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YHIBEPCUTETY, KaHAMJATa MEJaroriyHuX HayK, [OIEHTa, 3aciay>KEHOTo JiKaps
Ykpainu.
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Jlekmis 1.
Tema 1. HykuieinoBi KHCI0TH SIK 00’ €KTH BHBYEHHSI MOJIEKYJISIPHOI T€HETHKM.
Penunikanis Ta penapauis J[THK. Excnpecist renis Ta ii peryjasuis

Ila1an.

p—

. XapaKTepucTruKa HyKJIETHOBUX KUCIIOT.

2. bynora JIHK ta PHK. Pemnikaria JJHK.
3. Exkcmnpecis reHiB Ta ii peryssiis.
4

. EnireneTnuna perysmsiis ekcrnpecii reHiB.

XapakTepUCTHKA HYKJICIHOBUX KHCJIOT.

VY xmituHi B nmoToui iHGopmalii nocaigoBHo 6epyTh ydyacts JJHK xpomocom
anpa, monekynu 1-PHK, ski mepenocsats ii y uuromnasmy; pubocomu, T-PHK 1
dbepMeHTH akTuBallii aMIHOKUCIOT. Hapemri cHUHTe3yloThcsi OUIKM 3 TEBHOIO
CTPYKTYPOIO 1 PYHKIISIMH.

['onoBHa ponb y 30epekeHH1 1 nepeHeceHi 1HpopmMaIlii HaleKUTh HYKJIETHOBUM
kucioraMm. HykmeiHoBi kucimotu BiakputTi [.Minutepom (1844-1895) y 1869 p.
HyxkneiHoBl KuCHIOTH 3a0e3MeuyioTh MPOLECH CHHTE3y OllKa, YUM BHU3HAYaIOTh
XapakTep 0OMiHY PEeUYOBHH, 3aKOHOMIPHOCT1 POCTY 1 PO3BUTKY, SIBUIIA CIIaIKOBOCTI 1
MIHJIUBOCTI. 3MiHa CTPYKTYPH HYKJIETHOBUX KUCJIOT BEJE /10 MaTOJIOrYHOro cTany. €
2 rpynu nykieiHoBux kucinor — PHK 1 IHK. Bonu BinMiHHI XiMIYHOIO OYyJI0BOIO 1
010JI0T1TYHUMU BIACTUBOCTSIMHU.

Hesiki Bipycu wmictsath Tutbku PHK ab6o JIHK, ane wmitmHuM GakTepiit 1 BCix
eyKapioT MICTATh HykJeiHoBI kuciotu o6ox tumiB. JHK 1 PHK y xmituni
JokanizoBaHi no-pizHomy. JJTHK 3HaxoauThCs nepeBakHO y SAp1, BXOAUTH A0 CKIaay
XpOMaTHHY, 30cepekeHa y xpomocomax. Y sapi JIHK cnonydena 3 micToHamMu 1
npoTraMiHaMH, TOOTO yTBOprtoTh Hykieomnporeinu. JHK Bxomauts m0 cknamy
MITOXOHAPIH, eHTpocom 1 iactua. PHK 3naxonutees B sigepui siapa 1 pubocomax, i
e Y HUTOIIa3MaTUYHOMY MaTpPHKCI.

HyxkseiHoBl KUCTOTH € 010JOTTYHUMHU ModiMepaMu. MOHOMEPHUMH JIaHKaMu
HK € nykneornnn — docdopHi edipu HyKICo3uIiB, AKI MOOYyAOBaHI 3 MEHTO3U 1
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reteporukiaiyHoi ocHoBu. Y PHK ByrneBonuuii komnonent — D-pu6o3a, B JJHK —
D-2-ne3okcupu6o3a. 3B'SI30K MK BYTJIEBOJHUM 3aJUIIKOM 1 TETEPOLUKIIUHOIO
OCHOBOIO B HYKJICOTH1 3I1MCHIOETHCS 3a TOMOMOroi0 N-TIIIKO3WAHOrO 3B'SI3Ky. B
akocTi rerepouukiaiuaux ocHoB JIHK mictute nBa mypuna: anenin (A) i ryasis (G) 1
nBa nipumiauHu: TUMiH (T) 1 muto3un (C). Y PHK 3aMicTh TUMIHY MICTUTBCS ypariuil
(U). Ho cknany JIHK BXoasaTh 4 HyKJI€OTH/A.

PHK wictuts monocaxapumu pu6o3y (CsHi0Os), JHK — monocaxapuam
nu3okcupn6o3y(CsHi0O4). Azotucti ocHoBu A, I', 1 L] BxoasaTe g0 ckiagy 0060x
kuciot, a T — nmo ckmany tuteku JIHK; ¥V — tinekum no ckimany PHK. Oxpemi
HYKJICOTUIU TPHU MOJIMepHU3allli Croay4aroThcss MK c00010 3anuimkaMu GochopHoi
kucinotd. Ilpm 1pOMY yTBOpPIOIOTBCS 1H-, TpU-, TeTpa-, IMEHTa-, TeKca-,
MOJIIHYKJICOTUIM, MOJIEKYJU SIKHX YTBOPEHI JECSITKaMH, COTHSAMH 1 THUCAYAMHU
HYKJIEOTHIiB. IX BigHOCHA MomekyaspHa Maca 1500000 — 2000000 i Ginblie.
Hyxneotuan MoXyTh po3TalioByBaTHCS Y OyAb-sIKid MOCTIIOBHOCTI, 1110 3a0e3meuye
iX BEJIMKY p13HOMaHITHICTb.

OcHoBHa 6ionoriuna pynkiis JJHK mnonsrae y 30epiranHi, caMOBITHOBJIEHHI,
caMoO BiITBOpEHHI(peruTiKallisi) 1 epeaBaHHsl reHeTUYHOi(CaakoBoi) iH(opMmalii y
kiituHi. bionoriyna pons PHK moB’s3ana 3 cunTe3om Ouika, TOOTO peaizalli€io
cnagkoBoi iHpopmartii. PHK e mocepennnkom mix JIHK 1 monekynoro Oinka, sika
CUHTE3YEThCS.

JTHK.

Maxkpomonekyasipua opranusania JHK. YV 1953 p. [Ix.Yorcon 1 @.Kpik
3anporonyBanu  moxaenb crpykrypu JIHK. Tlpu mnoOymoBi wmojem  BueHi
rpyHTyBanucs Ha takux gaanux: JIHK € momimepom, 1o ckinanaerbes 3 HyKICOTUIIB,
cnomydyeHux 3'-5'-dochomuedipaumu  3B'szkamu. Cxnaxg  wHykieoruais  JIHK
nigkopsieTbest npaBunam Yaprada: y JHK Bmict mypunoBux HykiaeoTunaiB (A+G)
3aBXIM JOPIBHIOE BMICTY HipuMiAMHOBUX HyKieoTuliB (T+C); yucno 3anumkis A
3aBKAM JIOPIBHIOE 4yuCHy 3aiduiikiB T, uucio 3anumkiB G — uucny 3anumkiB C.
Pentrenorpamu JIHK, ynepuie orpumani M. Vinkincowm i1 P. ®pankiiin, BKa3yioTh Ha

T€, 1[0 MOJEKyJla Ma€ CHipajbHy CTPYKTYpY 1 MICTUTh OUIbllIE HDK OJHH



noJiiHykJIeoTuAHuM nanuor. Kucnotno-nyxxue turpyBanus JIHK noBoauts, mio ii
CTPYKTypa CTaOUTI3y€eThCSI BOJHEBUMHU 3B'A3KkaMu. TUTpyBaHHS 1 HarpiBaHHS
natuBHoi JIHK Bukiukae momiTHI 3MiHM ii (I3MYHMX BJIACTHUBOCTEH, 30Kpema
B'A3KICTh, TEPEBOJAYM 11 B «J€HATypoBaHy» (opmy, 0e3 BTpaTh KOBAJICHTHHX
3B's13kiB. Ha ocnoBi mux ganux Jl.Yorcon 1 @.Kpik 3anpornoHyBajiud TPUBHUMIPHY
mozaens JIHK, sika mosicHioBana pe3ylbTaTd PEHTICHOCTPYKTYPHOTO aHajizy 1
xapaktepny it JIHK mapuicte ocHoB. 3rimHo ix wmogeni mosekyna JHK e
MPaBUIBHOIO MPABOTBUHTOBOIO CHIPAJIIIO, YTBOPEHOIO JBOMA MOJIHYKICOTHIHUMHU
JAHIIOTaMU, 3aKpyYE€HHMH OJIMH BIJHOCHO OJIHOTO 1 HABKOJIO 3arajbHOi oci. /[Ba
MOJIIHYKJICOTH/IHI JIAaHILIOTH, po3TalioBaHi 1o mnepudepii MOJEKyIH, MaioTh
aHTUTapajenbHy opieHTanioo. Lle o3Hauae, 110 SKIIO pyXaTHUCS Y3IIOBXK OCI cripai
BiJl OJIHOTO ii KIHIIS 10 1HIIOTO B OAHOMY JaHI031, pochoauedipini 3B's13kM MarOTh
Hampsm 3' — 5 a B i1l — 5' — 3, To6TO Ha KOKHOMY 3 KIHI[IB JIIHIHHOT MOJIEKYJIN
JHK posramoBani 5'-KiHenp OJHOTO JIaHIora i 3'—KiHElb IHIIOrO JaHItora.
HiameTp cmipani MOCTIMHUN y300BXK yciel 11 JOBXHHM 1 JopiBHIOE = 2,0 HM.
INapodineHl meHTo30(pocdhaTHI OCTOBH JIAHITIOTIB PO3TAIIOBaHI Ha 30BHINIHIN
CTOpoH1 ToJBiiHOI cripani. ['iapodoOHI MypuHOBI 1 MIPUMIIMHOBI OCHOBH 000X
JAHIIOTIB YKJIAJeHl CTONKOoK 3 1HTepBajoM 0,34 HM 1 CHpsSMOBaHI BCEpEIUHY
cripali; TUIONIMHU KUIeIb FeTEPOLUKIIYHUX OCHOB MEPHEHAMKYIISPHI TOJOBHIN OCI
cripani. JlokuHa BUTKA CIipaii, SKUW BIAMOBIIAE 11 IEPIOAy IACHTUYHOCTI, CKIaAa€e
3,40 um. Ha ogun Butok cripani npunajgae 10 HyKICOTUIHUX 3aTUIIKIB B OAHOMY
naunio3i. [loasiiiHa cripaiib cTabUTIBYEThCSA 32 JOMOMOTOI BOJHEBHUX 3B'S3KIB MIXK
nypuHamu oaHoro yanimora JJHK 1 mipuminunamu iHmoro, a came, Mk A =T, G =
C. OcHoBH, 1110 YTBOPIOIOTH Mapu, 00’ €aHAHI BOJHEBUMH 3B'SI3KaMU, IICTAJIM HA3BY
KoMIieMeHTapHux map. Y AT-mapi OCHOBM CHOJy4Y€HI 3a JOMOMOrOI0 JBOX
BOJIHEBMX 3B'A3KiB: OJIHA — MK aMIHO- 1 KETOTpyIlaMH, 1HIIIA — MDK JIBOMa aTOMaMH
a30Ty NMypuHY 1 mipumiguHy BignosinHo. Y I'll-mapi € Tpu BogHEBUX 3B'A3KH: JBa 3
HUX YTBOPIOIOTBCS MK aMiHO- 1 KETOTpyHamH BIAMOBIIHUX OCHOB, a TPETS — MIXK
aToMaMy a30Ty MypUHY 1 MipuMiguHy. Y 3B'SI3Ky 3 IIUM MOCIIJIOBHICTH OCHOB B

OJIHOMY JIaHI[}031 BU3HAYAE TX TOCHIJOBHICTh B IHIIOMY.



3narnicts JIHK no aBropenmpoaykiii i1 i 34aTHICTh OyTH HOCIEM 1H(pOpMaIii
OB’ s13aH1 3 0COOJIMBOCTAMU CTPYKTypH i1 Monekyin. Monekyna JIHK cxmamaerbes 3
IBOX CIIpaJbHO PO3KPYUYEHHX HUTOK. A30TUCTI ocHOBH opaHiei HuUTKH JIHK
CIOJIy4€H1 BOJHEBUMHU «MICTKAMH» 3 OCHOBaMHU IHIIOI, MPUYOMY A 3B’S3Y€ThCA
tutbku 3 T, a Il — 3 I'. Boun komminementapui. Ha iboMy IpyHTY€TbCS BJIACTUBICTD
JHK no asropenpoaykiii (camoBinTBOpeHHs). ABTopenpoaykiis mojekyn JIHK
BinOyBaeTbcss  mifg  BIMBoM  (depmenty  JHK-momimepaszu. Ilpm  mpomy
koMIiemeHTapHi nanitoru moisekyn JIHK poskpyuyerbest 1 posxopstees. IloTim
KOXXKHa 3 HHMX I[IOYMHA€ CHUHTE3yBaTH HOBY. BinOyBaeTbcsi TOYHE BIATBOPEHHS
MaTEepPUHCHKOI MOJIEKYJIH(3a TPUHLUUIOM KOMIUTIMEHTAPHOCT1). YTBOPIOIOThCS 2
1IGHTUYH1 O10CcTipal, y KOXKHiHM 3 aKux | HUTKa MaTepUHCHKA, a Ipyra — HOBA.

[Ipu moxuni xnituH noaBoeHHst moisiekyn JIHK BinOyBaeThcsi Tak, 110 HOBI
MOJIEKYJIM MalOTh Ty K CTPYKTYpY, 110 ¥ BuXiaHi. [{luM MOsACHIOETHCS NepeaaBaHHs
cniakoBoi iHGopMaIllii BiJ KJIITUHU 10 KIITHUHH, 3 TIOKOJIIHHS B TTIOKOJIIHHS.

B JIHK 3akomoBana mporpama cuHTe3y Oaratbox OLIKiB. Miciie KOXHOT
aMIHOKUCJIOTH Y TOJIMNENTUIHOMY JIAHIIOTY KOAYETHCS HYKJICOTHIAMH MOJEKYII
JHK (tpumner a6o komoH). JIHK koXHOro BHAY XapaKTEpU3YETHCS BEIHKOIO
MOCTIMHICTIO 1 BUAOBOIO crnenudivHicTio. Bignomenns A+T/I'+1] y pi3HUX BUIIB
pizae (y Oaktepii A+T/T+11=0,42; y momuaun — 1,53). bioxiMikoM
A.M.binozepcekum (1905-1972) BcTaHOBIEHO, IO BIAHONIICHHS Tap a30THUCTUX
OCHOB € BUJIOBOIO O3HAKOIO.

Kinekicte IHK y mpokapioT y cOTHI pa3iB MeHIIA, HDK y sApax KIITHH
eykapior. JIHK eykapior HeomHopigHa 1 mojuleHa Ha 3 KJIAacH: Kjac 4YacTo
IOBTOPIOBAHMX IOCIiIOBHOCTEN HYKIEOTHUIIB, IO 3yCTPiualoThes y TeHomi mo 10°
pasiB; KJac MOMIPHO MOBTOPIOBAHMX MOCIIJOBHOCTEH, 110 3yCTPIYAETHCS Yy T'€HOMI
10>~ 10° pasis; knac yHikanpHux ainsHok JHK 3 HEMOBTOPIOBAHUM CIOIYYEHHSIM
HyKaIeoTuaiB. Y sanpi kmituau Kuibkicte JJHK koxkHoro kmacy nHeonnakona. Tak, y
Mmui 10 1-ro kiacy BigHOCATh ~10% 3aranbHoi kinbkocTi JJHK; mo 2-ro — ~15%,
pemta 75% JHK — ynikanbai auistHku. Takumu € OutbinicTh reHiB. I[lomiOne

CHIBBIIHOIIEHHS 1y 1HIIUX OPTaHI3MiB.



JIHK 3 yacTo MOBTOPIOBAaHUMHM TOCIHIJOBHOCTSIMU HYKJIEOTH[IB HE 3B’si3aHa 3
CUHTE30M OUIKa, aje Moxke OyTH PO3AUIHLHOIO JIAHKOIO MIXK OKpEeMHMH T'e€HamH, abo
BUKOHYBaTH 1HII1 ¢yHKIIi. Kiac moMipHO MOBTOPIOBaHUX MOCTIAOBHOCTEH BKIIIOYAE
pi3HI reHu, y ToMmy uucii reau cunredy T-PHK, OuikiB, mo BXoIATh 10 CKiIaxy

pubocoMm 1 xpomatuny. Bouu notoprotorscs 10 400 pasis.

PHK.

[To6ynoBana noniono mo oxaniei 3 HuTok JJHK. Sxmo Bmict JIHK B ximituni
noctiiiauii, To BMIicT PHK xommBaeTncs, ocobmmBo Oarato ii B KIIITHHAX 3
iHTeHcUBHUM cuHTe3oM Ouika. € 3 Bumu PHK: puGocomanwha, iHdopmarriiina
(MaTpuyHa) 1 TPAHCIIOPTHA.

Pubocomansna (p-PHK) nHaitbuipma 3a posmipamu 1 Bkirodae 3000-4000
HYKJIeoTuI1B. Bxoaute 10 ckimamxy pubocoMm. B kimituni 13 3aransnHoi macu PHK 90%
npunagae Ha p-PHK. I3 p-PHK noOynoBanuii CTpyKTypHUE Kapkac pubocom,
BaXJIMBA ii pOJIb y IHILIALIT 1 3aKIHYEHHI CUHTE3Y 1 BIAIIEIJIEHHI TOTOBUX MOJIEKYII
O1Ka BiJT puOOCOM.

Inpopmaniitna (i-PHK) nece y co6i renetuuny iHgopmario st moOya0BH
6inka. Ii me nasuparots matpuunoio (M-PHK). Ha M-PHK 6yayroThcs mominenTHau
BIIMOBIAHO 110 3akjiajeHoi B HIA reHeTuyHoi iHdopmaii. Momnekyna i-PHK
CKJIaJIa€ThCsl 3 TPUILIETIB (KO/IOHIB). KOXHIM aMiHOKHUCIIOT1 BIJIMOBiIAa€ CBi1M KOJOH.
Monekynu 1-PHK mictsats 300-3000 Hyks1€OTHAIB; BITHOCHA MOJEKYJISIpHA Maca Bij
corenb THCAY 110 2000000. 1-PHK cknamae 0,5 — 1 % 3aransHoi macu PHK. I-PHK
icHye y nBoX (pyHKIisx : y Burisai 3puioi i-PHK npuxpimitorotsest 10 pubocom, e
MOYMHAETHCA 3UYUTYBaHHS 1HPopMalii. [HOMI y KIIITHHAX MOE HarpoOMaJUTUCh 3piia
1-PHK 3B’s13ana 3 O611KOM.

Monexkynu 1-PHK — nHaitkopotmii 1 ckamatotbest 3 70 — 100 HykieoTuaiB i
MalTh HaliMeHIy MoJieKyJisipHy Macy. T-PHK «minGupae» y nuTormiasmi mneBHi
aMIHOKHCJIOTH 1 «HIZHOCUTHY» iX 10 pudocom 3 1-PHK. Jlns koXHOI aMiHOKHCIOTH
icnye cBii Tun T-PHK. Ha ognomy 3 kinuiB monekynu 1-PHK ninsiaka, go sikoi

MIPUKPITUIIOETHCS TEBHA aMIHOKHUCIIOTA, HA IHIIOMY — JUISHKA, J€ PO3TAIIOBYETHCS



TPUILUIET BUIBHUX a30THUCTHUX OCHOB (aHTUKOJOH). [Ipum komIuieMeHTapHOMY
cniBnaganHi antukogony T-PHK 3 tpumnerom 1-PHK (komonom) aminokuciora

3aiiMae MeBHe Micile y OUIKOBINA MOJIEKYJII, SIKa CHHTE3Y€ThCS.

Penuikanis JIHK.

I'enetnuna iHMOpMaIis KIITUHHUX OPraHi3MiB — HYKJICOTHIHA MOCTI0BHICTh
JIHK. Jlna 30epexeHHs YHIKaIbHUX BIIACTMBOCTEW OpraHI3My HEOOXIJIHE TOYHE
BIITBOPEHHSI IIi€1 MOCIIIOBHOCTI B KOKHOMY TOKOJiHHI. [lin yac AileHHS KIITUHH
KOXHa 3 2-X JOYIpHIX KJIITUH MOBUHHA oTpuMatu TouyHy komito JIHK, 1ie o3Hauae,
mo mnepen auvieHHsMm JIHK noBunHa mnonpoirucs. Tak, KumikoBa majauyka TpH
YTBOPEHHI KOXKHOI'O IOKOJIIHHS TOBHMHHA IOJBOIOBATH TMOBHHMM T'€HOM PO3MIPOM
4x10° H.11., a coMaTUYHI KJIITUHU JTIOJUHI — KOIMIIOBaTH 6 MJIPJI. H.IL.

Pemikartis — ckinagHuil OG10JOTTYHUIM MpolleC peakilii MaTpUYHOTO CHUHTE3Y,
akuil  3a0esneuye  moaBoeHHs — moiekynu  JIHK.  BinOyBaetscs  3a
HAIlIBKOHCEPBATUBHUM MEXaHI3MOM Ta 3a MPUHUUIOM KOMIUIEMEHTApHOCTI.
Pernikamiss — QepMeHTaTUBHUM, eHepro3alekHui mpoiec. Peruikailis BHU3HaAYae
CaMOPENPOJYKIIII0O HAa MOJICKYJISIPHOMY PiBHI 1 JISKUTh B OCHOBI PO3BUTKY Ta
PO3MHOXKEHH1 OpraHi3MiB, 3a0€3MeUYeHHs ICHYBaHHS OKPEMUX OPraHi3MiB, MOMYJISLIH
Ta BU/IIB.

Mopens IHK VYorcona 1 Kpika, 1o3Bonuia 3po3yMiTH NPUHLMI PerIiKaiii
JHK. Ockitbkn koxxkeHn 3 manHiporie JIHK wmae mociigoBHICTH HYKICOTHIIB
KOMIUJIEMEHTapHy JAPYyroMy JaHiory, To npu noaBoenHi JIHK nanmrorn nmoBuHHI
PO3XOJIUTHCS, a TOTIM KOXEH CTa€ Marpuleo s M[M0OyJOBH HOBOIO
KOMIUIEMEHTapHOTO JIaHIfora (HariBKOHCEPBATUBHUI MEXaHI3M).

Mexanizm JIHK ximiunoi peakiiii, sikuii BiA0yBaeTbcs NpU peruiikallii, mojsrae
B nepeHeceHH1 3aJIMLIKY I€30KCUpUOOHYKIIe03uIMOHOPOoCchaTy BIiJ
N€30KCUPUOOHYKIICO3uA-Tpudochary Ha KIHICBUM HYKICOTUIHUM  3aJHIIOK
3pOCTAar0Yoro B MPOLECI CUHTE3Y HYKJIEOTUIHOro JaHIora. OCKUIbKU (pOpMyBaHHS
HOBOIO  TMOJIHYKJIEOTUAY HAe Ha NOJIPUOOHYKIEOTHIHIM  MaTpulll Mpu

Oe3lmepepBHOMY  3aMHMKaHHI  BOJHEBHX  3B'SI3KIB  MDK  KOMIUIEMEHTapHUMHU



IIypUHOBUMH 1 MIPUMITUHOBUMHU OCHOBaMu MaTpHIl 1
ne3okcupuodonykieosuaTpudocdaris, TO yMOBOIWO  (QYHKI[IOHYBAaHHS  IIHOTO
MEXaHI3My € OJHOJAHI[IOroBa CTPYKTypa MaTpull. Y 3B'SI3Ky 3 LHUM ICTOTHUM
MOMEHTOM B 010CHHTE31 € posiieruieHHs noasiiHoi cnipani JJHK Ha nBa nanitoru,
Ha AKuX Oyje 31MCHIOBATHCS KOMILIEMEHTApHUI CHUHTE3 MOYIpHIX JAHIOTIB. Y
pesynbTati 3 onHiei mosekynu JIHK yTBOprOIOTBHCS 1BI MOJICKYJIH, aOCOJIOTHO
imenTruHil MatepuHcbkiin monekyni JIHK. Ilicns ogHoro paynmy perutikaiii oguH
JaHIIOT B KOXHIM 3 aBox pgouipHix JIHK € mMarepuHcbkuM (KOHCEpBAaTUBHHM), a
1HITUH — HOBOCUHTE30BaHUM. Takuii cioci6 moaBoenHs mosekyn JIHK HazuBaeThes
nanigkoncepeamusnum (y 1958 p. M.Mesenbcon 1 @.Cranp oTpumanu

eKCIIepUMEHTAIbHUM J10Ka3 HallIBKOHCEpBAaTUBHOTO MexaH13My permutikaiii JITHK).

Binku i pepmenTtn, mo 0epyts yuacts B perikanii JTHK.

[Tpornec perikarii JJHK 311ficHIOETBCS 32 y4acTIO BEJIMKOI KUTBKOCT1 OUIKIB,
K1 YTBOPIOIOTH CKJIaAHUM 1 €pEeKTUBHO MPAIIOI0UHMI PEITIKaTUBHUN KOMIUIEKC.

JIHK-nonimepa3zu. KoMmmieMeHTapHe KOIIIOBaHHS OJHOJIAHIIIOTOBOT MaTPHII
katanizyroth JIHK-3anexni JIHK-momimepasu (JAHK-momimepasu). Heski JIHK-
noJiiMepa3u OTpPUMaHl B YHUCTOMY BUTJISII, ONUCaHi iX (i3uyHi 1 (epMEeHTATUBHI
BJIACTUBOCTI. XO04Ya Il BJIACTUBOCTI HE 30BCIM 1ACHTHYHI, MEXaHI3M KaTali3y BCiX
(bepMeHTIB y 3araJIbHUX pUCaX OJHAKOBUH.

[lonmiMepu3alliss HyKJIEOTHAIB B Mpolieci perulikailii BiAOyBaeTbCsd TUIBKU B
OJIHOMY HAaIpsIMKY: B S'—kKiHus a0 3'—kinus (5'—3') nanora, a nanmor JJHK 1o
CUHTE3Yy€ThCcs Oyne aHTunapaneabHuM 1o BigHomeHHio g0 JHK-matpumi. JHK-
noyriMepasa Oaiayka 10 MOCHiIOBHOCTI HyKJIeoTuAlB Marpuii. JJHK cunTesyerbes
HaJ3BUYAHO IIBUAKO: B Mexax Big 50 HykimeotuaiB/c y eykapioT 1 go 500
HYKJICOTHU/IIB/C y OaKTepiil.

HopManbHe pO3MHOKEHHS KIITHUH BHUMAara€ BHCOKOi TOYHOCTI KOMIIOBAHHS
JIHK-maTtpuili, s 1IbOro 1CHYIOTH CIELialIbHI MEXaHI3MH, OJIMH 3 IKUX — MEXaHI3M
camokopekiii. JIHK-momimepasa  mepeBipsie  KOMIUIEMEHTApHICTb  KOXKHOTO

HYKJIEOTHJa MAaTpHIll [JBIYi: OJMH pa3 Nepel BKIIOUYEHHAM WOro A0 CKIady
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3pOCTAal0Yoro JaHIora 1 JIpyruil pa3 — mepea TUM, SK BCTaBUTH HACTYIHHM
HYKJICOTHU/I.

JAHK-npaiimaza. JIHK-nonimepazu He 31aTHI IHIIIIOBATH CHUHTE3 HOBHX
nanioris JIHK, BoHr MoxyTh uiie nogaBati 1€30KCUPUOOHYKICOTUAM A0 3'-KIHIIS
HasBHOTO JaHIora. [1{o6 monexynu JIHK-nonximepasu mornu nouatu cuate3 JJHK,
i HeoOXiqHa MIpUMaHKa (mpaiimep - primer), KOPOTKHI
OJIIFOC30KCUPUOOHYKIICOTUST  a00  OJITOPUOOHYKJICOTHA,  KOMIUIEMEHTApHUM
BignoBigHid nausHul JHK-matpumi, y skoi na xiHui € ButbHa 3'-OH-Tpyma.
Hesnatnicte monekyn JIHK-monimepa3 camocriiiHo, 0e3 NMpUMaHKH CUHTE3yBaTH
JIHK npuHIMIOBO BiApi3HAE iX Bl iHIMX (pepMeHTiB MatpuuHoro cuutesy — PHK-
noJrimMepas.

Ha  cramii  imimiamii  perutikauii  koporky — PHK-npumanky 3
pubonykneozuaTpudocdaris cunrezye ¢epment IHK-mpaiimaza. JIHK-nmpaiimaza
Moxe OyTu okpeMuM (pepmenTom (y O6akrepiii) abo Bxoautu sk cyooaunuis B JJHK-
nosiimepasy (y eykapior). IIpaiimaza — e depment, Binminaui Big PHK-nonimepas,
aki cuHTe3yloTh pi3Hi kiaituHHT PHK. Ilicna cuntesy PHK-npaiimepa, JIHK-
noJiiMepasa MpoJOBKY€E HAPOIIYBATH JA0UipHIHN JaHIior. HOoBocCMHTE30BaHMI JIaHIIIOT
JIHK micTsaTh Ha 5'-KiHII JE€KiIbKa pUOOHYKICOTHIIB: Y MPOKApiOT — BiJ JABOX 0
M'ITH HYKJICOTH]IIB, Yy €yKaploT iX y JBa pa3u Ouibine. Hanmami npaiimepu
3amimarTbes cermentamu JIHK.

JHK-nicaza. JJIHK-nirazu cnonyyarots 5'—¢docdartHy 1 3'-TiIpOKCUIbHY IPpyIU
HYKJIEOTH/IIB, 10 3HAXOATHCS Ha MPOTUIICKHUX KIHIISIX OJTHOJIAHIIIOIOBOI'O PO3PUBY
B nymiekci JIHK. B pe3ynbrati yrBOproeThest pocdoauedipHuii 38's130K, 110 JIKBITYE
EN PO3pHUB.

JIHK-xenikaza. Jlnsa  310iACHEHHS ~ KOMIUIEMEHTAapHOTO  KOIIFOBAaHHS
nosianiorooi JIHK BoHa moBuHHa mocTymnmoBo po3kpyudyBaTucsa. Po3kpydyBaHHs
(posmtiTaHHs), cripaii BiiOyBaeThes TUTbKH B jokanbHil nutsaii JJTHK. 1o peakitito
sniiicHIoe xenmikasza (JJHK-3anexxna ATd-a3a), 1110 BUKOPUCTOBYE €HEPTIiIO TiIPOITI3Y

ATP (AT®) nns po3minitanns noasiHoi cripani JJHK.
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Penaikanis JIHK. ITouatok perurikamii. Jinsaka JIHK, 3qaTHa 10 aBTOHOMHOT
peruIikaiii, oTpuMasia Ha3BY penjikond. PEruiikoH MICTUTh BCl HEOOXiJHI T'eHHU 1
PEryJSITOPHI TOCIIIOBHOCTI, sIKi 3a0e3neuyloTh peryiboBane mnoaBoenHs JHK.
JIUIgHKa peruTikoHa, B AKIA MOYMHAETHCSA PEIUIiKallisl, HA3UBAETHCS PEIUIiKa TOPOM —
oOnacTio moyaTky perikamii (replication origin), y E.coli — oriC. Ilpu inimiamii
peruiikarii iHimiaTop, 1o koayeTbes periikoHoM (y E.coli — Outok Dna A),
B3aemojiie 3 permikatopoM. Llima xpomocoma E.coli € pemnikoHOM; y eykapioT
perutikoHoM HasuBaioTh AuUIAHKY JIHK, pemikaiiisi sskoro mpoTikae mifi KOHTPOJIEM
€IMHOI TOYKM TOYATKy perurikamii. Touka moyaTKy perutikauii Mae crnenudiaHy
MOCJIJIOBHICTh OCHOB, Oaraty mapamu A-T, 1m0, WMOBIpHO, MOJETIIYE PO3ALUICHHS
naHIorie. B pe3ynbrati iHimiamii payHay perviikauii B TOYIll Ori YTBOPIOETHCSA OJHA
abo 1Bl perutikaTuBHI BUJKUA. [Ipu ogHOHampaBiieHid perutikanii BUHHKA€E OJHA
perutikatuBHa Bwika (turazmina ColF1) 1 cuHTe3 3akiHuyerhcss B Touli ori. [lpu
JBOHAIIpaBlieHi perutikamii (xpomocoma E.coll) iHimitoeTbest ABI perIiKaTUBHI
BUJIKU, K1 MEPEMILTYIOTHCS B MPOTHIICKHUX HAIpsIMKaxX 0 THX Iip, JJOKK BOHU HE
3YCTPIHYThCS.

JlJisi TEeHOMIB €yKaplOTUYHUX XPOMOCOM XapaKTepHa HasBHICTh MHOXUHHUX
TOYOK IMOYATKy peIuTiKalii, po3KUIaHUX IO XpOMOCOMI Ha BiAcTani 20 Tuc. H.II.
(momiperuiikaiiiina oprasizaiis). [Ticis iHimiamii perutikaiis NpoaoOBKY€EThCS B IBOX
HaIpsIMKaXx BiJl KOXKHOi TOUKHU J0 TUX Iip, MOKH PEIUIIKATUBHI BUJIKK JABOX CYCIIHIX
TOYOK peIuTiKalii He 3ULTI0ThCS.

Enoncauyusa pennikauii. Jlynnexkc OarbkiBchbkoi Mojekynu JIHK po3smiitae
ATP-3anexna xenikaza. OHOJIAHIIOTOB1 AUISHKH, 1[0 YTBOPIOIOTHCS, KOONIEPATUBHO
nokpuBae SSB-6utok. JIHK-nomimepaza III pyxaeTbcs mo ogHOMYy 3 MaTpUUYHHUX
JIAHIIOTIB 'y HAMpPSIMKY PO3KPUTTS BWIKHU 1 cuHTe3ye npoBiguuid manmor JJHK. Ilo
IHIIIOMY, MAaTPUYHOMY JIAHIIIOTY B TOMY K HaIpsIMKY pyXaeTbcs mpaiimocoma. Yac
BiJl yacy mnpaiiMasa, 10 BXOAUTh N0 CKiaay npaiiMocomu (Outok Dna G), cuHTe3ye
PHK-npumanku ans Bizncrarodoro jgasiora. Jpyra monekyna xoinodpepmenra JJHK-

nosimepasu III momorxkye 11 npumMaHku — cuHTe3ye parmMeHTH OKa3aki 3aBIOBKKU
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Bim 1000 mo 2000 HykieoTHAIB A0 THUX IMip, MOKH HE JOCSATHE MOMEPEeaHBOT
MIPUMaHKH.

Tepminauin pennikayii BiTOYBAa€TbCA TOMI, KOJM 3YyCTPIYAlOThCSA Bl
peIUIIKaTUBHI BWIKKM Tpu moaBoeHH1 KinblleBux wmosiekyn JIHK. Bbesnepepsae
3pOCTaHHS JIIIMPYIOUOTO 1 BIJACTAIOYOr0 JIAHIIOTIB Y3J0BX KUIBIIEBOI MAaTpHIIl
HEMHHYYe MPUBOJIUTH JO TMOEAHAHHS 3'-TiApPOKCH- 1 S'—dochopryibHOr0 KIHIIIB
OJIHOTO JIaHITfora, abo B TOYIll MOYATKY peruTikaiii (oJHOHAMpaBieHa peruTiKailis),
a00 — mpu JABOHAIpaBJIEHIA perulikaiii — B cepearHi Kublisg. Kiblst B 1Iux MicIsIX
syctpiul 3'equyrorhes  JIHK-mirazor. [JIHK-ripaza moke posuenutu 3aderieHi
KUTbLA, BUKOPUCTOBYIOUU CBOIO MOXKJIMBICTH BHOCUTH TUMYACOBUH JBOJIAHILIIOTOBUM
pPO3pUB.

Pecynauia pennixayii. 1lpu KOXHOMY KIITUHHOMY MOJUII KOXXHA MOJIEKYJIa
JIHK noBuHHa mojBoroBaTHCS, TOOTO Ha KokHOMY oriC TOBUHEH BiAOyBaTHCS B
TOYHOCTI OJIMH aKT iHiIiamii perutikamii. [Hakme moctynoBo BimOyBanacs O BTpaTa
perutikoHa abo HOro OE3KOHTPOJIbHE HAKOMMYEHHS. TakuM YUHOM, N0 pPEeryJisiii
perutiKaii npea'siBias0ThCs JOCUTh AKOPCTKI BAMOTHU: PEryJIsiTOpHA CUCTEMAa MMOBUHHA
BIIUYBAaTU BIAXWJIEHHS B OOHUBI CTOPOHM BiJI CEPEIHHOTO YHCJIA KOMIM TaHOTrO
PEIUIIKOHA 1 BIAMOBIAHUM YMHOM MIHSTH 4acToTy iHimiarii Ha oriC. OueBuaHO, 110
gacToTa 1HIIiaIili Mae OyTH y3rojkeHa TaKOX 13 IIBHUIKICTIO 3POCTaHHS KIIITHH.
IcHyIOTh TOHKI MEXaHI3MU PETyYIISLIT perliKalii Ha piBHI 1HIL1a11] HOBUX PayH/IIB.

Pennikauia xpomocom y eykapiom. Mexanizmu perikanii JIHK y eykapior
MEHIII BUBYCHHMM 13-3a OUIbIIOi cKiIagHOCTI. OCHOBHI pe3yJlbTaTH OTpUMaHI Ha
mozaenbHI cuctemi 3 JIHK Bipycy SV40, a mpouec perumikaimii JOCHiKyBajld B
3apaK€HUX KIITHHAX JIOJUHU In vitro. Y miil cucremi BipycHuid Ou10Kk — T-aHTUTeH
BUKOHY€E Oarato QyHKIIH, HeoOXiqHux s perutikaiii BipycHoi JJHK. Bin € 6i1koMm-
iHimiatopom, mae JIHK-xenika3Hy akTHBHICTP 1 HEOOXIIHMHA JUIsl TMPaBUIIBHOI
B3aemoii 3 JJHK pepmenTHuM KoMILIEKCOM, 110 CHHTE3YeE mpaiimepu. B Toii ke yac
Bipyc SV40 BHUKOpUCTOBYE JJIsi peIUIiKallii CBOEi HEBEJIMKOI XPOMOCOMH OaraTo
OUIKIB  KJIITMH-Xa3siHa, [0  JO3BOJIIE  JOCHIKYBaTH  (yHKUIOHYBaHHS

PEIUTIKATUBHOTO KOMILJIEKCY KIIITUH JIOAMHU B TaKii BIIHOCHO MPOCTIN CUCTEMI.
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JIHK-nonimepaszu eyxkapiom. Y KIITUHAX €yKapioT € HIOHAaWMEHILE MIICTh
pizaux JIHK-3anexuux JJHK-nmomimepas: a, B, 9, €, v, & Yotupu 3 Hux — a, B, 6, € —
Oe3nocepeIHbO OEPYTh y4acTh B perutikailii xpomocomHoi JTHK.

