3
XapaKTePHUM KPUKOM, LLLO Haragye
KOTSYe HABKaHHS), 3aranbHe
BiCTaBaHHSA PO3BUTKY, pO3ymMOBa
BigcTanicte. CuHapom
3yCTpiYaeThea y 1
HoBOHapoaxeHoro 3 50000.




®d13u4yHa BIACYTHICTh AUISHKH XPOMOCOMHU
NPUBOJUTH A0 TE€MIZUTOTHOIO CTaHy TEHIB, SKI
3HAXOQWINCh Yy BTpatIeHm OUISHIL, 1
OPYIICHHIO KOH Forari TOMOJIOTTYHHX
XPOMOCOM B MEMO3I .



llepebydoeu xpomocom, W0 3MiHIOOMb
JIOKani3auiro 2eHie

IHeepcis (nepeBepTaHHA Ha 180°) - xpomocoma
PO3PUBAETHLCA | 3HOBY 3'€QHYETLCA IHLLINMU
KIHUAMMW.

IHCepLia — BCTaBKka YaCTUHM XPOCOCOMM B IHLLY
HEeromMormnoriyHy XpoMoCcoMmy



WHeepcua

vy

-

Beraska (nHcepuus)




[Tpn ubomy TUMNI MyTauil He BiAOYBa€ETLCA
BTpaATW reHETUYHOro Martepiany, ane 3MmiHa
HOpMarsibHOI MOCIAOBHOCTI reHIB Ha
3BOPOTHIO CTBOPIOE 3HAYHI TpyAOHOLLI Angd
KOH'torawil XpoMOCOM | HaCTYMHOro
Menoay.



llepebydoeu xpomocom, W0 3MiHIOOMb
JIOKani3auiro 2eHie

TpaHcriokauis (nepeMilleHHs1) - BSaEMHUU
(peumnpokHMn) obMiH YacTMHaAMU
HEroMoJs1oriYHNUxX XPOMOCOM.

TpaHcrno3uuisd — 3MIHU NONOXEHHA AINAHOK
XpPOMOCOM De3 peumnpoKHNUX 0OMIHIB (Mirpyrou
reHeTu4Hi enemeHTn MI'E B Mexax oaHiel
XpOMOCOMU abo MiX PiBHUMU XPOMOCOMaMM).






TpaHcnokauil CTBOPHOKTL
TPYAHOLLI Ana KOH'torauil
XPOMOCOM | IXHbOTO
PErynAapHoro po3xoaXXeHHs.



TpaHcnokauii, ki 00'egHyIOTb Uini nneui
OKPEMUX XPOMOCOM, HA3UBaKOTb
pobepmcoHIBCbKUMU.

Taki TpaHcnokauii YacTto BiabyBanuch B Xoi
eBOJIoLII NPW YTBOPEHHI HOBUX BUAIB.

Tak , rannoligHmMn Habip XPOMOCOM JHOANHU
n =23, a BULLKX npumarTiB n =24. 3a BCiMa
O3Hakamu, ue dyno 3nmTTs XpOMOCOM B
eBONIOLUINHIN MNIHII, WO npuBena go
BUHUKHEHHSA NMpUMariB.



MI E - mirpyrodi reHeTUYHI
erieMeHTU

CrnoyaTKy TpPaHCMNOo3Yyloui efieMeHTn dynu
BIOKPUTI Npu BUABNEHI BCTABOK (IHCEpLin)
HOBOro mMaTepiany B Mexax
bakTepianbHUX ONEPOHIB.

[Mepwi paHi npo MIE y pocnunH 6ynu
ogep>xkaHi bapbapoto Mak KniHTok y 1947 -
1950 p.



bapoapa Mak-KJiIiHTOK aMeprUKaHChKa BUECHA-TCHETHK,
naypearka HoOemBChKO1 npemii 3a BIAKPUTTA MOOUTBHUAX
€JIEMEHTIB T€HOMY, TAKUX SIK TPAHCHO30HU. Y TIPOJOBK CBOET
kap'epu Mak-KiiHTOK 3aliManacs IUTOr€HETUKU KYKYPY/I3H.



https://uk.wikipedia.org/wiki/%D0%91%D0%B0%D1%80%D0%B1%D0%B0%D1%80%D0%B0_%D0%9C%D0%B0%D0%BA-%D0%9A%D0%BB%D1%96%D0%BD%D1%82%D0%BE%D0%BA#cite_note-nobel_83-6

MI'E 3abe3neuvytoTb pekombiHaLito
reHeTUYHOro Martepiany, CTBOPHOOTh
ABULLE HEMOCTIMHOCTI FEHOMIB,
BUKIMMUKAKOTb reHHI MyTauil | XPpOMOCOMHI
abepauil, crpusitoTb NEPEHECEHHIO
HYKNeoTUAHMX NOCNIOOBHOCTEN, HA HOBE
MiCLLe Y XPOMOCOMI.

