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1. MyTaiii, 1o BUHUKarOTh i1 yac perunikarii JHK

HopmanpHa pernikaiis — 11e Ay’ke CKJIaTHUK mpolec. | eHOM JTI0IuHM 11e
Maiixke 6 MUIbSIpAIB HYKJICOTHU B, SIK1 BXOAATh A0 CKJIaay 46 XpoMOCOM 1 OTOYEHI
oikoBumMH kKomruiekcamu. st perrikanii JJTHK moTpibHa yuacts 6araThox OLIKIB,
1 Taka BeJIMKa KyTa CKJIaI0BUX MPU3BOAUTH 10 OKPEMUX TOMUJIOK IPU KOM1IOBaHHI
MOCJTIOBHOCTEH. YacTHHA TaKMX TOMUJIOK HE YCYBA€THCSI CUCTEMAaMHU KOHTPOJTIO Ta
penapariiii, i, MOXKe CTaTH MPUYMHOIO BUHUKHEHH MyTaIiil.

OcHoBHuM etanom nij yac perikanii JIHK € yrBopeHHS HOBUX JaHIIOTIB
JIHK komrmuriMeHTapHMM BUXIAHUM JaHIoraM. [lpuegHanns HyKJIeOTHmB
sniicHioeThes pepmentom JIHK-mmomimepasza. BiH BUKOPUCTOBYE HasiBHI JTAHITFOTH
JIHK y sxocti matpuiii Ta yrBoproe napu HykieotuaiB A-T ta I'-1. ¥V eykapior
JIHK-nonimepasa mosxe qonasatu He Outbil 100 HyKIE€OTHAIB 32 CEKYHy. SKIIO
BOHHU CTApPTYIOTh 3 OAHOTO OOKYy XpPOMOCOMH, sika MICTUTh 100 MiH m.H., TO ii
perutikailiss Mae TpuBaTu 1 MiIbHOH cekyHa (mpubnuzHo 11 m10). 3a3Buuai,
TPUBAIICTH S (pa3u KIIITHHHOTO MOJILITY, /1€ BII0YBA€THCS TOBHA PETUTIKALIISI TEHOMY,
3aitmae Bi 6 10 8 romuH. Ile Tak, 60 KokHA XpOMOCOMa MICTHUTh TUCSYl TOUOK
MOYaTKy peruiikaiii, TooTo caiitiB nmouarky cuntesy JHK. barato mux caiitis
aKTUBYIOTHCSI OIHOYACHO, MPOTe He Bci. ICHye TEBHUN TOPSIOK, 3a SIKUM
cuHtesytoTbess pizHl aurtakn  JIHK. 3aranpHoro TeHAeHIi€0 € Te, 1o
reTepoOXpPOMATUHOBI AUISHKHU PEIUIIKYIOTHCS MI3HIIIE 3a 1HIIII.

He 3Bakatroum Ha BHCOKY TOYHICTH MPOIECY peIuIiKamii MmiJ 4yac Horo
3MIICHEHHA Yac BiJl 4aCy BUHUKAIOTh MOMUJIKHU. [IOMIITKH, SIK1 BUHUKAIOTh 111 4ac
peruTiKaiii MoXHa MOAITUTH Ha JBAa OCHOBHUX THUIIH:

1. HenpaBunbHe BKIIOYEHHS HYKICOTHIY

2. IlpocnuzaHHS MO JAHIIOTY

BinbiicTh TOMHIIOK BKJIFOUEHHS HYKJI€OTH /1B HETAHO 17IeH TU (1KY FOTHCS SIK
MTOMUJIKY Ta BUTIPABIISIOTHCS OJHUM 3 ICHYIOUUX MeXaHi3MiB. Hacammiepe, royosHi
JIHK-moniMepasu MaroTh peaaryBaibHy (KOPEKTYHOUy) Iif0: SKIIO OCHOBA
OCTaHHBOTO HYKJICOTHTY SIKa TOMAE€THCS 10 JIAHIIFOXKKA YTBOPIOE HETIPABWIBHY Tapy
3 OCHOBOIO MAaTPUYHOTO JIaHItOKKa, TO JIHK-nmonimepasza mae 3°-5’-exk30HyKIeazHy
aKTUBHICTb Ta BUJAJISE TAKUI HYKJIEOTHU]I.
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[cHYIOTB 1 1HIII1 CUCTEMH penapalli TOMHJIKOBO CTBOPEHHX Iap OCHOB. BoHu
3/IaTH1 BUIIPABUTHU MMOMUJIKH, K1 HE Oyl BUIIPABIICHI PEIaKTOPCHKOIO AKTHBHICTIO
nonimepasu. [Ipore, Ko Taka MOMHIIKA BKJIIOUEHHS He Oy/ie BUIIpaBlIE€HA JI0
MOMEHTY 3HA4YHO1 JJOBKHUHU YTBOPEHOTO JIAHIIFOTa, TO BOHA MOYKE 3aTUIITUTUCH Ta
CTaTH MyTaili€ro. SIKIo I MOMHUIIKA 3aJUIIUTHCA 10 HACTYIHOIO payHIy
perutikaiii, To mnosoBMHa yTBOpeHux naHuworie JIHK wHactymHoro paynmy
MOJIBOEHHS OyIyTh MICTUTH 1[I0 MyTAIlIO.

Opnaxk, 3MIHU MOXYTh BAHUKHYTH 1 3aB/ISIKH MIOBUIHLHUM ITOCTYIOBUM 3MiHAM
JeIKUX OCHOB. HaiOiiabIll po3MOBCIOKEHA 3MiHA OJHIET OCHOBM Ha IHINY €
Je3aMiHyBaHHS IUTO3WHY, SIKU B pe3YJIbTaTI IbOTO TEPETBOPIOETHCS HA ypaipl. B
HACTYITHOMY payH/Ii peIUIiKalii ypamui MoKe YTBOPUTH Napy 3 aICHIHOM, 1, TAKHM
yuHOM napa ['-1I meperBoputbhes Ha napy A-Y. Ilpote icHye (depMeHT, sKuii
posmizHae yparui Ta Bujgange woro 3 JIHK, iHmuit ¢pepMeHT moTiM BUaaise
ne3okcipruOomMoHodocdar i BAHUKAE PO3PHUB OMHOTO JIAHITIOKKA, SIKMH BHITPABIISE
OlHA 3 CHICTEM pemnapaiiii. AJie 3aJIMIIKH ITUTO3UHY YacTO OyBarOTh METUIJIHOBAHUMHI
ta npucyTtHi B JIHK y Bumiaml S-merunuuto3uny. B npoMy Bumaaky ioro
Je3aMiHyBaHHSI IPU3BOIUTH 10 YTBOPEHHS HE ypalllily, a TUMiHY. | Tpy HacTyrHIi
peruTiKalii mojiiMepasa He po3yMie, 110 1€l THMIH He Ha CBOEMY MICIII 1 J0Oy/Iy€E B
JOYIpHIN JTAHITIOT HABIPOTH HBOTO ajieHiH. ToX, MU OTPHUMY€EMO 3aMiHy MapH 5-
metui-1{-I" Ha mapy T-A.