JHK-nonimepaza a — mnepma JIHK-nomimepasza, BusBIeHa B KIITHHAX
eykapioT. BoHa mpencraBieHa B KJIITHHI y BUIIISLAI MimHOro komiuiekcy 3 JIHK-
npaiimMasoro, mo 3aiicHioe cuate3 PHK-nmpumanok. Kommiexe JIHK-momimepasa o-
npaiiMasa € €IMHUM y eyKapioT (epMEHTaTUBHUM aHCaMOJIeM, 3IaTHUM 1HIIIFOBATH
cunte3 JIHK de novo. Ha OGaratux mipumiguHOM JUISHKAX MaTpHIll IpaiiMasza
koMmIiekcy cuHtezye PHK-npumanku nosxunoto npu6iuzHo 10 HykIeoTHAIB, SKi
noTiM enourytotbes [JHK-nonimepaszoro 6e3 aucoriarii komriekcy Big matpuili. B
xoni perutikanii B kimituHHUX saapax  JHK-momimepasa a-mpaiiMaza cuHTE3ye
NpUMaHKy JAMPYIOYOT HUTKM B AUISHIN ori 1 mpumaHku QparmentiB Okazaki
BijicTatouoro nanigora. fAx mpasuio, JIHK-momimepasa a He mae KOpEeKTOPCHKOI
3'—5'-ek30HyKJI€a3HOT aKTUBHOCTI, €K30HYKJE€a3HUW LIEHTP B JaHOMY (HEepMEHTI
peayKyBaBcsl.

JIHK-nonimepaza B € HaliMEHIIOO 3a PO3MIPOM 1 HAWUIPOCTIIIOW MO OyAOBI
JIHK-monimepazoro B kimituHax eykapioT. OcHoBHa ¢(yskiis JHK-momimepasu y
KIITHHI TOB'SI3aHa 3  eKcuusidHoio pemnapauiero  siaepuoi  JIHK. IcHyroTh
EKCIIEpUMEHTaIbHI BKa3IBKM HAa MOXJIMBICTh Yy4acTi 1bOro ¢GepMeHTy B
pexombOiHaiiHux noxaisx 1 B perunikanii JJHK, 30kpema B mporecunry ¢parmeHTis
Oxkazaxki. Tak, JIHK-nonimepasa 3natnHa 3aminutu JIHK-nmonimepasy 1 B kiituHax
E.coli, mytantax no reny JHK-nonimepasu 1, iHimitooun periikamito 13 3'-KiHII
PHK/IHK ribpuna B paiioHi ori.

JIHK-nonimepaza & — rerepoauMep, IO CKIQJAEThCS 3 KaTalITUYHOI
cyoomunui (125—130 k/la) 1 cyoonunwuin 48-55 x/la, € HEOOX1HOIO IS TIOAOJAHHS
(dbepMeHTOM CTPYKTYpHHUX Oap'epiB B IPUPOJHUX OAHOJAHLIOTOBUX MATPUIAX 1 AJIs
3B'SI3Ky 3 yMHHUKOM mpouecuBHocTi PCNA. O6uaBi ¢pepMeHTaTUBHI aKTUBHOCTI —
JIHK-monimepasna 1 3'—5'-ek30Hykjea3Ha — TOB's3aHI 3 BUCOKOMOJEKYJISPHUM

MOJIIIIETITUIOM.
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OkpiM 4YHMHHHUKA, y MPUCYTHOCTI SIKOTO TMPOIECUBHICTh LBOTO (HEPMEHTY
30UTBIIY€EThCA Ha JBa MOPsAKH, XojdodepmeHT BkiItouyae ynHHUKH RFC 1 RPA. Tpu
Mousiekysin PCNA yTBOPIOIOTH KUIbIIEBUIM TpUMEp 3 OTBOpPOM ISl 1BOHUTKOBOI JIHK
B IICHTPAJIbHIN YacTUHI, SAKUU € PyXOMOIO IUIATPOPMOIO, IO TMEPEMIIIYETHCS IO
JIHK, a6o «koB3arwouow ckpinkow» y ¢opmi Topa (6ybnuka), yrpumytouy JIHK-
noJiiMepasy B XOJ1 MOoJIMepHU3allii Ha MaTpulll, 110 3a0e3Mneuye BUCOKOPOIIECUBHUN
cunte3 JJHK. Xoua PCNA 1 nmpokapioTUYHUN YHMHHUK MPOLIECUBHOCTI CyOOAUHUIIS B
JNHK-nonimepasu Il E.coli maioThb HHU3bKY TOMOJIOTiI0 Ha PIBHI TNEPBUHHOI
CTPYKTYpH, 00uJ1Ba OUIKU (GOPMYIOTH OJIU3bKI IO MPOCTOPOBIN reOMETPii CTPYKTYpHU
«KOB3aI040i CKPIMKN.

JIHK-nonimepaza € suauiena 3 kiitun Hela, micTuTh ABa mosjinenTuaud —
katanitnaaui 261 k/la 1 mominmentun 55 x/la. Katamituunuit nominentua mae JITHK-
noiiMepasHy 1 3'—5'-ek30HyKieazHy akTUBHICTh. Oco0iuBICTIO XoJodepMeHTa
JIHK-nonimepasu B nopiBHsiHHI 3 JIHK-nmoniMepasorw 0 € ioro MeHIna 3alekHICTb
Bin pomomibkHUX 4yuHHUKIB (PCNA, RFC 1 RPA), a Takoxx Hu3bKa (Maixke Ha
nopsiAoK) mBUAKICTE cuHTe3y JJHK.

[ls BiAMIHHICTH, MOXJIMBO, MOB'A3aHa 3 pi3HOI0 QyHKuieo JJHK-nonimepas B
perutikatuBHIN Buii. Oxaun xonodepment, JJHK-monimMepasa &, 3aiiicHIOE MBUAKUN
1 MPOLIECUBHUI CHUHTE3 JIAMPYIOYOTO JIAHIIOra, BUKOPUCTOBYIOYM ISl €JOHTallli
enuHy npumaHky cunre3oBaHy JIHK-momimepasHorw d-mpaiimazoro B paifoHi ori, 1
JUCOIIIOE TUIBKA MICJST JOCSITHEHHS KIHIS PEIUIIKOHA, TOAl SK JIEKUIbKa
xonodepmentiB JHK-nomiMepasn MOXyThb OZHOYACHO CHHTE3yBaTH (parMeHTH
Oxkazaki B «30H1 Oka3zaki», MOJAOBXKYIOUM TNPUMaHKH, 110 cuHTe3ytoThess JIHK-
MoJiiMepasoro B-mpaiiMa3oro Ha MOYaTKy KOKHOTO (hparMeHTa.

Cnig 3a3HaunTH, 1O y BUIIKMX eykapioT y4yacTs JJHK-nonimepasu € B cuHTe3i
JIAHITIOra, 10 3alI3HIOETHCA, HEe AoBeneHo. Tak, npu perutikauii JJHK Bipycy SV40 B
OC3KIITUHHIA cucTeMi oOuaBa JaHIora Ha erami ejodramii cuHTesye JIHK-
noyrimepasa o.

JIHK-nonimepaza y nokaiizoBaHa B MITOXOHIpPIAX, 11 (QyHKIIS MOB's3aHa 3

perutikariero 1 penapariiero MiroxonapiansHoi JIHK, BoHa KomyeTbcs siaepHUM
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redomoM.  JIHK-nomimMepaza y  3maTHa  HampaBisiTH  BUCOKOIPOLIECUBHY
noJyiiMepuzailito Ha oxHojaHuoroBux JIHK-marpunsix y BiACYTHOCTI TONMOMDKHHUX
yuHHUKIB. OxapakTepu3oBaHi Takox 1H1I1 JJHK-nomimepasu eykapiot: 1, 0, 1, REVIL
Bci i pepmentu 6epyTh yuyacTs B penapauii JJHK.

OcTaHHIMU pOKaMHU pa3oM 3 MOTIMOJIEHUM BUBYEHHSIM OyIOBH 1 BIaCTUBOCTEM
okpemux JIHK-monimepa3 eykapioT Benuka yBara NpUIUISETBCS B3aEMOJII IHX
(dbepMeHTIB 3 TONOMDKHUMHM YMHHUKAMH 1 MEXaHi3My (DYHKIIIOHYBaHHS iX y CKJIaJIl
0araTOKOMIOHEHTHUX PEIUIIKATUBHUX 1 penapaTuBHUX KOMIUIEKCIB. CIUCOK OLIKIB,
10 B3aemoioTh 3 JIHK-moniMepazamu, mocTiitHO pocTe 1 BKIIFOYAa€ HE TUILKHU BiJIOMI
yuHHUKd PCNA, RFC 1 RPA, aie 1 KI040BI YMHHUKH PEryyslli KIITHHHOTO
MeTabosi3My, Taki, sk Outku rpynd MCM (minichromosome maintenance factors),
YUHHUKY po3Mi3HaBaHHs AUIsTHOK ori perutikaiii ORC (origin recognition complex) i
THIIII.

[IpuHIIMTIOBE 3HAYEHHS Ma€ BCTAHOBJIEHHS TOTO (PakTy, MmO (YHKIIIOHYBaHHS
pernikatuBHux JIHK-monmimepas 0,0, B X0l KIITHHHOTO ITUKIY PETYIIOETHCS 3a
JOTIOMOT OO cnenupiyHuX MoaudIKaIlii MOCTTPAHCIIAIIH, 30Kpema
dbochopuntoBanns. Y kiituHax eykapiot cuHte3 JJHK BigOyBaeThcsi B OCHOBHOMY B
cnenuIYHUX HIUTBHUX CTPYKTYypax («peruiikaTuBHUX (abpukax»), NpUETHAHUX 10
IU(dY3HOTO AIEPHOTO MATPUKCY. Y CKIIAJl «pPEeIUIiKaTUBHUX (aOdpHK», MOB'SI3aHUX 3
AJIEPHUM MATPUKCOM, BUSBICHHA MYJIbTUOUIKOBUU 21S KOMIUIEKC («CHHTECOMay),
1110 BKJIfOYa€ He MeHII Hik 30 OLIKIB.

Iniyiayin pennikauii y eykapiom. llIBunkictes cunredy JHK y eykapior
HUXK4Ya, HDK Yy mpokapioT (~50 HykimeotuaiB B 1 ¢ y mtoguHu). MaOyTh, 3 Mi€i
npuunHu iHimiamis cunresy JHK eykapior BigOyBaeTbcsi B 0araTbOX TOUYKax
XpPOMOCOMH, TOOTO €yKapiOTUYHI XpPOMOCOMH MalOTh MOJIIPEITIKOHHY OpTraHi3allilo.

Inimiamis perutikamii y eykapioT BiZOyBaeThCsl Ha CHEHU(PIYHUX MHOXKUHHUX
MOCJIIIOBHOCTSIX ~HYKJICOTHAIB — peIulikatopax, abo oOpiKUHAX perulikarii.
HaiiGinpin BuBueHi perutikaropu ApiKIxkiB (ARS — autonomously replicating
sequences). Y npixmkiB Ha auisHil JIHK 3aBgoBxkku 5 THC. H.II. 3HaXOAUTHCS TPU

okpemi perutikatopu  (ARS). YV  ccaBuiB  o0nacTi  modaTKy — perutikamii
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pO3TanIoByOThCS Ha BincTtadi ~100 Tuc.H.. oauH Bif ogHOro. BcTaHoBieHO, 110
cunte3 JJHK B okpeMux permiikoHax BiJOYBa€ThCA B JBOX HANpsIMKax, MPUUOMY
MePEMIIIIEHHSI PETTIKaTUBHOT BUWJIKHU 31IHCHIOETHCS MEPEBAXKHO B OJTHOMY HAIPSAMKY,
SAKAA MOXE 3MIHIOBATHCS 3alle)KHO BIJ CTafii pPO3BUTKY opranizmy. Yacrora
BUKOPHUCTaHHS OKPEMHUX PEIUIIKATOPIB 3MIHIOETHCS B OHTOT€HE31, 3MEHIIYIOYKCH B
KJIITUHAX JOpPOCJIOro opra”izMmy. Perurikatopu eykapioT pi3HI MK c000w0 0
MOCTIZIOBHOCTI, aje MawTh JAeKuUibka AuUsTHOK romostorii: JIHK-po3smemmtorodi
€JIEMEHTH, AUISHKU MPUKPIIJICHHS 10 SIEPHOTO MAaTpPUKCY, MIPUMITUHOBI TPAKTH,
KaHOHIYH1 TOCJIIJIOBHOCTI, [0 B3a€EMOIIIOTh 3 OUIKAMH PEIUTIKATUBHOTO KOMILIEKCY,
AT-6arati nocninoBHocTi, AutsHku BuruHiB JIHK Ta inmmi. [Himiamis perstikaiii 4iTko
perymtoerhes. [lonmiperiikoHHa opraHizallis BUMarae, Mmo0 B KOXHOMY IIHKI1
KJIIITUHHOTO JIIJICHHS KOXKEH PEeIUTIKaTOp «CHpaIlfoBaB» TUIbKU OJWH pa3, 1HAKIIE Ha
XpPOMOCOM1 YTBOPIOIOTHCS PO3TalyKeH1 CTPYKTYPH.

Hns npivxmxoBux ARS-mocmimoBHOCTeH iHiIamis BiiOyBaeThCs OIUH pa3 B
KOXHIM S-a3i KITUHHOTO IUKIY. Y BHUIIUX €YKapioT JOCTaTHHO OBl JUISTHKH
XpOMOCOM, 1110 MICTSITh JI€KUIbKa CYCIIHIX PeIUTiKOHIB, mounHatoTh cuHTe3 JJHK B S-
¢a3i npubIM3HO OIHOYACHO, aJieé KOXKHA TaKa JAUISHKA Ma€ XapaKTepHUU NIl HbOTO
gac 1Himiamii perviikaiii: oJiHl akTUBYIOThCSI Ha TodaTky S-dasu, HII — Mi3HIIE, a
TpeTi — B KiHli. TakuM 4MHOM, iICHY€ 3a00pOHA HAa MOBTOPHY IHILIAIIIO peTUIiKallii B
TOMY K IHMKJI KIITHHHOTO JIJICHHSI, X04a OJJHOYaCHO MOKE BiIOyBaTUC 1HIIAIA Ha
HIIKNX, PeruliKaTopax, 1o He CIpallOBAIM paHIIIe.

Jlesiki maHi1 BKa3yloTh Ha Te, 10 MOJ10HA 3a00pOHA 3HIMAETHCS B XOJ1 MITO3Y,
KOJu simepHa o0OOJoHKa po3mnangaerbes. [lopymieHHss 3a00poHM Ha TOBTOPHY
HIIAIi}0 MPU3BOAUTH 10 amIutidikamii (1mosiBi MHOKUHHUX KOTIN) Tiei abo 1HIIOT
TUISTHKY XpOMOCOMH, JIe BIOYJIacs «3aiBay 1HIIIAIllS peruTiKalii.

Enoncauin pennikayii. Yotuproxcybonuununa JIHK-monimMepasa o yTBOproe
(GyHKI10HATBHI KOMIUIEKCH 3 PSAIOM (DEpMEHTIB 1 TONOMDKHHUX OUIKIB. Y KOMILIEKCI,
10 3A1MCHIOE perutikallito Jigupyrodoro ganirora, JIHK-momimMepasa o mos'szana 3
JIHK-moniMepasoro 0, a B KOMILIEKCI, 1110 CHUHTE3Yy€E BifcTarouuii jgaxitor, — 3 JTHK-

noiimMepazoro & Y eykapioT oOujaBa KOMIUIEKCH 3B'I3aHO OJWH 3 OJHUM B
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pPEeIUTIKAaTUBHIN BWIIl TOAIOHO 10 TOro, sIK 3B'I3aHl XOJO(PEPMEHTH CHUHTE3Y
JTAUPYIOYOTO 1 BIICTAI0YOTO JIAHITIOTIB Y MPOKAPIioT.

Eykapioriuna JIHK-npaiiMaza Ha BiAMIHY BiJl aHAJOT14YHOTO OLIKa MPOKapIOT
yTBOpIo€ mocTiHuil komruieke 3 JIHK-momimepazoro o, poiib sIKOTO 0OMEXYEThCS
CUHTE30M NpaiiMepiB npu perutikaiii 06ox manmroris JJHK.

binok PCNA 1 yunnuk perikamii C (RFC) Takox yTBOpIOIOTH CTaOUIbHMIMA
komiieke 3 JIHK-momimepaszoto 8, a B meBHUX yMOBax CTUMYJIOIOTh 1 aKTUBHICTb
JIHK-nonimepasu €. Y Oaratbox BigHomeHHIX PCNA 1 RFC e ¢ynkuionaasaumu
aHajoraMu BIIINOBIIHO B-Ou1ka 1 OUIKIB Y-KoMIuiekcy E.coli. MexaHizmMu perutikaiii
JIHK mpo- 1 eykapioT iCTOTHO BIAPI3HAIOTHCS B TOMY BIIHOIICHHI, 1[0 B JAPYTrOMY
BUIAJIKy CUHTE3 JIiaupyroudoro 1 Biactatodoro janmwoorie JIHK 3milicHIOOTE pi3HI
JHK-nonimepasu, Toai sk y E.coli oounsa nanmtoru JJHK cunTesyrorbes qumipom
JHK-nomimepazu III. [lo3piBanHs ¢parmentiB Okazaki y eyKapioT BHMarae
BupizanHa PHK-npumanok 3a mpomomororw 5'—3'—ek30Hykiea3u (OLIKOBI YMHHUKH
FEN1 a6o MFI1) 1 PHKasu H1. JHK-nomimepaza [ 3amoBHIOE MPOJOMH, PIBHI
BUpi3anuM nmpaiimepam, a JIHK-miraza [ cnomywae ¢parmenTy BizncTarodoro
JaHITIoTa.

Tepminauin pennikauyii. TlpocyBaHHS PEIUTIKATUBHOI BWJIKH TPHUITUHAETHCS
TUIBKU TIPH 31TKHEHHI 3 1HILIOO BUJIKOIO, 1[0 PYXAETHCS B MPOTUIICKHOMY HANPSIMKY,
abo micns JocArHeHHs KiHUg XxpomocoMu. Ilicna 36ipku Ha Mosekyni JHK
XpPOMOCOMHHX OUIKIB KOXKHAa Tapa XpOMOCOM B IMPOIECi MITO3y BHOPSIKOBAHO
PO3AUIAETHCS MO TOYiIpHIM KiiTuHaM. Perutikanis BiiOyBaeTbes B S-(ha3y KIITHHHOTO
nukiy. BimoMo, 1mo B peryssiii KIITUHHOTO LHUKITY OepyTh y4acTh OLIKA LUKIIHU
(A, B, D, E). Bouu akTuBylOTh LHKIIH3aJEKHI MNPOTETHKIHA3U, 1 T1 MOXYTb
dbochopumoBatu crnenudiuHi OUIKKM (IUKIIHK), 10 OEPYTh ydacTh B MIATOTOBIII
KITUHY 10 AuteHHs. Tak, mukiin D perymtoe nepexin kiitunu 3 Gi-a3u B S-da3sy;
uukiiH A 1 E — aktuBytors cunte3 JIHK Ha mouatkoBiii ctaaii S-¢asu; uukiin B

perymtoe nepexin Kitunu 3 Go-paszu B M-dasy.
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CucremMu BUIIPpABJICHHSI IOMMWJIOK peruiikanii. MexaHizMu penapauii
nomkoaxkenoi JTHK.

[lepenaua criagkoBoi iH(OpMaIlii B HECIOTBOPEHOMY BUTJISI/II — HAWBKIIMBIIIIA
YMOBa BI)KMBAHHS SIK OKPEMOI'O OpraHi3My, Tak 1 BUJY B IUJIOMYy. BulbIIicTh 3MiH B
ctpyktypi JJHK HebGaxkani: BOHM MPU3BOIATH A0 MIKIIJIMBUX MYyTalliif a00 OJOKYIOThH
pernikarito JIHK 1 Buknmkarote 3arubens kiaituH. JHK mocTiiiHo migmaerbes
XIMIYHUM 3MIHaM B pe3yJabTaTi [ii CHOHTaHHUX 1 I1HAYKOBaHUX YHWHHHKIB
cepenoBuia: Y®-BUNPOMIHEHHS, 1OHI3yloua pajialig, XIMI4HI MYyTareHu,
TemriepaTypa Ta iH. Jlo CIIOHTAaHHUX YIIKOJXEHb BITHOCSATHCS: MOMUIKUA perulikaiii
(YTBOPIOIOTBCSI TTapU HEKOMIUIEMEHTAPHUX HYKJICOTHIIB — MICMETY1); almypuHi3aIlis
(BiAILIETITIEHHSI a30THUCTUX OCHOB Bijl caxapo-¢pochaTHOro oCTOBY — yTBOpeHHs AP-
CalTiB) 1 e3aMiHyBaHHs (BIIMIEIJICHHS] aMIHOTPYIIH BiJl @30TUCTOI OCHOBH).

Jlo 1HAYKOBAaHUX YIIKOKEHb BIAHOCSTH: AUMEPHU3AIlii0 (3IMIMBAHHA CYCIIHIX
MNIPpUMIIUHOBUX OCHOB 3 YTBOPEHHSM JUMEpa); PO3MUKAHHS MYPUHOBOTO KLIBI;
OJIHOJIAHIIIOTOBI 1 ABoJaHIorosl po3pusu B JIHK; 3mmBanns mixk nanmroramu JTHK.
B xonai eBoumronii BupoOuacs cucTeMa, IO J03BOJISI€ BUIIPABIATH MOPYIIEHHS B
JIHK, BuKIMKaHI TOMUJIKaMM perJlikamii abo YIIKOJKYBaJbHUMU areHTaMu
30BHIIIHBOTO cepenopuina — cuctema penapauii JJHK. B pesynbrati i akTUBHOCT1 Ha
1000 ymkomxkens B JIHK Tinbku omgHa mpusBoauTh 1o Mmytauii. [lopymienHs B
CUCTeM1 pemnaparlii MOXYyTb NPU3BOJUTU A0 MEPeIyacHOro CTapiHHS, PO3BUTKY
OHKOJIOTTYHHX 3aXBOPIOBaHb, XBOPOO ayTOIMMYHHOI CUCTEMH 1 LIIOr0 PSAY IHIIMX
reHeTHYHO 00yMOBIeHUX AedekTiB. Tak, y JIoAei, 0 CTpa)xaaroTh MIrMEHTHOIO
KCEpOJAEpMOIO (CIMAJKOBE 3aXBOPIOBAHHS, MPOSIBISETHCS BOTHUIIAMH PAKY IIKIPH),
MOPYIICHHS CHUCTEMM penapauii MpU3BOJUTH 10 TOTO, IO BOHU HE MOXYTb
nepedyBaTd Ha COHSYHOMY CBITJIl 4Yepe3 TOBHY HE3aXHUIIEHICTh Big YO-
BUIIPOMiHEHH. YacToTa 3aXBOPIOBAHHS pakoM 30UIBIIYETHCS 3 BIKOM, HMOBIPHO, 32
paxyHOK HakonuyeHb ymkokeHb B JIHK, mos'szaniii 3 mocnabiieHHAM CHCTEMH
penapartii.

Bcranomneno, mo B TreHOMI 3apOJKOBOi JIiHIT KIITHH CCaBI[IB 1 JIIOJUHU

BIIOYBA€ThCS B CEpeIHbOMY 6 HYKICOTHAHMX 3aMiH B pik. MMoBipHO, 1 B
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COMATUYHHMX KIiTMHAX BigOyBaeThcs Taka KiIbKiCTh MyTaliif. IX HakonuueHHs 3
BIKOM TMIJBUIIY€E BIPOTIJHICTh PAKOBOI'O TMNEPEPOKEHHS KIITUH. B  wninomy
BBaXKatoTh, Mo 80-90% yciXx pakoBUX 3aXBOPIOBaHb 1 J€AKl CHaJAKOBI XBOpPOOHU
JIOJIMHU TIOB'A3aHI1 3 MOPYUIEHHSMU poOOTH cucTeMu penapaiiii. 1o HUX BIAHOCATH
TpuxoaucTpodiro (HecTtaya Cipkd B KIITUHAX BOJOCCS, IO BeJe JO iX JAMKOCTI;
aHoMmaisii WKipu 1 3yO0iB; JedeKTu CcTaTeBOro po3BUTKY), cuHiapoMm KoxkeiiHa
(KapnMKOBICTh, TIIyxXoTa, aTpodis 30py Ta iH.), aHemis daHKOHI (3MEHIIECHHS
KUIBKOCT1 yCiX KJIITMHHUX €JIEMEHTIB KpOBi, CKEJETHI MOpPYUIEHHS, Mikpouedais,
BTpaTa CIyxy).

Binomi yotupu ocHoBHI Tumnu ymkokeHb B JIHK: yikomxeHHs TOOAMHOKUX
HYKJICOTH/IIB; YIIKO)KEHHS Mapu HyKJIeoTua1B; po3puB jaHioris JJHK; yrBopenns
MONEePEeYHUX 3UIMBAaHb MI)K OCHOBaMHU OJHOrO JiaHutora ado pizaux jaHigoris JJHK.
Cucrema penapaiii 31aTHa BUNpasiiaTu yci nomkomkensas B JIHK, npore mexanizmu
pemnapaiiii BUBYEHI TUTBKM BIIHOCHO TEPIIMX JIBOX THIIB, B OCHOBI SIKMX JI€XaTh
3MIHM CTPYKTYpU TETEPOLMKIIYHUX a30TUCTUX OCHOB. YCYHEHHS pO3pHUBIB B
naniorax JIHK, iimMoBipHO, ocsiraeThes MpsiMuUM JliryBaHHsAM 3a yyacTio JJHK-ira3
abo B mpoueci pekoMOiHamii monekyn JIHK, a mexaHismMu ycyHEHHS MONEPEYHUX
31IMBAaHb JOKWA HE BUBYEHI.

Penapauyia nomunoxk pennikayii /[HK. 1lomunku cnapoByBaHHS a30THUCTHUX
ocHoB mix yac perutikaiii JIHK BinOyBatoThcst Jocuth yacto (y 6akTepiit oauH pa3 Ha
10000 H.), B pesyabrari sAkux gouipHid gmaHimor JHK  BrirouaeTbes
HEKOMILJIEMEHTapHI MaTepUHCbKOMY JIAHLIOTY HYKJICOTUAM — MICMeT4l (aHri.
mismatch). He3Baxatoun Ha te mo JHK-nomimepasa I mpokapioT mae 37aTHICTH A0
CaMOKOpEKIIii, il 3yCHJUII TI0 YCYHEHHIO MOMMJIOK 1HOJ1 BUSBJISIIOTHCS HEJIOCTATHI, 1
toni B JIHK 3anmumarorecsi nesiki HEKOMIUIEMEHTapHI mapu. B 1pomy BUMNAAKY
penapailisi BiIOyBaeTbCs 3 BUKOPUCTAHHSM CHUCTEMH, MOB'SI3aHOT 3 METHIIYBaHHSAM
JIHK. Mis 1€l cuctemMu penapailii 3aCHOBaHa Ha TOMY, IO MICJs peruikaiii uyepes
nekinpka xBwinH JIHK migmaerbcss metwnyBanHio. Y E.coli metunyeTthcsi B
OCHOBHOMY aJicHiH 3 yTBopeHHsM NC®-metmn-agenina (N®-mA). Jlo mporo 3HOBY

CUHTE30BaHUM JJAaHOKOT 3aJIMIIa€ThCA HCMCTHUIIbOBAHHUM. ﬂKH_[O B TaAKOMY HaHI_II-OSi €
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HEecCIMapeH1 HyKJICOTHIU, TO BOHA MiAJaeThes penapalli: MmetunyBanHs MituTth JJHK 1
BKJIIOYA€ CHUCTEMY BHUIIPABJIEHHS MOMMJIOK peruiikamii. Y il cucteMi pemnaparii
BITI3HAIOTHCS OCOOJMBI CTPYKTYypH: TocainoBHICTh G-N6-mA-T-C 1 nedopmariis B
MOJABIMHIA cHmipaji B JUISHII J€ BIACYTHS KOMIUIEMEHTapHICTh. B  ycyHeHHi
HEeCMapeHUX HYKJICOTU 1B B HamiBMeTwiIboBaH1i Monekyni JIHK Oepe yyacts qocuth
CKIagHuil KomIuieke (epMeHTiB pemnapauii, skuii ckanye JIHK, Bupizye IUIsSHKY
JOYIpHBOTO JIAHIIOTA, MPWJIETJIOro /0 MICMET4Ya, a IOTIM CTBOPIOE YMOBH st
3a0y/10BYBaHHSI MOr0 KOMIUIEMEHTAPHUMU HYKJI€OTHaMU. Pi3HI KOMIOHEHTH LIbOTO
KOMIUJIEKCY ~ BOJIOJIIOTh PI3HUMHM aKTUBHOCTAMM (HYKJIEa3HOIO, XEeJKa3HOIo,
ATPa3nor), HeoOXimHumHu s BHeceHHs po3puBiB B JHK 1 BigmenneHnHs
HYKJIEOTH/IIB, po3ILIiTaHHs noABiiHoiI cripani JIHK 1 enepretnynoro 3ade3nedeHHs
PYXy KOMIUIEKCY B3JIOBXK JAUISHKH MOJEKYIH, 10 penapyerbcs. Cxoxuil 1o
CTPYKTYpi 1 PyHKIIISIM KOMIUIEKC (PEpMEHTIB pernapaliii BUSBICHUH 1y JIFOAUHHU.

Pekomobinanmna (nocmpennikamuena) penapayisa. Y TUX BUIAAKaX, KOJIU
CUCTEMHU pernapanii BUSBISAIOThCS TNopylieHumH, B JaHigorax JHK MoxyTh
YTBOPIOBATHUCS MPOJOMH (HEIOpemnapoBaHi AUISHKH) 1HOA1 Ay>Ke ICTOTHUX PO3MIpIB,
10 3HAYHO MOPYIIYIOTh CUCTEMH PEIUTIKAIlIi 1 MOKYTh TPUBECTHU J10 3arv0ei KIITHH.
B npoMy BHNaAKy KIITHHa B 3MO31 BHUKOPUCTOBYBAaTH JUIsl pemnapaiii ojHiei
monekynu JIHK inmy monexyny JIHK, To6To BUkOprucTaTt MEXaH13M peKOMOIHAIII].

VY Oaktepiii B pekoMOiHATUBHIM penapaiii Oepe yuyacth Ou10k Rec A. Bin
3B'I3y€ThCs 3 OfHOJIaHIoroBoto auisiHkoro JIHK 1 3amyuae ii go pexombOGiHarii 3
TOMOJIOTTYHUMH JUISTHKAMHU HEYIIKO/)KeHUX JaHIorie iHmoi moiexkynu JIHK. B
pe3yiapTaTi 1 posipBaHui, 1 HemomkomxeHud sanmorn JHK BusBisitorbes
CHapeHUMH 3 HEYIIKOJKEHUMHU AulstHKaMu kKoMmiuiemeHntapHoi JIHK, mo Bigkpusae
MOXJIMBICTh penapaiiii pi3HUMH cucteMamu. llpu 11pomMy BinOyBa€eThCsl BUpI3aHHS
MEBHOTO (PparMeHTa 1 3alMOBHEHHSA 3 HOro JIONOMOIOI0 MPOJoMYy B Je(EKTHOMY
naHio3i. [Ipomycku, 1mo BHHHMKAIOTH NpU LOMY, 1 po3puBu B janmiorax JIHK
3anoBHIOIOThCA 3a yuacTio JIHK-nonimepasu I 1 JIHK-nirazu.

SOS-penapayia. Ha icHyBaHHs 1€l cucTteMu ymepiie BkazyBaB M.Panman

(1974 p.). Bin xe naB Ha3By [bOMY MEXaHI3MY, BKJIIIOUHMBIIHM B HHOT'O MIKHAPOIHUN
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curHai jmuxa "SOS" (BparyiTe Hami Aymii). | 1icHO, 1151 cucTeMa BKIIIOYAEThCS TOJI,
koiu ymkomkenb B JIHK crae HacTinbku Garato, 110 11e 3arpoxye >KUTTIO KIITHHH.
B upoMy Bumanky BiOyBaeTbCs aKTUBallld TPYyNH TEHIB, 3aIIHUX B PI3HHUX
KJIITUHHUX Mpoliecax, 3B's13aHux 3 penaparniero JJHK.

BxroueHHs TuX a00 1HIIMX TeHIB, BU3HAYAETHCS KUIBKICTIO TOIIKOKEHb B
JIHK, 11e mpuBOAUTH 10 PI3HUX 32 3HAYUMICTIO KIITHUHHUX BIAMOBIJACH: MOYMHAIOYH
13 CTaHJApPTHOI pernapalii MOIKOMKEHUX HYKJICOTHIIB 1 3aKIHUYIOYH MPUITUHEHHSIM
Mmito3y. Haitbinem BuBueHa SOS-pemapamis y E.coli, ronoBHumMu € OuIKH, IO
KOAyIoThcsl reHamu rec A 1 lex A. [lepmmii 3 Hux € nomdyHkiioHanbHMUM 0110k Rec
A, mo 6epe yuyacth B pekoMOinanii JIHK 1 Takox B perymsuii TpaHCKpHMIIi reHIB
¢dara X, Bpaxatouoro E. coli, a Oumok Lex A € penpecopoM TpaHCKpHIILIi BEIUKOT
rpynu relis, npuzHaueHux s penapanii JJHK 6akrepiil. 3B'a3yBanns Rec A 3 Lex
A TpU3BOAUTH 10 PO3IICTUICHHS OCTAaHHBOTO 1 BIIMOBIAHO JO aKTUBAIlli T€HIB
penaparitii. Y cBoro uepry, iHAYKIIS SOS-cucteMu Oakrtepii ciyxkuTh s (ara X
CUTHAJIOM HeOe3NeKku 1 MNpu3BOAMTH JO TOro, W0 mpodar 3 MNaCHBHOIO
MEPETBOPIOETHCS HA JITHUHUNA NUISX ICHYBaHHS, BUKJIMKAIOUM TUM CAMHUM 3aruOelb
KITUHU-Xa3siHa. SOS-cucTema penapailii BUsiBJieHa y OaKTepiid, y TBApUH 1 JIFOAUHHU.

Bunpapnennss  ymkomxens B JIHK TicHo nmoB'szane 3 iHIIUMH
byHIaMEHTAIbHUMH ~ MOJIEKYJIIPHO-TEHETUYHUMHU  TIPOLECAMU:  PEIUTIKAIIETO,
TPAHCKPUMITIEIO 1 peKOMOIHAIIEI. Y Ci 111 MPOIECH BUSABISIOTHCS MEPEIUICTCHUMU B
3arajibHy CUCTEMY B3a€MOJIH, 1110 00CIYyTOBY€EThCS BEJIMKUM YHCIOM PI3HOMAaHITHUX
OUIKIB, 6arato 3 HUX € MOMI(PYHKUIOHATBHUMHU MOJIEKYJaMU, 3aJ{ITHUMH B KOHTPOJ1
peanizanii reHeTuyHoi iHGopMallli B KIITHHAX Hpo— 1 eykapior. B Toil ke uac
OYEBHUJHO, LI0 MpUpoaa '"He cKynuiacsi' Ha eJleMEHTaX KOHTPOJIKO, CTBOPIOIOUYH
ckiIaaHl cuctemMu Kopekuii Tux ymkojxkeHb B JIHK, siki HecyTp HeOe3meky s
OpraHizmy 1 Jyisi HOTo MOTOMCTBA. 3 1HIIOr0 OOKY, KO penaparifHuX MOKIUBOCTEH
HEJOCTaTHbO IS 30€peKEeHHs CIAaJKOBOrO0 Marepiajly, HacTae HEOOXITHICTh B

MPOrpaMoOBaHiil KJIITUHHINA CMEPTI — alonTo31.
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Excnpecis renis

I'enna exkcopecia — 1€ CKIaJAHUM MOJIKYJSIPHUN MeXaHI3M peaiizaiii
CHaaKoBo1 iHpOpMaIlii B KOHKPETHY (PEHOTUIIOBY O3HAKY.

[Tporiec ekcnpecii reHa BKJIFOYAE TaKi eTamu:

Tpanckpumniiss — CcKJIagHUA OlOJIOTYHMI MpoleC peakiii MaTPUYHOIO
CUHTE3Y, sIKUi 3a0e3mneuye nepenaydy iHpopmariii 3 mociigoBHocTi HykiIeoTuais JJHK
Ha NocioBHICTh HykieoTuaiB PHK.

[Iponecunr — nporiec po3piBanus 3piioi iIPHK (a6o TPHK). IIpo-iPHK 3a3nae
Moaudikaiii Ta crjanciHry, mo 3abesneuye crabuibHicTh iPHK Ta 37matHicTs 110
o€ THAHHS 3 pubocoMaMu

Tpancnsuisa — ckiaaaHUM O10JOTTYHUNA MPOLEC peakiiii MAaTPUYHOTO CUHTE3Y,
aKui 3a0esnedye mepenady iddopmaiii 3 mociigoBHocTi HykiaeotuaiB PHK nHa
MOCJIIOBHICTh aMIHOKHCIIOT B TOJIIENTH/IAX.

@onmgiar Ta Momudikaiis TMOJIMENTHAIB B KIITHHI (B MMUTOIUIa3Mi Ta
BaKyOJISIpHIM cuCTeMl), sIKIi NPUBOAATH [0 CTPYKTYpHOi oOpraHizamii OUIKIB Ta
HaOYTTIO HUMH (PYHKI[IOHAJIBHOT aKTUBHOCTI.

Excrpeciss B o3HaKy. YTBOpeHHIl OUIOK BHKOHYE CBOIO (YHKIIIIO, fKa Ha
MOpdOJIOTIYHOMY PIBHI BH3HAua€ KOHKPETHY O3HaKy (TeH) abo deHotun (mpu
B3a€EMO/Ii1 3 IHIIMMU T€HAMH).

Bci eranu excrnpecii reHiB BiIOyBalOTbCS 3 BHUKOPUCTAHHSIM €HEPrii Mij
BIUTMBOM JIeCATKIB (pepMeHTIB. OCHOBOIO €KCIpecii I'eHIB € MOJICKYJSApHI MpOoLecH

TPaHCKPUIIIi, TPOLUECIHTY, TPAHCISILIT 1 MOAU(IKALL].