BBaxaeTbces, wo MIE € oaHuM 13 OCHOBHUX
doakTopiB eBonOLIl, AKMK 3abe3nevye
NepeHeceHHsa reHeTUYHOro MmaTepiany sk
BCEpeauHi BUAy, TaK i «ropu3oHTanbHO»
MIXK PI3HUMU BUOAMM.



XPOMOCOMHI-MyTaLlil—"
A-B-B-I- 1- E-X
Hassa Busnauenns 3MiHH B XpomMocoMmi

P————— —— - - — ——

A-b-B-I-[

Hecraua BTpara kiHueBoro
(bpparMeH Ty XpOMOCOMH

Heneuis BTpara cepeIMHHOrO A

(pparMeH Ty XpOMOCOMH IA-B6-40-E-X

Hyrikamis [TogBoeHHS
cepeIMHHOTO A-b-B-N-b-B-I-

(pparMeH Ty XpOMOCOMH

W —————— Y % - .

[HBepcis [ToBepTaHH S HIISAHKH A-b-E- n -[-B-X
xpomocomu Ha 180
Tpancnokauiss BxmoueHHs go AB<B-=KJI-M

XPOMOCOMH [AUISIHOK
IHIIOT XPOMOCOMH



MyTaHTW, AKI BAHUKINN B HACNIQOK
XPOMOCOMHMX abepauin, 30ebinbLoro
MaloTb 3HUXEHY XXUTTE3OATHICTb | BUCOKY
doepTUNLHICTD.

CTyniHb BUSABY HEFATUBHOIO EXQEKTY
3aneXxuTb Big pPo3Mipy 3MIHEHOI AINSAHKA
XPOMOCOMW Ta Big TUMY PO3MHOXEHHS.
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3Ha4YeHHSA

HavimeHie BriMBaroTh Ha (DEHOTHIT 1HBEPCII Ta Bap1aHT
TPAHCIOKAI[lM, KOJM TIOMOJIOTIYHI  XPOMOCOMH
OOMIHIOIOTHCSI CBOIMHU TIJITHKAMU.

Tak1 myTaiii € 30ajlaHCOBAaHMMM. 3arajibHa KUIBKICTb
F€HETHUYHOI'0 MaTeplaly B KJIITHHI HE 3MIHIOEThCS.

[HBepCli 3MIHIOIOTH TUIBKH TOPSJIOK PO3TallyBaHHS
I€HIB Y XpPOMOCOMI, a BHACIIZOK TpaHCIOKaIll
3MIHIOETHCS CKJIaJl IEBHUX T'PYII 34YCILICHHS.

YactoTa CHOHTAaHHUX XPOMOCOMHHUX MyTallkd Yy
CTAaTEBUX KJIITHHAX MOXe ciaratu 1 %.

Y comaTHYHHMX KIITHHAX CIOCTEPIrar0Th JCII0 BHIIII
3HaYeHHST — 710 4 %



XPOMOCOMH1 XBOPOOU JIFOJMHU

XPpOMOCOMHI 3aXBOPIOBAaHHS 3YMOBJICH] 3MIHOKO
KIIBKOCTI XpOMOCOM a00 1XHbOI CTPYKTYPH, 110
BUIHO B CBITJIOBOMY MIKPOCKOII.

Ha BiaMi1HY B1Jl FeHHMX, XpOMOCOMHI MyTallli
OXOILTIOIOTh 3HAYHO OUIBIINK 00’ €M M€ HETUYHOTO
MaTepialy 1 XapakTepU3yIOThCS MHOKUHHUMMU
ypaXCHHSIMH. XBOP1 HA XpOMOCOMHI XBOpOOH
3alMaroTh Maike 25 %.

XPpOMOCOMHI 3aXBOPIOBaHHS, SIK IIPABUIIO, HE
epEeAATHCS HAIaJIKaM 1 3yCTPIYarOThCA B CIM’ SIX
K OJIMHUYHI BUIIAAKU. BOHN BUHHUKAIOTh 3aHOBO
BHACJI1JIOK MyTallli B TaMe€Tax OJHOrO 13 3JI0POBUX
0aTBEKIB a00 B 3UTOT1 HA MEDIIUX CTAIIIX TDOOJIECHHS