[IpocnuzanHsl perunikaili BBaKaeTbCs OIHUM 3 OCHOBHHUX MEXaHi3MIB
BUHUKHEHHSI MyTalliii, 0COOJIMBO Ha BiJpi3kaX 3 TaHJIEMHO IOBTOPIOBAHUMU
nociiioBHOCTSIMU. [1100 ysiBUTH cOO1 SIK 11€ BiI0YyBA€THCS MU TTOBUHHI YCBIJTJOMUTH,
II0 MOJICKYJIM SIKI PpEeNpecyloThCs HE € TAaCUBHUMU — BOHHM IOCTIAHO
MEePEIUIITaIOThCS, CKPYUYYIOThCS Ta BIAITOBXYIOThCS BiJ] 1HIIMX MaKpOMOJeKyl. B
PE3yJIbTaTi MOKE B1IOYTHCS YaCTKOBE BIIIICHHS Bl MATPUYHOTO JIAHIFOTY K1JIBKOX
OCTaHHIX JOJYYEHHUX HYKJICOTHU/IIB, 1, KOJIU TAKW IIMATOYOK 3HOBY YTBOPIOE Mapu
3 OCHOBaMH MAaTPUYHOTO JIAHIIOTa, BIH MO>KE TPOXH 3CYHYTHCH 111010 BiAHOIIECHHS
BUXIJTHOI MUIsTHKH. Lle 10B0JII 4acTO BUHUKAE MPU PETLTIKAIlli KOPOTKUX TaHIEMHUX
MOBTOPIB.

MiHicaTeniTHI TMOBTOPH BUSBISIIOTh HAA3BUYAWMHO BHCOKY YacTOTy
MYyTYBaHHS. Y JIIOIUHU HA JIEAKUX OUISHKAaX KUJIbKICTh MOBTOPIB 3MIHIOETHCSA 31
mBuaKICTIO Ot 1% Ha reHepariro. bBulblll pO3MOBCIOHKEHUM € BHUITAJIOK
301IBIIEHHS KIJIBKOCTI MOBTOPIB, HIX iX 3MEHILIEHHS, IpOTe€ OOHABA BaplaHTU
BHHUKAIOTH JOBOJII YacTo.

B reHoMmi 10U HH MICTUTHCS TUCSY1 KOPOTKUX TaHIEMHHUX TTOBTOPIB 1, came
e, TMOSICHIOE BHUCOKHUM modiMOp(i3M Takux MOBTOpiB. BHacaigok 1boro
noxiMopdi3My Ko>KHA JIFOJIMHA MAa€ YHIKAIBbHUN MPO(1Ib 38 IIUMHU TTOBTOPAaMHU, 1110
Haraaye BiIOMTKH MabIiB, Ta MOKE OyTH BUKOPUCTAHUH JUTS 1ICHTU(IKAIIT 0COOH.
Leit momiMopdi3M TaKOXK BUKOPUCTOBYIOTh JJII BUBYEHHS IUIAXIB Mirparii
TOMYJIALIH JTIOJICH.

Opna 3 ¢opM TaHIEMHUX MMOBTOPIB MOKE BUSBUTUCH MPUUYUHOIO MEBHUX
TeHEeTHYHHUX 3aXBOPIOBAHb JIFOAWHU. J{esIK1 TeéHH MICTATh IMOCIIJOBHOCTI A€ ONHH 1
TOW cCaMHU U KOJIOH Oe31epepBHO MOBTOPIOETHCS KUThKa pa3iB. B Takux MiCIIsIX JOCUTh
JIETKO MOXe€ BiIOyTHCh MPOCIHM3aHHS PETUTiKallii, 10 MPU3BeaAe M0 301IbIICHHS
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K1JIbKOCT1 MOBTOPIB. Lle, B CBOO Uepry, MOXKe MPU3BECTH 10 YTBOPEHHS aHOMATBHUX
OLIIKIB, sIK1 200 BTpaTHJIM CBOI PYHKIIT, 00 K MOXKYTh SKUMOCH YHTHOM BILTUHYTU
Ha QyHKIT IHIIKX OLIKIB.

ITomunku mig yac perutikanii JJHK, ckopimi 3a Bce, € MpUYUHOIO TOTO, 1110
4acTOTa MyTyBaHHS B YOJIOBIYOMY OpPTaHi3Mi BUINA, HIK y iHOK. JlocmimkeHHs
MPOBE/ICH] Ha MUIIX BUSIBUJIM, IO YACTOTA MyTalliil B YOJIOBIYMX rameTax y 5-6
pa3iB BHINA, HDK B XKIHOUKX. [I0SICHIOETBCS 11€ JOCUTH MPOCTO. 3Piji OOIUTH 0
YTBOPEHHSI 3UTOTH MTPOXOAATH NPUOIM3HO 24 KIIITUHHI TOJUIH, a CliepMaTo30ia 25-
piuyHOTO 4YoJiOBIKa mpoxonuTh Outst 300 moawtiB. Bei oot popmyroTbest 10
HapOKCHHS KIHKH, B TOH Yac SK CIEepMaTO30i11d BUPOOJSIOTHCS Oe3MepepBHO
MPOTATOM JKUTTS 4OjoBika. UMM crapmmii 6aTbko, TMM BHINA BIPOTIIHICTb
HaKOMMYEHHS MOMUJIOK Mmif yac perutikamii JJHK.

2. BB 3MiH B IMOCIIIOBHOCTI OCHOB Ha €KCIIPECIIO TCHIB

HaifgactimmM kjgacoM MOMIJIOK peIUTiKallii € 3amiHa OfHiei mapu
HYKJICOTUIB (mapa OCHOB). Skimio Taka 3MiHa BiIOyBa€ThbCs B KOAYIOUIN
MTOCJI1JIOBHOCT1 BOHA MOKE MPU3BECTH (200 HE MPU3BECTH ) IO 3MIHH ITOCJI1IOBHOCTI
aMIHOKUCIIOT y OuIKy. OCKUIBKM T€HETUYHHU KOA € BUPOXKACHUM (OLIBIIICTH
aMIHOKHUCJIOT KOIY€EThCS KIJTbKOMA TPUIIJIETAMH) 3aMiHa OJHOTO HYKJICOTHUIY HE
3aBXKIU MPU3BOIUTH JI0 3MIHU aMIHOKHUCIIOT Y OUTKy. HaliMeH1uii BIIMB BiAIrpae
3MIHH Yy TPEThOMY HYKJICOTHI KOMOoHY. Taki 3MIHM MarOTh Ha3By CHHOHICIUHI
MyTairii. 3MiHM OCHOB, 11O MPHU3BOAATH 0 3aMiHU aMiHOKHUCIOTH MalOTh Ha3By
HECIHOHIMIYHHUX a00 MiCEHC-MyTaIliil.

3MiHa HaBITh OAHIET aMIHOKHUCJIOTH y OUIKY MOX€ BIUIMHYTH Ha MOTO
¢dynkiir0. OcoOauBO, SIKIIO 3MIHA TOPKAETHCS KaTATITUYHOTO CalTy (pepmeHTy abo
3MIHIOE Horo KoHdirypaiito. BapiaHt reHa, skuil B pe3ynbTari MyTallii CTae
HEJIIEBUM Ma€ Ha3By HY/IbOBOI a0 MOBYa3HOi aneni. [IpoTunexHuM BapiaHTOM
BILJIMBY MyTallii MOy OyTu 3BUYaiiHa, a00, HaBITh, I1JIBULLIEHA AKTUBHICTb.

Honcenc myTariii BAHUKAIOTh KOJIM 3aMiHa OCHOBH MPU3BOAMUTH JO 3MiHH
KOYIOYOro TPUILIETY Ha oAuH 3 Tpbhox (s saposoi JJHK) crom-komonis, siki
3YNUHAIOTh CUHTE3 OUIKy. Taki MyTalii MOXKyTh BUHUKATH PI3HUMH IUISIXaMH.
Hanpuknan, Tpuner YAA moxe BUHUKHYTH 3 9 iHmux: [{AA, TAA, AAA, YIA,
VLA, YVA, VAT, YAC, YAY. 3 nux xoMO1HaIIi# ABI € TAKOXK CTOII-KOJTOHAMH, a 7
KOIYIOTh aMIHOKUCJIOTHU (6 pi3HUX aMIHOKHCIIOT).