I'enernunui xon.
e na nmoyatky 50-x pokiB XX ct. I'.['am0oB 3anponoHyBaB, 1110 T€HETUYHUM
KOJl € TPUIUIETHUM: TPHU CYCIIHIX HYKJIEOTHIAa B TMOJIHYKJICOTUIHOMY JIAHIII031
MPOrpaMyroTh BKIIOYEHHS OJIHI€T aMIHOKHUCIOTH B MOJINENTUIHUN JTaHLIOT OUIKy. B
cepenuni 60-x pokiB XX cT. B cepii opuriHanbHux ekcrnepumeHTiB (P.Kpik,
C.bpenep, I'.BirMan 1 iHIII JOCHITHUKH) OYyJO BCTAaHOBIEHO, WIO0 KOJ €

mpuniemnum i o0Oe3nepepenum. lloBHa po3mMppoBKAa TE€HETUYHOTO KOIY,
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npoBegeHa M.HipenbGeprom, C.Ouoa 1 H.I'.Kopana 3 BUKopuCTaHHAM O€3KIITUHHUX
cucrteM, Oyia 3aBepiieHa B 1966 p.

BinnosinHo no xoxy npu BukopuctanHi komnoiimepa noii(UC), B sKOCTI
MaTpulll B IIUX CHUCTEMax YTBOPIOBABCS TMOJIMENTH, MOOYJOBAaHUM 13 3aJIMIIKIB
cepuny 1 nehnunay, a nodi(UG), cly)kuB MaTpuIlel0 Il CHHTE3Yy KomojiMepa i3
saymmmkamMu Val 1 Cys, siki yepryroThes. L pobora mokasana, mo 61 3 64 MOXIMBUX
KOMO1IHAIIH TPhOX HYKJICOTHIIB YOTUPHOX THUMIB (4X4x4) KOAYIOTh OJHY 3 ABAJILSATH
nporeiHoreHHUX amMiHokucioT. Inmii Tpu komonu — UAA, UGA 1 UAG — He
KOAYIOTh >KOJHY 3 KAHOHIYHHUX aMIHOKUCIOT. Lli KOJOHM € cCurHaliaMu 3yNUHKU
(Tepminanii) TpaHCHALT 1 TOMY Ha3WBAIOThCS CTOM-KOJOHAMU ab0 KOJOHAMHU-
TepMiHaTOpaMH. TepMiHAIbHI KOJOHM HE€ 3aBXIW OJHO3HAYHO PpO3MI3HAIOTHCS
CUCTEMOI0 TpaHcIii 1 Tomy y ckiaai M-PHK Bonu Hepinko my6ntorotbes. [epum
(OCHOBHUM) CTOI-KOJJOHOM 3a3BHuaii € kogoH UAA, a Ha HEBEJIMKIM BiJICTaH1 CII1IOM
32 HUM PO3TaIIOBYETHCS OJMH 3 1HIMX TepMinytounx TpumieriB (UGA a6o UAQG).
Cnig  TakoXX BpaxoByBaTH, WIO TMpH cHHTE31 pany OuikiB komoH UGA
BUKOPUCTOBYETbCS  JUIsl BKIIIOUEHHA Yy OUIOK aMIHOKHMCIOTHOTO — 3JIUIIKY
cenerouucreina. Ilpu cunte3i Ouiky tpuruietn HykieotunaiB MPHK (komonn)
TPaAHCIIOIOTHCA Yy BIANOBIAHI HUM amiHokucnoTu. Hampuknan, kononn AUG 1 GUG
JIETEePMIHYIOTh BKIIOUEHHS Y OUTOK METIOHIHY 1 BaJIIHY BiATOBIIHO.

OCKUIbKM YHCIIO KOAyIOUYuX TpHUIUieTiB (61) B Tpu pa3u OuIbINEe YHCIA
NPOTETHOreHHUX aMIHOKHMCIOT, TE€HEeTUYHHH KOJI BHPOMKEHWil, ToMmMy Oarato
aMIHOKHCJIOT KOJYIOThCS IBOMA 1 OUIbIlle KoJoHaMH. TuUTbKu AB1 amiHOKucIoTH (Met
1 Trp) koxyrotbest oguuM kKojoHOM (AUG 1 UGG BiANMOBIAHO) 1 TOMY 3yCTPI4arOThCs
y OUIKax pijiie 3a 1HIiIi.

BupomkeHicTh TE€HETMYHOrO0 KOJy IOjdsira€ B TOMY, WO JJIS KOXKHOT
amiHokucyiotu ichye Ounbiie oaHid TPHK, 1 ogna TPHK moxe B3aemomisiti OuUIbII
HIX 3 oaHuM KojgoHoM MPHK. VYV Tppox-miTepHOMY reHETHYHOMY KOJ1 HAWOUIbII
BJIMBI TMEpIIi JBi, TOAl K TpeTs JiiTepa yacTto OyBae pizHOw0. Tak, Hampukiai,
[IIUH KOAYEThCS yoTUpMa cuHoHIMIuHUMHU konoHamu. GGA, GGC, GGG 1 GGU, Y

3B'SI3KY 3 MEPEBAXKAIOUOK POJUTIO MEPIINX ABOX OYKB KOJOHIB (BBa)KAarOUHu 3 S'-KIHIIS
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tpurieta MPHK) renernunuii kon 1HOMI Ha3WBaKOTh Keazuodyniemuum. 1l
OCOOJIMBICTH KOJly JTI03BOJISi€E BUKOpUCTATH MeHIny KubkicTh T-PHK: nnsa B3aemognii 3
61 xomonom pocutb 31 T1-PHK B 1mumrorumasmi 1 Bckoro 22 T1-PHK vy
OUTOKCHHTE3YI04iil CCTeM1 MITOXOHAPINA TBAPHUH.

I'enetTnunuii koA Maibke 3aBkAM YHIBepcaJbHMil, TOOTO €IUHUN A BCIX
Oprasi3MiB, sIK1 )KUBYTb Ha 3eMJIi, Bl OakTepii 10 droauHu. HeBenuki BIAMIHHOCTI €,
poTe, B TeHETUYHOMY KOJ1 MITOXOHIpii 1 XjoporuiactiB. Hemae HIIKUX JaHUX PO
Te, W0 KOJU-HEOYyIbh ICHYBIM OpPraHi3MH 3 IHIIUM KOJOM a0o0 IHIIUMU
aMIHOKUCIOTaMH. ['€HEeTMUHUN KOJA PETeNIbHO 30epira€ThCsi B €BOJIOLII 1 3MIHU B
KOZl, a TakoXX B pUOOCOMaJIbHOMY amapaTi KIITHH CIJiJI BHU3HAaTH CHJIBHO
3araJbMOBaHUMHU.

['enetnunuit ko — cucreMa po3zramyBaHHs HykiaeotuniB B JJHK (abo PHK),

siKa BU3Ha4yae mociiioBHICTh HykieoTu1iB PHK 1 aMiHOKHCTIOT y moinenTuaax.

Tpanckpunuis.

Tpanckpunuyia — nepiia crajais peanizaiii reHeTU4YHoi iHdOopMallii, mporec
«mepenucyBanHa»  nociigoBHocTi JJHK B ogHonmanmioroBy — momekymny
komriementapuoi PHK. B pesynbrari Tpanckpuniii yTtBoprotoTbes M-PHK, ski
KOJYIOTh aMIHOKHCIIOTHI MOCII1IOBHOCTI O1KiB, a Takox T-PHK, p-PHK 1 iH111 Buan
PHK, 110 BUKOHYIOTH CTPYKTYpHI, PETrYJISTOPHI 1 KaTaniThuuHi QyHKUii. B OcHOBI
TPAHCKPUMIII  JIEKUTh  NPUHIUI  KOMIUIEMEHTAPHOCTI  A30TUCTUX  OCHOB
nominykiaeotuaHux jgaHiorie JIHK 1 PHK, a cam mpornec 311HCHIOETBCS 32 Y4acCTIO
dbepmentiB — PHK-nonimepas, 1 BeMKOi rpynu OUIKIB — PETYJISTOPIB TPAHCKPHUIILLII.

JIocKOHamo  BHMBYEHI e€Talmu 1 MEXaHI3MU  Peryjsuli  TpaHCKPUIILIT
MPOKAPIOTUYHUX TEHOMIB, NPOTE JeTaldl TPAHCKPUMIT y eyKapioT BiOMI He
MOBHICTIO. B ToOi ’ke yac B 3araibHI CUCTEM1 KOHTPOJIIO peajizailii reHEeTUYHOI
iHpopMaIllli KOHTPOJIb Ha PIBHI TPAHCKPHUMIT € HAWOUIbII Ba)KIMBUM €TarloM,
BIIMOBIJAIBHUM 3a JAUQEPEHIiaibHy aKTUBHICTh T'€HIB B OHTOreHE31 OYIb-sSKOro
OpraHiaMmy, 1 CKJIQJHICTh Oprasizauii OO KOHTPOJIIO, 3alBHUI pa3 MiATBEPIKYE

(byHIaMeHTalbHE 3HAU€HHSI TPAHCKPHUIILIT B peastizallii mporpaMu *KUTTS.
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Ockinbkn JIHK 'y mnepeBakHOi OUIBIIOCTI OpraHi3MiB SIBJISIIOTH  COOOIO
JIBOJIAHLIIOTOB1 MOJIEKYJIM, CKJIaJ€Hl 3 KOMIUIEMEHTApHUX 1 aHTUIApaJeIbHUX HE
IZICHTUYHUX JIAHUIOT1B, TPAHCKPHUIIII MIJJAEThCS 3a3BUYAl OAMH 3 HHUX, SKUN
HAa3MBalOTh MAMPUYHUM (MATPULIEIO):

JHK 5'- ATGATTGGGGCTCTA - 3' 3MICTOBHUM JIAHIIIOT

3'-TACTAACCCCGAGAT -5' wmaTpuyHUI JaHIIOT
Tpanckpunuisa

PHK AUGAUUGGGGCUCUA

Cunre3 PHK na marpumi IHK Beayts JIHK-3anexui-PHK-nomimepasu, siki
BITHOCSITBCS 10 TPYNH HYKICOTUAMITpaHCchepas 1 Ki BUKOPUCTOBYIOTh HYKJICO3U/-
5'-tpudocdaru. PHK-monimepasu akTUBHI TUTbKH y TPUCYTHOCTI ioHiB Mg2", mis
3B’SI3yBaHHS SKMX B MOJIEKYJIl ICHY€ KOHCEHCYCHa aMIHOKHCIIOTHA IMOCJHIIOBHICTH 3
10 aminokucinotHux 3anuikiB. PHK-nonimepasu Ha Binminy Big JJHK-nonimepas He
noTpedyroTh mpaiiMepa 1 BUKOPUCTOBYIOTh puOOHYyKiIeo3ua-5'-tpudocdatu (ATP,
GTP, CTP, UTP). 3pocranns mnanirora PHK BinOyBaeThCcsi MUIIXOM MOCIIIOBHOTO
MpUEHAHHA PUOOHYKIIEO3UI-5'—MOHOPocPaTiB A0 3'-TIAPOKCHIBHOI Ipynu puldo3u
MoNepPeAHLOTO HYKJIeOoTHaY (ToO0TO y Hampsmi 5'—3’). TlocnimoBHICTh HYKJICOTH/TIB B
cuntezoBanoMy PHK-TpaHckpunti BU3HAYae€ThCs KOMIUIEMEHTAPHUMH a30TUCTUMU
ocHoBamu MatpuuHoro Jjanmora JIHK. Pizuni Bugu PHK y eykapioT cuHTE3yrOThCA
pisaumu PHK-nonimepazamu, tomi sik y Oakrepiit yci Bugu PHK cunTesye omun
dbepmenT. Y Bcix 0e3 BUKIIOYEHHS OpraHi3MiB MPOIEC TPAHCKPUIILIT BiIOyBa€eThCA
TUIBKM Ha TMEBHUX JUISHKaX — TPaHCKpUNTOHAaX. BoHu oOmexeHi aBoMa
MOCJIIIOBHOCTSIMU — MPOMOTOPOM (30HA TOYATKY TPAHCKPHUIIIi) 1 TepMiHATOPOM
(30Ha 3yNUHKUA TpaHCKpuilii). TpaHnckpunToHu OakTepii HA3UBAIOTH OHEPOHAMU.
OrnepoHU BKJIIOYAIOTh HYKJICOTHUJIHI TOCIIAOBHOCTI — IMCTPOHH, a00 CMpPYKmypHi
2eHu, SIK1 KOAYIOTh CTPYKTYpY Aekuibkox OukiB. M-PHK cuHTe30BaHa Ha omepoHax
nONYUCMpPOHHA 1 CUHTE3YE JeKiibka OUIKIB, Ha BIAMIHY Bl MOHOLIMCTPOHHHUX M-

PHK Bumux oprani3mis, siKi clIy>KaTb MAaTPULISIMU J1JI1 CHHTE3Y OJIHOTO O1IKa.
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[locnimoBHICTh HYKJIEOTHAIB B cuHTe30BaHii mojekyini PHK BusHauaerbcs
HYKJICOTUHOIO TOCHiOBHICTIO MaTtpuyHoro Janutora JIHK. Tpanckpuniis
BiIOYBa€ThCS 3a NPHUHIUMIIOM KoMmrutiMmeHTapHOcTi. CyOcTpaTtaMu i CHHTE3Y
cinyxatb pubonykieosuarpudocharu. Jlo 3'—kiHmsg 3poctarouoro janiora PHK
MPUETHYETHCS HyKIeo3uaMoHodocdar, a 3BuIbHEHUH nipodocdat riaponizyeTbcs Ha
JIBI MOJIEKYJIM HEOpTaHiuHoro (ocdary, 1o poOUTh peakilito eHEPreTHYHO BUT1THOIO
1 6e31moBOpoTHOI0. Cami OUIKU-PETYISITOPH TPAHCKPUIILIT HaOyBalOTh a00 BTpavyaroTh
(GyHKUIOHATBHY AKTHBHICTH B pe3yibTaTi MoJu(ikalii KaTaJiTUYHO aKTHBHUMHU
OinkamMu-pepmMeHTamMu, abo pedoBMHAMU HEOLIKOBOI MPUPOJH, SIKI MOJYIIOIOThH iX
PETYISTOPHI BIACTUBOCTI. Y NPUMITUBHUX (POpMaX >KUTTS B PEryJisillii TpaHCKPUITIIIT
OesmocepeqHb0  OepyTh ydacTh pi3HI  KIITUHHI  MeTa0odiTH  (BYIJVIEBOAM,
aMIHOKHUCJIOTH, HYKJIEOTHIW Ta 1H.). Y e€yKapioT TPaHCKPHIIIiS Oe3mocepeaHbo
MOB'13aHa 31 3MIHAMHU CTPYKTYpH XpomaTuHy. llepexig xpomaTuHy B aKTUBHY (hopmy
(3maTHY 10O TPAHCKPHUIILIi) € JOJATKOBUM €JIEMEHTOM pEeryJisilii TpaHCKPUMIi Y
BUILUX OPTaHi3MiB.

Tpanckpunuisi y eykapior.

PHK-momimepasu eykapioT BHBYEHI 3HAYHO MEHbBINE, HDK BIAMNOBIIHI
dbepmentu Oakrepiii. Cunte3 PHK y eykapioT 3aiiicHIOIOTH TpH pi3HI (hEepMEHTHU:
PHK-nonimepasu I, 11 1 III, ctpykTypa sikux BUBYEHA JajieKO HE MOBHICTIO. CIIOYATKy
eykapiotnyHi PHK-nonimepasu Oynu ineHTH(diKOBaHI HA OCHOBI iX YYTJIMBOCTI JO
aMaHITUHY — BUCOKOTOKCMYHOMY aHTHOIOTHKY, IIO MICTUTbCA Yy OJIJIA MOTaHIII.
[Ti3nime Oyno BctaHomieHo, mo PHK-momimepasa | (He uyTimBa 10 aMaHITHUHY)
cuntezye Benuki (28S 1 18S) pubocomansHi PHK, PHK-nonimepasa Il (HaitOouibIm
YyTJIMBa IO aMaHITUHY) TPAHCKPUOYE IeHH, 1110 KOAYIOTh OUTKH, a TAKOK F€HU MaJIuX
anepuux PHK, a PHK-nonimepasa III Binnosigae 3a cunre3 5S pPHK 1 TPHK.

PHK-nonimepasu I, II 1 III gpixaKiB MaOTh TpU 1ICHTHYHI IO MOJEKYJISIPHIM
Maci cyooaunwuitl (27, 23 1 14,5 x/a). Jpikmxosi PHK-nonimepasu 1 1 Il mictars
TaKoXX JB1 1HINI OJHaKoBl mo Maci cyoomunmmi (14 1 40 x/la). I[ami Bigomi

cybomnunuii y ycix Tppox PHK-monimepas apixmakiB HOMITHO PO3PI3HAIOTHCS 3a
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MosekyisipHoto Macoro: 135 1 190 k/la — y PHK-monimepasu I; 146, 150, 220 1 445
k/la — y PHK-nonimepasu I1; 82, 128 1 160 x/la — y PHK-nonimepasu I11.

XKomna 3 PHK-moniMepas eykapioT He 37aTHa CaMOCTIHHO 3B'S3yBaTHCS 3
MPOMOTOpAaMU TE€HIB, fAKlI TpaHckpuOye. g mNpueaHaHHS A0 TPAHCKPUNTOHA
eykapioT ciayxaTh crnenudiuni mis koxHoi PHK-momiMmepasu OuTKOBI YMHHUKH
tpanckpunuii (TF-unaaukn): PHK-nonimepasu 1, 11 1 Il Bumararots yuacti paktopis
tpanckpunuii — TFl, TFII 1 TFIII BignoBigHo. Benuka natuHchka OykBa, sKa
3a3BUYail Hae 3a pUMCHKOIO LU(DPOIO, 0O3HAUYAE, SIKUM 32 PaXyHKOM OyB BUSIBJICHUMN
el YUHHUK, HANPUKIAJ, NepliuM OyB BHUAUICHWH YMHHUK TPAHCKPHUIILII TeHa 5S
pPHK, sxuit tpanckpudyetscss PHK-nonimepasoro 111 — TFIIIA.

Pi3Hi unmHHMKM TpaHckpumniii npueanyioTbes a0 JHK B pisHux wmicisax
BITHOCHO TOYKM mo4aTKy TpaHckpuruii. Tak, yuaauku TFID 1 TFIID 3B'13ytorbesd 3
JHK 1 yrBoprotors komiuiekcun 3 PHK-momimepasamu mnepen cailToM mModatky
tpanckpuniii, a ynHHUK TFIIC — Bimpasy micis BignoBigHoro caity. Yunauk TFIID,
HeoOx1gHuM st 6aratbox npomotopiB PHK-nomimepasu I, nasuBatots me TATA-
YUHHUKOM, OCKUIbKH BiH 3B's13yeThesi 3 TATA-Ookcom, po3TamoBaHum 3a 25 H.II. 10
CalTy MOYaTKy TPAHCKPHIILII].

IIpouecunr PHK.

[lepBunni PHK-tpanckpunty, siki yTBOPIOIOTBCS B Pe3yJbTaTi TPAHCKPUIIILLLI,
HE 3aBXIU € (QyHKIIOHanbHO akTUBHUMHM Mojekyiamu PHK. ITlepm HibK cratu
aKTUBHUMHM BOHU MOBHUHHI 3a3HATH psia Moaudikaiii i nepetBoputucs Ha 3pisi PHK.
Le#t mpouec mocTTpaHckpumiiiiHoi Moaudikamii nepBuHHUX TpaHckpuntiB (PHK-
MOMEPETHNKIB) HA3UBAETHCS MPOLECUHIOM 1 BiAOYBAa€TbCA TOCUTH CHELUPIUHO Y
pisuux Bunie PHK mnpo- 1 eykapior. VYV 3B'I3Ky 3 BIAMIHHOCTSAMH peajizaiii
reHeTHYHoi 1HQopMalii y MpoKapioT 1 €yKapioT, NPOLECHHT Yy MpoKapioT
oOMeXeHUM, TOJNl K Y €yKapioT BIH € CKJIAJHO OpPraHI30BaHWUM IPOIIECOM, KU
0e3rmocepe/lHbO BIUIMBAE Ha PETYJALI0 eKCIpecii TeHEeTHYHOro marepiany B
nudepeHIiioBaHuX KIITUHAX BUIIMX oOpraHi3miB. HaiineranpHile BUBUYCHHI
npouecudr M-PHK eykapioT, sikuii BKJIIOYa€e TpPU TOJOBHI MOMEHTH: CILIAHCHUHT,

KemipyBaHHA S5'-KIHIS 1 TOJiaJeHUTyBaHHSA 3'-KIHILS TMEPBUHHUX TPAHCKPUIITIB.
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Crnaiicuur (BiJ aHri. splice — crnoiy4aTd KiHIl1) mojisirae y Bupizansi 3 npo-mMm-PHK
HEKOJYIOUMX JAUISHOK — I1HTPOHIB 1 3LIMBAaHHA KOAYIOUMX JAUISHOK — €K30HIB.
Po3p13HSI0Th JeKUIbKa PI3HUX MEXaH13MIB CIJIAHCHHTY.

KenipyBannga — 1e yrBopeHHsM Ha 5'—kinii MPHK ocoGauBoi ctpyktypu —

kena (manouku). KenipyBanHs BigOyBaeTbcsi He3a0apoM MicCHsl MOYATKY CHHTE3Y M-
PHK 1 3xiiicHioeThes 3a yuactio GTP, 13 ckinany skoro GMP nepenocutbest Ha 5'-
mudocdar nepuoro Hykieoruay m-PHK.

[onianeHuipyBaHHs 3A1iCHIOETbCA (epMeHToM 1ol (A)-modimepas3oro 1

MIPU3BOJIUTH A0 YTBOpeHHs Ha 3'-kiHIli oJiro(A)-pparmenty, skuit mictuth 100-200
3QJIMIIKIB aJeH1TIOBOI KUCIOTH — «modi(A) — xBict». Ilomi(A) — XBICT BU3HA4ae
ctabinbHicTh MPHK 1 yac ii skutta B kinitusi. Kpim toro, y eykapiot moii(A) — XBicT
MoxJnBO crpusie Buxoay M-PHK 3 sapa B nuromnasmy, a Takoxk € BaKJIUBUM IS

peryssii Tpancnsanii M-PHK.

IIpouecunr T-PHK i p-PHK y eykapior.
IIpouecuHr y eykapioT 3adinmae yci BHIM TNEPBUHHUX TPAHCKPHUIITIB
eykapioTHux reis. [Ipoaykru tpanckpunuii (mpo-T-PHK), MicTATh 1HTpOH m0OIN3Y
aHTUKOJIOHY. BupizyBaHHS IIbOTO 1HTPOHY 1 JIripyBaHHS (3IIUBAHHA) 1HIIIOT YACTUHH

MOJIEKYJIU-TIOTIEPETHUKA PU3BOJIUTH 10 yTBOpeHHs 3punoi T-PHK.

IIpouecunr m-PHK y eykapior.

[MocTrpanckpumnuiitani  Moaudikamii npo-M-PHK ocobnuBo BaxnuBi s
€yKapioT, 1[0 MOB'SI3aHO 3 MO3aiyHOIO OYAOBOIO iX T'€HIB, SIKI MICTATh HEKOJYIOYl
MOCJIITOBHOCTI — IHTPOHU. YUCENBHICTh IHTPOHIB B I'€HAX €yKapioT MOXE JOCITraTu
JNEKUIbKOX JIECSATKIB, IIO0 JHUKTY€ HEOOXIJHICTh ICHYBAHHA UYITKOI CHUCTEMHU
CIUIAMCUHTY TEePBUHHMX TpPAaHCKpUNTIB. Y cruaiicudry mnpo-mM-PHK vy Bummx
eyKapioT 3aA1sHuM psaa OUIKiB, a Takox — Mmani saepHi PHK (msa-PHK). Mamni snepHi
PHK wmarote mocnimoBHocti Bigx 65 mo 1000 1 6ureme nykieotuaiB (10S-90S),
OaraTux ypuauIOBUMHU HyKiIeoTwaamu, 1 Tomy HazuBaroThes UPHK (Ul, U2 1 Tak

nam). Y npikaxis Bussiene 25 pisaux MsaPHK, y xpeGetnux tBapun — 15. V xabu
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Xenopus laevis psan manux saepuux PHK (msa-PHK) (U3, U8, Ul4 1 U22) GepyTb
ydacTh B nporecuHry pudocomanbuux PHK, 3B'a3yrouuch 3 KiHIEBUMHU AUISHKAMU
cneiicepiB. Mani snepui PHK BusBieni He nuiie y XpeOeTHUX TBapuH 1 JIPIKIKIB, a
TakoX y komax 1 apxiOakrepil. Hykneoruana nocnigoBaicTs ycix 1PHK eykapioT
criBnagae Outbi HIX Ha 90%, mo Takox BigHOCUThCS 10 Ul moauHu 1 1po30diin.
Bucokuit xoncepBatuzm ctpyktypu iPHK roBopuths mpo Te, 1o crutaiicuHr mayxe
JaBHIN Mpoliec, SKUi oyaBcs 3 ayTocIiaiicuHra 1 TpancopMyBaBcs B CIUTAWCHHT 32
yuactio MPHK. T'enn msa-PHK tpanckpuOytoreecs PHK-nmomimepaszoto 11 1 maroth
PI3HY JIOKaJI3aI[il0 B T€HOMI: YaCTUHA 3 HUX € JUCKPETHUMHU HE3aJICKHUMHU T'€HAMH,
AKl HE MalOTh IHTPOHIB, TOJ1 K TeHu iHmUX MsA-PHK po3ramoByroThes ycepenuHi
IHTPOHIB I'€HIB, 1[0 KOAYIOTh OLIKH.

AJIbTepHATUBHMI cruiaiicuur. [[ekinbpka 1HTPOHIB, 110 MICTAThCS B M-PHK,
MOXXYTh 3IIMBATUCS B PI3HUX KOMOIHAIISX 3 YTBOPEHHSM PI3HUX MAaTPUUYHHUX

nociigoBHocTel. Taka nudepenuianis nuisixiB pospiBanHs M-PHK gicrana nasBy

alnbTepHATUBHOrO cradicunra. llei cmnaldicunr OyB Brepiie BIAKPUTHH Y
aJICHOBIPYCIB, Y AKUX YaCTHHA KOAYIOUMX MOCIIAOBHOCTEN BIAAANAETHCA MOIIOHO A0
IHTPOHIB, a 5'-kemn 3'€eHYyeThCS 3 OyAb-IKMM 3 IHIIUX €K30HIB, 1, TAKUM YHHOM,
ytBOprotoThes pizHi MPHK, siki konytoTs pi3ni Ouiku. Lleit Bua crutaiicuHry q03Bosisie
HEBEJIMKOI KUIBKOCTI1 MEPBUHHUX BIPYCHUX TPAHCKPHUIITIB KOAYBATH 3HAUHY KUIbKICTb
OUIK1B, HEOOXIAHUX JIJISl ICHYBaHHS BIpYCY.

VY eykapior anbrepHaTuBHUM crutaiiciHr M-PHK, skxi MICTSITh BeIMKy KUIBKICTh
IHTPOHIB, € €(QEKTUBHUM CIIOCOOOM pEryysilii aKTUBHOCTI TEHIB, CTBOPIOE
MO>KJIMBICTH /111 BUHUKHEHHS 1300pM OUIKIB, Kl MOXKYTh 1CTOTHO PO3PI3HITHUCS B
pI3HUX  KJIITMHAX, TKaHMHAX 1 oOpraHax OararoKJIITUHHUX  OPraHi3MIB.
ANbTEepHATUBHUH CIUIANCUHT J03BOJISIE OPTraHi3My CUHTE3yBaTH Pi3Hi 32 CTPYKTYPOIO
Ta BJIACTHBOCTSIMHU OUIKM Ha 0a3i onHOro reHa. Takli TreHW KOAYIOTb POJUHHU
CHOpITHEHUX OUIKIB, MO0 OEepyTh y4acThb B M'A30BHUX CKOPOYEHHSX, (PopMyBaHHI
LIUTOCKEJETY, HEPBOBUX BOJIOKOH, MOJIEKYJl IMYHOTJIO0YIIiHIB, NENTUAHUX TOPMOHIB

Ta IH.
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Peryasinisi ekcnipecii reHis
KoHTponb ekcnpecii reHiB 311MCHIOETHCS HA yCiX eTanax eKCIpecii reHiB:
— Ha piBHI TPAHCKPUIIIIi (KOHTPOJIIOETHCA Yac 1 XapaKTep TPAHCKPHUIIIi
reHa);
— Ha piBHI POLIECUHTY EPBUHHOTO TPAHCKPHUIITY;
— npu Tpancnopri 3piuux M-PHK B nuTomnasmy;
— Ha piBHI TpaHcALii — Biaoip B uuromnazmi MPHK nns tpancnsanii na
pubocomax
— Ha piBHI Aerpajailii — BubipkoBa aecradinizaris nesHux Tumnis MPHK
B IIUTOILIA3MI,
— Ha piBHI aKTUBHOCTI O1JTKa — CEJIEKTUBHA aKTUBAIlisl, IHAKTUBAIIIs a00
KOMITapTMEHTAI[ISl MOJIEKYJI O1J1Ka MICHS X CUHTE3Y.
Peryasinisa Tpanckpunuii. Perynsiis TpaHCKpuIILii Ma€ BaKJIMBE 3HAUYCHHS
JUIsE PO3YMIHHS MeXaHI3MIB JH(depeHialbHOT aKTUBHOCTI (eKcmpecii) TeHiB B
OHTOT€HE31 OyAb-AKOTro Mpo— 1 eykaploTHuHoro opranizmy. llmsxom perymsmii
TeHHOi eKCIpecii KIITUHU MPUCTOCOBYIOTHCS 10 3MIH 30BHIIIHBOTO 1 BHYTPIIHBOTO
cepenoBuiia. @OEHOTUIT KIITUH BHU3HAYAETHCS KUIBKICTIO 1 BJIACTUBOCTSIMU
MPOYKOBAHUX HUMHU CTPYKTYPHUX, KaTaJITUYHUX, PETYIATOPHUX ab0 THIIMX KJaciB
ounkiB. IloBuHHa icHYBaTH e€(pEeKTMBHA CHCTEMa KOHTPOJIO peani3alii reHeTH4HOi
iHpopmarllii B KIITHHI, sika O [03BOJsIa B KOXEH MOMEHT NIATPUMYBATH i
(YHKIIIOHAIBHY aKTUBHICTh CHHTE3YIOUH JIOCTATHIO KUIBKICTh PI3HUX OUIKIB.
Perynsinis  TpaHckpunuii 'y eykapior. I[HTEHCUBHICTb TpPaHCKpPHIIIIIT
BU3HAYAETHCA MPOCTOpoBOIO cTpykTypoto JIHK, B sKiii Hepigko crocrepiraroThes
BUTMHU, TETJI (JIOMEHHW), a TaKoXX HaJACIHIpali30BaHl IUISHKU. YcCi IIi MOTHUBHI
ctpykrypu JHK cropusioTh NOCUJIEHHIO TPAHCKPHUIILII, OCKUIBKM CTBOPIOIOTH
J0JTaTKOB1 MOXIHUBOCTI 1715t ipuennanns 1o JJHK pizHomMaHITHUX OUIKIB-pEerynsTOpiB
tpanckpunuii. [li Ouiku 3maTtHi 3B'A3yBaTUCA 3 TNEBHUMU HYKICOTHIHUMHU
nociuinoBHocTsiMu JIHK, posramoBanuMu sik B caMUX TPAaHCKPUNTOHAX, Tak 1 B
IHIITUX, HEPIAKO JOCHUTh BIJJAJICHUX BiJ 30HM TPAHCKPUIIIIIi 007acTAX, IO HOCATH

Ha3By €HXaHcepiB (IMICUIIOBAYIB) aJalTOPHUX €JIEMEHTIB. Y OCTAHHbOMY BUIIAJKY
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ISl pEeryisaTOpHUX €JIEMEHTIB TE€HOMa MOXe OIOCEePe/IKyBaTUCS OCOOJUBUMHU
OUIKaMu, CIIPUSIOUYMMHU TTOCUJIEHHIO 200 MOCJIa0JIeHHIO IHTEHCUBHOCTI TPAHCKPHUIIIIII.
Cami OUTKM-pEeryisTOpy TPaHCKpHUIIli Ha0yBalOTh a00 BTpayaloTh (PYHKIIOHAIbHY
aKTUBHICTh B PE3yJIbTaTi MOAUQIKAIlIN, IO BUKINKAIOTh KaTaIITUYHO aKTUBHI OUIKU-
dbepmeHTH, a00 BUHUKAIOTH IMPHU 3'€IHaHHI 3 PeYOBMHAMU HEOUIKOBOI MPUPOJIH, SKI
MOJAYIIOIOTh iX PEryJsiTOpHI BIACTHBOCTI. Y MPOKapIOT B PETYNslli TpaHCKPUIIIi
OesrnocepeHbO OepyTh y4acTh pi3HI KIITHUHHI METa0OJITHU 1 TPAHCKPUIIIIS
Oe3mocepelHbO TOB'SI3aHa 3 3MIHAMU CTPYKTypu XpomaTtuny. Ilepexim uporo
KOMIUJIEKCY B aKTUBHY (DOpMY € JOJATKOBUM €JIEMEHTOM PEryJisiii TPaHCKPUIIIL Yy
BUIIUX OPTaHi3MiB.

AJanTopHi eIeMEHTH T'eHOMa €yKapioT MPOSBISAIOTh BUOIPKOBA YYTIUBICTH IO
BITHOIIEHHIO JO CTEpPOiNHMX TOpMOHIB, CAMP, rmokokopTukoifiB. Bonu
crienu(ivHO PETYNIOTh KIITUHHY BiJIIOBiAb HA TEIUIOBU IOK, Airo Mertanis (Cd*,
Zn*") i nedxkux XiMI9HUX CHONYK (HIL, TIOKCHHY).

AfanTopHi €leMEeHTH MaloTh cHenugidyHl HYKJICOTHJH1 MOCIITOBHOCTI, SKi
BII3HAIOTh OuTkW. Tak, HanmpuKiIaa, YMHHUK TPAHCKPHIIIT OUIKIB TEIMJIOBOTO IIOKY
BrmizHae B JIHK mnocninoBHictTh CNNGAANNTTCNNG (me N — Oyab-sikuit
HYKJICOTH]), a TIFOKOKOPTHKOITHUN OioK-perentop 3B's3yeTbes 3 JJHK B obmacti
nociigoBHocTi TGTTCT. B o6xacTti mpoMoTopiB 0araTb0X €yKaplOTUYHHX TI'EHIB
BusiBjieHuid CAAT-00KkC — elIeMEeHT, 10 PEeryitoe 4acTOTy iHIIiamii TpaHCKPHUIIIIi.
Pe3ynbpTaTi BUBUEHHS €HXAHCEPIB, K1 BUAAICHI 1HO/1 HA 3HAauUH1 BiacTaHi (10 20 THC.
H.II.) Bl TPOMOTOPIB, a TaKOX PEryJATOPHUX AUISTHOK MOOJM3Yy MNPOMOTOPIB,
J03BOJIUIIM 3pOOUTH NesiKi y3aranbHeHHs. [lo-mepie, perynsiTopHi MOCHiIOBHOCTI B
JIHK MaroTh MonylibHY OyIOBY 1 CKIQalOThCAd 3 cepii MEeBHUX HYKICOTHIHHUX
HOCII10BHOCTEM.

Enirenern4na pery.asinisi ekcrpecii reHis.

Enirenerrika BuBYa€ CrajakoBl 3MIHM B (eHOTHIIl ab0 B eKcrpecii TeHiB, 1110
3yMOBJIEH1 IHIIMMHM, HE TEHETHYHHMMHM MexaHismMaMu. HailikpamuMm mnpukiagoM
ENIreHeTUYHUX 3MIH Yy eyKapioT € mpouec audepeniiamnii kiitudH. Ha cydacHomy

erari PO3BHUTKY HAYKHW BHUABJICHA HHU3KaA CITCHETUYHHNX q)eHOMeHiB, 0 SAKHUX
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HajexaTtb e(QeKT TMOoJIOKEeHHs, MapamyTanis, TpaHcBeHuis, PHK-inTepdepenis,
npioHi3alli OUIKIB, CyNpecis TPAHCIO30H1B, TEHOMHHUI IMIPUHTHUHT, OCOOJUBUN CTaH
xpomatuny, metuintoBanHs JIHK 1 iHakTuBaLis X-XpoMOCOMH.

[Ipouecu, 1Mo  KepywOTh  MPOrpaMord  PO3BUTKY, HA3UBAIOTHCS
enicenemuunumu. MOXIHBO, TporpaMa pO3BUTKY, 3aKjaZeHa B TE€HAaX 3apojKa,
«BKJTIOYAE» a00 «BUMHUKAE» 1X (Ha MEBHUHM yac ab0 Ha3aBXJM) y 3a37aJIeTiAb 3a/1aHii
nociiioBHOCTI. [Ipyu 1bOMY 3MIHIOETBCS CKJIaJ OUIKIB y KIITHHAx, MO 3HOBY
(GhopMYIOTBCSI, 1 TUM CaMUM 3MIHIOIOTHCS BJIACTUBOCTI KJIITHH. HasBHICTH mporpamu
PO3BUTKY HE MOSICHIOE, YOMY JoJid nepimux kiituH pizHa. Ha JIHK noBunen nisaru
SAKUICH MPOILIEC, 1110 Kepye PO3rOpTaHHAM NpPOrpaMH, Ta BiAOHpae Ti abO 1HII TeHH
JUIA «BKJIIOYEHHSI» a00 «BUMKHEHHS» B JaHIA KIITWUHI Ha el yac. be3 mporo Bcl
COMAaTUYHI KJIITUHM TUIa, Kl MAlOTh OJHOKOBHM T'€HOM, PO3BHBAIMCS O OJTHAKOBO.
KpiM Toro, mock MOBMHHO KEpyBaTH MEpeavyero po3MOJUTy CTaHIB «BKIIOUYECHHI-
BUMKHEHHUI» MK T€HaMH Bl OJHOTO TOKOJIHHS KJIITUH 10 iHIIoro. JlodipHiMm
KJIITHHAM MPU3HAYAETHCS 30€perTy piBeHb AUQPEPEHIIIIOBAaHH 0aThKIBCHKOI KIITUHU
a0o mepeuTH 10 creriani3arii.