Konu MYTaHiSI MEPETBOPIOE CTOT-KOJIOH B KOAYIOUHIA KOJIOH, TaKa My Tallis Mae
HA3BY AHTH- TepMiHanbHOI. Y OubiocTi monekyn MPHK 3a HANPAMOM Tpchnﬂuu
M1CJIsI HOPMAJIbHOTO CTOI-KOJIOHY PO3TaIllOBYIOTHCS HE TPAHCIIOEMI ITOCIT1I0BHOCTI
JOBXKHHOIO B1Jl KIJIBKOX JI0 COT€Hb HYKJICOTUIIB. A OTXe CUHTE3 OLIIKYy MOke OyTH
nponoBxkeHo 110 Kinist MPHK a6o 10 HacTymHOTO CTON-KOIOHY, 1 1€ BUKJIMYE MOSIBY
MyTaHTHOI popmu O1JIKY, sika Oy/ie MaTH 3MiIHEHY aKTUBHICTb, 00 B3arai BTPaTHTh
CBOIO (DyKIIitO.

[ToomuHOK1 3aMIHM HYKJIEOTHAIB MOXYT 4Yinatu Takox mporecinr PHK.
HaiiOinpil  CyTTEBI TOPYILICHHS BUHUKAIOTh KOJIM 3MIHU TOPKAIOTHCA Napu
HYKJICOTHIIB Ha KiHIsAX 1HTpoHY: ['T Ha 5°-kinmi Ta A" Ha 3’-kinui. B pe3ynbtari
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1HTpOH Aonaetbes 10 3putoi MPHK 1 Taki MyTanii Ha caiiTax crijiaiicinra 3a3Buyai
BUSBJISIIOTHCS SIK HY/bOBI aneni. e BiaOyBaeTbcs ToMy, 110 OUTBIIICTH IHTPOHIB
MICTUTH OJJUH YU OUIbIIIE€ KOJAOHIB, K1 MOXYTh IEPETBOPUTUCH HA CTOM -KOJOHH 1
BOHM PO3KHJIaHi 0 Hekomayrounx autstakax JJHK BunmagkoBum aurOM.

[Tomunky B perutikaiii MOKyTh BUKJIMKATH TaKOX BCTaBKHU (1HcepIrii) abo
BUJIaJIeHHs (Jenerrisi) ogHiel yu OuTble map HYKJICOTHIIB. SKIIO Taki 3MiHU
BIZIOyBaIOTHCSI B KOAYIOUiM MOCTIJOBHOCTI, BOHH 3/aTHI BUKJIWKATUMYTAIIIS THITY
3CYBY PaMKH 34U TYBaHHsI, SIKIIO K1IJIbKICTh BUIAJICHUX UM TOAAHUX HYKJI€ OTUIIB HE
KpaTHa TPbOM. BiIbIIICTh MyTalliil 3CYyBy pamMKHU 3YMTYBaHHS BUSBISIOTHCS SIK
HYJIBOBI aJIedi.

SIKI1110 KUTBKICTh IOaHUX YU BTPAYEHUX HYKJICOTHUIIB KpaTHa TPHOM, TO 1€ HE
MPU3BOIUTH JI0 3CYBY PAMKU 3UMTYBaHHS, MPOTE€ aMiHOKHUCJIOTHA MOCTIAOBHICTh
O1IKY 3MIHIOETHCA.

3. Myramii, mo BUKIWKaHI MOOUTPHUMH TeHETUYHUMH €JIEMEHTAMH

[Tpu6nusno 40% reHoMy JIOAMHM — 1€ JUCIEPITOBaHI MOBTOPIOBAHI
IMOCJIIOBHOCTI. binbmiicTh 3 HUX a00 € MOOLIEHUMM eJIEMEHTaMU, a00 ITOa10H1 10
HUX. 3 HUX npubausno 15% - e perporpancnozonu. [lepeBakHa OLIBIIICTD AKUX
MpecTaBIeHa JIUIe (pparMeHTaMu BUX1AHOT TOCTIJOBHOCTI, ajie KiJbKa THUCSY €
MOBHOLIIHHUMH, 1, SIK IPUTYCKatOTh 013151 50 3 HUX € akTHBHUMM. 11 akTHBH1 OMMHUIT
L1 xomyroTh KiJibKa (he€pMEHTIB, SIK1 31 HCHIOIOTH 3BOPOTHIO TpaHckpumiiito L 1-PHK,
onHoaHiorosi po3pusu JJHK Ta inTerparito 38o0poTrHboTpaHckprboBanoi JIHK
(xIHK) B wmicusx po3puBy. Takum 4MHOM, PETPOTPAHCIO3UINS € MOCTIHHUM
MpOIEeCOM, SIKUM MPU3BOAUTH A0  3OLIBIIEHHS  KIJIBKOCTI  MOOUIBHHX
MOCIIIOBHOCTEH. [HTerpailissi He € TOBHICTIO BHITQJIKOBOIO, BOHA MOJXE
31ACHIOBATHCH 110 0araTbOM CalTaM K B ME)KaX I'€HiB, TaK 1 103a HUMHU.

IcHye Takox BipOriAHICTh BKJIFOUEHHS 1 iHIIUX nociigoBHocter JJHK Ha 3°-
KiHmi enementa L1 B peTpOTpaHCHI)OBaHI/II/I MaTepiaia, 00 CUTHaJIM TepMiHallil
tpaHckpuOIii L1 € cmabkumMu 1 49acTo TpPaHCKPUOYETHCS 1 1HINI TSHU IO
PO3TalIOBYIOTHCS 32 ninsakoro L1. Ile 3abe3neuye mexaH13m TAaCyBaHHs TEHIB,
TOOTO ;:[ynﬂucauu 1 1HCepITii TIJITHOK TeHiB 200 peryIsToOpHUX MTOCJTiTOBHOCTEH, SIKi
MOXOMATH BiJI OMHOTO TeHYy y (PYHKIIIOHYIOUl JUISTHKH 1HIIIOTO. Byro migpaxoBaHo,
110 onHa 3 600 MyTartliii y Jr0AMHU 00yMOBJI€HA 3BOPOTHOIO TPAHCKPUIILIIETO.

4. Myrariii BHACIiJOK MMOMHJIOK PeKOMOIHAITIi

MeiioTnuHa pekoMOiHalliss — 1€ OOMIH TE€HETHMYHUM MaTepiajJoM Mix
rOMOJIOTTYHHU MU XpOMAaTHUIaMH, 1110 BiI0yBa€eThes y mpodasil meitosy. BkoxHiii mapi
CUHAIICY € YOTUPH XpoMaTuau (KoxHa 11e moapiitau i nanioxok JJHK) 1 koxxna napa
YTPUMYEThCA LIEHTpoMepamMu. B 1ieii MOMeHT Oyab-siKi JIBI XpPOMATHUIHU, IO
HaJIeXaTh TPOTUIICKHUM TOMOJIOTaM MOXYTb IIJIIXOM KPOCHHTOBEPY OOMIHSITUCS
cermeHTamu JIHK. V nmronuHu npu kokHOMYy Meio31 BinOyBaeTbesa Ouis 50
KPOCUHTOBEPIB., TOOTO MPUOJIM3HO 10 JIBa KPOCUHTOBEPA Ha XPOMOCOMY.
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B HopMi pexomOiHaIllg 1€ BUKJIIOYHO TOYHUM mpoiec. [Ipore HasBHICTH
MOBTOPIB BIIKPMBAE MOKJIMBOCTI MOMUJIKOBOTO MTOEHAHHS B CHHAIIC, 110 MOXE
MPU3BECTH IO HEPIBHOMIPHOTO KPOCUHIOBEPY. Y JIFOJUHU OHUM 3 HaWB1IOMIIINX
MPUKJIA1B € HEPIBHUU KPOCHHTOBEP IEHIB AJI YEPBOHOTO Ta 3€JICHOTO KOJILOPOBOIO
30pYy, K1 po3TalnioBaHi MOPsa Ha X-XpoMocoMi. BoHU €BOTIOIIOHYBAIM Pa30oM Bif
CIUIBHOTO TIpantypai, 10Cl, € HaCTUIBKU MOAIOHUMHU, 1110 1HOI 3/IaTHI MTapyBaTucCh
HEMPaBUIILHO. B pe3ynbTati yTBOPIOIOTHCS raMeTH 11030aBlIeH1 OTHOTO, Y HABITh,
000X T'eHIB 1 11€ TPU3BOIUTH 10 BUHUKHEHHSI MHO)KUHHUX TUIT1B YEPBOHO-3€JICHOL
KOJILOPOBOI CITITIOTH.

[TosiBa um Brpata autsHOK JIHK moxe BigOyBaTHCh 1 Mija 4Yac KUTTEBOTO
HUKIY COMAaTHMYHUX KIITHH, Ae micias cuntedy JHK me mo miTo3y MOXyTh
BIZIOYBAaTUCh CECTPUHCHKI XpoMmaTtuaHi ooMinu (CXO).

5. XpomocomHi MyTaIrii

3MIHM B CTPYKTypl XpOMOCOM, $IKI HACTUIBKHM 3Ha4yHI, M0 IX MOKHA
CIIOCTEPITaTH y CBITJIOBUM MIKPOCKOI MalTh Ha3BYy XPOMOCOMHHMX MYTAIlii,
XPOMOCOMHHUX Iepedy/10B 800 XpOMOCOMHUX abepartii.

['eHomH1 MyTaIlii — 11€ 3MiHAa HOPMAaJIbHOT KIJTBKOCT1 XpOCOMOM B KapioTHII
OpraHi3My neBHOTO B Y. PO3pi3HAIOTH Bl BEJIMKI Py TEHOMHUX MYTallli: 3MiHa
niaoionocmi (4ucia HabopiB XPOMOCOM, IO 3HAXOASITHCS B SIAP1 KIITHHH a00 B sIpax
KJIITUH 0araTOKJIITHHHOTO OPraHi3My) Ta axeyn10i0ii (3MIHU KapiOTHUILY, TPH SIKHX
YK CJIO XpPOMOCOM Y KJIITHHAX CTA€ HEKPATHUM TarioiHOMYy HaObopy). Y CBOIO uepry
HJIOI;[HiCTL 3MIHIOETHCS B HarnpAMKy il 3MeHIlIeHHs a0o 36iJ’IbI_HeHH$I. VY nepuiomy
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AHEYIUIOI/Iisl BUHUKAE B Pe3yJIbTaTi MOPYIICHHs Cerperaiii XpoMocoM B
MiTO31 200 Meito31. BpomxkeHna aneymnioiis Mo>ke BAHUKHYTH, SIKIIO B aHadasi |
Me03y TOMOJIOTIYHI XpOMOCOMH OJiHi1€T a00 JEKUIBKOX map He pOSlI/II[YTLCSI Y
bOMY BHUIIaJKy OOMJIBI XpPOMOCOMH IMapy HAIpPaBISIIOTHCS JO OIHOIO 1 TOTO X
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MOJIIOCY KJIITUHH, 1 TOA1 ME103 MPU3BOIUTH JO YTBOPEHHSI TAMET, SIKI MICTSTh Ha
ofHy ab0 KiJIbKa XpoMocoM O1tbIie abo MeHIie, Hix y HopMi. Le siButie Biome mija
HAa3BOIO Hepo3x00diceHHs xpomocom. Komu ramera 3 BIJICYTHBOI ab0 3aiiBOO
XPOMOCOMOTO 3JTMBAETHCS 3 HOPMATHHOIO TaIIOITHOIO TAMETOI0, TO YTBOPIOETHCS
3WTOTa 3 HEMapHHUM YU CJIOM XPOMOCOM: 3aMiCTh JIBOX TOMOJIOTIB Y TaKiil 3UTOTI iX
MoO>ke OyTH TpH 200 TUIBKU OJUH.

O6uaBa
roMorsioru
Biginwnu oo
OLHOro nonkcy

OpgHa napa
roMONOriYHUX
XPOMOCOM KapioTuny

&P

Xpomocoma BiAcyTHS / J

MoHocomis Tpucowmisa
3a ofiHicIo napotro 3a ofiHi€o napoto
roMosoriYHMX XxpoMocom roMosnoriYHMxX XxpoMocom

XpomocomHi abepartii (XpoMOCOMHI1 MyTallii, XpOMOCOMHI 1epeOyI0BH) —
TUI MyTaIid, sIKi 3MIHIOIOTh CTPYKTYpY XxpoMocoM. KinacudikyroTs XpoMOCOMHI
abepallii Ha Oesneyii (BTpaTa CepeIMHHOI AUITHKU XPOMOCOMHU), Oeghiuierci (BTpara
KIHIIEBOI JUISHKM XPOMOCOMHU), iHcepyii (BCTaBKU (PparMeHTIB y XPOMOCOMY),
ingepcii (3MiHa TOPSIKY TE€HIB AUISTHKH XpPOMOCOMH Ha 3BOPOTHUMN), Oymiikayii
(MOBTOpEHHS JINSHKH XPOMOCOMH), mpanciokayii (MIEpeHECEHH UISTHKA
XPOMOCOMH Ha 1HIITY), hpazmenmayii (TPOOTCHHSI XPOMOCOMH ), @ TAKOXK YTBOPEHHS
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JUIEHTPUYHUX 1 KUIBIEBUX XPOMOCOM. Bijomi Takox izoxpomocomu, Skl

CKJIQIAIOTHCSA 3 IBOX OJHAKOBUX IIJICYCH.
ABCDE FGH [eneuis ABCE FGH

— G L 1D
Pt

ABCDE FGH [ymikaus ABCBCDE FGH

l ey ———— [ T [ [ | D)
o
ABCDE FGH IHBepcis ADCBE FGH
f f

ABCDE FGH MNOCDE FGH
|

TpaHcnokauis

MNOPQR

f

S0 nepedy0Ba 3MIHIOE CTPYKTYPY OHIET XPOMOCOMH, TO TaKy MYTAIlil0
Ha3UBAIOTh 6HYMPiUUHbOXpOMOcomMHOo (THBEpCIi, Aenernii, AedimenHcl, Ty TUTiKailii,
KUTBIIEBI XPOMOCOMHU ), SIKIIO K JBOX PI3HUX, TO MIHCXPOMOCOMHOM (TyTUTIKAILL,
TPaHCIOKAIl1, TULIEHTPUYH1 XPOMOCOMH ). XpOMOCOMHI nepeOy10BU M1pO3LUISHOTh
TaKoX Ha 30ajaHcoBaH1 1 He30allaHCOBaHl. 36anancosani nepebydosu (IHBEPCI,
PEIUIPOKHI TPAHCIIOKAIT1) HE MIPU3BOAATH 0 BTpaTH a00 JOTaBaHHSI I€HETUIHOTO
MaTepiaiy npu (opMyBaHHI, TOMY iX HOCII, SIK TPaBUJIO0, (PEHOTUIIOBO HOPMAJIBHI.
Hezbanancosani nepebyoosu (nenemii 1 aymoiikamii ) 3MIHIOIOTH J1030B1
CITIBBITHOIIICHHS T€HIB, 1, SK MPaBUJIO, 1X HOCIMCTBO MOB’S3aHE 3 KIITHIYHUMU
BIJIXUJICHHSIMH B1J1 HOPMH.