3 TreHEeTUYHOi TOYKM 30py MUTAHHA TMPO MNPUYUHU AUPEPEHIIIOBAHHS
TpuibioHiB (10'%) TOTMIOTEHTHMX KJIITHMH OpPraHi3My JIIOAMHU 3BOJUTLCSA IO
npobiemu audepeHiianbHOl eKenpecii TeHIB y PI3HUX KIITHUHAX OPraHi3my, SKHi
PO3BHBAETHCS. 3PO3yMIIO, IO CTaOUIbHA MIATPUMKA ITUX BIAMIHHOCTEW 3yMOBJICHA
ENIreHeTUYHUM  KOHTpoJieM TeHHoi ekcmpecii. Ha TemepimHid yac min
€NIreHeTUYHOI0 MIHJIMBICTIO PO3YMIIOTh 3MIHY €KcHpecii reHiB 0e3 3MiHU MePBUHHOT
ctpykrypu JHK. Enirenetnuna perymnsuis — e Moaudikallisi FeHHOT eKcIpecii, sika
3yMOBJI€Ha MOTEHLIMHO 3BOPOTHUMH 3MIHAMH Y CTPYKTYpl XpPOMAaTUHY B Pe3yJbTaTi
MmetumoBanHs JIHK.

[HTEHCHMBHI  JMOCHUKEHHS Peryfsiii aKTUBHOCTI TEHIB PI3HUX BHUJIIB
MIKpOOpraHi3MiB, POCIWH, KOMaX, TBapUH 1 JIIOJUHU, CEKBEHYBaHHS TI'€HOMIB,
MIPUBEJIH 10 BIIKPUTTS PI3HUX €MIr€HeTUYHUX IpoleciB. Exkcnpecis reHiB B 6aratbox
BUIAJKaX AKTHUBHO PETYJIOE€TbCS, 3MIHIOIOYM Yac Ta KUIBKICTh CHHTE30BAHOIO

reHeTuyHoro mnpoaykry. Kinbka eramiB y mpoleci ekcrpecii TeHIB MOXYTb
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MOJYIOBATHCS, 30KpeMa TPAHCKPHUMIS 1 MOCTTPaHCHsAUIRHA MOAMQIKALis.
PerynroBaHHs ekcripecii TeHIB HaJa€e KIITHHI KOHTPOJIb 32 KUIBKICTIO Ta CTPYKTYPOIO
CUHTE30BaHUX OlomojiMepiB 1 OCHOBOW JudepeHmianii KIiTHH, MopdoreHesy i
ajanTaiii opraHi3My J0 YMOB HaBKOJMIIHBOTO CEpeJOBHUINA. BUIbIIICT TEHIB
JIOJMHU 3/1aTHI MPOAYKYBATH PI3HI MOJINENTUAM B KIITHHAX PI3HUX TKAHUH 1 HA
PI3HUX CTaalsix OHTOreHe3y. Hampukmaa, ofUH 3 TeHIB y KIITHUHAX IIATONOIAIOHOT
3QJI03U MPOAYKYE (PEPMEHT, KU 3HMXKYE BMICT KaJIbI[II0 B KPOBi, a B KIITHHAX

I‘iHOTaJIaMyca BIH YTBOPIOE HOJ'IiHCHTI/II[, SIKUH PO3IMUPOE CYAUHU.
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Jlekuis 2.
Tema 2. 3arajibna xapaKTepUCTHKA MOHOI€HHOI AaToJI0rii. ['eHeTHKA OKpeMHX
¢popm Mmonorennux xsopod. CnaakoBi xsopoou oomMiny. CyyacHa kiaacudikamis,
KOPOTKA XapaKTePUCTUKA I'PYIL.
ILnan.
1. 3aranbpHa XapakTepuCTUKa MOHOIE€HHOT aToJiorii. 'eHeTnka okpemMux Gpopm

MOHOT€HHHUX XBOPOO.
2. CnagkoBi xBOpoOM oOMiHY. ['eHeTHuHI po3naau OOMIHY aMIHOKHUCIIOT.

['eneTnyn1 po3naau oOMiHY BYTeBOIB. [ 'eHeTUUH1 po3yiaau 0OMIHY JIIMIAIB,

VY umifi karteropii BIINPaBHOIO TOYKOIO € MyTallii — 3MiHa OJHOIO TIeHa.
HactynHe nutaHHA, SIK 3MIHM B MOCIIJIOBHOCTI OJJHOTO T'€Ha MOXXYTh MPUBECTH IO
cepilo3Hux po3naAiB. 'eHH KOAYIOTh OUIKH, SIKI € OJHMMHU 3 HAWOLIBII BaXKJIUBUX
THCTPYMEHTIB ISl ’KUBUX ICTOT, Ta € CKJIaJIOBUMU B CTPYKTYp1 KJIITUH. B pe3ynbrari
MyTallii, o BiIOYBAa€ThCS B YACTUHI T'€HA, KU KoJye (DYHKUIOHATIbHY YaCTHHY
OlIKa, MIHSETBCS CTPYKTypa Ounka. BUIOK Bike He BUKOHYE CBOI (DYHKIIII KOPEKTHO,
BHACJIIIOK 4YOTO BIAOYBAIOThCSA BakKi 3MIHM B opranizMmi. Ha ceorogHi Bigomo
omu3pko 6000 MOHOTE€HHUX MOpPYLIEHb, 1 3a MiApaxyHKamu BueHuX, 1 13 200
HOBOHAPO/KEHHUX JiTe Mae Taky xBopoOy. Ilpukmanu MoOXyTh CIyryBaTdh Taki
3aXBOPIOBAHHS, K CEPIOBUIHOKIITUHHA aHEMIs, MYKOBICIII03, CHHIpOM AMKapi,
XxBOpo0Oa XaHTIHITOHA.

CepnoBuano-kiaiTnaHa xBopoba (CKX) abo cepnoBuaHO-KJIiTHHHA aHeMisi
(a6o anemis, CKA) abo npemnaHonuTo3 — 1€ ayTOCOMHO-PEIIECUBHE HAJOMIHAHTHE
reHeTHYHE 3aXBOPIOBAHHS KpPOBI, SIKE XapaKTEPHU3YETbCS HEMPaBUIBHONO, CTIHKOIO,
CEepHOBUIHOIO (HOPMOIO YEPBOHUX KPOB'SIHUX KJIITHH (epUTPOIUTIB). CEpHOBUIHICTD
KJIITUH 3MEHIIY€E 1X THYYKICTh Ta €JIaCTHYHICTb, IO 30UIbIIYE PU3UK BUHUKHEHHS
PI3HUX YCKJIaJHEHb. [I[pUYMHOIO MOSBY KIITUH CEPIOBUIHOT (OopMU € MyTallii B TeHi
reMorjo0iny. Sk HacmiIoK CKOpPOYY€TbCS OYIKyBaHA TPUBAIICTH KHUTTS, B
cepeaHhOMY BOHA CKJIagae 42 poKd y 4OJOBIKIB 148 y JKIHOK.

CepnoBUAHO-KIIITUHHA aHEMIisl, K NpPaBUJIO, TPOSBISETHCS B JAUTHHCTBI,

YacTIle 3yCTpIivaeThes y Jojen (abo iX HaIaaKiB) 3 mponiuHux ma cyomponiuHux
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pecionig, K1 € SHIEMIYHUMH, 1070 Maysipii. OlHa TpeTUHA BCiX KOPIHHUX >KUTEIIIB
Adpuku Ha miBaeHb Big Caxapu € HOCISIMU TeHy. Y 3B’S3Ky 3 TUM, L0 MaJsipisi €
MOIIUPEHUM 3aXBOPIOBAHHSIM y IIbOMY pErioHl HOCIi OAHOrO0 TeHy XBOpoOu
BOJIOJIIFOTH  MIJBUIIEHOI CTIMKICTIO /IO BIDKUBaHHA (CEpPIIOBUIHO-KIITUHHA
oco0nuBicTh). Ti, Yy KOrO € TUIBKA OJIHA 3 JBOX ajeliell CeprnoBUIHO-KIITUHHOT
aHeMli, X04a € MEHII CTINKUMHU y HUX CIIOCTEPIraeThcsi OUIbIIA CTIUKICTh OPraHi3My
10 iH}eKii mpu 3apakxeHHl.

3a pmanumu  HarioHanbHOTO IHCTUTYTY 3A0pPOB’s TOLIMPEHICTh I[HOTO
3axBoproBaHHs B CIIA cknanae npubiausno 1 Bunagok Ha 5000 kuTesiB, MepeBax HO
ypaXXEHUMHU € aMepHuKaHLl a@pUKAHCHKOrO MoXojkeHHda 3 miBaHs Caxapu. Y
Cnonydenux lItarax mpubnu3Ho y onHiel ocoou 3 500 HOBOHAPOHKEHUX HETPOIMHOT
pacu MaroTh CEPHOBUAHO-KIIITUHHY aHEMIIO.

JpenanoruTo3 (CEpHOBUIHO-KIITUHHA aHEMis) — Ha3Ba crienudiuHoi ¢popmu
CEPIOBUIHO-KIITUHHOT XBOPOOM, TpH SKIM TOMO3UIOTHICTH MYTallli CHPUYUHSE
nosisy remorno6iny S (HbS). Ilelt Tum ceprnoBUAHO-KIITUHHOI aHEMIii, TaKOX
Bimomuii sik «HbSS», «SS xBopoOa», «remorinobiH S», ApemaHoNMUTapHA aHEMIis,
CEPIOBUIHOKIIITUHHA TeMOJIITUYHA aHeMis, apuKaHCbKa aHEeMisl, MEHICKOLIMTO3 abo
cunapom Xepika (I'epika). 'erepo3uroru, siki MarOTh TUIBKU OJIUH CEPIIOBUIHUN T€H
Ta OJUH HOPMaJIbHHUI T'eH remMorio0iny, Ha3uBaloTh "HbAS". I, Ouibin piokicHi
Gopmu 3axeopirosanHs BKIIOUYAIOTH: CEPIOBHUJIHE 3aXBOpIOBaHHs remoriodiny C
(HbSC), cepnoBunny 6eta-ruiroc (HbS/B+) ta Geta-nyns (HbS/BO) Tamacemii. Lli
dbopMH  CEprIOBUAHO-KIITUHHOI aHEMIi XapaKTepHU3yIOThCS SBHILEM IOEIHAHOI
reTepOo3UroTHOCTI, IPH K1 0co0a Ma€ TIIBKUA OJHY KOIII0 MYTOBAHOI'O I'eHa, SIKUU
cnpuunHsie HbS Ta ogny kxomito iHII01 1eeKTHOT aesi TeMOorIo0iny.

CeprnoBUAHO-KIIITUHHE 3aXBOPIOBAaHHS MOXE MPHU3BECTH [0 BUHUKHECHHS
PI3HUX TOCTPUX 1 XPOHIYHUX YCKIIQJJHEHb, JAESIKI 3 HUX € MOTEHLIMHO CMEPTEeIbHUMH.

CeprioBUAHO-KJIITUHHA aHEMIis MOXKE€ MPU3BECTU JI0 PI3HUX YCKIIAJHEHb, B
TOMY YHCII: HE3/J0JaHHOi MocT-(aBTO) cruieHekToMmiyHOol 1H(pekmii (OPSI), ska
MoB'sI3aHa 3 (PYHKI[IOHAJIBHOIO AaCIJIEHIEI0, $IKa BHUKJIMKAHA 1HKANCYJIbOBAaHUMU

opraHi3MaMH, TaKUMH K MHEBMOKOK (Streptococcus pneumoniae) Ta TeMOpLILHOIO
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nannukoro (Haemophilus influenzae). [lommpenum 3acobom mnpodinakTUKH
BUHUKHEHHS IIUX 3aXBOPIOBAHb Y JIUTHUHCTBI € MIOJEHHE BXKUBAHHS NEHINUIIHY (2060
IHIIMX aHTUOI0THUKIB 3 €T TPYIH), alie JesKi JIiKapl TeMaToJI0ru MPOJIOBKYIOTh KypC
JIKyBaHHS HAa HeBU3HAaYeHUI TepMiH. [lallieHTH CHOrOAH1 OTPUMYIOTH KOPHUCTH BIJ
IJIaHOBOI BakuuMHalii, sika mnpoBoauTbes npotd H. Influenzae (remodinmiitnoi
naianydku), S. Pneumoniae (mueBMokoky) 1 Neisseria meningitidis (MeHIHIOKOKY); B
pe3yNbTaTi MPOTPECUBHOIO 3BY)KEHHSI KPOBOHOCHUX CYIWH, IO MPU3BOIUTH 0
MOPYIICHHS MPOIECy HAIXOMKEHHSI KUCHIO B MO30K, MOK€ BUHUKHYTH 1HCYNbT. Y
iTe 3ycTpidyaeTbcs 1HPApPKT MO3KYy (IIEeMIYHHMNA 1HCYJBT), a y JOPOCIUX
TPAIUIAIOTHCS BUIAJKK KPOBOBWJIMBY B MO30K; *KOBUHOKaM'ssHa XBopoOa (KaMeHi B
’KOBUHOMY MiXypl) 1 XOJELHUCTUT, MOXYTb BUHUKHYTH B PE3yIbTaTli HAJAMIPHOTO
YTBOPEHHS 1 BUMAIIHHS 0caay OuTipyOiHy CIIPUYMHEHHUI JOBrOTPUBAIMM T'€MOJII30M;
aCeNTUYHUM HEKPO3 (aCENTUYHUN HEKPO3 KICTKH) CTErHa Ta AUISTHOK KICTOK TOOJIN3Y
IHIINX BEJIMKUX CYTJ00iB, MOXe OyTH CHPUYMHEHUM 1IEMIEI0; 3HUKEHHS IMyHHHUX
peakiii y 3B's3ky 3 rinociieHi3MoM (hyposplenism) (skuii Mae HacIiIKOM
MOPYIIEHHSI pOOOTH CeNe31HKM); Mpiami3M (TpuBaja, 3a3BUyail 0oJioua epekilisi, He
MOB'I3aHA 3 CTaTeBUM 30Y/KEHHSM) Ta 1H(QAPKT MeHica (MepMaHEeHTHA IMIIOTEHIIA);
octreoMmiemiT  (iHGEKI[IHHE 3aXBOPIOBaHHS  KICTKOBOI  TKaHWHM), HAWUOUIBII
MOIIUPEHOI MPUYUHOI0 OCTEOMIENITY MPHU CEPIOBUIHO-KIITUHHIA aHeMii € Jis
canomonenu (Salmonella), (oco0aMBO HeCTaHJAPTHUX CEPOTHUIIB TaKUX fK
Salmonella Typhimurium, Salmonella Enteritidis, Salmonella choleraesuis 1
Salmonella paratyphi B), BmumB 30710mucmozo cmaghinokoky 1 epamuezamuHux
KUWKosux 6ayui TMPU3BOJUTH 10 BHYTPIIIHBOCYIWHHOTO YTBOPEHHS CEpPIOBUIHO-
KJIITUHHUX EPUTPOLMTIB y CyAWMHAX KHUIIKK, IO IHOAI CIOPUYMHSE IIIEMIYHHUMA
1HapKT; rOCTpUl ManuIIpHUNA HEKPO3 HUPOK; TPO(iuHI BUPA3KU Ha HOTax; IIOAO
ouel, TO TyT CHOCTEpIraeThcsi (POHOBA peTUHOMATIS, MpoJiepaTuBHA PETHUHOMNATIS,
KPOBOBWJIMB Yy CKJOBHJHE TIIO, pO3IIApyBaHHS CITKIBKM, IO B PE3yJbTari
MPU3BOAUTH 10 cIIMOTH. Came TOMY, XBOPUM PEKOMEHIYEThCA MPOXOJUTH HMIOPIYHY
NEepeBIPKy Ouei; JereHeBa TinmepTeH3is (MIABUIICHUM THCK Yy JIeTeHEeBId apTepii),

NpU3BOAUTE A0 Jnedopmariii (rimeptpodii Ta nunaraiii) MpaBoro IUTYHOYKA 1
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MIJABUIIYE PU3UK BUHMKHEHHS CEPIEBOi HEJOCTATHOCTI; TUIIOBUMHU CHUMITOMAMH €
3aJIMIIKA, 3HWKEHHS TOJIEPAHTHOCTI 10 (PI3MYHOrO0 HABAHTAXKEHHA Ta Hamaau
HEMPUTOMHOCTI, 3yCTpivaloThcsi nepudepuyHi HaOpsku. XpoHIYHA HUPKOBA
HEJIOCTATHICTh MPU CEPIIOBUTHO-KIITUHHINA HedponaTii- IpOsBISETbCS TIIEPTOHIEIO
(BUCOKMM KPOB'SSHUM THUCKOM), IPOTEiHYpi€l0 (HasIBHICTH OLIKa B ceyl), reMaTypiero
(HasIBHICTh €PUTPOLIUTIB Yy C€Yl) 1 MPOTPECUBHOIO aHEMIETO. SIKIIO BOHA IPOTPECye Ha
KIHIIEBIM cTajlii HUPKOBOI HEJOCTATHOCTI, TO MPOTHO3 PO3BUTKY 3aXBOPIOBAHHS Y
TaKMX XBOPUX YK€ HETaTUBHUIA.

'erepo3urotHi  (GopmMu  3aXBOpPIOBAaHHS  Maibke  3aBXKIW  NPOTIKAIOTh
0€e3CMMIITOMHO, JJII HUX XapakTepHl JUIIe MPOSBHM HUPKOBOI KOHLIEHTpalli, sKi
MPOSBIIAIOTHCS Y BUTIISAI 130CTEHYPIi.

CeprnoBUAHO-KIIITUHHA aHEMisi BUKJIMKAaHA TOYKOBOIO MYTalli€lo JjaHIora [3-
ro6iHy y remorioOiHi. Lg wmyrauigmonsrae y ToMmy, IO Yy IIOCTIM MHO3MUIT
riipopuIbHl aMIHOKHUCIIOTH TJIYTaMiHOBOI KHCIIOTH 3aMIHIOIOTHCS TiIpoQoOHUMHU
aMiHOKUCIOTaMH BaiiHy. ['eH P-rio0iHy 3HaxXOauThCAd Ha KOpoTKoMmy mieyl 11
xpomocomu. OO'eqHaHHS ABOX CYOOAMHUIL O-TJIOOIHY JHUKOTO THUITY 3 JIBOMa
MYTaHTHUMHU CYOOIUHUIIMU - TJI001HY MPU3BOJIUTH O YTBOPEHHS reMOrio0iHy S
(HbS). V curyanisix Koiau BMICT KUCHIO Yy MOBITPl JOy’K€ HU3bKHMH (HANpUKIAJ Ha
BEJIUKI BUCOTI1), BIACYTHICTh MOJIAPHOT aMIHOKHCIIOTH Ha MIOCTIN MO3MUIII] y JIaHIII031
B-rio6iHy MpU3BOIUTH 10 HEKOBAJIEHTHOI MoJiiMepu3allii (arperaiiii) reMoriooiny,
BHACJIZOK YOTO 3MIHIOETHCS (OpMa YEPBOHUX KpPOB'SSHUX TUICIb (BOHU CTalOTh
CXO0XHUMH Ha CepIl) Ta CYyTTEBO 3MEHIIYETHCS IX €JIaCTUYHICTh. BTpaTa enacTu4HOCTI
YepBOHUX KIIITUH KpOB1 3aliMa€ LIEHTpaibHE Micle Yy NaTodi3ionorii ceprnoBUIHO-
KJIITUHHOT aHeMii. Hopmanvui uep8oni Kpos'sini kiimuxu TOCUTH €JIaCTUYHI, 11€ 1a€ M
3MOry 3MiHIOBaTU (GOpMy ISl TOTO, 11100 MpOoWTH uepe3 Kanuisipu. [Ipu ceprnoBuaHO-
KJIITUHHIA aHeM1l, HEIOCTATHICTh KUCHIO CIIPUSiE€ YTBOPEHHIO CEPIIOBUIHO-KIITHHHUX
EPUTPOLIMTIB, MOBTOPEHHS TAKUX IMPOIIECIB MPU3BOJUTD /10 MOIIKOIKEHHS KIITUHHOT
MeMOpaHu 1 3HIKEHHS €JIaCTUYHOCTI KMTHH. ToOTO, Il KIITHHH HE MOXYTb
MOBEPHYTUCA JO CBOET HOPMaIbHOI ()OPMU HABITH MICIA TOTO, SK PIBEHb KUCHIO

CTaHe HOpMaJbHUM. SIK HACHIZIOK, HOBOYTBOPEHI KIITHHH — YK€ >KOPCTKI 1 HE
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MOXXYTh 3MIHIOBAaTH CBOIO (OpMYy, a OCKUIbKM BOHHM MPOXOJISATh 4Yepe3 BY3bKi
KaIuispy, TO L€ CIPUYUHSE OKITI03110 CYANH Ta 1LIEMIIO.

I'enna wmyTtamis, sfKa BHUKIUKAE CEPHOBUAHO-KIITUHHY aHEMIil0, WMOBIPHO
BHUHUKJIA CIOHTAHHO B PI3HUX TeorpaiuHuX paiioHax, 1€ MPUIYIIEHHS IPYHTYETHCS
Ha pecmpukyiunomy awnanizi enoonykieasu. L1 Bapiamii 3ycTpiduarOThCS cepe
Hacenenns Kamepyny, Cenerany, beniny, HaponiB OaHTy Ta aziaTiB CayniBChbKO1
Apasii. IX KIiHiYHe 3HAYEHHS MONATae B TOMY, IO JUIA JESAKUX 3 HUX XapaKTepHUi
oubln BUcokui piBenb HbF, Hanpuknan, npu myranii, sika nomupena B Cenerasi ta
CayniBCbKO-a31aTChKOMY PET10HI, 3aXBOPIOBAHHSA, SIK MPABUIIO, MAa€ OUIBII M AKY
dbopmy. Y moxaei, rerepo3urornux 3a HgbS (Hocii 3axBoproBaHHs), mpoOaeMu, sKi
BUHUKAIOTh Yepe3 IMOoIMepHu3alilo - HE3HAyHl, a/Jke HOpMallbHAa allellb MOXe
BUpoOsiTH Outbiie 50% remorno0iny. B oci®, romo3urotHux 3a HgbS, HasBHICTDH
nosrux HbS monimepiB npu3BoauTh A0 cHOTBOpeHHs Gopmu epuTpouuTiB. Popma
JBOSIKO-BBITHYTOI'O JIMCKA 3 IJ1a/IKO0 MTOBEPXHEIO 3MIHIOETHCS Ha HEPIBHY 3 BEIUKOIO
KUIBKICTIO IIMMIB, II€ MPU3BOJUTH JO TOTO0 IO KIITHUHU CTalOTh KPUXKUMH 1
TPICKaIOTh B Kaliasipax.

MyxkoBicuuao3s

['eneTMuHO  JeTEpMiHOBAaHE 3aXBOPIOBaHHS, SK€ BHUHUKAE€  BHACIIJOK
MOPYIICHHS BUAUIBHOI (PYHKIII €K30KPUHHUX 3aJ03 Tay MEpIly 4Yepry ypaxkae
JIUXaJbHYy CHUCTEMY Ta IUTYHKOBO-KUIIKOBUNA TpakT. CHPUUYMHIOETHCS MYTAIIEIO
reHy, KOTpUil Koaye MeMOpaHHMI OUIOK «TpaHCMEMOpaHHUW PETyJIsATOp
mykoBiciao3y» (CFTR), sikuii € kaHamoM 10HIB XJIOpy y MeMOpaHax emiTeTiaTbHuX
KJIITUH, PEryJsaTOpOM IHIIMX I0OHHUX KaHaJIB 1 BIAMOBIJAE 3a TPaHCHOPTYBaHHS
OixkapOonatiB. HaiiGunpm nomupenow (<66 %) anomaniero rena CFTR e F508del.
BHacnigok BiIcyTHOCTI CMHTE3y a00 CHHTE3y MaTOJOT14HOTO OulKa OGJIOKYeThCs abo
MOPYIIYETHCA TPAHCHOPT XJOPY 3 KIITHUHU 1 30UIblIeHHA aOcopOuii HaTpiio
y KJIITHHY, IO MPU3BOJUTH O 3MEHILIEHHSI BMICTY BOJAM Y CEKpeTax €K30KPHUHHHUX
3a;mo3. HeBenukuii 00'eM mepiamikaabHOl —€HITENIANIBHOI  PIAMHU  3amobirae
MPaBWILHOMY MYKOIMJTIapHOMY KJIipeHCy, a Benuka koHueHnrtpauis NaCl ta 3mina pH

PIAMHY 3MEHIIY€E aKTUBHICTh (DEPMEHTIB, 110 O€pYTh Yy4acTh Y 3aXUCTI Bl 1H(PEKIIH.
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MyKkoBICIUI03 — ayTOCOMHE, pEIECMBHE, CHAJKOBE 3aXBOPIOBAHHS
€K30KpUHHOI 3a703u. BOHO ypaxae JereHi, MOTOBI 3aJl03M Ta TPAaBHY CHUCTEMY,
COPUYMHIOIOYM XPOHIYHI pecmipaTopHi Ta TpaBHI mnpodiemMu. MyKoBiCIIHI03
nopomxkye myrauia y nporeini ABCC7 (inma nazsa CFTR (anrn. cystic fibrosis
transmembrane conductance regulator). lle wnHalgacTime QeTaapHe ayTOCOMHE
3aXBOPIOBAHHS B 0C10 €BPOIEOiTHOT pacH.

MyKoOBICIHI03 — HAWMOUIMPEHIllle MOHOTEHHE CIaJIKOBE 3aXBOPIOBaHHS 3
ayTOCOMHO-PEIIECUBHUM THUIIOM YCIMAJIKyBaHHS, SIKE MOXHAa OXapaKTepHu3yBaTH SK
yHIBEpCcaJIbHY  ek30KpuHomaTio. OCHOBHMUMHM  TpOsBAMH €.  XPOHIUYHUU
OOCTPYKTUBHUM MPOLIEC B TUXAIBHUX HUISIXaX, 0 CYMPOBOJKYETHCSI PEKYPEHTHOIO
OakTepialbHOIO 1H(QEKI[I€l0, TOPYIIEHHS TPaBHOI CHUCTEMH 3 HEIOCTATHICTIO
€K30KPUHHOI (YHKIIT MiANUIYHKOBOT 3aJI03U, MIIABUIIEHUNA BMICT €JIEKTPOJITIB B
MOTOBIM piMHI Ta OOCTPYKTHBHA a300CHEPMisl y YOJIOBIKIB, 0 OOYyMOBIEHA
BPOJIPKEHOIO areHe31€10 CiM'sIBUHOCHUX MPOTOKIB.

B Vkpaini yactora mMykoBicuu103y cTaHOBUTH 1 Ha 2300 HOBOHAPOMKEHHX,
TOOTO, KOXHHUN pik Hapomkyerbes 250-300 xBopux pnitedd. Y CBITI IIOPOKY
peectpytoTh 0Tk 45000 BUMaaKiB MYKOBICIMIO03Y Y AiTed. YacToTra HOCIiB reHa
MyKoBiciu03y — 3-4 %. Beboro Ha 3emuti O6u3bko 275 MIIH JIO/I€H-HOCIIB 1IHOTO
reHa. ETi070r1YHO NpUYMHOIO XapaKTepHUX MAaTOJIOTIYHUX 3MIH B OpPraHi3mMi XBOPOIo
€ HasBHICTh MyTalliii B 000X ayensix TreHa, JOKaJli30BaHOTO Ha JOBroOMy IUIeyi
xpomocomu 7 (7q31). lle#i TE€H KOHTPOJIOE CHUHTE3 TpPaHCMEMOPAHHOTO
perynsitopHoro 6uika mykoBicuuno3y (CFTR), axuit GyHKIIIOHYE, SIK PETyJIbOBAHHIMA
HUKIIYHUM  aJIeHO3MHMOHO(pOChATOM XJIOPHMM KaHajd Ha amiKaJbHI MOBEPXHI
eniTenianbHuX KIITUH. OcHOBHUM (epmeHTaTuBHUN nedekT npu MB HeBinomuil. €
J0Ka3u, 10 1€ CMaJKoBa XBOpoOa, sfiKka MEPENaeThCs MO ayTOCOMHO-PELIECUBHOMY
TUIy. Y TaToreHesi BeAYYUM € MOPYIICHHS 10HHOTO TPAaHCIOPTY Yepe3 amiKalabHy
MeMOpaHy KJIITUH €MITeNil0 CIPUUYUHSIE 3HEBOJAHEHHS CEKPETY €K30KPHUHHHUX 3aJ103.
[lopymieHHs: MiAUUTYHKOBOI 321031 MPU3BOAUTH 10 3TYIIEHHS CEKPETY 1 3aKyNOpKHU

BUBIIHMX TMPOTOK, 3MEHIIEHHS KUIBKOCTI O1KapOOHATIB, 3HM)KEHHS aKTHBHOCTI
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naHKpeTaTuyHoi Jiina3u. Ctajis MOBHOTO pyOLIOBaHHS MiIIUTYHKOBOI 321031 MOXKeE
criocTepiraTucs y JiTed Bxe y Billl 2-3 poKiB.

XBopo6a Tantinrrona (XI') € XpoHIYHMM, HeEWpO-JereHEPATUBHUM
3aXBOPIOBAHHAM TOJOBHOrO MO3Ky. lle o3Hauae, 1m0 HEpBOBI KJIITUHU MO3KY
PYWHYIOTBCSI POTSTOM TPUBAJIOTO Yacy. 3a3BU4aid, XBOp0OAa MOUYMHAETHCS Y Billl Bij
30 no 50 pokiB, aje MOke BUHUKHYTH 1 B MoJIoAIIoMy Billi. XI' BIuiMBae Ha Taki peui,
K. PyXd, TOBEAIHKY, MHCJICHHS, PO3YMIHHS, HaBYaHHS, Mam sTh. HalOiuIbII
MOIIUPEHUM CUMITOMOM € HEKOHTPOJIbOBAHI PyXH, 1110 Ha3UBAIOTHCS «Xopes». Pyxu
MiJ 4Yac Xopei BUIVIAJAIOTHh JIEH[0 CXOKMMM Ha TaHelb. [HIIl CUMOTOMH MOXYTb
BKJIIOYATH B cebe MpoOsieMH 3 MOBJIEHHSM Ta X0/1010. MOXYyTh BUHUKHYTH TaKOX 1
HACTYNHI YCKJIAJAHEHHsS, Takl SK BTpaTa IaM sTi, MOraHa KOHIIEHTpallisl yBarw,
HaJMIpHA IMITYJIbCUBHICTb, JICTIPECIS Ta BIACYTHICTh IHTEPECY /10 KUTTS, MOPYLICHHS
CHY, MpOOJIEeMH CEKCyalbHOTO XapakTepy, TPYIHOIIl 3 KOBTaHHsSM, mnajiHHsA. Ha
MOYaTKy 3aXBOPIOBAHHS JIETKI KOTHITHBHI, €MOILIMHI YK TMOBEIIHKOBI MOPYLIECHHS
MOXXYTh BUHUKHYTH 3a/I0BI'O JI0 CUMITOMIB, SIKI BUSIBJSIIOTBCS IiJ] Yac J1KapChKOIO
orisay. XI' Moxke OyTH BUKJIMKAaHA 3MIHAMU B CTPYKTYpI AUISHKHU meBHoOro rexa. Lle
CIPUYUHSE TOMIMUPEHY 3aruOenb HEPBOBUX KIITHUH MO3Ky. UuMm OUIbIII MOBTOPHI
30UIBIICHHS 11€1 MAaTOJOTIYHO 3MIHEHOI IUISHKHM, TUM paHile noyuHaerbess XI.
['eneTnuHe TeCTyBaHHSA Ha HASBHICTh TakuX JE(EKTHUX T€HIB MOXKE MIATBEPIUTH
niarno3. XI' Moxe OyTH ycnaJKOBaHOW. Y CMaJKOBYIOThCS HaOOpHU I'eHIB: OJWH T'€H
Matepi 1 OIuH — O6aThKa. SKIo oAuH 3 0AaTHKIB € HOCIEM YPa)K€HOT'O I'eHy, TO KOXKHa
roro autuHa mae 50% manc ycnaakysatu XI'.

I'enni (MosiekyJisipHi) XBOpoOOM.

[Ipuunnoro € mnopymenas crpykrypu [IHK Ha MonekynsapHomy piBHI.
Hacnigkom 11p0ro € reHHi XBOpoOu, MOB'A3aHl 3 T€HETUYHUMH po3jafiaMu OOMIHY
aMIHOKHCJIOT, BYTJICBO/IB Ta JIITi/IIB.

I'eneTn4Hi po3iagu 00MiHy aMiHOKHCJIOT.

1. @eninkemonypis.

3axBOpIOBaHHS BHUKJIMKaHE HecTauelo (epMeHTy (eHUIaNaHIHT1IPOKCUIIO3H,

[0 nepeTBoproe ¢eHuIananid B TUpo3uH. Ilpu npomy ¢deHinanaHiH nepexoauTh B
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(GEeHUINIPOBUHOrPAIHY KHUCJIOTY, IO BHUAUIAETHCS 3 ceuyero. XBopoOa Brepiie
onucana B 1934 p. @eninrom y aBox OpariB 3 ciabuM po3yMOBHM 1 (PI3UYHUM

po3ButkoM. [lpu peaxuii ceui 3 FeCl3 3”saBnsieThCs OJMBKOBO-3€JEHOTO KOJIp —

5
no3utuBHa npoba @eminra. Yacrora ¢eninkeronypii — 8—10, cepen NCUXIYHO
xBopux — 0,5-1%.

KiiHiYHI CHMIOTOMHM: CTaH 3arajJibHOro 30Y[DKEHHs, M’s30Ba TiNEPTOHIs,
rineppediekcis, TpemMop, aHoMallii eHiedanorpam, rinepKiHe3is, MIKpoeHLedatis.
Yacto HE MOXKYTb XOJWUTU 1 TOBOPUTU. XapaKTepHE CBiTIIe 3a0apBIEHHS BOJOCCH,
roay0i oui, Omimicts mikip. HaliBaxknupilmie — po3yMoBa BiJICTaliCTh, OCKUIBKU B
TKAHMHAX MO3KY HarpoMaJikKyeTbcs o-(peHIalaHiH, 110 IMOCTymae 3 OUTKOM K.
PanHe nikyBaHHS MOXe MOMNEPEeIUTH Heayry Mo3Ky. (DeHUTKeToHypis — Baxke
3aXBOPIOBAHHA, Ui PaHHBOI JIAarHOCTUKU B MOJIOTOBUX OYIWHKAaX 3aCTOCOBYIOTh
npoOy Deninra. PanHe JiKyBaHHS Ja€ MOXJIUBICTh Yepe3 KiJIbKa POKIB IMOJETIIUTH
niety abo 3rojioM BIAMIHUTH ii. [lieTuuHe xapuyBaHHA BKIIO4ae 19 aMiHOKUCTOT, 3a
BUKJTIOUEHHSM (heHUIANIaHIHY.

2. Tupo3unos.

JlebeKkr — 3HMKEHHS aKTUBHOCTI ab0 HecTauya THUPO3MHTpPAHCAMIHA3M, IPHU
BOMY OJIOKYETBCS OCHOBHUI MeTa0OoITYHH I HUIAX TUPO3UH-
napariipooKCU(QpeHUIMIPOBUHOIPAIHA KUCIOTa HE MEPEXOJIUTh B TOMOT€HTU3UHOBY,
BHACIIZOK YOTO 30UIBIIYEThCS BUAUIEHHS 3 ceuelo 3,4—auokcudeHuIalaniny
(AO®DA). Kniniuni cumnToMu: OJ0BOTA, MPOHOC, BIACTaBaHHS (PI3UYHOTO PO3BUTKY;
npu rocTpiit popmi cmepth B 6—7 Micsuis, [Ipu XpoHiyHIN — yepe3 NeUiHKY, 3MIHHA B
KicTKax. Y KpoOB1 BUCOKMH BMICT THpPO3HHY. Jl1arHOCTYIOTh 3a HaJAMIpOM B cedl
napaoKCU(EHUINIPOBUHOTPAHOI ~ KUCIOTH.  YCHAJKOBYEThCS 32  ayTOCOMHO—
PELECUBHUM THUIIOM.

3. Ankanmonypis.

3yMoOBJ€Ha HecTayero (EepMEHTY OKCHAAa3d TOMOTE€HTU3UHOBOI KHCIIOTH.
Brnepiie onucano Cxpiboniycom y 1584p. Hacto AiarHOCTY€EThCS y CTapiIux AITEH 1
30epiraerbcst  mpotarom  KuTTA.  CrnoinyyHa  TkaHuHa  TeMmHIE.  OXpoOHO3
CIOCTEpIraeThcsi B  XpsllaX Byxa, HOCA, CyrIo0ax BHACIIIOK BIIKIAJaHHS
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TOMOT€HTH3MHOBOT KHCIOTH. Y MOJIOJOMY BIIll aJKanTOHYpis MPOXOJUTH
0€3CUMIITOMHO. Y 3pUIOMY — PO3BHUBAETHCS AIKANTOHYPUUYHI apTpUTH, Tymi O0OJi B
MOMEepPeKy, PYXOMICTb CYIJIOOIB TMOMNEPEKOBOro BiAAUTy XpeOTa oOMexeHa,
pEHTreHorpaiuHO BUSABIAETHCS KalbIM@iKalis MDKXpeOUEeBUX AMCKIB 1 3BY)KECHHS
MDKXpeOlEeBUX WIUIMH B TpyaHOMY 1 momepekoBoMy Bigautax. Ilicas 50 pokis
PO3BUBAIOTHCS APTPUTH BEJIIMKUX CYTJI00IB. Y XpsllaxX BiIKIAIA€ThCA SIK ayTOCOMHO—
PELIECHBHUM, HE BHKIIOUEHHMM HEMOBHMH IposB reHa. Yacrora xsopobu. 5x10°.
XJI0MYUKH XBOPIIOTh y/ABIY1 yacTime. XBopoOa Bioma ~3,5 TUCSY POKIB.

4. Anvoinizm.

HenoctatHs akTUBHICTH (DepMEHTY TUPO3WMHA3U MEPEIIKOKAE EPETBOPEHHIO
TUPO3UMHY B MenaHiH. Brepmie xBopo6a omucano Ilminiem. Yacrotu 1:10000 —
1:120000. Anp6iHI3M ONMUCaHKUH y BCIX HAPOIIB, 3yCTPIYAETHCS 1 B TBAPUH. XBOpoOa
0oOyMOBJIEHa HE IOBHOKO BIJICYTHICTIO THUPO3MHA3M, a 3HAYHUM 3MCHIICHHSIM i
akTUBHOCTI. KIIIHIYHI CUMITOMH: MOJIOYHO—OUIMNA KOJIp IIKIpH, CBITJIE BOJIOCCH,
OpoBu, BIi, Omimo-roayba paiiaykHa o000JIOHKa, 4YacTO KOPOTKO30pICTh, 1HOJ1
MIKpoo(TabMisi, BIICYTHICTh KpuiiTanuka. Jlyig anp0iHociB BractuBa (portododis —
XOISTh 3 OIYIIEHOI TOJOBOIO, HAIMIB3aKPUTHUMM OYMMA, YacTO KOH FOKTHUBIT.
Po3ymoBuii pO3BUTOK HE 3MIHEHUH, aje MOXe OyTH CIHOBUIBHEHHH B 3B S3KY 3
MOTIPIIEHHSIM ~ 30py. YCHAJAKOBYETHCS ~ayTOCOMHO-pELECMBHO. € TeHETHYHA
reTepOTreHHICTh. BusBIEHO anb0iHI3M 3 HOPMAJIbHOIO AaKTHUBHICTIO THUPO3WHA3MU.
YacoMm npu nuiobi anb0IHOCIB HAPOMXKYEThCS TMITMEHTOBAHI JITH — 1€ BUIAJ0K
HeaJleJIbHOCTI TeHIB aib0iHi3My (reHokomis).Yactora anb6inizmy 1:5000-1:25000.
AnbOiHI3M Mae reHokomii, To0TO (eHOTUroBi (KJIIHIYHI) O3HAKU OJHAKOBI, aje
NpUYMHA XBOPOOM 3aJ€XHUTh B MyTalli pI3HUX TEHIB. YCHaAKyBaHHS SK
ayTOCOMHO—IOMIHaHTHa a00 ayTOCOMHO—PEIECUBHA O3HAKA.