OCHOBHOIO TIEPEAYMOBOIO JJIsi BUHHKHEHHS XPOMOCOMHHX IepeOy/ioB €
nomkomkeHHa JJHK y Bumisiai JBOHUTKOBUX PO3PUBIB 3 MONAIBIIO ITOMUIIKOIO
penaparlii: HENpaBUJILHUM BIIHOBJIECHHSIM PO3PHUBIB TIPH pernaparlii MIsxoMm
HErOMOJIOTMYHOM peKoMOiHaIlil a00 TOMUIKOBUM BUOOPOM MapaioriyHoi 3aMiCTh
romosiornuHoi mociainoBHocti JJHK mnpu penaparmii mig 4ac romMoiaoruyHoi
pexomb6inartii. [{BoautkoBi po3pusu JJHK BuHMKaIOTH B KJIITUHI CIIOHTAHHO 200 i
JI€10 PI3HUX MyTareHHUX (pakTopiB: (Pi3nuHUX (10HI3yIOUE€ BUIIPOMIHIOBAHHS),
XIMIYHUX (XIMI1OTEpaIlisi, BIUIMB BUIbHUX PaJUKaIiB €HIOT€HHOTO MOXOMKEHHS Ha
JIHK) ab6o Oionoriunux (TpaHcro3onu, Bipycu). J[BoHuTkoBi po3pusu JHK
BUHMKAIOTh 3aIIPOTrpaMOBaHO Mif yac mpodasu | Meio3y, a Takox mpu Ao3piBanH1 T-
1 B- mimdonutis nig yac cneuudiyHoi comarudHoi V(D)J-pexombinayii (MexaHizMm
COMAaTUYHOI peKOMOIHaIli1, 1110 BiA0YBAETHCS HA paHHIX eTanax ¢ epeHIFOBaHHS
TiMGOIUTIB 1 MPU3BOAUTH A0 (OPMYBaHHSI aHTUTECH-PO3MI3HABAIIBHUX JIJISTHOK
iIMyHOII00Y/1HIB 1 T-KIiTUHHOTO penienTopa). [lopyiieHHs 1 TOMUIIKH MPoIecy
BIJTHOBJIEHHS ABOHUTKOBUX po3puBiB JJHK npu3BoasaTh 10 mOsSiBU XpPOMOCOMHHX
nepeOy1oB.
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Tpancnokartis (Bijg Jiat. trans — uepes 1 locus — Miciie, TepeHECEeHHs) — THIT
XPOMOCOMHUX MYTalliil, P IKUX B1IOYBA€THCS IEPEHECEHHS NITITHKU XPOMOCOMU
Ha HEroMoJIOT1YHY XpoMocoMy. OKpeMo BUAUISAIOTH TaKl pi3HOBUAM TPAHCIOKALIIH:

® HepeyunpokHi GHYMpIUHbO- 1 MINCXPOMOCOMHI MPAHCIOKAYIL, TIPU SKUX
BIJIOYBA€ETHCA TMEPEHECEHHSI YaCTUHU XPOMOCOMH B 1HIIE TMOJIOKEHHS B
MeXaxX JJaHOI XpOMOCOMH a00 Ha IHIITY XpOMOCOMY BiJIITOBIJTHO );

® peyunpoxkHi Mpaucioxkayii, MPU SKUX BiAOYBAETHCS B3aEMHHN OOMIH
JTUITHKAMU M1K XpOMOCOMAaMU;

® pobepmconiscvki mpancioxkayii, abo yeumpuuni 31umms, TPU SKHUX
BIIOYyBAETHCSA 3UTTS AKPOIEHTPUYHUX XPOMOCOM 3 TIOBHOIO 200 YaCTKOBOIO
BTPaTOI0 MaTepiay KOPOTKUX TLJICUeH.
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PizHOBMIM TpaHca0KaLii: A — HEpEIUTPOKHA BHYTPIIIHLOXPOMOCOMHA;b
— HEepeIUIPOKHA MIXXKXPOMOCOMHA; B — penunpokHa

PenunpokHi TpaHciokailii € 30aaHCcOBaHOI0 XPOMOCOMHOI epeOy10BOLo,
npu ix GopMyBaHHI HE BiJIOyBA€ThCS BTPATU T€HETHMYHOTO Marepiany. Bonu €
OMIHIEI0 3 HAWUMOUIMPEHINMX XpOMOCOMHUX aHomamnid. Hocii pernumnpokHmx
TpaHCJIOKallMM, $K TMpPaBUyio, (PEHOTUNOBO HOPMaJbHI, MPU LHBOMY MAalOTh
MiIBUIICHY WMOBIPHICTh O€3IUIIJSA, 3HUXKEHOI (PEepTUIBLHOCTI, CIHOHTAHHUX
BUKHIHIB 1 HAPOIKEHH I HAIAJIK1B 13 BPOHKEHUMHU CITaJKOBUMHU 3aXBOPIOBAHHSIMU,
OCKUIBKM TIOJIOBUHAa TaMe€T Yy HHUX TE€HETHYHO He30allaHCOoBaHa 4Yepes
HEPIBHOMIPHICTh PO3XOIKEHHS MepedyJOBaHIX XPOMOCOM B MEHO31.

PobGepTcoHiBChKi TpaHCJIOKauiI € OJHUM 3 HAMOUIbLI MOLIMPEHUX THUIIIB
BPO/DKCHHX XPOMOCOMHHX aHOMAJIH y JIFOAMHH. 32 ISIKUMH JaHUMH, iX 4acTora
cTtaHoBUTH 1:1000 HOBOHAPOJDKECHHX. Ix HOCi{ peHOTHIIOBO HOpMaJIBHl OIHAK Y HUX
ICHY€ PU3HK BUKHUIIHIB 1 HAPOHKEHHS A1Tel 3 He30aJaHCOBaHUM Kap1OTHUIIOM, SIKUIA
CYTTEBO BapIIO€ 3aJI€KHO Bl XPOMOCOM, 3aJTyUEHHUX JI0 3JIUTTSI, a TAKOXK BiJ] CTaTI
HOCISI.
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AKpOLIEHTPUYHI XpOMOCOMMU
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Benuka MeTaueHTpU4YHa XpoMocoMa Mana XpOMOCOMa

PoGepTcoHIBChKI TpaHCIOKaIlii, MOKIMBO, € MIPUUUHOIO BIIMIHHOCTEH MIXK
YHCJIOM XPOMOCOM Y OJHM3bKOCTIOpiiHEHUX BUiB. JloBeneHo, o aBa rmieya 2-i
XPOMOCOMH JIFOJMHH BiAMOBIAI0TH 12 1 13 xpomMocomam mumiian3e. Moximgo, 2-a
XpOMOCOMa YTBOpHJAcs B pPe3yJabTaTi pOOEPTCOHOBCKOI TpaHCIOKAIli JBOX
XpOMOCOM MaBIOMOAIOHUX MPENIKIB TIOAUHU. TakuM K€ YHHOM MOSCHIOIOThH TOU
(daxT, mo pi3Hi BUaAKU Ap0o30Gh I MarOTh B 3 10 6 XpOMOCOM.

Tpancnokaiii, TakoX $K 1 1HIIl XPOMOCOMHI MepeOyaoBH, MOXYTb
CYNPOBOKYBATH BHAOYTBOpeHHS. OKpiM TOTO BOHU BHUKJIMKAIOTH 3HUKEHHS
(bepTUIBLHOCTI, OHKOJIOTIYHI Ta BPO/DKEH1 CHAKOBI 3aXBOPIOBAHHSL.

JIJist mo3HaYEHHSs TPaHCIOKaI[ld BUKOPHUCTOBYIOTh MI>KHApOIHY CUCTEMY 3
UTOT€HETUYHOI HOMEHKNaTypu tonuuu (The International System for Human
Cytogenetic Nomenclature — ISCN). 3antuct (4; B) (p1; g2) o3Ha4ae TpaHCIOKAILIUIO
MK XxpomocoMmamu 4 1 B. [ndopmariis mo apyre myKKax Ta€ThCS TOTATKOBO IS
JIOKaJi3alii TOYOK PO3pUBY BeepeArH1 Xpomocomu A 1 B BianosigHo. Jlitepa p
03Ha4Ya€ KOPOTKE TIJIeUe XPOMOCOMH, JIITEpa ¢ — JAOBre Iuieue, mudpu micis p 1 ¢
BIIHOCATBCA JI0 HyMepalii xpomocomuux 6Oenois. Jlna poOepTCOHOBCKOL
TpaHCJIOKallMil BUKOPUCTOBYETHCSI CKOPOUEHHS der ab0 rob, Hanipukian, der (rob)
(13; 14) (¢q10; ¢10).