5. Hucmunos.

[Hopymenuit 0OMIH UCTUHY, 110 HarpOMaJKY€e€ThCA y BEJIMKUX KUIBKOCTIX B
TKaHWHaX 1 opraHax (nmepesuiye Hopmy nuctuHy B 100-300 pasiB).

Kiiniyni cumnTomu: Haraaye cuHapoMm DankoHi: paxiT, pe3UCTEHTHICThH [0

Bitaminy D, rinepdocdaromis, aunao3. 3axBOprOBaHHS BUSBISEThCS B 4-6 MicsIIi:
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3arajJbMOBaHUM picT, OJIIOBOTA, JIMXOMAaHKA, MOJiypisi, 00€3BOJHEHHS OpraHi3My, a y
JOPOCIIUX — MHOXHHHI TEpeloMU. YCHNaJKyBaHHS 3a ayTOCOMHO—PELIECUBHUM
THUIIOM.

6. Jleiiyuno3s (xeopooa K1uno6020 cupony).

brokyeTbcst fekapOOKCHITyBaHHS 0—KETOKUCIOT. Hacminok — HarpoMaKeHHs
0—KETOKHCJIOT Ta aMIHOKHCIOT 3 pO3Taly>KEHUM JaHIIOrOM, W0 HAJa€e ceul
COJIOJKHI 3amax.

Kiiniyni cumnTomu: Gi10BOTa, PUTIIHICTH M’a3i1B. CMepTh HacTae B mepuli
TUXKHI JKATTSA BiJ JIET€HEPAaTUBHUX 3MIH B MO3KY. YCHaJKyBaHHS 3a ayTOCOMHO—
PELECUBHUM THUIIOM.

7. I'icmuounemisa.

Henocraua ¢epmenty rictuaasu, TOMY TICTUIUH HE TEPETBOPIOETHCS B
YPOKaHIHOBY KHCIIOTY. [IpoAyKTH NOXIAHUX TICTUAUHY 30 UTBIIYIOTHCS, 1110 TOKCUYHO
BILJIMBA€ HA LIEHTPAJIbHY HEPBOBY CUCTEMY.

KiiHiyHl cUMOTOMHM: TOJIyOOOKi, 3 CBITIMM BOJIOCCSIM, BIACTaBaHHS y
¢13U4HOMY Ta po3yMOBOMY po3BUTKY. [Ipy MO3UTHBHIN peakilii 3 XJIOPHUM 3aJ130M
HE BUSBIAETbCA (PEHUIANIaHIHY, JIMIIE TICTHUAMH 1 HOro MOXigHl. Y Mmiia3mi KpoBl —
30UTbIIEHUIT BMICT ricTuauHy. JIIKyBaHHS MdI€TUYHE: 3 XapyyBaHHS BHUKIIOYAIOThH
MPOJYKTH, 1110 MICTATh TFICTUANH. Y CTIaJIKyBaHHS 32 ayTOCOMHO—PELECUBHUM THIIOM.

8.  Humpyninemis.

Hectaua ¢epmeHTy cuHTE3y apriHiHOSHTapHOI KuciaoTh. LluTpynin He
MEPETBOPIOETHCS B APT1HIHOSHTAPHY KUCIOTY.

KiiHi4H1 cUMOTOMH: pO3yMOBa BIJCTaliCTh, 3aTPUMKaA POCTY KICTOK CKeJleTa,
30UTBIICHHST TEYiHKM, aTpodis Mo3Ky. VY 1u1a3Mi KpoBI — NIABUIIEHUH BMICT
HUTPYIIHY. Y ClaJKyBaHHs 32 ayTOCOMHO-PELIECUBHUM THIIOM.

9. I'inepnponinemis.

Poznan o6miny nponiny. Jjist oHOT (hopMHU BilacTUBAa PO3yMOBA BIJICTANICTh 1
BIJICTAaBaHHsS y Macl Tila Ta POCTi; B IIa3Mi BUCOKUM BMICT mpodiny. g iHIIOq
dbopMH BIacTHBa PO3YMOBA BIACTANICTh, TIIJIyXOTa, eJeKTpo—eHUedamorpadiyHi

3MiHU. Y CIaJKyBaHHS ayTOCOMHO—PEIMCUBHE, 1HO/1 IOMIHAHTHUHN THII.
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10. I'omoyucmunypis.

Hecraua depMeHTy IMCTAaTIOHCUHTETa3u, IO 3MIHIOE OOMIH MeTioHIHY. B
OpraHi3M HarpoMajJXyeTrbcsi TroMouucTuH. KiiHIYHI cuMmnToMu: nae@exT 30py,
KaTapakTa, riaykoma, arpodis 30pOoBOro HepBa, 3MIHM B OYyJ0BI ckenera. € pi3Hi
¢dbenotunoBi ¢opMu — 1 KIHIYHUN noidiMopdizM. XapaKTepHa O3HaKa: po3yMoOBa
BIJICTAICTh.

@DeHOTUIIOBO TOMOLMCTHHYPIIO JIETKO CIUTyTaTh 3 cuHapoMoM Mopdana,
OJIHaK TpHU IIbOMY CUHAPOMI € BUCOKHUH 1HTeNnekT. 3a nanumu B.Edpomina cungpom
Mopdana 0yB y I'.Anaepcena i A. JlinkonsHa. Cunapom Mopdana ycrnaiKkyBaHHS SIK
ayTOCOMHO—IOMIHaHTHA, @ TOMOLIMCTUHYPIis K ayTOCOMHO—PEIIECBHA O3HAKA.

I'eneTnuHi po3saau o0MiHy ByrJieBOdiB.

1.  Iykpoesuii diabem.

[linBuIIeHa KOHUEHTpAIlls IyKpY B KpoBi. ['ocTpuil AiabeT po3BUBAETHCS MPU
HEJOCTaTHbOMY YTBOPEHHI IHCYJNIHY B KJIITHHax ocTpiBuiB JlaHrepranca
MIAIUTYHKOBOI 3aJ103U. Y POAMYIB XBOPUX Ha J1a0eT piBEHb CHHAJIBOYMIHY B KpOBI
BULIMHI. Y CMagKyBaHHA 32 AyTOCOMHO—PELIECUBHUM TUIIOM 200 HEMOBHE JOMIHAHTHE
ycnaakyBaHHs. Yactora MyTaHTHOTO TeHa — 4-5%. [IeHeHTpaHTHICTh TeHa JJIs )KIHOK
— 90%, nns yonosikiB — 70%. € renokormii. [Tonynsmiiinuii Ta GJIM3HIOKOBUIT METOIU
JTOCHIPKEHHsSI BKa3ylOTh Ha poJib CHAJKOBOCTI B MposiBI XBopoOu. J[iaberom XxBopie
58% mapTHEpiB XBOPOro cepesl OJHOSUIICBUX OJU3HIOKIB, a cepell IBOSIMIIEBUX —
18%. JlomyckaioTh, 110 ICHY€ TE€HETHYHA PI3HOPIAHICTb MIDK HOro HOBEHUIBHOIO
dbopmoro 1 miaberom y 3puiomy Bimi. FOBeHUIbHA (QopMa yCHaAKOBYEThCA 3a
ayTOCOMHO—PEIIECUBHUM THUIIOM, Yy 3pUIOMY Billl — 32 ayTOCOMHO—/IOMIHAHTHUM,
OCKUIbKM 3aXBOPIOBaHHS MPOSBISETHCA B TETEPO3UTOTHOMY cTaHl. [lomyckaioTb
HEIMOBHE JIOMIHYBAaHHS.

€ 3 renni dopmu aiadery:

o HOBeH1bHA 3 ayTOCOMHO—PEIECUBHUM TUIIOM YCIaJAKyBaHHS
o Jliaber cepenHbOrO BIKY, 3YMOBJIEHHH TI€TEPO3UTOTHUM CTaHOM

PCUOCCUBHOTO I'CHA
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o Hiaber moxujoro BiKy, ULI0 YCMNAJKOBYETbCA  MOJIF€HHO 1
CYNMPOBOIKYETHCS aTEPOCKICPO30M 1 TIEPTOHIEIO

2.  @pykmo3ypis.

Hecraua depmenty ¢pykro3zo—1-docdaranpaonaszu mediHku, OpH SIKIM HeE
3aCBOIOETHCS TIIIOKO3a. B roMO3uroT mijg 4yac BXKHUBAHHS MPOAYKTIB 3 (PPYyKTO3010
PO3BHBAETHCS TIMOTIIIKEMIs, HYJ0Ta, OJIOBOTA, MITJIMBICTh, KOPYl, Y MaJIMX AITEH —
3aTpUMKa pOCTY, PO3YMOBOTO pO3BHUTKY, >KOBTSHHUILA, MOXJIMBA cMepTh. llpu
YCYHEHHI 3 Xap4iB (PYKTO3W CTaH MOJIMNIIyeTbes. [[larHO3 CTaBIsATH Ha OCHOBI
BUsABJICHHS (pykro3u B ceul. [Ipu BuacHill niarHocTHill 3aTpUMKy (i3udyHOro 1
PO3yMOBOI'O PO3BUTKY MOYHA MOTIEPETUTH.

3. I'anakmo3zemis.

Hecraua depmenrty ranakrozo—1—docharypuaunrpancdepasu, He MPOXOIUThH
MepeTBOpPeHHs Tranakro3o—l—docdary. Opra"iaMm He 31aT€H BHKOPUCTOBYBATH
rajlakTo3y. 3 Ceyel0 BHUAUIAIOTHCS aMIHOKHCIIOTH, OUIKM. BUABISIOTE XBOpOOY Y
JiTel — HeNepeHOCUMICTh JaKTo3W. [Ipu romyBaHHI MOJIOKOM Yy TUTHHU BUHUKAE
0JII0BOTA, MPOHOC, 3HEBOJHEHHS, CIA0KUl PO3BUTOK BHYTPIIIHIX OPraHiB, CMEPTh.
CrnocrepiraeTbcs  rimorjiikemis, B epuTpounuTax — Hema  TajakTo3o—l-—
dbocharypununtpanchepasu. Ilpu BUacHI JIarHOCTHUINI JUTHHA PO3BUBAETHCS
HOpMalibHO. 3 BiKOM JedexkT oOMiHy ciialmae 1 HaOyBae 3JaTHOCTI YTHIII3yBaTu
rajlakTo3y. Y cnajKkyBaHHS 3a ayTOCOMHO—PEIECUBHUM THUIIOM.

4. I'nikozeno3u.

€ 7 pi3HUX ayTOCOMHO-PEIECUBHMX (OpM po3jiaay IUKIY IiIikoreHy. Bcim
dbopmam BinactuBa xBopo0a ['ipke.

Xeopooa I'ipke.

Hedexr rmoko30—6—docdarasu, BHACTIIOK 4YOro riaoko30—6—dochar He
MEPETBOPIOETHCS B TIIOKO3Y.

B romo3uror xBopoOa BUSBISAIOTBECA Ha 1-My pori XUTTS. CumnToMu
XBOpOOH: CcIaOKICTh, KBOJIICTh, 3HMKEHHSI M’ S130BOi aKTUBHOCTI, BIJICTABAHHS POCTY,
30UIbIICHHS] MEYIHKKM 1 HHUPOK. YacTo KOBTSHULA, CXUJBHICTh IO OXHpIHHI. B

JeKonuTax HaaMip TIiKoreHy. B mediHil 1 HUpKax BiIKIaJa€TbCsa TIIKOTEH, IO
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BeJIe 710 iX 30UIblIeHHS. B reTepo3uroT KiiHIYHUX O3HAK HEMa, MMPOTE B EPUTPOLIUTAX
€ HaaMIp TIoK030—6—pocdary.

XBopoba [Tomre.

XBopoba Popbea.

XBopoba AHaepceHa.

XBopoba Mak—Apmna—LImin—Ilipcona

XBopoba — IIIKOreH03, CIpuYuHeHn HecTauero GochodpyKTOKIiHABH.

5. Ileniaxis.

XBopoba 1HAyKOBaHa TJIIOTETHOM, 3MIHOIO CIIM30BO1 KHUIIKiBHUKA. KiliHIYHI
O3HAKH MPOSIBIIOTHCS, KOJIW XapuyBaHHS MICTUTh IJIIOTETH, IPU MOT0 BUKJIIOUEHHI 3
pallioHy 3J0pOB’Sl BIIHOBIIOETHCS. 3a CY4YaCHUMM JaHUMU Y BUHUKHEHHI Ileiiakii
BEJIMKE 3HAUYCHHS MAlOTh IMYHH1 MEXaHI3MHU.

JlocmiIPKeHHs BKa3yloTh, 110 ¢apaoH TyTaHXxaMOH XBOPIB IeJiaKi€o (IOMep y
Bili 18 pokiB). B ycunmanbHi 3HaiiieHO MyMii IBOX HOBOHApPOIKEHUX JITEH Bia
nutro0y Tyranxamona 3 AKceHamMoOH, sika Oyna HOro IUIEMIHHHUIICIO, BOHH TEX
3arMHYJIN BiJ 11€1 HETYTH.

6. Mykononicaxapuoo3u — zap2oinizm.

[Ipyunna — HarpomMajKEHHsS MYKOIOJIiCaXapuaiB B pI3HUX OpraHax.
VYcnagkyBaHHSL 32 ayTOCOMHO—PELECUBHUM THUIIOM, BUHSTKOM € CUHApoM ['eHrepa,
3uerieHui 31 crtarTio. KUIiHIYHI CHMNTOMHU: MHOKMHHHUH JM30CTO3, aHOMAaJIbHA
MYKOMOJIICaXapuaypisi; KapJUKOBUWA 3pICT, HEMPONOPLIAHO BeJIMKa TO0JIoBa 3
nedopMoBaHMMHU OOpHCcaMH, KOpOTKa 1 TOBCTa IMs, TpyOl pUCH OOIUYYS,
nedopmMailisi CkeleTy, OOMEXeHa pyXJHUBICTh CYrio0iB, ICHUXIYHA BiJICTATICTD,
MaxBUHHI 1 MYNKOBI IPUXK1, IOMYTHIHHS POTIBKH, BaJld cepus, riayxora. [linBuienuii
BMICT B C€Ul KHCJIMX MYKOTIOJIICaXapu/IiB.

O3Haku XBOpoOU BUSIBIISIOTHCS Ha MEPIIOMY POLL XKUTTS, piame y 3—4 poku. €
6 TUNIB MYKONOJIcaxapu03iB. YCHNaJKOBYIOThCS ayTOCOMHO—PELIECUBHO, KpIM
cugapomy I'eHTepa, SKuUH yCHAaJKOBYETbCS 3YEIUIEHO 3 X—XpPOMOCOMOIO.

Bupi3HsioTh:
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o Cunnpom ['enrtepa: xBopi AoxkuBatoTh 10 30-35 pokiB, yclaJaKyBaHHS
PELECUBHE, 3YEIUICHO 3 X—XPOMOCOMOXO.

. Cungpowm I'yprepa.

o Tun Candinino.

o Tun Mopkio.

o Tun Yaepix—Illeiie.
o Tun Mapro—T"ami.

o Cunopom I'ypaepa.

[lopymyeTbcss  CHHTE3  O—1AypOHia3u, TMpU IOMYy B  OpraHi3mi
HarpoMa/Ky€eTbCs TemapuH, JepMaraHcyiabdar (Mykomosicaxapuau). XBopobOa
MPOSBIIIETHCS HA 2—MY POIIl KUTTS Y BUTJISAI MOPYLUIEHHS MCUXIYHOTO PO3BUTKY Ta
3MiH ckeneTy. O3HakaMu XBOpOOM €: BUITYKJIUH 100, MJIOCKUM HIC, TOBCTI I'yOu i
mus, 30UTbIICHUM S3UK, APiIOH1 3yOHW, AedOopMOBaHI BYIIHI PAKOBUHH, KOPOTKUN
Tyny0, naedbopmoBaHa rpyaHa Kiitka. KpiM 1bporo, oOMeXeHa pyXJIUBICTb,
renaToCIUICHOMETalisl, MaxBOB1 Ta MYIMKOBI TPUXKi, TOMYTHIHHSI POT1BKH, BaJI CEPIIS.
JliarHOCTY€ThCSI METOJIOM JIOCTIIKEHHSI CeYi, B SIKIM MIJBUIICHUN BMICT KHUCIUX
MykonoJicaxapuaiB.  [loHmwkeHuii  BMICT  o—iaypoHiZa3u B  JEHKOIUTAaX,
¢16pobacTax, B KJIITUHAX aMHIOTUYHOI PIANMHH.

I'eneTn4Hi po3aagu o0MiHy JimiaiB.

Posznanu oOminy xupiB — (ocdo- 1 TIIKOMIMIAIB — 3yMOBJIEHI T€HETUYHO
JETepMIHOBAHOIO HecTauelo (EepMEeHTIB, I0 OepyTh y4acTh B iX MeTaboi3Mi.
Hecraya hepMeHTIB NpU3BOAUTH A0 HATPOMAXKECHHSI JIIMII1B BCEpEIUH1 KIITUHU a00
po3iany NPOBITHUX ILISAXIB MO3KY.

Jlimigo3u — xBOpoOU BHYTPIITHBOKIITHHHOTO HarpomakeHHs giniaiB. Croau
BITHOCSTh Pi3HI (popMH: raHriaio3uao3u (amaBporuuna igionartis Tes—Cakca, GMy,
GM,, rwBenuibHa imionatia [lnimemensepa—®Dorta), chinromienigo3u (xBopoda
Himana—ITika), rimrokonepedpo3uios (xBopoda ["omie). XBopodu 3 po3naioM oOMiHY
JOIAIB, LI0 TMOB’S3aHl 3 PO3JaZOM MIENIHY YTBOPIOE TPyIy JeHKOAUCTpodiit

(MeTaxpoMaTH4Ha, IJ1000ITHOKIITUHHA, CyTUHO(DLIbHA).
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[Nnepainigemis — e rpyna Heayr, IS SKUX BIACTUBUNA BUCOKUI BMICT JIIII/IIB
B KpOBI, iX € 5 OCHOBHUX THIIIB.

L Ingpanmunona amaspomuuna idiomia — xeopooa Tea—Caxca
(canznio3zuoos).

Hecrtaua ¢pepmeHTy rexcozaminiiazu A, mo 6epe ydyactb 1 00MiHI TaHTITI03HU/I1B
B KJIITUHI TaHmIiiB. @epMeHT OJI0Kye OOMIH TaHTIIO3U/IB 1 BOHU BIJIKJIaIalOTHCS B
HaJMIpl B KIITUHAX TaHIJIiB 1 COPUYMHIOETHCS iX po3maj. JIimiau 3aXorTorThes
KJIITUHAMU HEHpOrii, aKi IpoiipepyroTh, BIAKIAIAIOTHCS B KIITHHI CIpOi peUOBUHU
TOJIOBHOT'O MO3KY, MEYIHKH, CEJIC31HKH, CITKIBKHU. Lle Bene 10 po3yMoBOi BIJCTAIOCTI,
nape3y KiHIIBOK, MOCJIa0JeHHs 30py J10 MOBHOI CIINOTU. Bin3HadaeTbes mocuiieHa
pyXoBa peakilis Ha CIyXOBI MOAPA3HUKUA — 3JApPUTaHHS, MIAHIMAHHS PYK JIOTOpH,
po3ruHaHHs HIr. BnacTtui Hamaau cMixy a0o 1uiady i3 CyJIoMaMu.

XBOpOOOIO CTpPaXKIAIOTh JIMIIE TOMO3UIOTH 3a PELECHMBHUM TE€HOM. Tun
ychaJKyBaHHS — ayTocoMHO—penecuBHuil. YacTora xBopodu 1:5000, cMepTh HacTae
B 2—4 pOKH.

2. HKseninona  amaepomuuna  idionamia  Ilninemenvepa—@ocma
(canznio3zuoos).

XBopoOa mounHaeThes y nited 610 pokiB 13 CTPIMKUM NaAIHHSIM 30Dy,
nociabJieHHsT po3yMoBUX 3710HOocTel. Ha KiHenpb HacTae MOBHA CIiNoTa 1 1110TisA. Y
XBOpUX MIJICHIIIOETHCS M’SI30BHM TOHYC, €MUICNITUYHI Hamaju, oOTsKeHa Xojn0a,
noripmieHa MoBa. Cmepth MK 14-20 pokamu KXuTTs. 30UTbIICHHS B HeWpoHax [—
ranraio3uiB B 5—10 pa3iB y nopiBHsSHHI 3 HOpMoto. YactoTa 3axBoproBanb 1:40000,
XBOp00Oa TMPOSIBISETHCA MPU KPOBHOCHIOPIAHEHUX MHUIH00ax. Tum ycmaakyBaHHS
ayTocoMHo—peniecuBHuil. € 4 Ttunu: 1 — pandiid iHpanTUABHUHN, [ — mni3Hik
1HpaHTUIBHUN (binboBcbKOrO—SHCHKOTO), I[IT  —oBeninbHAa  1imiomaTtis
ninemensepa—dorta, IV —nopocnuii Tun Kydca.

3. Cepinzomienioos — xeopooa Himana — Ilika.

[Tocnabnenns dhepmenty (B 15pa3) BUKIIOUAE HATPOMAKEHHS CHLITOMIEIIHA
B HEPBOBUX Ta IHIIMX TKAaHMHAX. 3'ABISIIOTHCA BEIUKI PETHUKYJIOCHIOTENIalbHI

kiituHd. Himana—Ilika, 1mo MaroTh MIHUCTUNA BUTIIAN 1 MICTATH BEIUKY KUIBKICTb
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KUPOBUX Kparmelb. Y XBOPUX JITEH MPOXOAATh 3MIHU TPaBJIEHHS, 3HUKAE MIAIIKIPHA
’KUPOBA KJIITKOBHHA, MOTIPIIYETHCS KOOPJAMHALS, 3’ SIBISIETbCS TPEMTIHHS, CYJOMH.
BuinneBo—uepBoHa 1isiMa Ha ouHomy JiHI — Yy 20—60% xBopux. BmuparoTs uepes 2—3
POKH Ticis movyarky xpopoOu. Tum ycnajgkyBaHHA ayTOoCOMHO—periecuBHUM, y 30%
XBOpPHUX — KPOBHA CIIOP1IHEHICTh OATHKIB.

4. I'ntouepeopo3zuoos — xeopooa I'owe.

Hecraua  ¢depmeHTaTMBHOI  aKTHMBHOCTI  TUIIOKouepeOposumasu  (PB—
TIIIOKO3Ua31), 10 3YMOBIIOE po3naj riatokouepedpusuaiB. Llepaminriroko3uau
BIJIKJIAJJAIOThCSl Y KJIITUHAX TI€YIHKH, CEJE31HKH, KICTKOBOTO Ta T'OJIOBHOTO MO3KY,
nimM¢oBy3nax. 3aXBOPIOBAHHS MPOSIBISIETHCS B 3—4 TUMAX:

I — XpoHiuHuii BicuepaJlbHUI y TOPOCIUX PO3BUBAETHCS 3 TUTUHCTBA, MEpeOir
noBUTbHUH, cMepTh B 2050 pokiB

Il — roctpuii paHHbO—IUTAYUN, MOYMHAETHCS 3 1-TO POKY 1 3aKIHUYETHCS
CMEPTIO B 2 POKH.

[T — ITigrocTpuil roHaUbKUM, TOYMHAETHCS B NimiTkoBoMy Bimi. i dhopmu
3yMOBJIEHI PI3HUMH HEaJeJIbHUMHU T€HAMH, KIIIHIYHI NposiBU pi3Hi. O3HAKU CHUIbHI
U1l 1BOX (OpM — ypaK€HHsI KICTOK 1 HEPBOBOI CHCTEMH, 3aTpUMKa (HI3UYHOTO 1
MICUXIYHOT'O PO3BUTKY.

3aXBOPIOBAHHS YCHAJAKOBYETHCS 32 ayTOCOMHO—PELECUBHUM THUIIOM, YaCOM Yy
reTepo3urort (mi3Hs Gopma) OyBae TOMIHAHTHUHN TUI ycHaAKyBaHHS. PaHHRO—IUTSIUE
yCMaJKyBaHHS  ayTOCOMHO—peniecuBHe. Ilpu  XpoHIYHO-BicllEepadbHOMY  THIII
3aXBOPIOBAHHS — ayTOCOMHO—OMIHAHTHUMN TUN YCIaKyBaHHS.

5. I'nikoninionuii 1inioo3 — xeopooa Dapoi.

Hecraua o-ramakro3ugasu, 10 TiApoJi3ye IepaMmiaTpurexkcosuau. KiiHiuHi
CUMIITOMHM: OOJI1 B )KMBOTI 1 KIHIIBKaX, JIuxomMaHka. Ha ry0ax KoH IOKTHBH, HMIKIPHO —
CYyIIMHH1 3MIiHH, MypHypoBO—4epBOoHa BucHMKa. [li3HS ¢aza XxBOpoOU BUSIBISETHCS
TiNepTOHIEI0, YPEMI€I0, YpaKEHHSAM HEPBOBOI CHCTEMH, MOMYTHIHHSIM pOTriBKU. B
KICTKOBOMY MO3KY, MEYiHI[l, CEeJIe31HIll HasiBHI MIHUCTI Makpodaru, iHOAl i B ceui.
3axBOPIOBAHHS 34eIUIeHE 3 X—XpoMocoMoto. He moBHICTIO periecuBHE, 00 XBOPIIOTH 1

KIHKH.
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6. Jleiikooucmpodgi.

I'pyna nudy3HUX CKIEpO3iB, sKI PO3BUBAIOTHCS BHACIIIOK PO3JIATy
MeTa0oJI3MY JKUPIB, 110 MICTATHCS B MiefiHl. JIimiau HarpoMaKyrOThCsl B HEPBOBHUX
BOJIOKHAX, 1 KJIITUHU TUHYTh. ['0JOBHHI MO30K ypakaerbcs. KIiHIYHI CUMNITOMU:
CHACTUYHI Mapaiivi, MO30YKOB1 po3iajau, aTpodis 30pOBOro HepBa, MociabieHHs
ClIlyXy, Mporpecyroya po3yMoOBa BIJACTAJIICTh. YCHAJAKyBaHHA 3a ayTOCOMHO—

PELECUBHUM THUIIOM piJlle 34eryieHe 31 CTaTTio. € JeKiibKa TUITIB JIEUKOICUTPOPIH.
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Jlekmis 3.

Tema 3. Xpomocomui xBopoOu Ta Meroam iX XiarHOCTHKH. YPOI:KeHi Baau
po3ButTky. Knacudikauis, eriosoris, 1iarHocTHKa Ta NpogiIaKkTHKA.

ILnan.
1. XpoMocoMHi XxBopoOH, iX kiacudikailisg Ta METOIH 1X J1arHOCTHUKH.

2. CuHApOMH, 3yMOBJICHI MOPYIIEHHSIM KITBKOCTI CTATEBUX XPOMOCOM.
3. CuHapOMH, 3yMOBJICHI pO3JIalaMi ayTOCOM.
4. CuHIpOMU, 3yMOBJICH] JIEJICIIIEIO.

5. TpaHCIOKOBaH1 CUHIPOMHU.

Jlo cragkoBUX XBOPOO JIOJAMHU BITHOCSTH T'eHH1 (TOUKOBI 200 MOJICKYJISIPHI)
Ta XpOMOCOMHI1 XBopoOu sroauHH. Taki (opMu MaTosorii KIHIYHO BUPAXKAIOThCA
MHOKHHHUMHU BpPOJDKCHHSIMH BaJlaMH PO3BUTKY, TE€HETUYHOIO OCHOBOIO IX €
BIIXWJICHHS BiJI HOPMAJIBHOT'O BMICTY B KJIITHHI OPraHi3My KUIbKOCTI T€HETHYHOIO
Marepiany, TOOTO OOYMOBJIEHI TE€HOMHUMH YU XPOMOCOMHHUMH MYTalliSIMH.
BinbuicTe XpOMOCOMHUX XBOPOO € CHOpPaJUYHUMH 1 BUHUKAIOTHh 3HOB BHACIIIOK
T€HOMHOT1 (XpOMOCOMHO1) MyTaIlii B TaMeTi 3J0poBOro 6aTbka abo B MEPIINX MOLIaX

3UI'0OTHU, 4 HC YyCIIAAKOBYIOTH B HOKOJ’IiHHSIX, 1o OB’ si3aHE 3 BEJIHMKOIO CMepTHiCTIO

XBOpUX B JIOPENPOAYKTUBHUN mepios. DPEHOTUIIOBY OCHOBY XPOMOCOMHHUX XBOPOO
CKJIAJal0Th TMOPYUIEHHS PaHHbOIO €MOPIOHATBHOIO PO3BUTKY. TOMY MaTOJOTIYHI
3MiHM BUHHUKAIOTH III€ B MpEHATaJIbHOMY TepioAl (Twria ruHe abo HapOIKYEThCS 3
MIaTOJIOTIETO).

XpOMOCOMHI XBOpOOU 00’€HYIOTh B JIBI BEJIUKI IPYNH: 3yYMOBJIECHI 3MIHOIO
KUIBKICTIO XpOMOCOM B KapiOTHUIll (F€HOMHI MYTallii) 1 3MIHOIO CTPYKTYpH OKPEeMOi
XpOMOCOMH (XpOMOCOMHI abepaiiii).

BbyBaioTh 0coOMHU 3 MO3ai4YHMM HAOOPOM XPOMOCOM — MpPHU LILOMY YacTHHA
KJIITUH MICTUTh HOPMaJIbHHUM 2n HaOlp XpOMOCOM, a YaCTHUHA — aHOMAaJIbHUM. SIBUILE

MOB&II.IPISMY Y CTAaTCBUX XPOMOCOMAX HA3UBAETHCA I‘iHaHIIDOMODd)iSMOM. MexaH13MH

T€HOMHUX MyTallii (aHoMasiid yucjaa XpoMOCOM) HACTYITHI:
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1. Hepo3xomxeHHss — XpoMocoMHU B aHada3i BIIXOATh 10 OJTHOTO 3 TOJIFOCIB.

2. ComaTH4HE HEpPO3XO/DKEHHS B MITO31 MOKE MPU3BOAUTH 0 MO3aillU3MYy,
TPUCOMIKIB Ta MOHOCOMIKIB.

3. Brpara okpemoi XpoMOCOMH BHAcCHIZOK «aHada3zHoro BincraBaHHs». Lle Bene
10 MO3aIlU3MYy.

4. Tlonminnoinuzamis. Ilpy 1mpoMy B KOXKHIM KIITHHI T€HOM TOBHICTIO
MpeACTaBICHUN OUIBII, HIK JB14l. Y JIIOJUHU 3yCTPIYAETHCS TPUILIOIAis 3n=69.

B ramerorenesi HempaBUWIbHE PO3XO/KEHHSI CTATEBUX XPOMOCOM IPU3BOAUTH
710 YTBOPEHHSI aHOMAJIbHUX CTATEBUX KJIITHH: MOJIOBUHA Ma€ 22 ayTOCOMH; 2 CTaTEeBI
XpOMOCOMHM, a JApyra — 30BCIM He Mae€ cTaTeBoi Xxpomocomu. Tomy y mporueci
3aIUTIAHEHHS. TAKUX raMeT MOXKYThb YTBOPIOBATHUCS PI3HI THUIU 3UTOT: 3 MOHOCEMIEIO
(X0), 3 tpucomiero (XXX) ab6o momicomietro (XXXX). XpoMocoMHHI aucOanaHc
CTaTeBUX XPOMOCOM BeJie A0 (PI3UUHMX 1 ICUXTYHUX PO3JIA/IIB.

CuHapoMu, 3yMOBJICHI MOPYIIEHHAM KIJIBKOCTI CTATEBHX XPOMOCOM.
1. Cunopom Illepwescokozo — Tepuepa.

Monocomiss X—XpoMocoM. 3arajbHa KUIbKICTH XpomocoMm 45: 22 mapu ayTo
coMm 1 1 X—xpomocoma. B comarnunux kiiTuHax BiacyTHe Tuiblie bappa. Po3BuTok
WI0ay Wae 3a O>KIHOYMM THUIIOM: HEBHCOKHMH 3picT(mo 148 cm), ¢izuuna
1HGAHTUIBHICTh, BIICYTHICTh TOHAJ, TINOIUIa3id MaTKW, HEJOPO3BUTOK TPYAHHUX
3aJ103, BIICYTHICTh OBOJIOCIHHS Ha JIOOKY, aKCWJISIpHUX sIMKaxX, Oe3IUTIs, Baau
BHYTPIIIHIX OpraHiB (cepus, HHUPOK, 1H.), HEAOCTATHICTh €CTPOTEHIB. IHTENEKT Yy
OUTBIIOCTI HOPMANIbHUM, 1HOJI TNCUXIYHUU 1H(QAHTUII3M, €MOLiiHa JaOUIbHICTb.
Yacrora cunapomy 0,03%.

2. Cunopom mpunno-X.

Tpucomis X-XpoMocoM — CyNep>KIHOYUHM THUIl. 3arajibHa KUIbKICTh XpOMOCOM
47:22 nmapu ayto coM 1 3-x xpoMmocomu. B comaTtmunux kiituHax 2 Tunbusg bappa.
XapakTepHa IHCIUIA3is PI3HUX CUCTEM OpraHiB. 3aTpUMKa pOCTY, BHUCOKE TBEpIE
MiHEO1HHS, KIMHOMAKTHIIIS MI3UHINB. Y 75% >KIHOK — pO3yMOBa BiJICTaIICTh, PU3UK
mu3odpenii. Hemoctatus QyHKIIS S€YHUKIB 3 BIACYTHICTIO (OJIIKYT — O€3IUmiais i

MPUCKOPEHUM KIIMaKc. 3yCTpIYa€eThCs *KIHKA 0€3 KOHCTUTYUIMHUX, (DI3UYHUX 4u
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MCUXIYHUX po3iadiB. BoHu wuactime ¢deprtunbHi 3 mnocuiaeHuM Ji0ino. IHomi
HApO/KYIOTh 370pPOBUX JIT€H 3 HOPMaJbHUM KaploTHMNOM. YacTtoTa CHHIPOMY
0,01%.

3. Ilonicomis.

[lomicoMist 3a cTaTeBUMH XpPOMOCOMaMHM PI3HOMAHITHI: BOHHM BIIPIZHSIOTHCS
YHUCJIOM JOJIaTKOBUX XPOMOCOM, iX THUIIOM 1 KOMOIHAII€I0 PI3HUX KJIOHOBUX JIIHIN Y
BUMAAKy Mo3aium3my. OnucaHi TeTpa— Ta TMeHTtacoMia X—xpomocoM. llpu
30UTBIIEHH] KUIBKOCTI XPOMOCOM 3pOCTa€ CTYIIHb PO3YMOBOi BIICTaIOCTI Ta
MCUXIYHUX po3nanaiB. YacTora mosjicomiii X—XpoMocoM cepes NCUXIYHO XBOPUX —
0,24%, pozymoBo Biactanux 0,59%. KinpkicTe Tiienp bappa B coMaTHYHUX KIIITUH
Ha 1 MeHma Bij KuibkocTi X—xpomocoM. [Ipu Tetpacomii — 3, mpu meHTacomii €
yepenHo—nuieBl jaedopmailii, aHomasnii 3yOiB, 3MIHM IHIIMX YacCTHUH CKeJeTa,
BIIXWJICHHS B CUCTEMI1 CTaTEeBUX OPraHiB.

4. Tempacomia X. Kapiomun 48, XXXX.

Taki XKIHKM MarOTh HU3BKHHM IHTEJICKT, MICICITHO-JIIMICBI aHOMaiii. IHkoIm

KOCOOKICTh. JIucpyHKIis sseyHUKIB. B comaTnunux kiituHax — 3 Tuibls bappa.
5. llenmacomia X. Kapiomun 49, XXXXX.

XKinku po3ymoBo Bijcraii. YacTo KOCOOKICTh, YKICHA IIUIMHA OKa, LIMPOKE
MepeHiccsi, MaJeHbKI KHCTI 1 CTOMM, aHoMalii 3yO0iB, KJIMHOJAKTWIIISA MI3UHIIS,
KOPOTKa IIHsl. 3HUKEHHS KUTbKOCT1 IpeOeHIB Ha MaJIbLIEBUX Bi3€pyHKaX.

6. Cunopom Knaitnghenvmepa. Kapiomun 47, XXY.

HasiBHicTh Y—XpoMocoMu Bele J0 HApOJKEHHs Xjonmuyuka. B coMmatnynHmx
kiituHax — 1 tuiee bappa. [o mepioay crateBoro no3piBaHHS Majo BIAPIZHATUCS
Bil oci0 3 HopManbHUM Kapiotunom 46, XY. Cnoctepira€TbCsi €BHYXONOA10HA
OynoBa Tijla, M’sI30Ba CUCTEMa PO3BHUHYTa CJ1a00, PO3MIIICHHS KUPOBOT KIITKOBUHU
Ta OOJIMCIHHSA >KIHOYOrO THUIY, BIICYTHIM 3apicT Ha mIokax. ['eHiTanii HE PO3BUHYTI,
CiIM”sH1 aHaibHI aTpodOBaHi, CIepMaTOreHe3 He BiOyBaeThcs. Y0JIOBIKY HETUTIHI.
PosymoBa BiacTamicTh, piame AeOUTbHICTh. SIKIIO XJIOMYUKHA 3 HOPMaJbHUM
IHTEJIEKTOM, TO MAaJOIHIIIaTUBHI, HE 3JIaTHI JO TBOPYOi AISIILHOCTI, CXWJBHI O

arpecii. Yacrora cungapomy 1:850. 3meHmieHHs rpeOeHIB 1 30UIbIICHHS Iyr Ha
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nanbplgaX. 3yCcTpiUuaroThCs I1HAMBIAW 3 cTaTeBUM XpoMaThuHOM: XXXY, XXXXY,
XXXXXY, 1m0 Besie 10 3pOCTaHHS MaTOJIOT11..
7. Cunopom oyoens Y. Kapiomun 47, XYY.

Yacrorta cunapomy 1:1000. B comarnunux kimituHax 2 Tkl bappa.
YosoBikd 3 HOpMajabHUM (I3UYHUM 1 PO3YMOBHM PO3BUTKOM, BHUCOKOIO 3pOCTY.
Hemae mnoMiTHMX BIIXWIE€Hb 1 penpoaAyKTUBHO 31atHi (peptunbHi). Yacto
IMITYJIbCUBHI, a(EKTUBHO HECTIHKI, TepcekcyanbHl. [HANBIAYyMU 3 KapioTUIIOM 48,
XYYY 3ycTpiyatoTbes piKo, IO CYMPOBOJKYETHCS BIIXWUICHHSIMHU B CTaTEBOMY 1
COMAaTHYHOMY PO3BHUTKY.

8. Cunopom oyovenv XY. Kapiomun 48 XXYY.

lupoke kBagpaTHe OO0JMYYS, CIUIIOCHYTUH KOpPIHb HOCA, IIUPOKUN PpOT,
HU3bKO PO3TAlllOBAaH1 BYIIHI pakOoBUHH. Bucokuil 3picT, BUCOKa Tauisl, IIUPOKUM Ta3,
CXUJIBHICTD JI0 OKUPIHHA 3a >KIHOYUM TUMOM. OBOJOJIHHSA Ha JIOOKY 3a XKIHOYKUM
TUTIOM, TinmoroHaau3M. Po3ymMoBa BiACTaliCTh, CXWJIBHICTH a0 arpecii. Yacrora
cunapomy 1:25000.

I'inanapomopgu — M03aiKH CTATEBHX XPOMOCOM.

i iHauBIAYyMH 3 MO3aiKOIO CTaT€BUX XPOMOCOM. 3arliiHeHa KJIITMHA Ha
cTaaii OJacTomMepiB JpPOOUTHCS 1 CTaT€Bl XpPOMOCOMHU HE PO3XOIATHCS B JOYIPHI
KIiTUHA. ToMy BHMHHMKaIOTh PI3HI MO3aiyHI KOMIUIEKCM. BoHM MaioTh pi3Hi
KOHCTUTYI1HHI BIIXUJICHHS.

9. Kapiomun 45 0X/46XY.

Bin wMi"iManbHUX BinxuwieHb A0 cuHiapomy Tepuepa—lllepaieBchkoro.
@deHOTUIT 3aJEXKUTh Bl PO3MOAUTY MO3AiYHMX JIHIM y TKaHuHax. Bci
riHanapomMop(dHi 0co6u PO3AUISIIOTH HAa 3 TPYINH : 3 )KIHOYUMHU CTaTEBUMH OpraHaMu;
3 OiceKCyaabHOIO OYA0BOIO; 3 HOPMAJIBHOIO OYJI0BOIO YOJIOBIYUX OPraHiB.

9.1. /Kinoui 306nimni cmamesi opzanu. Kapiomun 45X0/46XY.

XKinku  QenorunoBo HaraayioTh cunApoM Tepuepa—lllepameBcbKkoro.

Comarnyni aHomanii BiacyTHi. IlixBa po3BuHeHa cnabo, HecTaya CTEPOIAHHUX

FOpMOHiB BCIC 10 HEAOPO3BUTKY MOJIOYHHX 34aJ103, OBOJ'IOI[iHHS[ B AKCUIIAPHUX AMKaAX
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1 Ha JI0OKy cnabke abo BiacyTHe. Ilyxnmuuu ytBOproroThes y 20% BUMAAKIB 1
po3BuBaroThCA 10 20 pokiB. BuzHaueHHs: X—XpoMaTUHY HEIOCTATHE.

9.2. . bicexcyanvna 6yoosea cmamesux opzanie. Kapiomun 45X0/46XY.

AcumerpuuHa a0o 3MilllaHa JUCTeHe3ls CTAaTeBUX 3aj03. [HAMBIAM MOXYTh
MaTu MO3aiYHUNA KaploTUIl, TOMY Oy/J10Ba 30BHIIIHIX CTATEBUX OPraHiB OiceKCyalbHa.
HasBHa wmaTka, B TOM dYac SK Tpud TeHHUX (opmMax  YOIOBIUOIO
nceBorepMadpoAUTU3IMY MaTKa BiICYTHSI.

9.3. Yonosiui cmamesi opcanu. Kapiomun 45X0/46XY.

[Ipu HagBHOCTI TrHAHAPOMOP(}PiI3MY 1 30BHIIIHIX CTATEBUX OPraHiB YOJOBIYOTO
TUITY MaTKa BIICYTHS 1 MyXJIMHU HE PO3BUBAIOTHCS.

Cunapomu, 3yMOBJIeHi po3JialaMH ayTOCOM.

Psan aneymnofiii 3yMOBIII0€ HETPABUIIbHE PO3XOJKEHHS I11]1 YaC TaMeTOreHe3y.
AHeymiofiisi — HasiBHICTh Y KJIITUHAX 3pYHHOBAHOTO Ha0OpY XPOMOCOM, HE KPAaTHOTO
rarioiIHOMY, y 3B’SI3KYy 13 BTPATOIO YM JOJABAHHSM OJIHIET YU KUIBKOX XPOMOCOM.
Sxuio et nponec BiOyBaeThCsl B MeH031, TO BUHUKAIOTh OPraHi3MU — aHEYIIOinu
(xapiotun 2n+1, 2n—1; 2n+2; 2n+3 1 T.4.). Taki aHomanii y JIIOAMHU BUKJIUKAIOTh
CUHAPOMHU.

1. Cunopom /laynua.

[Ipnunna — Hepo3xomkeHHs 21 mapu ayrocoM. KoMIiekc cTaTeBUX XpOMOCOM
He 3MiHIO€ThCs. [Ipu 3aruTiiHEHHI aHOMalbHUX CTATE€BUX KIITUH YTBOPIOETHCA
3UroTa 3 Tpucomiew 21-i xpomocomu abo MoHOcoMi€ro 21-i XxpoMocoMHU, TPUUOMY
OCTaHHI THHYTh TiJ Yac eMOpioHaJIbHOTrO po3BUTKY. YacroTa cunapomy 1:800.
XapakTepHi O3HaKd Mpu Tpucomii 21-i XpoMocomMu: Maja TOJO0Ba, BY3bKl OYHI
IIUTMHU, MOHTOJIOIAHI OYi, IUIOCKE OOJMYYsl, MaJCHBKHM HIC, pOT HAIIBBIIKPUTHIH,
po37aau MOBH 1 KOOpAuWHAIll pyxiB. Y JiTeli BHpakeHa PO3YyMOBAa BiJICTATICTh.
Binxunenns nepmatoriigiku. 3a OCTaHHI POKU KUIBKICTb AiTel 3 cunapomomM [layna
3pocia B 5—6 pa3iB, 10 OYEBUIHO OB’ A3aHO 3 €KOJIOTTYHUMHU YMOBAMHU JIOBKIUIS.

2. Cunopom Ilamay. Tpucomia 13-i aymocomu 3 epynu D.

Yacrora cungpomy 1:7600. npuunHa — HEPO3XOMKEHHS XpoMocoM 13-i mapu B

rameToreHe3l OJHOro 3 OaTbKiB. XapakTepHI O3HAKW: IIUIMHH BEPXHBOI T'yoH 1
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migHeO1H s, MiKpoeHledaisi, HeJOPO3BUTOK MO3KY, moiimaktuiia. Y 50% — Baau
cepIsi, HHMpPOK, CTaTEBUX OpraHiB, TMOJBOEHHS MATKW 1 TMiXBH. BHcCOka paHHA
cMepTHICTh. JKUBYTH 10 3 MiCAIIiB, 1HO/I AEKUIbKA POKIB.

3. Cunopom Eosapoa. Tpucomia 18-i napu 3 cpynu E.

Yactora curapomy 1:8000. V niuatok BTpuui yactime. CmepTHICTH 10 90%.
KupyTth 10 1 poxy. XapakTepHi 0O3HAKH: BUCTyMaoua MOTUIIULISI, BUIOBXKEHA I0JIOBa,
HU3BKO PO3MIIIIEH] 1 aCUMETPUYHI ByXa, BUCOKE MiAHEOIHHS, CKOIIEHE MiaOopiais,
Baqu cepuga. B 50% — mimkoBomoaiOHa HUpPKA, MOJBOEHHS CEYOBOJIB, PO3MAaU

OpraHiB TPaBHO1 CUCTEMH, 1HOJI1 BIICYTHICTh 1—T0 MaJIbIIs.

CuHapomu, 3yMOBJIEHI JeJ1eli€ro.

Jlenerist — BTpaTa cepeHbOi YaCTUHU XPOMOCOM.

1. Cunopom ,xomauozo kpuky”. /leneuia 5-i xpomocomu 3 2pynu C.
TpuBasicTh KUTTS — KUIbKa POKIB. XapakTEpHI O3HAKU: CBOEPIIHUNA KPUK, pO3yMOBa
BIJICTANICTh, MiKpouedais, aHTUMOHTOJIOIJHUN pO3pI3 OUYHUX ULIUIMH,, BHUCOKE
JIyrOBUJIHE MiMHEOIHHS, TIMOIUIa3isd 30BHINIHIX cTaTeBUX opraHiB. Y 25% — Baau
cepus.

2. Cunopom Opoeni. /leneyia 0oszux naeueit xpomocomu 13 zpynu D.

CMepTh HAcTa€ Ha MEPUIOMY POLI KUTTs. XapaKTepHI 03HAKH: MiKpoledatis,
TPUKYTHa TOJIOBA, KOTAYI OYi, CI1a0OPO3BUHYTHI BENMKUN Manelb KUCTI, KPUIO— 1
CUHJAKTWIIS, KIUIIOHOTICTh, YacTO € TMyxXJuHa CITKIBKM. HemnpaBuibHO
chopmoBanuii rojoBHUN MO30K. Y 40% — Baau cepiis, y 50% — c1abo po3BUHYTI a00
BIJICYTH1 HUPKH.

3. [eneuia kopomkozo niaeua xpomocomu 18 zpynu E.

Bnepmie ommcana B 1963. e I'poy y 6—Tu piyHOTO XJOMI 3 CilabuUM
PO3YMOBHM PO3BUTKOM. BHIUIAIOTH [BI Tpynu 3axBOPIOBAHHA: JJIs MEPIIOi -
XapaKkTepHEe PO3ABOEHHS MO3KY, 3MIHU JIMIEBOI YaCTUHU Yeperna (IUKIIOIMNIs); THHYTh
70 HaApOUKEHHS; I Jpyroi — cjabuil pPO3BUTOK IIEJEeNH, KIWHOMAKTHUIIS,
KpUJIOTIOT10H1 CKJIA KM Ha IIIHi.

4. Dinaoensvhiiiceka xpomocoma. /leneyia 21 xpomocomu zpynu G.
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3a Ha3BOO MicTa, Jie Oyna BusBieHa xBopoba. [losBnserses dinanenbdiicbka
XpOMOCOMa TUIBKA B KJIITHHAX KPOBOTBOPHOI CHUCTEMH: KICTKOBOMY MO3KY,
rpadyinouutax. MpyTtaHTHa  KiaiTHHa 3 (QUIaAenb(iiicbkol0  XpOMOCOMOIO
PO3MHOXYETHCS 1 BUTICHSIE KPOBOTBOPHI KIIITHHH, TOMY 35 BJISIETbCSI Oarato KJIITUH 3
XpOMOCOMHOI0 abepaiiiero y nepudepudniii kpos. Cepen xBopux cuaapomom JlayHa,
ne € Tpucomis 21-oi xpomocomu BuHukae B 10-20 pasiB yacriie.

TpaHc10KOBaHI CHHAPOMHU.

Tpancnokariii moB’si3aHi 3 OOMIHOM JUISHKAMM MDK HETOMOJIOTTYHUMU
XpOMOCOMaMH 200 MPUKPITIEHHAM AUISTHKA XPOMOCOMH OJAHIET MapH JO XPOMOCOMHU
IpYroi Mmapu.

1.Tpancnokoeanuit cunopom /layua.

Kinbkicth xpoMocoM 46, anie ojjHa 3 ayToCOM Hece Ha co01 21-11y XxpoMocoMmy.
Oco0nuBICTIO € Te, IO 3arajibHa KUIbKICTb XPOMOCOM HE€ BIAXUJISIETHCS Bl HOPMH:
MajeHbka 21-ma XpoMocoma MNpHUKPIIETbes 10 15-1 xpomocomu 3 rpynu D.
OnucaHuil XJOMYMK 3 HOpMaJIbHUM KapioturnoMm 46, a He 47 sSK npu CUHAPOMI
Hayna. Tpanciokallis € NPUYUHOIO 3aXBOPIOBaHHSA, B KapioTumi € i 21-mii
XpPOMOCOMH B1JIbHI 1 TPETS TPAHCIOKOBaHA Ha 15-y XpoMocomy.

B wmelio31 mnpu  JOBUIBHOMY  PO3XOIKEHHI TOMOJOTIYHHUX  XPOMOCOM
yTBOprO€eThes 4 tunu ramer:15/21+21; 15/21+0; 15+21; 15+0. Ilpu 3amnigHeHH]
ramer rnepuioro tuny 15/21+21 yTBOprOIOTHCS 3UTOTH, [0 MAIOTh 3arajibHy KUIbKICTh
xpomocoM 46 1 Tpu 21-mi XxpomocoMu (K y xjomuuka). ['ametu npyroro tumy
15/21+0 yTBOpIOIOTH 3UTOTH, 110 MalTh 45 XpoMOCOM, B TOMY 4uCHl ABl 21-mii :
OJIHy BUIBHY OJIHY TPaHCIOKOBaHY — (DEHOTHIOBO 370pOBI, MPOTE€ B T'aMETOreHe31
YTBOPIOIOTHCS ~ aHOMalibH1  rameTu. [lpu  3ammigHeHi  sinexmitun — 15+21
HapOJIKYIOTBCS 3JI0POBI JITH, a NMpH 3arutiaHeHHl 15+0 3’sBaserscss MoHocomis 21-1
XpPOMOCOMH — 1I€ JIETAIIb.

2. Tpancnokoeanuii cunopom Ilamay.

Moske BUHUKHYTH TP TpaHCIOKaIli akpoueHTpuuHux xpomocom J/J1 (15/15).
3aCTOCOBYIOTh IUTOT€HETUYHUN 1 TeHEeaJoriyHUil METOAu HJisi NPOrHo3y wi€i

aHomaJii.
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Jlekuis 4.
Tema 4. OcHoBu exosioriunoi reneTuku, papmaxkoreHeTuku. Criajakosi
reMors00iHonarii i Tanacemii.
ILian.

1. Exonoriuna reHeTuka, (hapMaKoreHeTHKA.

2. CrragkoBi reMoriI00iHormaTii 1 Tajgacemii.

Exonoriuna reseruxa — 1e 00JiacTh 3HAHHS, 1O AOCHIIKYE B3a€EMOBILIUB
F€HEeTUYHUX MPOIECIB 1 €KOJIOTIYHUX BIJHOCUH. SIK pPO3JUT TeHETUKH L Hayka
CIUpPAETbCA HA METOOJIOTII0 TE€HETUYHOrO aHajizy 1 BUKOPUCTOBYE BeECh
METOJIUYHUHN apceHa ekosorii. Brepuie 11 npunuumnu chopmymntoBaB y 1960-x pokax
Enmynn Bpicko @opp ik po reHeTUKyY MOMyJIsiii B MPUPOJIHUX YMOBAX.

['eHeTnyH1 MIAXOAM B EKOJOTIUHIM TreHeTuill 0a3yroTbCsl Ha JBOEIHOCTI
METO/IOJNOr1i TE€HETUYHOr0 aHalli3y, IO Olepye MOHSATTAMU CIAJKOBOCTI Ta
MiHnuBocTi. Hacammepen craakoBiCTh — 1€ BJIACTUBICTh MOMIOHOCTI CIOPITHEHUX
Oprati3MiB, iX 3JAaTHICTh N€pelaBaTH MEBHI 03HAKHU 3 MOKOJIHHSA B MOKOJiHHA. [Ipn
bOMY O3HAaKaMU MOXYTb OyTH HasgBHICTh ab0 BIJICYTHICTh OpraHiB, iX YHCIO,
pO3Mip, KOIIp; 3AaTHICTh MPOBOJUTH Ti1 UM 1HII OIOXIMIYHI peakilii, BIaCTHUBOCTI
HEpPBOBOI CHUCTEMH, THUN TIOBeAIHKM. [‘eHeTMUHMII aHami3 pO3KPUBAE TEHH,
KOHTPOJIIOIOY1 yce 1€ PO3MaiTTs 03HaK, BUBYAE iX yCMAaJKyBaHHS Ta JIOKaTi3aliio B
reHoMi. ['eHeTHYHUN aHai3 PO3KpUBA€E MPUYMHU MIHJIMBOCTI, TOOTO BIJMOBIJA€ HA
nuTaHHsA: «YoMy opraHi3aMH MaroTh CXOXICTb MDK c00010?» Ta «Homy opranizmu
BIJIPI3HAIOTHCSA OAMH BiJ ogHOr0?» MyTaliiiHuii mpoliec MoB'sa3yi0Th 3 TaK 3BAHUMU
reHeTUYHUMU TporecaMu. Jlo HUX BIAHOCATH «pEIUTiKallilo» — BIATBOPEHHS
TreHEeTUYHOTO MaTepiaiy; «peKoMOIHalIll0» — pI3HI CIOCOOU MEePECOPTOBYBaHHS I'€HIB
Ta 1X YaCTHH, 10 BiOYBAaIOTHCS MPHU 3MiHI MOKOJIIHb, «perapaliy» — MpOIecH, 110
NIATPUMYIOTh HATHUBHY CTPYKTYpPY T'€HETHYHOrO MaTepiany, M0 IOCTIHHO

VIIKOJDKYETbCSI  Mil  BIUIMBOM K  BHYTpIHIX  (akTopiB  ((Pi31010rTIHUX,
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MeTa0oJMIYHUX), TaK 1 30BHINIHIX (aKkTOpiB (TeMmrepaTrypu, BUIIPOMIHIOBAHbD,
XIMIYHUX BILUIUBIB).

Exonoriuni BITHOCHHM NOAUISIOTHCS HA «CIHEKOJIOTIYHI», TOOTO BIIHOCUHH
MDK OpraHi3MaMH, 1 «ayTeKOJOT14H1», TOOTO BIIHOCMHHU OpPraHi3MiB 3 HABKOJHUIIHIM
CEPEIOBUILEM.

Cinekousoriss 10CIiKy€e K BIIHOCHHU MK OpraHI3MamMH OJHOTO BUAY, TakK i
BITHOCMHM MDK OpraHi3MamMu pI3HMX BHJIB, IO OO'€AHYIOTHCS B EKOCHCTEMH.
Haiiuacrimie 111 BIJHOCMHU IPYHTYIOThCS Ha B3a€EMO3AJICKHOCTI PIZHUX BHUJIIB,
CKJIAJ0BUX pI3HUX €TaliB XapyOBHX JIAHLIOTIB. 3HAHHS XapuoOBUX JIAHIIOTIB B
OpUpPOAl HEOOXiHE JUIsl MPOTHO3YBAaHHA HACHIAKIB OyIb-IKUX BIUIMBIB Ha
€KOCUCTEMHU.

AyTeKoJIOrifi  po3risifae  BIAHOCHMHM — JKMBUX  ICTOT 3 (paKTOpamu
HABKOJIMIIHBOTO CEpe/IOBUIAa MEPEBAXHO a0IOTHYHOrO Moxo/keHHs. [Ipu mpomy
noai0H1 a6ioTH4HI (HaKTOPU MOXKYTh OyTH MPUPOIHUMH, 3 SKUMHU >KMBI OpPraHi3Mu
CTUKAJIUCSI HEOJAHOpa3oBO B xoji emoyorii. Ile pizHl TemmepaTypHi [ii, 3eMHE
TSOKIHHS, PI3HI BHJIM BHUIPOMIHIOBaHb — B BHAMMOI YacCTUHU CHEKTPY [0
PEHTTEeHIBCHKHUX MPOMEHIB. TakoX CYyTTEBY pOJib BIAIrPalOTh aHTPOMOTeHH1 (PaKTOpH,
TOOTO Ti, IIO0 MOB'A3aHl 13 AUIBHICTIO JIOAWHU. 3a0pyIHEHHS HaBKOJIUIIHBOTO
cepelloBUIIa HEOE3MeYyHO HE TUIbKM HUHI JKMBE TMOKOJIHHIO, ajlé 4YacTO CTaHOBUTH
HeOe3neKy Ui TPHUHACIHIHIX TOKOJIHb, OCKUIBKM OaraTto 3a0pyaHIOBaYiB €
MyTareHamu (FeHeTUYHO aKTUBHUMHU ). BUSIBIIEHHS Ta YCYHEHHS TeHETUYHO aKTUBHHUX
(bakTopiB 3 cepeIOBUIIA MPOKUBAHHS JIIOJJUHU — 3aBJaHHS T€HETUYHOI TOKCUKOJIOT 1],
AKa SBJIsi€ COOO0I0 PO3/AUT €KOJIOTTYHOT T€HETUKH.

['eHeTnuHO aKTUBHI (aKTOpH IUIATHCA Ha (Pi3WyHI, XiMI4H1 Ta Olonoriyxi. o
¢13uuHUX (QakTOpiB HajekaTh TEMIIEpaTypa, 10HI3yloua pajiaiis, yabTpadioieToBe
CBITJIO, BUCOKOYACTOTHE €JIEKTPOMArHiTHE BUIIPOMIHIOBAHHS, YIIbTPA3BYK.

XIMI4HI T€HETUYHO aKTUBHI (hakTopu — 1€ OyAb-sIK1 peYOBUHH, IO NPIMO abo
no0iYHO MOPYIIYIOTH CTPYKTYpYy 1 BinTBopeHHs mojekyn JIHK. Buxmonni rasu
aBTOTPAHCIIOPTY Ta BUKUAM B aTMocepy BHUPOOHUYMX MIANPUEMCTB MICTATH

IKUTYIOYl CMONYKH (paJlOMIMETUKH), OPraHiyHl CHOJYKH PTYTi, MNOJIIUKIIYHI

60



BYIJIEBOHI, 1110 MalOTh FT€HETUYHY aKTUBHICTh. barato XimMi4uHi CofyKu caMi 1o co0i
HE  BUABIAIOTH TEHETHMYHOI  aKTUBHOCTI, aje IX JEerko  aKTUBYIOTb
BHYTPIIIHbOKJIITUHHI ~METa0OJNITH, a 1HOAl CHOJIYKM, IO 3HaxoJATbCAd B
HABKOJIUIITHBOMY CEPEIOBHIIL.

Ha cproroani mocrtano 3aBIaHHS 3aXHMCTy 3J0pOB’Sl HACEJICHHS Bl 3arposw,
MOB’s3aHOT 3 BIUIMBOM YMHHHUKIB JOBKULII. OCHOBHOIO TPOQPIIaKTHUHOIO
JUCIUIUTIHOIO, 110 PO3po0Jise 3axoau Ajis Oe3NeKd HaceNeHHs B 3B S3KY 3 LIUM €
ririeHa. B Toil ke dYac 3aXuUCT TeHOMY JIIOJMHM, TMONEPEIHKEHHS MPUCKOPEHHS
MYTAaIlifHOTO MpOIeCy, MATOJOTIYHUX 3MIH B €KcHpecii TreHiB, 1[0, WMOBIPHO,
BiIOYBalOThCA TMiJ BIUIMBOM aHTPOIOT€HHUX 3a0pyAHIOBadiB, HEMOXJUBE 0€3
3aCTOCYBaHHS JOCSITHEHb F€HETUKH.

MeTonu reHeTUKA MOXKYTh OyTH BUKOPUCTaH1 JIJIs:

*— BU3HAUEHHS F€HETUYHOr0 PU3MKY YHNHHUKIB CEPEeOBUILA ISl 30POB’S;

— (opMyBaHHS Tpyn pU3HKY 3 0Ci0O, 10 MalOTh TE€HETUYHO OOYMOBJICHY
MIABULIEHY YYTJIUBICTH A0 A1l (aKTOPiB JOBKLLIS;

‘— 3MIIHEHHS PE3UCTEHTHOCTI OpraHi3My [0 BIUIMBY MYTareHiB ILISXOM
3aCTOCYBaHHS (hapMmpenapariB 1 XapyoBUX JIOMINIOK 3 aHTUMyTareHHUMH
BJIACTUBOCTSIMHU.

VY BupillleHHI MepIIoro 3aBAaHHS B YKpaiHi yBara, TOJOBHHM YHHOM,
NPUAUIAETHCS 1ACHTU(IKAIlT MyTareHHOI, TepaTOreHHOI 1 KaHIIEpOreHHO1 HeOe3MeKH.
Cnig 3a3HayuTH, 10 MPU IIOMY HE 3aBXKIU BUKOPHUCTOBYIOTHCS ONTUMAJIbHI TECT-
CUCTEMH 1 TecT-00’€KkTU. Po3paxyHOK I1HAMBIAYyaJIbHOTO 1/a00 MOMYJISIIHHOTO
T€HEeTHYHOTO PU3HMKY B 3B’SI3KY 3 /I1€10 HEraTUBHUX YMHHHUKIB JOBKULIS, K MPABUIIO,
HE MPOBOJIUTHCA. BUKIIIOUEHHSAM € TUIBKU OKpeMi AOCIIKEHHS 3 BIUIMBY 10H13yI0YO1
paniamii. Take cTaHoOBHILlE HE J03BOJIAE€ HAJIECKHUM YMHOM BU3HAYaTH NPIOPUTETH,
OOTpYHTOBYBATH YIPABIIHCHKI PIICHHS 100 3HIKCHHS IIKOAM BiJl 3a0pYyIHIOBAYIB
1 nmorpeOye BumpasineHHa. Tak, Yxkazom Ilpesumenta Big 4.02.99 Ne 118/99
3arBepkeHo L{imboBy KomIuiekcHy mporpaMmy reHeTU4HOIO MOHITOPUHTY B YKpaiHi
Ha 1999-2003 poku, B paMKax sIKOi CTBOPIOETHCS CIy>KO0a FTeHETUYHOTO MOHITOPUHTY.

3a KUIbKa POKIB AISUIBHOCTI Takoi CIyXOW MOXyTh OyTH 310paHi matepiainu ajis

61



OI[IHKM TEMITy MYTAI[IHHOTO TIPOoIeCy 1 PO3PaxXyHKy TEHETHYHOTO BaHTaXy B
MOMYJISISAX.

3aBnaHHS 3 BHU3HAUEHHS TEHETUYHOI YYTJIMBOCTI JO Jii YWHHHKIB
HABKOJIMIIIHBOTO CEPEIOBUINA, SIKe BU3HAHO CBPONEHCHKUM KOMITETOM 3 IUTaHb
HABKOJIMIITHLOTO CEPEJOBUINA 1 3I0POB’SI OJJHUM 3 KUIbKOX MPIOPUTETHUX B Taly3l
riri€eHd HaBKOJMIIHBOIO CEPEelOBUINA, B YKpaiHi He BHpIIIyeTbcs. MDK TUM
YUCEJIBHICTh BIAMOBITHOTO HACEICHHS MOYKE BUSIBUTUCH 3HAYHOIO.

Moo dapmakosioriyHoi NpodUIAKTUKKA COMAaTUYHOT'O MYyTareHe3y, To poboTa
B I[bOMY HalpsMKy B YKpaiHi, TOJOBHHUM YHHOM, 30CEpE’KeHa Ha CKPUHIHTY
AHTUMYTareHHUX BJIACTUBOCTEH PEYOBHH, YaCTO 1n Vivo, a JIKapChKi IpemnapaTtd 3
AHTUMYTareHHOIO HAMPABJICHICTIO MPAaKTUYHO BiACyTHI. He Bemerbcst caHiTapHO-
OCBITHA po0OOTa cepejl HACEJCHHS, 0 MPOXUBAE B EKOJIOTTYHO HECIPHUATIUBUX
30HaxX, MPO HarajJibHy HEOOXITHICTh 3aCTOCYBaHHS (apMIpenapariB 1 XapuoBHX
JIOMIIIOK 3 aHTUMYTareHHUMH BJIACTUBOCTSAMU. BiICYTHICTh CHeliaJIbHUX OCBITHIX
mporpaM B Iili rajgy3i CTBOPIOE TEPEAYMOBH [IJIs TMIABUIIEHHS OHKOJOTTYHOT
3aXBOPIOBAHOCTI.

BpaxoByroun BHIIEBUKIAJCHE, MOXHA 3pOOWTH BUCHOBOK, IO MOMJIMBOCTI
€KOI€HEeTUYHHUX JIOCIIKEHb Y BUBYEHHI IIKIIJIMBOTO BIUIMBY YHHHMKIB JOBKIJUISI Ha
3JI0POB’ Sl HACEJICHHSI TAJIEKO HE BUUYepnaHi. MK TUM iX pO3BUTOK MOXKE 3a0€3MEeUUTH
BUPIIICHHS] TUTaHb NPO(PUIAKTUKK  JEAKUX  3aXBOPIOBaHb, IIOB’SI3aHUX 3
MOIIKO)KEHHSIM T€HOMY COMAaTUYHUX 1 CTATEBUX KJIITHH.

dapmaxkoreneTuka (rpen. pharmakon — 1iKu, OTpyTa + genesis —
MOXO/IKEHHS ) — PO3JILT MEJIMYHOI TeHETHKHU 1 (hapMaKoJIorii, 1110 BUBYAE OCOOJIUBOCTI
peakilii opra"izmy Ha Jjikapchki mpenapatu (JII1) 3amexxHo Bim HOro reHETUYHUX
ocobnuBocTeil. OCHOBHMM 3aBJaHHIM (papMaKOT€HETUKU € BUBUCHHS ITUX PEaKIlii,
po3poOKa METOMIB iX M1arHOCTHKHU, KOPEKUli 1 nmpodinakTuku. dapMakoreHeTuka —
Hayka, 110 BUBYA€ CMHAJKOBI peakilii OpraHi3My Ha BIUIUB IEBHOTO JIIKapCHKOTO
3aco0y. Ile po3nin Meau4yHOi TEHETHUKH 1 (apMakoJorii, 3aBAaHHAM SKOTO €

BHUBUYEHHS LIUX PeaKiliid, po3poOKa METOIB iX J1arHOCTUKH, KOPEKI1i 1 PO LIaKTHKH.
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[Ipo Te, mo xapakTep peakiliii opraHi3My Ha JIIKapChbKl 3aCO0M 3aJICKHUTh Bij
0coOIMBOCTEN MeTafoi3My KOHKPETHOTO TMallieHTa, JIKapl 3HaJIu JaBHO, ajie
BHMBYATH I'€HETUYHI YNHHUKH, K1 BIUIUBAIOTh Ha XIMIYHI IEPETBOPEHHS B OpraHi3Mi,
MoYyasyu TUIbKU B 20-My CTOJITTI.

BHacninok nmapagurmMu «JIiKyBaTH Hall€HTa, a He XBOPOOY» 3'SIBUIIOCH MOHSATTS
«epcoHigpikoBaHoi MemuuuHu». CyTh nepcoHiPiKOBaHOT MEAUIMHU — B
IHAMBIAYyami3amii  Jkapchbkoi Tepamii. Peakiiss Ha JiKapchkuili — mpemnapar,
ONTUMAJIBHUNA KJIac Mpenapary, HOro Jgo3a 1 pekKMM 3acTOCYBAHHS BH3HAYAIOTHCA,
MpUHANMHI YaCTKOBO, F'€HETUYHUMHU JeTepMiHaHTaMu. DapMakoreHeTuka MparHe
BUSBUTH TE€HH 1 iX BapiaHTH, 10 BHU3HAYAIOTh aJIEKBaTHICTh (apMakorepamii i
3MEHIIYIOTh PU3HUK PO3BUTKY MOOIYHUX €(EKTIB.

Pi3sHuMu aBTOpamMu Ja€eThcs pi3Ha I1HPOpMAIllsl TNpo Te, XTO BBIB TEPMIH
(dhapMakoreHeTHKa: 3a OAHUMU xepenamu 1e 0yB @. dorens (1959), 3a iHIMMEU —
ApHo Motynbcebkuii (1957). 3 nporo vacy papmakoreHeTrvka IpouIiia psij] €TarliB:

— 1 eran nHakonuueHHs QapmakoreHeTHuHux ¢enomeHiB (1932 —
novaTtok 1960-x);

— II eran cTtaHOBIEHHS (papMaKOT€HETUKH SIK (PyHIaAMEHTaNbHOI HayKu
(moyaTtok 1960-x —1990-x pokiB);

— III eTan ctaHoBieHHsS (apMaKOT€HETHKU SIK MPUKIAAHOI KITHIYHOI
HayKH, Tiepexig Bia (papmakoreHeTUKH 10 (hapMakOreHOMIKH (ITOYaTOK
2000-x poKiB).

Coimu kopeHsamu dapmakoreHeTuka csarae 1902 p., Koiau aHTIIIHCBEKUHN JTiKap
A. Tepponm TmpunmycTuUB, WO TEHETUYHI YMHHUKK BIUIMBAIOTh Ha XIMIYHI
MEPETBOPEHHS B OpraHi3Mi JIIOJUHM 1 JekaTb B OCHOBI I1HAMBIAYyaJIbHUX
po301KHOCTEN y MeTaboi3M1 PEYOBHH. [epmroro BCTAHOBJICHOIO
(hapMaKOTE€HETUYHOIO O3HAKOK OyJia HEYyTJIMBICTH A0 ¢eHuiTiokapoamimy.
[lomynsuiiiH1 YaCTOTH HEUYTIMBUX /IO Li€T TPKOT peUOBUHU 0C10 Ha 3emill BapilolOTh
Bix 40% cepen eckiMociB 10 6% cepen kutaiiiB. Y 1957 p. A. MoTybCKi BUSIBUB
3B’SI30K MK TOOTYHUMHU e(PeKTaMH JIIKIB 1 TEHOTUIIIYHUMHU OCOOIMBOCTIMU JtoAeil. Y

1959 p. @. dorens yBiB TepMiH «hapmakoreHeTukay. ¥ 1962 p. B. Kanoy Bigkpus,
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o0 aHoMajibHa (QopMa CHPOBATKOBOI XOJIIHECTEpa3W MNPU3BOAUTH JO0 3HAYHHUX
noO1YHKX e(eKTIB Bil YBEIEHHS CYKUMHLUIXOJIHY, 1 BIEpIIE MPOBIB CUCTEMATUYHUN
orjisiA BizoMocTell y cepi papMakoreHeTHKH, HAKOTIMYEHUX Ha TOU Yac.
3aBepllIeHHS TMPOEKTY 31 CEKBEHYBaHHS TE€HOMY JIOJUHU BIUIMHYJIO Ha
CyyaCHUH eTam pO3BUTKY (apMakOreHETUKH. Y ¢apMaKOreHEeTHlll ICHYIOTh 2
OCHOBHI CTparterii mnpu CKPUHIHTY Ha mnommMoppisM — (EHOTUIyBaHHS Ta
reHoTUIyBaHHA. (DEHOTUIYBaHHS Ma€ pealbHUM O10XIMIYHHI BHUMIp 1 JO3BOJISIE
BCTAHOBUTHU TMPHUCYTHICTH a00 aKTUBHICTH AOCHIIKYBAaHOTO (EPMEHTY B OpraizMi
moauHu. BoHO 103BOJIsIE BCTAHOBUTH PiBEHb META0OJIITIB Y JIIOAUHU MICIS MPUHOMY
nocaimkyBadoro JIII. deHoTtunyBaHHs Aae OUIbII OJHO3HAYHI BHCHOBKH, OJHAK
BOHO I HeOe3meuHinie dYepe3 Oe3nocepenHe 3acTOCYBAaHHA JIIKIB 1 BUHMKHEHHS
no0iuHuX edekTiB. ['eHOTUIYBaHHS BU3HAYa€ B JIIOAMHU HASBHICTb KOHKPETHOI'O
reHa. ['eHoTUIyBaHHS MeEHII HeOe3NeuHe, OCKUIbKM BOHO BHUKOHYETHhCS Ha
JIETKOJIOCTYITHOMY 3pa3Ky TKaHWHU, HAMPUKJIIAJ, Ha KIITHHAX OYKKaJIbHOTO EMiTeNi0
a60 kpoBi. SK0 (EeHOTUIYBaHHS J1a€ OCTATOYHY BIANOBIAL MPO (papMakoreHeTHyH1
PO301KHOCTI MIXK JIFOJIbMH, TO T€HOTUITYBaHHS J103BOJISIE BCTAHOBUTHU NMPUYUHY TaKUX
pi3HuX peakiiii Ha giku. EdexruBnicts nii JIII B opraHizmMi Moxe 3anexatd Bif
TaKMX TpoleciB, gK OiloTpaHcpopMallis, BCMOKTYBAaHHS, PpO3IMOAUT IO OpraHax,
B3a€EMOJIS 3 penenropamy, mMeTtabosizM 1 BuBeaeHHs. Lli mporecu 3anexars Bij
O0aratbox (EepMEHTIB, CHHTE3 SKUX 3HAXOAMUTbCA I1J KOHTPOJEM TeHIB. Y CBOIO
yepry, Oyab-aKi (papMakoreHeTU4YH1 peakilii po3BUBAIOTHCA HA MIACTaBl IIMPOKOTO
TEHETUYHOTO  TOMIMOP(I3MYy B JIIOACHKUX  TMOMYJAIISAX, [0  EBOJIOLINHO
chopmyBaBcs 10 nosiBu JIII, siki 3aCTOCOBYIOTBCSI CHOT'OJIHI, 1 BU3HAYA€ Ha ILIeH vac
PI3HOMAHITHICTh BIANOBIIHUX peakuid moged Ha Hux. KokHa mnomynsmis €
noiMoppHOI0 1  mpeacTaBieHa  (EHOTHNAMHM  IIBHJIKUX Ta  TOBUIBHHUX
MeTaboJ13aTOPIB MEBHUX JIIKIB. ICHYE 3aJeXKHICTh MK METaOONIYHUM (PEHOTUIIOM
JIOJMHU 1 YacTOTOI0 BUHUKHEHHS MNOOIYHUX sBHUIN Ipu 3actocyBaHHl JI3. Tax,
4acToTa ypaKeHHs nepudepruyHOi HEPBOBOI CUCTEMHU Yy TOBUILHUX MeTabO013aTOPIB
(y maHoMy BUIMajKy 3a pepmenTom M-aneruntpancdepasza) IpoTUTYOEPKYITHO3HOTO

npenapaTry 130Hia3uj B 7 pa3 BHINE, HDK Yy HIBUIKUX MeTabosizatopiB. Yactoru
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NMeBHUX (PEHOTHUMIB Yy PI3HUX MOMYJSIISX PI3HI, HAOp., Y €BPONEOIAHIN MOBUIBHUX
MeTtabomizatopiB 01au3bko 59%, B HerpoinHiii — O0nu3bko 55%, y MOHTOJIOIIHUX —
10-22%. EdeKkTuBHICTh JIIKIB BU3HAYAETHCS CYMICHOIO JI€I0 0aratbox reHIB, TOMY
MEeBHI MapaMeTpu, MoB’s3aHl 13 3actrocyBaHHsM JIII, wacTo BIANOBIAAIOTH
MOJIIFTEHHOMY THUNy CHAAKyBaHHSA, Ui KOO BHM3HAYalOThCA Koe(illieHTH
yCla/iIKyBaHHSI.