InBepcieto (Big nart. inversio — nepeBepTaHHs, IEPECTABICHHS) HA3UBAIOTh
XPOMOCOMHY MepeOyI0BY, PH SIKiil BIIOyBAETHCA MOBOPOT JILJISIHKKA XPOMOCOMH Ha
180°. ImBepcii BITHOCATBCA 10 30alaHCOBAHUX BHYTPIITHBOXPOMOCOMHHUX
nepeOyoB.

Po3pi3ustoTs napayenmpuurny (1HBEpTOBaHUHN (PparMeHT J€XKUTh 10 O H OIK
Bl IIEHTPOMEpH) 1 nepuyenmpuurny (LIEHTPOMEpPA 3HAXOAUTHCS BCEpEIUHI
1HBEpTOBAaHOTO ()parMeHTa) iHeepcii.

[Ipu nmpoxomxkeHH1 Meito3y B npodasi I Mixk roMosoriyHUMHI XPOMOCOMAMH
B1JI0YBAa€ThCS CHHATICHUC, TTICIISl YOTO MOMIIUBHI KPOCHUHTOBED 1 pEeKOMOIHAIIS MK
HUMU. [eTepo3UroTHICTh 3a IHBEPCIEI0 YCKIAAHIOE TOIIYK TOMOJIOTIYHUX
MOCJIJJOBHOCTEH MMij] 4ac CHHAINCUCYy XpoMocoM. KopoTki reTepo3uroTHi 1HBepcii
3YMOBJTIOIOTH TPYAHOIIII ITPU CUHATIIC, aJie BOHU JIOJIAIOTHCS B MPOIIECi TaK 3BaHOI
cuUHanmu4Hoi nidconku. Y pe3ylbTaTi OCTAaHHBOI Ha MICII 1HBepCii GOpMyeEThCI
He2omono2iynull cunancuc (eemepocunancuc), KU OJOKy€ PEKOMOIHALIILO.
JlocTaTHBO JIOBI1 T€TEPO3UTOTHI 1HBEpCIi 3/1aTHI YTBOPIOBATH MOBHOIHHUMN
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TOMOJIOTITYHUM CUHAIICHUC 32 paxyHOK (DOpMYBaHHS iH8epCIliHOi nemii, 1, OTKE, B
MeKax 1HBEPTOBAHOI AUISIHKU MOXe€ B1IOYyTHUCh KPOCHHTOBED.

[NapaueHTpuyHa iHBepCis MNepuueHTpuYHa iHBepCis
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InBepciiina neTisi B XpoMocoMax: JiiBOpyd — OTO; PaBOPYyU — CXeMa.

S0 y TreTepo3uroTH 3a MNEPUIEHTPUYHOIO I1HBEPCIEI0 TpU MeHo3i
BIZIOYBAa€ThCS KPOCHHIOBEP Y MeEKax 1HBEPTOBAHOIO AUISHKHU, TO (DOPMYIOTHCS
aHOMaJIbH1 pEeKOMOIHAHATH1 XPOMOCOMH 3 TYTUTIKALIIETO 1 A€TELI€I0 (IUB. HIXYE). Y
TETEPO3UIOTH 33  MapalCHTPHIHOO 1HBEpCi€I0 KPOCHHTOBEp B  MeXax
1HBEPTOBAHOTO JUISIHKY MPU3BOAUTH 10 (HOPMYBaHHS JIIIEHTPUYHOT XPOMOCOMHU 1
aneHTpuyHoro (Qparmenty. B o00ox Bumagkax ramMeTH, SKi MICTUTHUMYTb
PEKOMOIHAHTHI XPOMOCOMM BUSIBISTHCSI T€HETUYHO He30aJaHCOBAaHUMH, 1
HMOBIPHICTH (hOPMYBaHHS KUTTE3AATHUX HAIIAJKIB 3 TAKUX TaMET € HU3bKOIO.



TEHOM JIIOAUHU TA METOJIM OO BUBUEHHSI

Takum 4HOM, T€TEPO3UTOTHICTD 32 IHBEPCIEIO MPU3BOIUTS JI0 MPUTHIYCHHS
pexoMOiHallll B MeXax 1HBEpCii 32 PaxyHOK JBOX OCHOBHUX MEXaHI3MIB: 4yepe3
OJIOKYBaHHSI pEeKOMOIHAIli y pa3l TeTepOCHUHAINCUCY 1 3a PAXYHOK HHU3BKOL
WMOBIPHOCTI BUHUKHEHHSI PEKOMOIHAHTHHUX MPOAYKTIB C€pel Hallla IKiB BHACIIIOK
TeHETHYHOI He30aIaHCOBAHOCTI raMeT.

[Ipy roMO3WMTOTHUX IHBEPCISX, SKIIO BOHU HE TOB’S3aHl 3 JETAJIbHUM
e eKTOM, KPOCUHIOBEp IPOTiKae HOpMabHO. [IpnynHa 1bOT0 04€BHIHA, OCKLIIBKH
TaKl TOMOJIOTIYH1 XpOMOCOMH B Ipoda3i Meilo3y MOXKYTh BIIbHO KOH IOI'YBaTH i
OOMIHIOBATUCS 1IEHTUYHUMU JTIISTHKAMU.

[Ipote cimixg MaTu Ha yBa3i, 1110 HE BCSIKE MPUTHIYCHHS KPOCUHTOBEPY MOXKE
OyTu crnpuurHeHe i€t 1HBepcii. ICHYIOTh Taki TeHHI MyTallli, sIKi MOXYTb
NEPEIIKOIKAaTH HOPMaJbHOMY CHHAIICUCY XpOMOCOM Yy mpodasi meiosy
(acunanmuuni 2cenu), SK 1€ BCTAHOBJICHO JUISI KyKypYI3U, XKUTA, OABOBHUKY,
AypMaHy, sS’MMEHIO, a TAaKOX y AP030¢iIu.

JIns BUHWKHEHHS 1HBepcii HeoOXiqHOI YMOBOw € momkomkeHHs [JHK y
BUIVISIII IBOHUTKOBOTO PO3PHUBY 3 HACTYITHOIO MOMUJIKOIO pernapairii. Pemapariis
nBoHuTKoBOro po3puBy JIHK wmoxxe mnpoxomutu 1BOMa  CiocoOamu:
HETOMOJIOTIYHUM 3’ €JHAHHSM PO3PHUBIB 1 TOMOJIOTIYHOKO pekoMOuHaieo. [1pu
penaparlii HUISIXOM HErOMOJIOTYHHX 3’ € THAHb MOKYTh ITOMUJIKOBO TTO€THATHCS J1BA
BHYTpiHIHBOXpOMOCOMHI/IX PO3PHBH 3 PO3BOPOTOM JUTSTHKY MK HUMH Ha 180°. [Tpu
rOMOJIOTIYH1M peKOMOIHAIIIT MOXKE BI,Z[6yTI/IC$[ HEBIpHU U BUO1P MOCII1I0BHOCTI I[HK
Ha OCHOBI sIKOi BifI0yBaeThcs penapailis nomrkomkeHoi JJHK. 3amicTs romonorigxoi
MIOCJTIIOBHOCTI B1JI0yBa€THCS TOMUIIKOBHUIA BUOIP MapaioriyHOT TOCIIIOBHOCTI ITi€T
K XpPOMOCOMH.