Po3mupeHHss reHeTMYHUX 3HAHb J03BOJIAE€ BIPOTIAHO BUSBISATH PI3HULIO Yy
CTYIIEHI Ta AKOCT1 CIIPUIHATTS OJHUX 1 TUX CaMUX JIKIB AK MPEACTAaBHUKAMH PI3HUX
pac, Tak 1 piI3HUX €THIYHUX Trpyn. Tak, HErpoinu, y sSIKMUX B LIJIOMY BJABIYI YacTillle
JIarHOCTYIOTh ~ CEpIEBY HEAOCTAaTHICTb, IMOPIBHIHO 3 €BPOINEOilaMH MEHII
COPUMHATIMBI 10 JAil TIpemapariB, [0 YacTO 3aCTOCOBYIOTHbCS JUIsl JIIKYBaHHS
rinepToHIYHOI XBOpPOOU. 3 ypaxyBaHHSM iX F'€HETUYHUX OCOOJMBOCTEH (HecTaua B
OpraHi3Mi OKCHIY a30Ty, SIKUH PO3IIUPIOE CYAUMHHU) po3polieHuii npemapar BiDil,
e(eKTUBHUH, 30KpeMa, MpH JIKyBaHHI MPEJCTAaBHUKIB HETPOiTHOT pacH, ajie He Mae
JTIKyBJIBHOTO e(eKTy y €BpomeoiniB. Y €BpeiB alllkeHa3l, B IUIOMY CXUJIBHUX [0
mu3odpenii  (momymsniiiHa 4actota xBopoou 10-12%), mnigBuilleHHE pU3UK
cepio3HUX NOOIYHUX e(]eKkTiB 3 OOKy KpOBI, IO MNPU3BOAATH 1O CMEPTI MpHU
3aCTOCYBaHHI Tpenapary kio3amiH. ['eHeTu4yHi ocoOauBOCTI mepediry BHpPa3KoBOT
XBOpOOM y AMOHIIB 1 MIBEAIB MPU3BOASTH 10 PI3HOI peakilli Ha aHTUXEITIKOOAKTEPHY
Tepamio OMENpa3oyioM 1 KIAPUTPOMIIMHOM, 10 €(PEKTUBHA MPAKTUYHO ISl BCIX
MPEICTaBHUKIB IIBEJICHKOI MOMYJIALl, ajie Habarato MeHII e(eKTUBHA JUIsl SITOHIIIB.
AntugenpecuBHuii npemnapat Ilpozak edextuBHuil nume s 40% nomymsuii,
OUYEBHUJIHO uepe3 PO30LKHOCTI B CIMEMCTBI TreHiB muToxpomiB P-450. V moneit 3
BU3HAUYCHUM ajneneM reHa ApoE, moB’s3aHMM 3 BHCOKMM pPH3UKOM XBOpOOHU
AnblreiiMepa B JIITHBOMY BIlll, MNPaKTUYHO HE BiA3HA4Yae€Tbcsl €QEeKT BiX
3aCTOCYBaHHS HIMPOKO PO3MOBCIOAKEHOTr0 mpernapaTy TakpuH A JIKYBaHHS IbOTO
3axBoptoBaHHs. [IpmumHamu aTunoBux peakiiil opranismy Ha JIII € He TUIBKH
criagkoBi 3MiHM ()EPMEHTIB, aje M JesKi CMaJKOBI XBOPOOUW OOMIHY pEUOBHH. Y
TaKMX BHUIMAJKaX pO3BUBAETHCS IMIJIBUIEHA YYTIMBICTb OpraHi3My 110 TEBHUX

XIMIYHMX PEYOBHUH, 30KpeMa JiKkiB. Hampukiaj, mpu HEZOCTaTHOCTI TIIHOK030-6-
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dbochatnerinporenasu (I'-6-DJ1) epuTpoLUTIB, 110 YCIATKOBYETHCS 32 X-3UCINICHUM
pPELECUBHUM MeEXaHi3MOM, OaraTo JiKiB, Hamp. (ypaaoHIH, CTPENTOIUA, XIHIH,
npuMaxidH,  BUKIMKAIOTh  remoii3. Ilpu  HemocTtaTHOCTI  CHPOBAaTKOBOI
MICEBJIOXOIIHECTEPA3U, M0 YCHAIKOBYETHCS 3a ayTOCOMHO-PEIIECUBHUM THIIOM,
MIOPEJIAKCAHT AUTHIIIH BUKIUKAE TPUBAIUM COH. Y XBOPHUX OHKOJIOTTYHOTO MPOQLIIO
3 TEHETHMYHO 3yMOBJIEHOIO HEJOCTAaTHICTIO JUTAPONipUMIAMHAETIAPOreHa3!
BIJI3HAYAIOTHCSI HEUPOTOKCUYHI €(EeKTH MpH JIIKYBaHHI MpenaparoM S-(ropypamui,
TOMY TaKl XBOpl MarOTh NOTpedy B IHIIMX Jikax. Jlisl IMHMPOKO PO3MOBCIOIHKEHOrO
AHTUIICUXOTUYHOTO TMpernapaTy Trajonepuaos 3ajeXuTh Bl MOro 34aTHOCTI
3B’sI3yBaTUCS 3 peuentopamu godaminy Dy, KUIBKICTh SKHX BHU3HAYAETHCA
TFeHEeTHYHO, a OT)KEe TEeparneBTHYHUNA epeKT pi3HUM B 0cid 3 iX Majoro 1 BEIHKOIO
KkibkicTio. [IIupoke BUKOpPUCTaHHS NPUHLMITIB (PApMAKOTE€HETUKH. CTOCOBHO BCIX
010JI0T1YHUX BHJIIB, @ HE TUIbKU JIIOJUHU, YaCTO HE BPAXOBYETHCS 3 JIHTBICTUYHHUX
OpUYMH. Y CydacHOMY KHUTTI npedikc «papmako-» OaraTbMa MPHUPIBHIOETHCS JIUIIIE
70 3HAYEHHS «IIKW», a HE «KCEHOOIOTHKH», TOOTO HaOyBae OUIbII BY3HKOI'O
3HaueHHs. ICHYIOTh 3HaUH1 FT€HETUYHO 3YMOBIICHI pO301KHOCT1 Y BIAMOBIIHIN peakilii
Ha MPOJYKTU XapyyBaHHS, XapyoBl JOOABKH, aJKOT0Jib, KOMIIOHEHTH CHUTapeTHOIO
auMy 1 OaraTo iHIIMX pedoBuH. Tak, y kpaiHax IliBHiynoi €Bponu Big 80 g0 100%
JI0OPOCJIOrO HACEJIEHHs MaloTh alieJib F'eHa JaKTa3H, 110 CIPHUs€ 3aCBOEHHIO CBIKOIO
MOJIOKA, a JIaKTa3Ha HEJAOCTATHICTh BIJ3HAYAETHCS AYXKE PIAKO. Y TOH ke yac MeBHa
YacTHMHA KOPIHHOTO JOpOCJIOro HaceieHHs Amepuku, ABctpanii, Appuxu, A3ii i
[liBnenHoi €Bponu 3/1aTHA BKUBATU B 1KY TUIBKM KHUCIOMOJIOYHI MPOJIYKTH, B SKHX
MOJIOYHHM IIyKOp po3ILIerieHo OakTepisiMu. ['eHeTMUHUH KOHTPOJb METaboNi3My
QJIKOTOJII0 € OJHIEI0 13 CEpHO3HUX NPUYUH, IO BIUIMBAIOTH HAa CXWJIBHICTH MO
ankoronizmy. llepeTBOpeHHsI alKOrojil0 B albJErisi KOHTPOJIOETHCA (PEPMEHTOM
QJIKOTOJIBJIETIAPOreHa300, a TMEPETBOPEHHS ajbAerily B OLTOBY KHUCIOTY —
(hepMEeHTOM allbJIeTIJETiAPOreHa3o. 3a aKTUBHICTIO 000X ()epMEHTIB BUSBICHUI
noriMopd13M, TOB’A3aHUN 3 €THIYHUMHU PO30DKHOCTAMU. [Tomymsiiiini 1OCTiKEHHS
nokazanu, 1o npuobmusno 40-50% oxureniB IliBmenHoro Kwutaro 1 Smonii

BUIPIBHSIOTBCA PI3KOI0 HEIOCTAaTHICTIO (EepMEHTYy anpAeriAeriiporeHasu, o
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MPU3BOAUTH A0 HAKOMMYEHHS aJIbJETiy B KPOBI, MPOSIBY HOr0 TOKCUYHUX €(EKTIB,
1€ BBAKAETHCA (PAKTOPOM HU3BKOTO PU3UKY CXUIIBHOCTI 10 CHOKMBAHHS QJIKOTOIIIO.
HedimuTom 1poro depmenty xapakrepusyerbcsi 40% mnpencTaBHUKIB IUIEMEH
MiBJICHHOAMEPUKAHCHKUX 1HJIAHIIIB, TOJI1 SIK Y TUIEMEHaX Cly 1 HaBaxo, 110 KUBYTh Y
[liBH1yHIA Amepwuili, yacToTa HOTO HEIOCTATHOCTI CTaHOBUTH TUIbkU 5%. Cepen
MOMYJISLINA €BpONEHIIIB 1 appUKaHLIB ASPIIUT adbACTIAET1IPOreHa3 MPaKTUYHO HE
BIJI3HAYAETHCA. Y JIETOKCUKAIlT Oararbox MIKIIJIMBUX PEYOBHUH, Y T.4. I KOMIIOHEHTIB
CUTapeTHOro AuMy, Oepe ydacTb (epMeHT TiyTarioH-S-TpaHcdepasa. [nauBigu 3
MYTaHTHOIO HEAKTHUBHOIO (POpMOIO (hepMEHTY OUIBLIOI MIPOI0 MIAAAIOTHCA PI3HUM
dbopmam paky. Cepen Herpoinis, siki npoxxkusatotb y CIIIA, yacTora rena riryraTioH-
S-tpancdepazu npubnauzno nopisHioe 0,31, a B pi3HUX €BPOMEOiNiB YaCTOTa I[LOTO
reHa konuBaeThcss B Mexax Big 0,39 mo 0,54. lleit dbeHOMEH MOXe CIYXKHUTH
MOSICHEHHSIM ~ PI3HOT MDKIOMYJISIIAHOT 3aXBOPIOBAHOCTI Ha pak. JlomuibHO
MPOBOJAUTH (hapMaKOTEHETUYH1 JOCIIKEHHSI BCIX HOBUX JiKiB. Pe3ynbpTaTu Takux
JOCJIJPKEHb JTO3BOJISITh IPOBOJIUTH MEHII MacITaOH1, OUIBII MIBUJIKI, a BIAMOBIIHO 1
OUTBINI JElIeBl KJIIHIYHI BUMPOOYBaHHS 1 BIACIBaTH TMAIlIEHTIB, JUIS SKUX TOM UM
IHIIWI Tpenapart, MWBUILIE 32 BCE, BUSBUTHCA HEJAOCTAaTHHO €()EKTUBHUM UM HABITh
HeOe3neyHuM. Bu3HaueHHS €THIYHMX KaTeropii XBOPHUX CTOCOBHO METaboJi3My
JIKIB JTO3BOJUTh MOAM(IKYBATA BXKE ICHYIOUl 1 IMpernapaTd, 1m0 po3poOsIOThCA, 3
ypaxyBaHHSIM I€HETUYHHX OCOOJMBOCTEN KOXKHOT I'PYNU MAIIEHTIB. 3 ypaxXyBaHHSIM
JTAHUX EMiAEeMIONOTTYHUX JOCHIIKEHb TaKUM MIAXiA JO3BOJUTH ONTHUMI3yBaTH 1
perioHanbHl (apMaleBTUYHI PUHKH, [0 TaKOX CHPHUATUME 3HUKEHHIO BUTpaT
(dapmaneBTUYHUX KOMIIaHId Ha BHUITYCK HOBUX IpemNapariB, a OTKE, — 3HUKEHHIO
BapTOCTI JIKIB.

I'emorsio0inonaTii.

[Ipu remoryio6iHOMATISIX HACTYMAIOTh 3MIHM B TE€HI, SKUW Hece 1H(opMalio
npo cuHte3 remornoOiny. Ilpum cepnomoaiOHO—KIITUHHIA aHemii B [—i1aHIo31
reMorjao0iHy TI0TaMIHOBA KUCIOTa 3aMIHEHA Ha BaliH. SKIO0 3aMiHa Mpoiiie y JBOX
-naHIforax, TO EpPUTPOLMTH 3MIHIOWTH (opmy, MaroTh Burisaa cepna (HbS),

3MIHIOIOTBhCS 010XIMIYH1 Ta (hi310JIOT1UHI BJIACTUBOCTI TeMorioOiny. Po3BuBaeThcs
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Ba)XKKa XBOpoOa, sKa 3aKIHUYeTbCA Yy JITed CMepTi0 BiA 1H(GAPKTY BHYTPIIIHIX
opratiB. Ilpum 3aMiHi TJIFOTAaMIHOBOI KHMCJIIOTM Ha BajiH B OAHOMY [} — JaHIIO31
EPUTPOLIMTH MalOTh HOpMaNbHY (hOpMy, aje B yMOBaX Timokcii HaOyBarOTh GpopMu
ceprna, TeMOJI3YIOThCSA, IO MPHU3BOAUTH JO BaXKOi XBOPOOM 1 HaABITH CMEPTI.
VYcnagkoByeTbesi XBOpoOa 3a TUIIOM HEMOBHOIO JoMiHyBaHHsA. [lpu mopyiieHHi
CUHTE3y 0— abo P—JaHIOriB BUHUKAE Tajacemis. HemocTaTHii cuHTe3 [—JIaHITIOTIB
MPU3BOJIUTH JO HECTAOUIBHOTO TEMOTJIOO0IHY 1 EpUTPOIUTH pPYHHYIOThCS. Y
TOMO3HUIOT pO3BHBAETHCS XxBopoba Kyimi abo Benuka tanmacemid. [lpu nmopymieHHi o—
JAHIIOTIB PO3BUBAETHCS O—TajaceMii. ['OMO3UroT ruHyTh B eMOpioreHesi. Y
reTepo3UroT aHeMis MPOTIKAE y BaXKIA (GopMi, TOMY JIITH MOMUPAIOTh Y PAHHBOMY
BILII.

JIist T1arHOCTUKM XPOMOCOMHHMX XBOPOO BHUKOPUCTOBYIOTH ITUTOIC€HETUUYHMI
MeToa: OepyTh KpOB 13 BeHHM (y HOBOHAPOJKEHUX 3 II'SITKH), MOTIM BHUPOILYIOTH
KyJbTYpY KIITHH 1 TOCIIKYIOTh XpOMOCOMH Ha MeTada3HUX IUIACTUHKAX.

JIJist BUSIBJICHHS! 3MI1H KOMILUIEKCY CTaT€BUX XPOMOCOM BHUKOPHCTOBYIOTH OJIiII-
METOJ 1 TMPOBOJAATH IMTOTC€HETUYHI JOCHIKeHHs Kapiotumy. JIiKyBaHHS
cumnromatnune. CHHAPOMH 3  pO3JIalaMd  CTaTeBUX XPOMOCOM  JIKYIOTb
ropmoHotepaniero. [Ipu anomanisax 6ynoBu — Xipypriudo. OHak, epexT 4acTKOBHIA.

B MenuuHili mpakTHUIll MIUPOKO BHUKOPUCTOBYIOTH METOJ MPOCIIOBAHHS —
CKPUHIHI — METOJ, SIKM Ja€e 3MOry cepel BeIuKOi BHOIpKM JIOJed BUSBUTU
WMOBIPHO XBOPHX, PO3MOJUIMTH iX Ha TPYNH 3 BUCOKOK 1 HU3bKOIO HMOBIPHICTIO
3axBoproBaHHs [boukoBa, 1982]. [loTiM mpoBoAsITBECA OUTBIN JeTadbHI O10XIMIYHI,
PEHTIEHOJIOTIYHI Ta 1HIN OOCTeXeHHsA. Tak 1arHOCTYIOTh (hEHUIKETOHYPIIO,
rajjakTO3eMIIo Ta 1HIII CIaJKOB1 Baau OOMIHY.

Jns  npodinakTUKU 3aXBOPIOBaHb 3aCTOCOBYIOTH METOJIM MpEHATaIbHOT
niarHoctuku. lle, 30kpema, MeTOJ amHIOLEHTEe3y — JAOCHIIKEHHS aMHIOTUHYHOI
pinuan. Moro npoBoasTh B yMOBax abCommOTHOT cTepuibHOCTI. Ile moporoBapricHuii
Ta TPyAOEMKUN MeToA. ToMy BAAOThCSA O HHOI'O Yy BUIIAJKAX, KOJHU € MiIBUILEHUM
pU3MK crajikoBoi natoiiorii. KpiM Toro, 3acToCOBYIOTh YJIbTPa3BYKOBY J11IarHOCTHKY,

sIKa BBa)KA€THCSI O€3IIEUHOIO SIK JJIA MaTepi, TaK 1 HJuI TUIOAY.
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Tanacemisn (CepeazeMHomopcbka anemis, anemiss Kymi, Big rpeu. fohacco —
«mopey, TepMmiH, skuMm y CraponapHiii ['pemii mo3nayanu CepenzemMHe MOpe) — II€
CHAaJKOBE 3aXBOPIOBAHHS KpPOBI, SIKE XapaKTEPU3YEThCA MPOAYKIIEID aHOMAJIbHOIO
reMOTJIO01IHY, 1110 CIIPUYMHIOE JIeTIellisl TeHIB, K1 BIMOBIIAIOTh 32 HOTO CUHTE3.

Tanacemii — 11e rpyna 3aXBOpIOBaHb, SKI BUHUKAIOTh BHACIIOK BPOKEHOTO
MAaTOJIOTTYHOTO CUHTE3y reMorio0iny. JledexT nonsrae y 3MeHIlIEHHI TPOYyKYyBaHHS
OJIHO7 T'0 YM JEKUIbKOX TJIOOIHOBHX JAHLIOTIB o(mpu o-Tanacemii)un P(mpu f-
tajmacemii) abo X TOBHIM iX BigcyTHOCTI. [IpuuomMy MoOJEKyJIsipHA CTPYKTypa
IJI001HOBUX JIAHINIOTIB NIPU LIbOMY HE MOPYIIYEThCA. Ajb(a-TanaceMilo CIpUUUHSE
aenelist ofHoro 3 re”iB 11-i xpomocomu. B-tamacemis, sika 3yCTpIYa€eThCs YacTillle,
BUHUKA€E BHACHIIOK crmaakoBux Mmytaui y reni HBB, nokanizoBanomy Ha 16-iif
XpoMocoMi. BakkicTh KIIHIYHMX MPOSABIB MPHU I MATOJOTIl KOPENIOE 13 THIIOM
MyTalliid Ta, BIAMOBIIHO, CTYIIEHEM AUCOAIAHCY TJI001HOBUX JIAHITIOTIB. 3aJIE)KHO Bij
PIBHS 3HUKEHHS CUHTE3Y [-IJI00THOBUX JIAHLIOT1B BUAUISAIOTH IIUTY HU3KY HO30JIOT1H,
AKl PIBHATHCA (PEHOTUNOBUMHU TIPOSBAMHM Ta BAXKKICTIO TEpediry 3aXBOPIOBAHHS.
TakuM 4YMHOM, MOJEKyIspHO-reHeTHYHHil aHanmi3 rena HBB e BaxmuBum ans
Bepudikalii iarHo3y Ta MPOTHO3YBaHHS KIIHIYHOTO TNepediry 3aXBOPIOBAHHS.
3nauHa kuibKicTh (moHan 100) Ta rereporeHHICTh MyTallid, siki OylM omucaHi B
mexax reHa HBB, yckmanHioe reHeTuuHy niarHocTuky .Pi3H1 mpoTokonu
nependayaroTh JOCHIKEHHS] HAHOUIbI MOIIMPEHUX IS AaHOi MOMyJsuii MyTalii
rena HHB, 1 yacTo pouiipHUM € MpoBeAEHHS TOBHOI'O CEKBEHYBaHHS TreHa. YacroTa
PO3MOBCIOJKEHHSI pI3HMX TuUMiB MyTauid rena HBB, sk 1 mnomwupeHicTs
reTepo3UroTHOr0 HOCIMCTBA MyTalllil TeHa, B YKpaiHi HeBiJoMa.

IcHye Takox rpynma CHUHAPOMIB, IIO 32 KIIHIYHUM HepediromM MoAioH1 10
BeNUKOi [-Tanmacemii, SKi Ha3MBaIOTh MPOMIKHOIO TanaceMiero. ['eHeTHuHOO Ti
OCOOJIMBICTIO € HAsIBHICTh KOMOIHAIllT «CaOKux» [-TallaceMIYHUX MyTalid, a 1HOMI1
B-MyTarllisi BUCTYNA€ Yy CHOJYYEHHI 3 O-MyTali€lo. Y TaKUX XBOPHUX, K IMPaBUIIoO,
3HAYEHHs IeMOrjo0iHy KonuBaeThcsi Ha piBHI 60—70 1/m 6e3 remorpaHcdy3iitHOI
miaTpuMKu. OyHKIIS €PUTPOLMUTIB MPU MPOMIKHINA TajaceMii 3HMKEHA BHACIIIOK

nepeBakanHs ¢pakiii remorno6iny F (HbF), skuit morano nepeHocuth KuceHsb. Sk 1
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MIpU BEJIUKIN [-TajmaceMii, BHACIIIOK IHTEHCUBHOT mpoidepallii KICTKOBOTO MO3KY Y
[IUX XBOPHUX PO3BUBAIOTKCS TceBnonyxiauHu. [lopiBasHO 3 XxBopoOoto Kyni norpebda y
reMoTpaHcy3isix y MaImi€eHTIB 3 MPOMDKHOIO TajllaceMIEI0 BUHHUKAE TMi3HIIIE.Xo4a
TajaceMiyHi CUHAPOMHU MOXYTh 3yCTpiyaTHCs y BCIX €THIYHUX Tpynax, HalyacTiiie
iX A1arHOCTYIOTh y BUXIAIIB 13 CepeazeMHOMOpCchKkoro baceriny, Adpuku, banusskoro
Cxony, IliBmennoi Tta IliBnenHo—Cxignoi A3ii, IliBmenHoro Kutaio Ta ocTpoBiB
Tuxoro okeany. Boruumia tanacemii € 1 B AzepOaiikaHi, B pIBHUHHUX pailoHaX
SKOTO TeTepo3uroTHa P-tamacemist 3yctpiyaetbes y 7—10% Hacenenns. Baachimox
IHTEHCUBHOI MIrpallii HAaceJIeHHs 3aXBOPIOBAHHS PEECTPYEThCA MPAKTHUYHO B YCIX
perioHax ruiaHeTH. 3a JaHUMHU JIITEPaTypH, MOPOKY Y CBITI HAPOIKYETHCS OJIU3HKO
100000 niteii 13 BaxkuMHU (opMamMu Tanacemii. 3aJIeKHO BiJ] CTYNEHsI MPUTHIYEHHS
CUHTE3y [-TaHIIOTIB PO3PI3HSIOTH B-TajaceMito IUIoC (31 3MEHIICHOI KUTBKICTIO [3-
JaHIoriB) Ta PB-ranacemito MiHyc (13 BifcyTHICTIO P-nanitoriB). Ilpu B-tamacemii
IHTEHCUBHO MPOAYKYIOThCSI €PUTPOKAPIONUTH, Y AKUX HAKOMUYYIOTHCS JIAHIIOTH O,
0 € NPUYMHOIO TOCHUJIEHOTO PYWHYBaHHS LMX KIITHH y KICTKOBOMY MO3KY, a
PETUKYJIOLHUTIB Ta EPUTPOLUTIB NepUPepiitHOT KPpoB1 — y cene3iHll. TakuM YuHOM, y
XBOPOTO PO3BHUBAETHCS aHeMis. JlogaTkoBuM (haKTOpOM TKAHMHHOI TiMOKCIi npu fB-
TajaceMii € MiABUIIEHUN BMICT (heTalbHOTO reMorio0iny F B eputporurax XxBoporo.
OCHOBHUM TpPOSBOM Tajlac€Mii € TIMOXpOMHA MIKpPOIMTapHa rileppereHepaTopHa
aHeMisl 3 XapaKTepHUMU MOP(OIOTTYHUMHU OCOOJIUBOCTAMU €PUTPOIUTIB, TAKUMU SIK
rinoxXpoMisi, MIKpoIuTo3, 0a3o(diibHa MyHKTalis, Y nepudepiiHiiKpoBl BUSBISIOTH
MIIIEHENO/110H1 €PUTPOLIUTH Ta SIAPOBMICHI KIITHHU — MONEPEIHUKH E€PUTPOITHOIO
psny.

Tanacemis € HalyacTIIOK CHAJKOBOIO MPUYMHOIO MIKPOIMTO3Yy, a
3amizofedinuTHa aHeMis — HaOyTtoro. BHacimigok NiABUIIEHOrO po3Majay KIITHH
EPUTPOHY Y XBOPUX BIAMIYAETHCS NIABUILIEHHS pIBHA OUIIPYOIHY 3a paxyHOK
HempsMoi Horo (pakiii, a TakoXX JIAKTaTAETIApPOreHa3d Ta CHPOBATKOBOTO 3ajli3a.
Tanacemiss mMoke mepeOiraTd y Baxki (roMo3urotrHa Benuka [-Tamacemis abo
xBopobOa Kymi) um nerkii gopmi (rereposurorHa mana B-tanacemis). Benuka [-

TajaceMisi XapaKTEPU3YEThCS PO3BUTKOM TIMOXPOMHOI MIKPOLIMTAPHOI aHeMil
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BAXKOIO CTYINEHS BXE Yy Teplll PpOKU KUTTI AUTHHH 13 (popmMyBaHHSIM
reMoTpaHc(y3iMHOI 3aJeKHOCTI, BHACIIJIOK YOrO0 PO3BUBAETHCA T'€MOCUIEPO3
BHYTPIIIHIX OPTraHiB 3 XapakTePHUMH KIIHIYHUMH O3HaKaMu (renaTocrieHOMeratis,
yKpoBUil aiaber BHacminok @iopo3y mNiAUUTYHKOBOI 3ano3u). HeedexTtuBHumii
EpUTPOINOE3 CIPUYMHSAE Yy IUX XBOPUX XapakTepHi jgedopmarlii CKeleTy:
rinepTpodit0 HWKHBOI IIENeNu 3 MOPYLIEHHSM MPHUKYCYy, OamTonoaiOHuil yeper,
OCTEOIOPO3, BiJcTaBaHHs y (Pi3UUHOMY pO3BUTKY. ['eTepo3uroTHa mana [-tagacemis
MOke mepedirati 0e3CUMITOMHO a00 K MPOSBISATHUCS JETKOIO UM CEPEeIHBOBAXKKOIO
aHEMIEI0 3 XapaKTepHUM MIKPOLUMTO30M, TIOXPOMIEID Ta BOJHOYAC JEIIO0
MiABUIIEHUM a00 HOpPMaJIbHMM BMICTOM 3ajli3a y KpoBl. JlilarHocTuka Tamacemii
BKJIIOYA€ BHBYEHHS CIMEHHOrO aHaMHE3y, E€THIYHOTO MOXOJ)KCHHs, HAasBHICTb
XapaKTepHUX O3HAK TIMOXPOMHOI MIKPOIMTAPHOI aHeMii 3 MIIeHenoJ10HuMU
EPUTPOLIUTAMHU 32 BIACYTHOCTI nedinury 3amiza. [IpoBoasITh TakoX BHU3HAYEHHS
piBHIB (peTasibHOTO remMorio0iny F 1 reMorno6iny A, Ta JocimiIKeHHs crelupiaHux
reHHux MyTtanii. Xoua YkpaiHa He HaJCKHUTh 0 PETIOHIB, J€ YacTO PEECTPYIOTh
TajaceMiyHi CUHAPOMH, 3apEECTPOBAHO JBA BUMAJKU I'€TEPO3UTOTHOI -Tanacemii y

xuTeniB [Ipukapnarrs BOPOJOBXK OJHOTO POKY.
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Jlekmis 5.

Tema 5. Jlepmarormigika — MeTox AOCHIIKEHHSI CHAAKOBOCTI JIIOIHHH.
IlepcneKTMBYM reHETUYHOI iHKeHepil.

ILnan.
1. lepmarormigika — METO JOCTIIKEHHS CITaIKOBOCTI JIFOJIUHHU.

2. Metoau reHHo1 1HXeHepii.

3. CKpUHIHT 3a JOTIOMOTO0 TOpuan3allii.

HMepmatoraidika (rp. depmamoc — mikipa, 1 Tp., BUIOBOYIO, BUPI3bOIIO0) —
po3a11 MOPGOJIOTIT IIOANHY, IKUI BUBYAE IIKIPHUM penbed TOJOHHUX 1 MIAOMIOBHUX
MOBEPXOHbB, JI€ HIKIpa BKPUTA YUCICHHUMH MANUIIPHUMU JIHISIMHU, 110 YTBOPIOIOTH
neBH1 BizepyHKH. Jlani nepMaroriipiki BUKOPUCTOBYIOTbCS B KPUMIHAJICTHUII
(TaKTUIIOCKOIIISA), CYIAOBIN, KIIHIYHIA MEIUIMHI, MeAW4HIN reHetuni. lleit meron
3anporionyBaB 'y 1892 ®. TanbToH 11 JOCHIKEHHS IIKIPHUX T'peOIHYACTUX
BI3€pYHKIB NaJbBI[IB 1 JOJOHB, & TAKOK 3TUHAIBHUX JIOJIOHHUX OOPO3€EH.

Jepmarorinidika moaIseTbes Ha:

. JIAKTHUJIOCKOITII0 — BUBUCHHS MaJIIOHKA MaJIbI[IB;
. MaJbMOCKOITII0 — BUBUEHHS OCOOJMBOCTEN OY/I0BU JI0JIOHb;
. TJIAHTOCKOITII0 — BUBYEHHS 0COOIMBOCTEN OyIO0BH M1OIIOB.

Hepmarorinidpiuai MeTOAM BHUKOPUCTOBYIOTH Yy BH3HAUYE€HHI 3UTOTHOCTI
OJIM3HIOKIB, ISl J1arHOCTYyBaHHS 0araThOX CMAJKOBUX 3aXBOPIOBAaHb, a TaKOXK B
OKpPEMHX BHIIaJIKaX BCTAHOBJICHHSI CHIPHOTO OaTbKiBCTBA. JlOCHIIKEHHS MOKa3aiH,
o npu xBopo6i Jlayna, cunapomax Knaitnbensrepa, [llepemescbkoro — TepHepa
BII0YBalOThCA crieuudiuHl 3MIHM HE TUIBKUA BI3€pYHKIB MaJblLiB 1 JOJOHb, aje i
XapaKTep OCHOBHUX 3TMHAJIbHUX OOPO3€H Ha MIKIP1 I0JIOHb.

BcraHoBneHo, 1110 Bi3epyHKH € 1HIWBIYaJlbHOIO XapaKTEPUCTUKOIO JIIOJAUHHU 1
HE 3MIHIOIOTBHCS BIPOJOBXK KUTTA. JepmaToriidiuHl JOCIIKEHHS! MAalOTh Ba)KJIMBE
3HAYEHHS Y BU3HAYEHHI 3UTOTHOCT1 OJIM3HIOKIB, Y J1arHOCTHUIll 0aratbox CraJKOBUX

3daXBOpPIOBAHb, 4 TAKOK B OKPCMHUX BHUITdJIKaAX CHipHOFO 0aTbKIBCTBA.
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HononHuii penbed Ayxke CKIATHUNA. Y HBOMY BHUIAUIAIOTH Oarato MoOJIiB,
NoAyIIeuoK 1 nonoHHuX JiHik. [logymeuvok Ha mononi 11 1 iX moaUIsAIOTH Ha TpU
rpynu:

1. [T'aTh KiHIEBUX (aMiKaJbHUX) MOAYIIEYOK Ha KIHIIEBUX (pajlaHrax masblliB.

2. YoTupu MDKNANBIEB] NOIYIICUKH PO3IMILIYIOTHCS HABIPOTHU MIKIAIBIIEBUX
MIPOMIXKKIB.

3. JIBi JOJIOHHI NPOKCUMAaJIbHI MOAYIIEYKHA — TeHap 1 TioTeHap.

JlooHst  AUCTaJIbBHO OOMEXeHa M'SICTKOBO-(alaHrOBUMU  3TMHAJIIBHUMHU
CKJIaJKaMH, a MPOKCHUMaJbHO — 3aml'sICTKOBOIO, a00 OpaclieTHOIO, 3TMHAJIbHUMHU
cKiIaakaMu. Sk Ha JONOHSX, TaK 1 HAa MaJbLIEBUX MOAYUIEYKaX IIKIPHI TpeOiHIl
po3MilieHl nmoTtokaMu. TOYkM 3ycTpidi I[UX MOTOKIB YTBOPIOIOTH TPHUPAJlycH, abo
nenbtd. Ha KOXHIM 13 4 MDKOAIbLIEBUX TMOAYHMIEYOK 3BUYAWHO € TPUPANLyCH, IX
MMO3HAYaITh MAJIMMU JIiTeépaMu JIaTUHChKOTO andagity (a, b, ¢, d), mounHatouu Bix
BKa3iBHOTO majibls (a) 1 3akiHyyroun mizuHieM (d). [Tobmusy OpacieTHOi CKIaaku
pO3TalllOBaHUM TOJIOBHUN (OCbOBMIA) AOJOHHUI Tpupaaiyc t. Skiio mpoBecTH JiHil
Bl TpupazaiyciB a i d 70 t, TO yTBOPIOETbCS KyT 10JioHI < atd, sikuii B HOpMi HE
nepesuuye S57°.

['pebinuacti BI3epYHKH 3a3BUYail BUBYAIOTH I JYNOw. SK Ha KIHYHMKaxX
najblliB, TaK 1 Ha JOJOHHUX MIJABUIICHHSIX MOXYTh CIOCTEpIraTHCs PI3HOMaHITHI
NanuIsipH1 BI3EPYHKHU Yy BUIJIS1 3aBUTKIB, METENb 1 AYT, BIAKPUTUX B YJIbHapHUM a00
pamianbHuil Oik. Te * caMme crmocrepiraerbcsi Ha TeHapl U rimoteHapi. Ilpote TyT
yacTimie OyBaloTh TyTH.

Ha cepenniii 1 rosoBHii ¢anaHrax majibliB TpeOiHYACTi JIiHIT 3HAXOAATHCS
MOMEepeK MaJbliB, CTBOPIOIOYM PI3ZHOMAHITHI BI3EpYHKH — MpsAMi, CEpPHONOIiOHI],
XBUJIETIOA10H1, AyrOMOA10H].

binbma KiNbKICTH Mpalp MPUCBAYEHA BHMBUEHHIO BI3€pPYHKIB Ha KIHUMKAX
nanbliB. @. ['anbTOH BUAUIUB TpU GOPMH MANUIIPHUX BI3EPYHKIB: 3aBUTKH, METII 1
JIyTH. Ix mosnawarore BigmoBimHo: W; L; A. Ilermi OyBalOTh BIJKPUTI SIK B
YIBHAPHUH, TaK i B pajianbHuil 6ik. IX HAIPAMOK M03HAYAIOTH HEPIIOIO JITEPOIO LUX

ciiB. CUMBOJIOM M MO3HAYalOTh METII0, BIAKPUTY B YIbHapHUM OiK, CHMBOJIOM R —
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MeTII0, BIAKPUTY B paliadbHUM Oik. BUAUIAIOTH YOTUPU TOJOBHUX MAJIBIIEBUX
nanuiaspaux BizepyHku — W; R; U; A. ¥V ayrax nmoToku rpeOiHUACTHX JIHIM HE
nepetuHaroThesd. OTke, B y31 HeEMae Tpupazaiyca, ado AedbTH. Y TETIl € OJHa
JIeNbTa, 8 B 3aBUTKY JIB1 JICJIbTH.

3aranbHONPUMHITUMHU MOKa3HUKAMU OCOOJIMBOCTENW MIKIPHUX BI3EPYHKIB Ha
NajblaX €:

1. 3aranpHuil rpeOIHIIEBUN paxXyHOK (3arajbHa KUIBKICTh MANUISPHUX JIHIN) —
cyma Ha Bcix 10 manplsx nanuisipHUX JIHIA MDK [IEHTPOM Bi3epyHKa 1 1eNbTOIO.

2. IHIeKc IHTEeHCUBHOCTI Bi3epyHKa — cyma AeibT Ha 10 manabisgx 000X pyk.

3. YactoTa OKpeMuX Bi3€pYHKIB — CHIBBIJHOIICHHS KUIBKOCT1 BI3€pYHKIB TOTO
Yy IHIIOTO TUMNY (IyrW, METNI pajiajbHi, METJl yJIbHApHI, 3aBUTKH) IO 3arajbHOi
KUTBKOCT1 BC1X BI3€PYHKIB.

VY nonmynsuifHUX JOCTKEHHSX OOYHMCITIOTh 1HAEKCH, 10 BimoOpaxkaioTh B
OCHOBHOMY JI€JIbTOBUHM MOKa3HUK, TOOTO CIIBBIHOIICHHS METEb 1 3aBUTKIB Ha BCIX
10 manbisx 3a popmynoro A+2W/10. Haltuacrime 3actocoByerhest popmyna Dt 10 =
A 2W/(A+L+W) 10.

VY rpynoBUX TOCHIIKEHHSAX KOPUCTYIOThCSI BUBUEHHSM KIJIBKICHOTO 3HAUCHHS
Bi3epyHKa, TOOTO uucia rpeOIHIIB BiJ JEIbTH /10 LIEHTPY Bi3epyHKa (rpeOiHIEeBUI
paxyHok). Y cepeaHbOMYy Ha OJHOMY maibIll OyBae 15-20 rpe6iniiB, Ha Bcix 10
MajblAX y 4oJ0BikiB — 144,98, a y sxxiHok — 127,23.