HuHi icHye Tpy OCHOBHMX I1IXOU JUTS BUSIBIICHHS 1HBEPCIiii: 32 JOMTOMOTOO
KJIACUYHOTO T€HETUYHOTO aHaJl13y, IIUTOJOTIYHUX JOCIIKEHb 1 Ha OCHOBI JJAHUX
CEKBEHYBaHHS TOBHOTO reHoMY. HaliO11bI11 TOMMUPEHUM € IIUTONOTTYHUHN M1AX1].

Hynnikauist (Bl nat. duplicatio — NOABOEHHS) — PI3HOBUJ XPOMOCOMHHX
abepaniif, mpyu sKid NEBHUM CEIrMEHT XPOMOCOMH BHSBIISIETHCS IOIBOEHHUM.
Jlymunikaiiii SiBJIsiioTh COO0I0 Kitac MepeOy1oB, 1m0 00’ €IHYE SIK BHYTPIIIHBO-, TaK 1
MIXKXPOMOCOMHI TepeOy10BU. 30KpemMa BUUISIOTh TaKi pi3HOBUIN JAYTUTIKAIIIMN:

1) Tanoemna — 1ie BUHUKHEHHS JTONATKOBOI KOIi JIISHKHA XPOMOCOMH, SIKA
PO3TAIIOBYETHCS OJIpa3y 3a OPUTTHAIILHUM CETMEHTOM, 110 OyB IOJBOEHUI
(puc. 20). Komii, siki BAHUKJIM B OAH1A XpOMOCOMI MOXXYTh PO3TAIlIOBYBaTHCS
y BUDVISIJI IPSMUX 200 1HBEPTOBAHUX TaHJIEMHUX MOBTOPIB;

2) Iepemiwena — 11e IOIABOEHHS TUISHKH TIEBHOI XPOMOCOMH, TIPH IKOMY HOBA
KOTIisl MO’K€ PO3TaIllOBYBAaTHUCh B HOBOMY MICII1 IaHOI XpOMOCOMH ab0 Ha
IHIIIH TOMOJIOTIYH1M XpoMocomi. OKpIM TOTo, TYIJIIKOBaHA JUISTHKA MOJKE
OyTH JIOKaii30BaHa B HErOMOJIOTIYHIM XpoMocoMmi, TOOTO B 1HIIIHM rpymi
3UYEIJICHHS;

3) Binbra — 1€ TOABOECHHS TIITHKH XPOMOCOMM, IPH SKili HOBA KOIIisl MOKE
YTBOPUTU OKPEMY Maly XpOMOCOMY 31 CBOIMH BJIACHUMH TEJIOMEpaMH 1
LEHTPOMEPOIO;

4) Amnnighikayii —BuMagKu 6AraTOPa30BHX MOBTOPEHD JIISHKH XPOMOCOMH.
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HopmanbHa xpomocoma
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NoaBo€EHa cekuis XpOMOCOMM

TangeMHi myruTikaiii 3’sIBISIOTBCS B CTAT€BUX KIITUHAX MPU MEHO31 B
pe3ynbTaTi HepiBH0r0 KPOCHHTOBEPY TP IT-OMY JIPYTHI rOMOJIOT HECe AeIelii0 abo
B COMATHYHHUX KJIITHHAX BHACIJOK HEaJeIbHOI TOMOJIOTIYHOI peKoMOiHaIl{ TpH
penapaun nsonuTKoBUX po3puBiB JJHK. ¥V npoueci KPOCHHTOBEPY B reTepO3UTOTI
IpU  KOH torarii XPOMOCOMH 3 TAaHJIEMHOIO AYIUTIKALI€0 1 HOPMaJIbHOKO
XpOMOCOMOIO, SIK 1 TIpH Aeiienii, GOpMY€eTbCS Komnencayitina nemis.

Jlymmikaiii ClIyryloTh JKEpEJIOM JOJATKOBHX JAUISHOK TE€HETHYHOIO
MaTepiany, PyHKIIS SKUX Moke OyTH 3MiHEHA B pe3yJIbTaTi MyTallii 1 TOJaJIbIIOr0
BII0OPY. 32 paXyHOK TaHJAEMHUX AYILIIKAIlii BIIHOCHO KOPOTKUX HYKJIEOTUIHUX
MOCJIJOBHOCTEN MOX€E BIJIOyBaTUCS MOJOBKECHHS T'€HIB.

Heneuist (Big nat. deletio — HecTada, 3HUIICHHS) — 1€ XPOMOCOMHI
nepeOy10BH, TIPHU SKUX BIOYyBAETHCS BTpaTa JUITHKH XpOMOCOMHU. Jlermertiss Moske
OyTH HACIIAKOM PO3PUBY XpOMOCOMH ab0 pe3yabTaTOM HEPIBHOTO KPOCUHTOBEDY.
Takox, Jenenii MOXKyTh BAHUKATH B PE3YJIbTATI «IIPOCITU3aHHS MPHU PETLTIKALIIi,
SKIIO B IIOCIIJOBHOCTI MICTUTBCS 0OaraTo KOPOTKHX IMOBTOpPiB. OKpiM TOTO,
«IPOCITM3aHHDy MOXE BiJIOyBaTHUCA 1 B HEPEIUTIKOBaHIM XpoMOcoMi, Ha SKid
YTBOPIOIOTHCS €T BJOBK KOPOTKUX MOBTOPIB, & (EPMEHTH penapariii MOXyTh
BUJIANATH o0uBI ab0o ofHy 3 HUX. lle TakoX MPU3BOAUTH 10 PI3HOMAHITHUX
MyTaIIHHUX HACIIIKIB.

3a MOJI0KEHHSIM BTPaYEHOT AUITHKY XPOMOCOMH KJIacu(DiKyIOTh Aeselii Ha
BHYTPIIIHI (IHTEPKAJIAPHI1) 1 KiHIIEB] (TEpMIHAJIBH1):

1) Inmepranapni — BigCyTHIN BHYTPIIIHIA CETMEHT XPOMOMOMH, IIPU I[LOMY

BTpaTa HE 3a4irae TeIOMEpH;

2) Tepminanbni—BiICYTHIM TEIOMEPHHUIA CETMEHT i MPHIIETIIA JI0 HHOTO JiJISHEKA.

[cTUHHICTD TaKKX MyTaIllil y CBIT/I1 yHIKaJIbHOI (PyHKII11 TeTOMEp TOCTaRICHA

il CyMHIB. 30Kpema, i J0ci He SICHO, YW JIMCHO TepMiHaJIbHI HEeCTaul,

3apikcoBaH1 y OpraHi3miB i3 CIAJKOBUMH CHHJIPOMaMHU, YTBOPUJIUCS B

PEe3YNIbTaTI OHOTO PO3PHUBY.
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TepmMmiHanbHa geneyin
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PiznoBuau nenaewii

ko micas yTBOpPEHHs Jeielii XxpoMocoma 30eperia IeHTpoOMeEpPY, BOHa
aHAJOTIYHO 1HIIUM XPOMOCOMaM PEILTIKYEThCS 1 MEPEeNaeThCs Mif Yac MITO3y
JOYIpHIM KIIITUHAM, a AUISTHKU 0€3 EHTPOMEPH, K MPaBUIIO,BTpadatoThes. [pu
KOH "forarfii ToMOJIOTIYHIX XpOMOCOM ITiJ] 9ac MEe03y Y HOpMaIbHO1 XpOMOCOMHU Ha
MICII1, BIAMOBIAHOI IHTEPKAJISAPHOIL Aemenli 1e(eKTHOI XPOMOCOMHU, YTBOPIOETHCS
KOMRneHCcayiiuna nemJs.
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Kon’roraumisi roMoJIOTiYHMX XPOMOMOM IeTEPO3UTIOTHHUX 32 JeJIeIi€l0

[HOA1 po3puBH BiI0YBaIOTHCS OHOYACHO B 000X MjIeyax xpomocomu. Oousa
AlEHTPUYHI KIHIIl €JNIMIHYIOTBCA, a BIJKPHUTI KIHI[l IEHTPUYHOrO (parMeHra
MOXYTb 3’ €THATUCS 3 YTBOPEHHSAM KilbY€80i XPOMOCOMU.

Oprani3zmu, T€TEpO3UTOTHI 3a JENCIISMHU, € TeMI3SUTOTHUMH (TOOTO MarOTh
TIIBKM OIHY J03y T€HIB) 3a BTpPaY€HUMH JIOKycaM, TOMY BCl pPELIECUBHI IeHU
BIJIMOBIAHUX JIOKYCIB 1HTAKTHOrO (OPHUTIHAJIBHOTO) TOMOJIOTa IPOSIBISIOTHCS
(heHOTHUTIOBO.

[TpoTspkHi genmerii 3a3BUYail JeTalbHI B TOMO3WTOTHOMY cTaHi. J[piOHi
Jenenii, Sk TpaBujio, HE BUKJIMKAIOTh CEPHO3HUX MOPYIIEHb TEHHOTO OallaHCy 1
MOXXYTh 30epiraTucsi B Te€MI3UTOTHOMY cTaHl. JlocuTh dYacto jaenerii
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CYNPOBOKYIOTBCSl 3HMIKEHHSIM JKATTE3AATHOCTI Ta TUIOMIOYOCTI HECYy4HMX ix
ocobuH. IHomi peHorunoBuit eext ApiOHUX AENEIiN IMITYe T€HHY MYTaIlilo.
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Kineuesa AUEHTPUYHWMA
o XpoMocoMa  bparMeHT
@opMyBaHHA KUIbIEBOI XPOMOCOMM

h |

[Tpu mpoxomkeHH1 Meito3y B npodasi [ Mixk roMosOriYHUME XPOMOCOMAMH
B1JI0YBAa€ThCSI CHHATICHUC, TTICIISl YOTO MOMIIMUBHI KPOCHUHTOBED 1 pEeKOMOIHAIIS MK
HUMU. [eTepo3UroTHICTp 3a IHBEPCIEI0 YCKIAAHIOE TOIIYK TOMOJIOTIYHHX
MOCJIJJOBHOCTEH il 4ac CHHAINCUCYy XpoMocoM. KopoTki reTepo3uroTHi 1HBepcii
3YMOBJIIOIOTH TPYAHOIIII ITPU CUHAIIC, aJle BOHU JIOJIAIOTHCS B MPOIIECi TaK 3BaHOI
cuUHanmu4Hoi nid2conku. Y pe3ylbTaTi OCTAaHHBOI Ha MICII 1HBepCii GOpMYyETHCI
He2omono2iynull cunancuc (eemepocunancuc), KU OJOKy€ PEKOMOIHALIILO.
JlocTaTHBRO JIOBIT TE€TEPO3UTOTHI 1HBEpCIi 3/1aTHI YTBOPIOBATH MOBHOIIHHUMN
TOMOJIOTITYHUM CUHAICHUC 32 paXyHOK (DOpMYBaHHS iH8epCIliHOi nemii, 1, OTKE, B
MeXaX 1HBEpTOBAHOI JIJISHKHA MOXE BiIOyTHCHh KPOCHHTOBED.

[Ipu gocaimxenH1 MyTalii y 1po30(} 1 BUSBIEHO, 110 XPOMOCOMHI abepartii
CYIPOBOIXKYIOTHCS IOCUTH YITKUM BIIJIMBOM Ha Oy/b-sIK1 O3HAKK opraHizmy. Yacto
BIJIOYBAa€ThCA 3MiHA, SIKa y TOMO3UTOTHOMY CTaH1 BU3HA4Ya€ HEXKUTTE3IATHICTH
OpraHi3My Ha paHHIX eTanax Woro po3BUTKY: 1HBEPCIii, TpaHCIOKAIlli 1 TPAKTUYHO
BCl HecTaui. Ajie 1 y TeTepO3UrOTHOMY CTaHI XPOMOCOMHI abepaiii iHOAI
BUKJIMKAIOTH 3HMKEHHS )KUTTE3NATHOCTI Ta MJIOMOYOCTI. € BC1 IM1ICTABUA BBAXKATH
Mo/i0H1 XapaKTEePHUCTUKH, TTOB'SI3aH1 3 XPOMOCOMHUMHU a0epallisiMu, pe3yabTaToM
e(EKTY IMOJIOKCHHSL.

binpiiicTe HecTau Ta Aymumkamii 'y JIpo30(inu BIAPI3HSAIOTHCA YITKUM
crenudi9HUM TOMIHAHTHUM TTPOSIBOM, SIKMI TTO3HAYAE€THLCS HA 3MIH1 TUX UM 1HIIIMX
o3Hak. [Ipu 11poMy xapakTepHUil MJIEHOTPOIHUM MPOSB TaKUX MyTallii. Tak, neski
HECTaul BUPAXKAIOTHCA HE TUIBKU y 3MiHI IETUHOK, a ¥ y 3MiHI PO3MIpIB TiJa,
MOBEPXHI 1 pO3MIpiB 04ei, OynoBU KpuJl, TI0A0YOCTI. OUeBUIHO, 1 111 ()EHOTHUIIOBI
MPOSIBU XPOMOCOMHHUX alepallii IJIKOM MOXHa BBaKaTU Pe3ylIbTaTOM €(eKTy
MOJIOKECHHSI.

Takum 4MHOM, JJaHHI T€HETUKU Ta IUTOICHETHKU CBIIYATh PO T€, 110
XPOMOCOMH TTPEACTABISAIOTH COO0I0 TIEBHUM YHHOM OpTaHi30BaHI TeHHI KOMIIJICKCH,
y MeXax SKHX 1 3[1HCHIOEThCS poOoTa TeHiB. llopymieHHs B opranizamii 1ux
KOMILJIEKCIB IPU XPOMOCOMHUX MepeOy10BaX YaCTO MPU3BOAATH J10 3MiH B €KCIIPeCii
reHiB. [le gacTo cnocTepiraeTbes y apo3odiau mpu nepedynoBax, Kl 3a4inaroTh
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OJHOYACHO €yXPOMATHHOBI Ta T€TEPOXPOMATHUHOBI JIJISHKHU, ajie MOAIOH1 3MIHU
CYIPOBOIKYIOTECS 1 a0epallisiMi, K1 3a91Mal0Th TIJIBKH €yXpOMaTHHOBI JUISTHKH.
Myrariii, 3HauHa 4YacTHMHA SKUX MPEACTaBIsE COOOK XPOMOCOMHI
nepeOy10BU, MaOyTh, MOXYTh MOTPAIUISTH M1 KOHTPOJIb MPUPOIHOTO BiIOOPY
HaBiTh y TETEPO3UTOTHOMY CTaHI caMe€ BHACHIIOK e(EeKTy TMONOKEHHS —
HE3BUYAIHOTO MPOSABY T'€HIB, HAWOIMKUE OTOUEHHS SIKUX 3MIHUIIOCH.

TakuM 9uHOM, Ha NOJATOK MO Ti€l poi, Ky XPOMOCOMHI mepeOynaoBu
BIJITPAIOTh Y MPOILIEC] €BOJIIOLIT T€HOMIB, 3a0€31euyouu 30aradyeHHs TeHETUYHOrO
MaTepiany, CTBOPEHHS HOBUX I'€HIB, 3MiHA Y PO3MO/ILIII TEHIB Y MekKaX XpOMOCOMH 1
MK XPOMOCOMaMH, BOHHM Yy 0araThbOX BHUIAJKaX XapaKTepU3YIOThCS IIE W
cnenu(piyHOI0 3MIHOK THUX YW IHIIMX O3HAK OPraHi3My B HACHiJIOK €(eKTy
MOJIOKECHHSI.