[Ipu BUBYEHHI MIKIPHOTO penbedy A0JIOHI TOCTIIKYIOTh:

1. Xig rojoBHUX M0J0HHUX JiHIA A, Y, C, D.

2. JlonoHH1 Bi3epyHKH Ha T€HApI 1 TIOTEeHapl.

3. [Manbuesi BizepyHkH (PopMy Bi3epyHKIB 1 TpeOIHIEBUN PAXYHOK).

4. OcbhOBI1 TpUPAIIYCH.

Ha xapaktep manblieBOro i JOJOHHOIO BI3€PYHKIB BIUIMBAIOTH MEXaHI3MU
LUTOIUIA3MAaTUYHOI  crmajakoBoCTi.  JlocmikeHHsT Joged 3  XpOMOCOMHUMU
3aXBOPIOBAHHAMM JIO3BOJIMJIO BHSIBUTH CIeUU(]IUHI 3MIHM HE TUIBKHA BI3€PYHKIB
najiblliB 1 JOJOHB, A€ ¥ XapakTep OCHOBHUX 3rMHAIBHUX OOPO3€H Ha WIKIPi A0JOHb.

XapakTepHi 3MIHM JaHUX I[IOKAa3HUKIB CHOCTEpIraloThes mpu XxBopoOi JlayHa,
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cugapomax  Knaitndenbrepa, IllepemeBcekoro—TepHepa, MO  JA03BOJISIE
BUKOPHUCTOBYBATH METOJU JEPMATOrTi()IKM Ta MaTbMOCKOMIT JJIsl TIarHOCTUKHU ITUX
3aXBOPIOBAHb.

Tpucomis 18 (Cunapom Exsapaca). [Ipu oMy 3aXBOpIOBaHHI € MepeBaskaHHs
Ha mnajblgx ayr. Yacto mnosBa BapiaHTa 4-majblieBOi MonepeyHoi OOpo3HH.
3MEeHIIeHHS Ynciia TpeOIHIEeBUX JIHIH.

Tpucomis 21 (Cunapom [dayna). IIpu uboMy 3aXBOpIOBaHHI € NEepeBaKaHHS Ha
naiblgX ylbHapHUX neTelnb. [lonepeyna 4-nanpuesa 6opo3Ha. JluctanbHe 3MilEHHS
OCbOBOI'O TpUpAJIlyca.

Cunnpom  HlepemeBcskoro—Tepuepa. I[lpm 1poMy  3axXBOpIOBaHHI €
nepeBakaHHs Ha NaJbIAX IeTeldb 1 3aBUTKIB. [lucTanbHe 3MIINIEHHS OCHOBOTO
Tpupajiyca. 3O0UTbLIEHHS 4YuCia TpeOIHUEBUX JiHIA. YIbHapHE 3MIIIEHHS
Tpupajiyca. [losBa Ha rimoteHapi V — no1i0HOTO Bi3epyHKA.

Hepmartormidiuauii MaJIOHOK TE€HETHUYHO 3YMOBJICHUH, HOCHUTh
IHAMBIAYATbHUNA XapaKTep 1 He MIHAETbCA MPOTATroM KUTTA. He icHye nBox monei 3
OJIHAKOBHUMHM MaJlOHKaMu (KpiM MOHO3UTOTHUX Onu3HAT). JlepmaTormidiuHi
JOOCHIPKEHHSI MalOTh BaXKIMBE 3HAUYEHHS Y BHU3HAYEHHI 3UTOTHOCT1 OJIM3HAT, Y
JIArHOCTHIl JESKUX CHAJKOBHX XBOPOO, Y CYIOBIM MeIMIMHI, IJs 1AeHTUIKAIl
0COOUCTOCTI B KPUMIHATICTHIIL.

JlakTuiockomiss 1e po3aul jAepMaroriiikd, sSKMA BHUBYAE BI3EpYHKH Ha
nanblax. ['peOeHi Ha ManmplAX PYK BIAMNOBIIAIOTH COCOYKAM JEPMH, TOMY iX
HA3MBAaIOTh MANUIIPHUMHU JIHISIMU. BUIUISIOTH TpU OCHOBHI THUIU MNaNUIIPHHUX
Bi3epyHKiB: 1) 3aButku W ( anri. whorl — 3aButok); 2) netni L (anri. loop — netiis):
pamianeHi Lr 1 ynpHapui Lu 1 3) nyru A (arch — pgyra). IlanuispHi JiHlT pi3HEX
MOTOKIB HIKOJIM HE TMEPecIKaloThCs, ajleé MOXYTh 30JIMKYBaTUCS, YTBOPIOIOUU
TpUpaaiycu (IenbTu). 'pebeHeBuit paXyHOK — YUCIIO NANUIIPHUX JIHIA MIXK JEIbTOIO
1 LIGHTPOM BI3epyHKa. Y HOpMI BiH JOPIBHIOE B KIHOK 135, wonosikiB — 151, ans
kokHoro manblit — 15-20. Ilpu cunppomi Illepemescbkoro—Tepuepa (45, XO0)
rpedeneBuii paxyHok Bucokuil (180), mpu cunnpomi Knaitndensrepa (47, XXY) —

HU3bKUH (10 50).
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[Tanpmockomiss — po3auT AepMaToriiiky, KUl BUBYAE BI3EPYHKH HA JOJOHSX.
Ha nomnoni po3pizustore 14 noniB 1 11 moaymieuok (5 Ha HIrThOBUX (pajaHrax, 4 — B
MDKIAJIBIIEBUX MPOMDKKaxX, 1 — OIS OCHOBM BEJIUKOrO Majbllsd (TeHap), 1 — Ouis
MPOTUJIEKHOrO Kparo AoJoH1 (rinoteHap). KpiM Toro, Ha 10JIOHI € Tpupaaiycu B
JOUISHKaX CXOJJKEHHS TMOTOKIB rpeOeHiB. MiKmanbleBl MNOAYIIEYKH OTOUYYIOTh
Tpupaaiycu — a, b, ¢, d. iX mpokCcCUMaJIbH1 KIHI[I YTBOPIOIOThH TOJOBHI JIiHII TOJIOHI —
A, B, C, D. [lo6nu3y cknaaku, sIKOIO 3aKIHUYEThCS JOJOHS, MPOXOAUTH TOJIOBHUN
JTOJIOHHUM Tpupaaiyc t. JIns KIiHIYHOT MPAaKTUKU Mae 3HAYEHHS BeJIMYMHA KyTa atd,
KU TIepeBaXXHO ckianae 42-52°. 3mimeHHss Tpupaniyca t, 30uIbIIeHHs KyTa atd
MOXYTh OIOCEPEIKOBAHO CBITYUTH IMPO HASBHICTH CHajakoBoi marojorii. Ha mikipi
JI0JIOH1 B1IOMO 1€ TPHU BEJIMKI CKIJIAJIKH: CKJIaJIKa BEJMKOI0 Mablisl, IPOKCUMAaIbHA 1
JIUCTalbHA 3ruHaidbHl. OCTaHHI MOXYTh 3JIMBAaTUCh, YTBOPIOIOUM OJIHY 4-IaJIbIIEBY,
IO € XapaKTEPHOI O3HAKOIO JIEAKUX CIaJIKOBUX XBOPOO 1 CMHIpPOMIB (Tpucomii 13,
18, 21, yacTtkoBO 9).

[InanTockomiss BUBYa€ Bi3epyHKM Ha migowmBi. [lpu aeskux XpoMOCOMHUX

XBOpoOax BiIMiu€Ha 3MiHA TUIMIOBUX JYyTOBUX BI3€PYHKIB.

MeToau reHHOI iHXKeHepil

'enna iHxeHepis 3ailMaeThCsi KOHCTPYIOBaHHSAM 1In Vitro (yHKIIOHAJIBHO
AKTUBHMX MITYYHUX reHeTHYHUX nporpam (pekomOinanTHux JIHK). 3aBasku renuii
1HXKeHepil 3'sIBUjacs MOXKJIMBICTH HE JIMIIE JETalbHOIO BHMBYEHHSI TIFAHTCHKHUX
reHOMIB BHILMX OPraHi3MiB, ajie 1 IUIECIPSIMOBAHOI 3MIHU iX CTPYKTypu. Bunukiu
YMOBHM Il CTBOPEHHSI TE€HETUYHO TpaHC(HOPMOBAHMX BHUJIB MIKPOOPraHi3MiB,
POCIIMH 1 TBApUHHMX, 3JaTHUX CTATU MPOAYLUEHTAMU O10JOTTYHOAKTHUBHUX CIOJIYK
(bepMmeHTIB, TOPMOHIB, aHTHOIOTUKIB 1 TOMY TOA10HE), TOOTO Oysna cTBOpeHa Oaza
JUTSL PO3BUTKY HOBO1 010TE€XHOJIOTTI.

JlaToro HapoKEeHHS TeHHO 1H)XXeHepii MokHa BBaxaTu 1972 p., konu IL.bepr 1
chiBpoOITHUKM oTpuManu nepiry pekomOinantHy [IHK, sika ckmamanmacs 3 JIHK
Bipycy SV40 1 Oakrepiodara. BUHMKHEHHS TE€HHOI I1HXEHEpli Majo BeIUYE3HE
3HAUEHHS IS MOJIEKYJISIpHOi O10JI0Tii B IUIOMY. 3aBAsKU il METOJaM CTPYKTypa 1

¢byukuii Oynb-sikoro reHa 1 mpoaykTiB Horo excmpecii (PHK 1 6inku) cramu
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MPAaKTUYHO JOCTYMHI JJIs JOCHUDKEHHS. MoJekymspHi 010J0TH  pO3pOOHIH
MPUHIIMIIOBO HOB1 TEXHOJOTIi, 3aCHOBAaH1 Ha BIAKPUTTAX Yy 010XiMIii 1 MOJEKYJIAPHINA
reHetunl. lle Hagano BenWYe3HI MOXIJIMBOCTI MAHIMYJIIOBAHHS T€HETUYHUM
MarepiasioM. HoBi migxoau 1 MeToau oTpuMainu Ha3By « TexHomorii pekoMOIHaHTHUX
JHK», 4xi yacTo Ha3MBalOTh «TEHHOIO  1HKeHepieo». Ll TexHomorii
PEBOJIOIIIOHI3YBaIM 010JI0T1F0 1 3pOOMIM BEJIWYE3HUH BIUIUB HAa MEAMIMHY. 3 iX
JOTIOMOTOI0  MOKHa  MPOBOAUTH OOMIH TEHETHMYHOIO  1HpOpMAII€l0 MK
XpOMOCOMAaMH, CTBOPIOIOYM HOBI IeHW 1 reHoMu. Hampukinaza, MokHa OTpUMYBaTH
OpraHi3MM, Hanpukiaja, OakTepli, eKCIPECylo4Yd T'e€HU JIOJAWHH, MPOBOJUTU T€HHY
Tepamnito JIIOJAUHU Ta 1H. TakuM 4YMHOM, B T€HHIH 1HXKEHepili BUKOPUCTOBYIOThCS Pi3HI
TexHoyiorii cTBOpeHHs pekomOiHaHTHMX JIHK nng minecnpsiMoBaHoi  3MiHU
TreHeTUYHUX MpPOrpaM 1 CTBOPEHHS HOBHX T€HIB 1 TeHOTUNiB. ['eHHa iHXXeHepis
BKJIIOYA€ JIEKUJIbKa OCHOBHUX €TarliB:

a) OTpUMaHHs TeHETUYHOTO MaTepialy 3 MOTPIOHUMH F'eHaAMU;

0) BKJIIOYEHHS LIMX IE€HIB B aBTOHOMHY T'€HETHYHY CUCTEMY (BEKTOp), 3/1I0HY
70 perutikaiii 1 BOyZIOBYBaHHS B UyKUH T€HOM;

B) BBEJCHHS I[I€1 CUCTEMHU B PELUITIEHTHY KIIITHHY, J€ HOBI T€HU BXOISAThH 10
cknany JHK. Ha Bkasanux eramax BHUKOPUCTOBYETbCS OaraTo MOJIEKYISIPHO-
FeHETUYHHUX IT1AXO0/IB 1 METOIIB.

['eneTnuHuit MaTepiaq MOXHa OTPUMYBATH JEKUIbKOMa METOJIaMH: IUIIXOM
XIMIYHOr0 cuHTe3y 1 muisixoM ¢epmentatuBHoi pectpukuii JJHK. Po3Butok 1 ycmixu
TE€HHOI 1HXKEHEpil MOB'I3aHl 3 BJAOCKOHAJIEHHSM METOJIB JOCIIKEHb 1 Cepea HUX
BUJIUISIOTH M'ATh OCHOBHUX:

1 — pecrpukuis JJHK, mo HeoOxigHa /s BUAUICHHS T€HIB 1 MaHIMYJISIINA 3
HUMU;

2 — ribpuauzaiis HYKJICTHOBUX KHUCIOT MJIg BHAQICHHS crenudiaHoi
nocaigoBHocTl JIHK;

3 — xnonyBanHs JIHK nuisixom BBeneHHsT oTpuMaHUX (GparMeHTiB B
IBUAKOPETUTIKYIOU1 TeHETUYHI CTPYKTYpH (TUIa3MiM, BIPYCH), IO JAA€ MOKIUBICTD

PO3MHOXKYBATHU iX y MPOKApioT, OAHOKIITUHHUX I'pUOiB a00 eyKapioT:
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4 — BU3HAYEHHS HYKJICOTHUIHUX MOCIIIOBHOCTEH — CEKBEHYBaHHS B KJIOHAX
¢parmentie JIHK, mo n03BoJsiss€ BU3HAYUTU CTPYKTYpY TEHIB 1 aMiHOKHCIOTHI
MOCITIJOBHOCTI MOJIIICIITH/IIB;

5 — XiMikO-epMEHTAaTUBHUM CUHTE3, HEOOXIIHUM st Moaudikailii reHiB 1
po6otu 3 HumMu. Ximiuauii cuntes JJHK 3aificHIOEThCS 3 HYKIIEOTHAIB Yy CHEIaIbHUX
yMOBax Ha OCHOBI PO3MIM(POBAHOT HYKICOTHUAHOI MOCTIJOBHOCTI MEBHOI JUISTHKH
JHK. Hlryunuii ren ananinoBoi T-PHK OyB Bmepmie cuntezoBanmii B 1970 p.
(I'.Kopana). Ile#i ren ckianaBcst 3 77 map HYKJICOTH/IB, ajie¢ HE MaB PETYIATOPHUX
BIIUTIB 1 TOMY He (QyHKIIOHYBaB. Omicis kuibkoxX pokiB I.Kopana cuHTe3yBaB rexn
tupo3uHoBoi TPHK, mio mictuna mpomotop 1 Tepminatop. Lleil reH, BBenenwii
OakrtepisaM, (yHKIIOHYBaB. B maHuii yac CMHTE30BaHO BXkKE OaraTo pi3HOMaHITHUX
TeHiB.

[Ipu BucokoMy umcii reHiB y eykapioT (Big 6 200 y apikmxis, g0 30 000 1
OUIbIIE Yy JIOJJMHN) BUHUKAE HEOOXITHICTh Y BUKOPUCTAHHI CHIEHIAIbHOT TEXHIKU JJIs
OJIHOYACHOT'0 OTPUMAHHS €KCIIEPUMEHTAIbHO1 1H(OpMaIlii TPO aKTUBHICTh BETUKOTO
YuClia FeHIB B KJIITHHI.

CydacHa ekcriepuMeHTajbHa TEXHIKA J03BOJISE CTBOPUTU MATPUII0 — Ol0dim,
PO3MIPOM BCHOT'O JICKLIbKAa CAHTUMETPIB, 32 JOMOMOI'OI0 SKOI MOKHA OTPUMATH JIaHi
po (PYHKI[IOHAJIBHY aKTUBHICTh 0aratbox (SKILO HE yCiX) Fe€HIB Opraniamy. Y 1bOMY
METO/Il Ha CIeliaibHy (CKISHY) MITKIAIKY 32 JOMOMOTOI POOOTIB HAHOCATH 3Pa3KH
JHK, sixi € abo okpeMumu reHamu, abo moiiekysiamu kogorensoi JJHK, orpumanumu
B JIOCTaTHIM KUIBKOCTI JUIsl IPUTOTYBaHHsS 0104iliB 3 BUKOPUCTAHHIM MOJIMEpPA3HOI
naunioropoi peakiii (ITJIP). Ilicns immo6umizanii JIHK Ha Marpuii 3a momnoMororo
yIbTpadioneTy TPOBOAATh TiOpUAM3aIlil0 TeHIB, SIKI MICTSIThCA Ha 4Yinax, 3
yrBoptoBanumMu PHK, mo BuninstooThecs 3 00'€exTy, sikuil BUBYaeThes. Jlig aHamizy
pe3yNbTaTiB ridpuan3allli BAKOPUCTOBYIOTh (iiyopeciieHTHI 6apBHuku. [licns Toro,
sk ¢ayopeciitotoui 3pa3ku PHK npopearyBanu 3 6io4inom, 4in CKaHYIOTh JIa3€pPOM 1
OILIIHIOIOTh  IHTEHCHUBHICTh CHUTHaNly (QuIyopecleHiii, Mipoo (QyHKIIOHAIbHOT
aKTUBHOCTI TE€HIB, L0 CIY>KWThb. BUKOpHCTaHHA O0104iMiB NMEPCHEKTHUBHE B PIZHUX

HaIlpaBJICHHAX, 1 30KpeMa JIsI BUABJICHHA I‘eHiB, o pearyr0Tb Ha HCTATUBHY
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(cTpecoBy) mAit0 JOBKULISA 1 3MIHCHIOIOTH 3axucHi (yHKIIi B opraHidmi. Tak, 3a
JIOTIOMOT0I0 0104iMiB MIATBEpXKAEHAa BHUJAaTHA pOJIb I'eHa, 10 Kouaye OuTok p53, B
3aXUCTI OpraHi3My BiJl PI3HOMaHITHUX YIIKOJIKYBaJIbHUX PEarcHTiB.

OnHuM 3 HaBaXJIMBIMIKMX IHCTPYMEHTIB I'€HHOI 1HXXEHEPIl € eHJIOHYKJIea3u —
dbepmenTH, mo posmemioTs JJHK mo cnenudiyaux mocailoBHOCTIX HYKICOTH/IB

naniora. Pectpukiis JIHK — mponec «pospizanns» monekyn JIHK mpoxapior i

CYKapiOT CHCI_IiaJIBHI/IMI/I d)CDMCHTaMI/I-DCCTDI/IKTaSaMI/I, o JO3BOJIsIE OTPUMYBATH

OUISHKA 3 TeBHUMU reHamu. Pectpukraszum posmemmnorots JIHK Ha BigHOCHO
HEBEJIMKI ()parMeHTH B AUITHKAX MEBHUX MOCHIMOBHOCTEN. [{uM X nist BimpizHAEThCS
BiJl OUTBIIOCTI IHIIMX (PEPMEHTATUBHUX, XIMIYHUX a00 (HI3UUHUX NiH, SIKI TPUBOJSATH
70 BUMaaAKoBUX po3puBiB jaHioris JJHK.

BuHuKkHEHHST TeHeTH4YHOI 1HXeHepil Oyno Oe3nmocepelHbO IMOB'A3aHE 3
BIIKpUTTAM 1101 cepii (QepMeHTIB, sSKI € He3aMIHHUMHU I1HCTPYMEHTaMH IS
MaHIIyJIIOBaHHA 3 T€HAMM, 3BaXal0Ul Ha MPAKTUYHO MOBHY BIACYTHICTH BIAMOBIIHUX
XIMIYHUX METO[IB, 110 JO3BOJIAIOTH OTPUMYBATH, MOAU(DIKyBaTH 1 aMmIuliikyBaTu
pexomOinanTH1 MoJsiekynu JTHK.

[Opuaun3zanis MUPOKO  BHUKOPUCTOBYETHCS Ui BHUSIBICHHS  TEBHUX
HYKJICOTUJITHUX TMOCHIIZIOBHOCTEH B CYMIIl PECTPUKUIAHUX (QparMeHTiB. Takwuii
MPUIOM HOCUTH Ha3By «OJOTTUHI» (Bix aHri. blot — mpomokatu). 3 IIEI0 METOIO
pecTpukiliiiHi ¢pparMeHTH PpakiioHyTh MEeTO0M enekTpodopesy B 0,8% arapo3i,
110 103BoJIsi€ po3auTuTU 10 S00 hpparMeHTiB, siKi BIAPI3HIIOTHCS 332 PO3MIPOM BCHOTO
Ha OJMH HYKJIeOoTHa. [1oTiM resib MOeHYIOTh 3 apKyIlIeM Nanepy HiTpOLETI0I03H 1 B
pe3ynbTati qudy3ii ¢pparMeHTH 4acTKOBO MepexonsTh Ha el nuct (blot), 1 Takum
YUHOM, BUXOJUTH perurikar (BimOuTok) 3 remto. [lotim Metomom pasmioaBrorpadii 3
BUKOpUCTaHHsAM pajioakTuBHoro JIHK-30H1y 1 peHTreHiBChbKOi MIIIBKM BU3HAYAIOTh
Ha PEIUTiIl TMOJIOKCHHS (parMeHTiB, sIKi TIOPUAU3YIOTHCA 13 30HIOM. BUsBICHHS
¢parmentiB [IHK 3 Bukopucranusm JIHK-30Ha1B, 110 IpHU3BOAUTH O YTBOPEHHS
riopunis JIHK:JIHK, Hocuth Ha3By cay3epH-OJIOTTUHTY.

3a meronoM Ho3zepH-OnoTTUHTY JHK-30HAM TiOpuau3yloTh 3 perulikaTaMmu

reito, B skomy ¢pakuionyiots PHK, mo npusBoauTh 10 YTBOpPEHHsS TiOpUIIB
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JHK:PHK. Ti0puauszamnito (OGJOTTHHT) 30HIIB MOXXHA 3A1MCHIOBATH Ha IUIMX
XpOMOCOMAX, fIKl BIA€ThCS (DPAKIIOHYBaTH B KPYMHOMOPHUCTUX arapo3HUX Teisx
METOJIOM IyJIbC-€JIEKTPOPOpe3y, 3MIHIOIOUM HAMpsM EJIeKTPUYHOIO IOJIs, IO
n03BoJIsie (hpakiioHyBaTy BenuuesHi Mmosiekynu JJHK.

KionyBanHss d¢parMeHTiB HyKJeiHOBHX KHCJOT in vivo (iHdekis,
TpaHcdekiis 1 Ki1oHyBaHHs). [lepeHeceHHs] peKOMOIHAHTHUX MOJIEKYJ 3 MPOOIpKU B
KIITUHY BiIOyBaeThcsl HUIAXOM 1H(pekuii abo TpaHcdekuii. CroHCTpyHOBaHi
pexomOinanTH1I MoJiekyiaun JIHK BBoxaste B KiiTHHH ab0 BIpYyCHI YAaCTUHKH IS
KJIIOHYBaHHS Ta amrutidikamii. [[is pi3HUX cuUcTeM Xa3siiH-BEKTOP 3aCTOCOBYIOTHCSA
pizHi Meroau. Haramaemo, mo pekom6inantHi JIHK, ckoHCTpylioBaHi Ha OCHOBI
OakTeplayIbHUX 1 JAPDKIHKOBHUX T1a3MiJl ab0 BIpYCIB €yKapioTiB, TPaHC(HIKYIOThCS B
rocrloJIapCchbki KIITHHU TUIBKM MICHS TOTO, SK KIITUHHI MeMOpaHu CTalTh
MPOHUKHUMHU. PekoMOiIHaHTH, CKOHCTPYHOBaHI 3 BUKOPHCTAHHSIM A-BEKTOPIB YH
KOCMIJl, YMaKOBYIOTbCA B (haroBi YacTOUKH, SIKI MOTIM BHUKOPHUCTOBYIOTHCS IS
iH}ikyBaHHs nepmicuBHUX KiIiTUH E.coli K12. 3a3Buyail tpancdexiis BindyBaeThCs
HEe Ayxke e(peKTUBHO. PexoMOIHAaHTHUN T€HOM BKJIIOYAETHCS JIMIIE B YacTHUHY
o0poOneHux KIITHH. Buponiyrouw KIITHHM B yMOBaX, HPHU SIKUX TPOSIBISETHCA
3aJIEKHICTh Bl BEKTOPHHMX TIE€HIB, MOXHa IJeHTU(IKYBaTH NOTPIOHI KIITUHH, 1
Bi1OpaTH ix.

[Ipy nyaHyBaHHI €KCHEPUMEHTY MO MOJEKYJISPHOMY KJIOHYBaHHIO 1 HOro
MPOBEJICHHIO HEOOX1AHO TOTPUMYBATUCS JIBa OCHOBHUX NpuHIMIM. [lo-niepie, micins
KOHCTPYIOBaHHs in vitro okpemi mojekyiau pekoMOiHanTHuUX JIHK mnoBuuHiI OyTn
BBE/ICHI B Pi3HI CTPYKTYypH. JKojHA 3 KIITHH HE MOBHHHA OTpUMATH OUIbIIE OJHIET
1a3MiqHOT MOJeKyau abo BipycHOi yacTuHKU. [lo-mpyre, 1i CTpYKTypH MOBHHHI
OyTu 3aatHi A0 perutikanii. B pe3ynbraTi TpaHcdekmii Ta iHGEKIil yTBOPIOIOTHCA
NoMmyJsilii caMuX PI3HUX KJIITHH abo momynsnii BipyciB abo Oakrepiodari. OnHi
YJIEHH TOMYJSAlii MICTATh NOTPiOHI PEKOMOIHAHTHI MOJEKYIH, I1HIII HECYTh
pPEKOMOIHAHTIB, 10 MICTATh HeOakaH1 BCTaBKM, YA BEKTOPHI MOJICKYJIM B3araii 0e3
BCTAaBKM, TpEeTI SBJISAIOTH COOOI0 HEe3MiHEHI KIITUHU. KpiM TOro, MOXYTb

3ycTpluaTucs PI3HOMaHITHI HemependadyBaHi 1 aOepaHTHI PEKOMOIHAHTH, B TOMY
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YHCJIi BEKTOPH, B SIKI BKJIFOYEHI1 /1Bl a00 Ol1bllle BCTABOK, 1 PEKOMOIHAHTIB, Y SKUX B
pe3yibpTaTi pekoMmOiHaIlii BXKe B KIITHHI-Xa3siiHa BimOysacs 3MiHa BCTaBKHU. Takum
YUHOM, TpaHCc@eKiis 1 iH(EKIIs HE € OCTAaHHIM €TarloM €KCIEPUMEHTY 3 OTPUMaHHS
pexom6OinanTHoi JIHK, a nume oaun 3 i#loro eramiB. [dani moTpiOHO mpoBecTH
KJIOHYBaHHS 1 1IGHTU(IKALII0 TOTPIOHUX PEKOMOIHAHTIB.

KaonyBanns. HeoOXiHOIO yMOBOIO YCHIIIHOTO KJIOHYBaHHS € MOXJIUBICTb
MOJUTY BCIX TpaHC(ikoBaHUX ab0 1HGIKOBaHUX KIITHH. TUIbKM B LIbOMY BHIAJKY
KOXXEH KJIOH OyJe TMpeICTaBICHU OKPEeMOI KOJOHIE OakTepiadbHUX abo
TBAPUHHUX KJIITUH a00 HEraTuBHO (aroBoro abo BIpyCHOIO KOJIOHIEIO 1 0y/1e MICTUTH
neBHy pekomOinoBany JIHK.

Ina3migni BexkTopu. TpaHcdilipoBaHi KIITUHM BHUCIBAIOTh HAa arap TaKuUM
YUHOM, 1100 BOHU OyJIM TMOBHICTIO 130JIbOBaH1 OJIHA BiJl OJHOI 1 KOKHA MOIJIA JaTH
MOYaTOK OKPEMOT KOJIOHII. 3a3BHYail BEKTOPU MICTATh MPUHAWMHI OJJUH CEJICKTUBHUN
Mapkep, 3a SKUM MpPOBOAMUTHCS BinOip TpaHcdimipoBanux kiaiTuH. [lpu mpomy
HETpaHCPIIPOBaH1 KIITUHA HE MOXKYTh YTBOPIOBATH KOJIOHII Y BUKOPUCTOBYBAHOMY
CepeOBUIIIL.

®arosi BekTopu. [HPIKOBaHI KIITUHH BHUCIBAIOTh HA CEPENIOBHUIII UYTIHBUX
KJIITUH, HA SIKOMY B pe3yJbTaTi 1HPIKYBaHHS CYCIIHIX KJIITHH YTBOPIOIOTHCA (arosi
Onsamku. Jlesiki BEKTOPHI CHUCTEMH MaioTh BOYIOBaHI MapKepH, $IKi JO3BOJISIIOTH
JIETKO B110UpaTH peKOMOIHAHTIB cepesl PEKOHCTPYHOBAHUX ITHTAKTHUX BEKTOPIB.

Haityactime ans knonyBanus JJHK BUKOpHCTOBYIOTH TPOKapiOTUYHI CUCTEMHU
xa3siin-BexTop. IIpoTe 3apa3 MOYMHAIOTH PO3BMBATUCS BIANOBIIHI €yKapiOTHYHI
CUCTEMU KJIOHYBAHHSI, B IKUX BUKOPUCTOBYIOThH KIITUHU APLKIXKIB, POCIUH 1 TBAPHH.

Hpixmki  Saccharomyces  cerevisiae —  TNEpPCHEKTHBHI  MOJAENI IS
eKkcriepuMeHTiB 3 pekom6inanTHoro JJHK. Ix ramnoinnuit resom mictuts 1,4 x 107
H.11. (y 3 pa3u Ouibiie, HiX y E. coli), posnoainenux no 17 xpomocomax. JIpixKi He
1H}IKYIOTBCS  BIpycamH, aje B iX KIITHHAX BHSBJIEHa IUJIa3Mina, sKa
BUKOPHUCTOBYETHCS SIK BeKTOp — 2 MKkM-a3minna JIHK. 1l aBonanitorosa miasmina
Mae 10BXKUHY B 318 H.M., HA OJHY JPDLKIKOBY KIITHHY HpUXOAUTHCS 50 Komiil.

Jlukuii THn 1€l ma3Miid He Ma€ MapKepHUX TeHIB, 10 HE J03BOJISE€ BIAOMpATU
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KJIITUHU, gK1 i MicTaTh. [Ipote 2 MkM-mazMiga Oyjia BUKOpPHCTaHa AJii CTBOPEHHS
TaK 3BaHOTO YOBHHKOBOTO BEKTOPA, OTPMMAHOIO MUIAXOM OO'€JHAHHS 11 YACTUHU 3
miasmigoro pBR322, sika MiCTUTB Ip1kKIKOBUM reH. ['eH Ap1KIKOBOT KIITUHHU KOJYE
dbepMeHT, HEOOXITHUU JJIs OIOCHHTE3y TICTHIMHY, 3aBISKA YOMY BIAETHCA
MPOBOJUTH BIAOIp KIITHUH, SIKI POCTYTh B BIICYTHOCTI TicTUAWHY. /[ BBeneHHs
BEKTOpa, >KOPCTKY TMOJICaXapuaHy CTIHKY JPDKIKOBUX KIITUH PYHHYIOTH 3a
JIOTIOMOTOI0  BIMOBIIHUX (epMEHTIB ab0 OoOpoOJISIOTH X aleraToM JITii0, 0
BIJIKpHBa€ MOXIUBICTD 11t npoHukHeHHsa JJHK B kinitunm.

[Tpu BBenenni JJHK B kIiTMHM TBapuMH 4acTO BUKOPHUCTOBYIOTH BIPYCH, B SKi
3a3paneriab BBOAATh HeoOxinuuii cerment JIHK. Ilicns yTBOpeHHs BipiOHIB BipycH
MIPOHUKAIOTh B KJIITUHH HUISIXOM 1H(IKYBaHHA. YTAaKOBKa BIOYBA€ThCs 3a3BUYAM in
ViVO, OCKUIbKHM 1n Vvitro, Ha BiAMIHY BiJ OakTtepiodaris, Lel mpoiec 3A1MCHUTH HE
MOXJIMBO. MoskHa mpoBoauTH 1 npsmy iH'ekiito JJHK B kimitunuM 1 iX siapa, ane npu
bOMY TpaHC()OPMY€EThCS TUIBKM Malla YaCTUHA JOCHIKYBaHUX KIITUH (HE Oulblle
10%). YV psal BuUmagkiB BUKOPUCTOBYETHCS EJIEKTpOIoOpallis - o0poOka cymilli
kmitud 1 JIHK, siki BBOOSTHCS, BUCOKOBOJBTHUM (2-4 THC. BOJBT) €JIECKTPUUHUM
pPO3pSIIOM, IO MPU3BOJAUTH JO YTBOPEHHS B MEMOpaHax KIITHMH OTBOpIB (TIOp),
HeoOxigHux st npoHukHenns [IHK. Bexropu ang tpancdopmarii KIITHH TBapuH
HalyacTillle CTBOPIOIOTH HAa OCHOBI Bipycy SV40 1 Bipycy mamisomu. Ha ocHoOBi
Bipycy SV40, aHasioriuHo BHILE3TaJlaHiii MpoLeaypl KOHCTPYIOBaHHS BEKTOpPIB Ha
ocHOB1 (para X, CTBOPEHO JEKUIbKa THUIMIB BEKTOPIB: TPAHCAYKYIOYl, TUIa3MIAHI 1
nacuBHi. TpaHCOyKyrOdl BEKTOpU PEIUIIKYIOTbCS B KIITUHAX OpYHBOK MaBOU 1
yIaKkoBYyIOTbCA y BipioHd. [lnmazminmni SV40 — Bekmopu peruiKyrThCs, ajne He
YIIaKOBYIOThCA B O1IKOBI 000J0HKHU. [lacuBHI TpaHChOpMYIOUi BEKTOPH HE MOXKYTh
Hl PEIUTIKyBaTUCS, HI YINAKOBYBATHUCS, MPOTE MICTATh NUISHKM T'€HOMa BIpYCy, SKi
CHpUSIIOTh ekcrpecii iHmuX reHiB. CraOuibHa TpaHcdopmalis B KIITUHAX TBApUH
B1I0OYBA€ETHCS TOJ1, KOJNU IIa3MinHil BekTopu SV40 IHTErpyroThCsS B T€HOM KJIITHUHH-
xa3siina. YacroTa 11i€l iHTerpauii ckianae ve ouipme 10~5-10~3.

Cxpuninr 3a aomomororw riopuamsanii. Ilicns moainy pexoMOIHAHTHUX

MOJICKYJI 1 OTPpUMAHHA OKpPEMHUX KJIOHIB IIOCTA€ BaXKKE 3aBJaHHA — BHABJICHHA
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noTpiOHOro KJIOHY abo KIOHIB. IneHTHdiKalis KIOHY IPYHTYETHCS Ha TOMY, IO
BcTaBka B pexomOiHaHTHIN JJHK nerepminye siky yHIKalbHY BIACTHBICTh MICTATH il
KIITUHU. L[ BIacTUBICTH MOXKE BH3HAYATHUCA CTPYKTYpPOIO caMmoi BCTaBKH abo OyTu
noB'si3aHa 3 ii QyHkiiero. Ha HbOMY IpYHTYETbCS CKPHUHIHT TMOMYJALIl KJIOHIB 3
METOI0 1ICHTH(}IKALIT OJJHOTO MOTPIOHOTO KJIOHY. METO U CKPUHIHTY MOBUHHI OYyTH
Ty’K€ YyTIUBUMH, OCKUIBKH 1HOJ1 JOBOJUTHCS 1IEHTH(IKYBATH OJHWH KJIOH 13 COTCHB
TUCSY 200 HaBITh MUIBHOHIB KJIOHIB.

['Opuan3ariis BUKOPUCTOBYETHCS Jisl BUsBIIeHHA nocuigoBHocTeil B JIHK, siki
TPaHCKPUOYIOThCS 1 HE TpaHCKpuOyioThes. [Ipu 1HbOMy aHami3ylOThCS MPOAYKTH
riopunmzanii JJHK 1 matpuunumx PHK, mo no3Bosise BusiBUTH aKTUBHI (IO
TpaHCKpuOyrThcsa) autsHkn B Mosekynax JIHK. Came anamiz pesynbrariB
riopuauzanii JJHK:PHK no3sonus V. I'inOepty BuABUTH MoO3aiuHy OYyJOBY I'€HIB
€yKapioT, 10 CTaJ0 OJHUM 3 HAaWBaXIMBIIIUX BIAKPUTTIB B MOJIEKYJISIpHINA 010J10T11.

['Opuaun3zanis BUKOPUCTOBYETHCSA MJIsl 3HAXO/KEHHS MEBHUX HYKJICOTUIHUX
nociigoBHocTedt (reniB) B JIHK. 3 mieto mertoro 3acrocoByrorh JIHK-30HAM —
pamioaktuBHi pparmentu JJHK 3 BimoMor0 HYKJICOTHIHOIO MOCIIIOBHICTIO. MITKY B
30HJ] BBOASATh UUIAIXOM HIK-TpaHCismii. OCKUIBKM IIBUAKICTH  peHaTyparii
(ribpuamzanisi) naenarypoaHoi HarpiBanHsaMm JIHK ndimiTyeThcsi  BIpOTIAHICTIO
3ITKHEHHSI TOCIIJOBHOCTEM KOMIUIEMEHTApHOCTI, MBUAKICTh TiOpuauzamii. JIHK-
30HJIOM BJa€Thbcsl BU3HauuTH uucio komid reHiB B JIHK. Ile myxe Ttounuii meron,
AKUN JTO3BOJISIE BUSIBUTU OAMH €IMHUN TeH B KIITHHI. Tak BUSBIAIOTH YHIKaJIbHI

I'CHH, 4 TaAKOXK I'CHH, HpeI[CTaBJ'ICHi B T€HOMI1 ACCATKaMH a00 COTHSIMH KOITIH.
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IIpakTuuna podora Nel.
Tema: Monekynsapai mexanizmu perurikamii JJTHK.

Meta: Buuutu monekymnspai mexanizmu perutikauii JIHK, ocHoBHi eTanu
perutikairii Ta i 610JI0T14YHe 3HAYEHHS.

VuikanbHa BiacTuBicTh Mojekyiau JHK mnopBoroBatucs mnepen mnonaiiom
KJIIITUHYU HA3UBAETHCS pennikayicto. 1 BIaCTUBICTh 3yMOBJIEHA 0COOIUBICTIO OyI0BU
monekynu JIHK, mo ckmamaerbest 3 ABOX KOMILIEMEHTApHUX JIAHITIOTIB. Perutikaiis
BIIOYBaeThCs B sipl min vac S-nepiony iHtepdasu. Ha el yac xpomocomu min
CBITJIOBUM MIKPOCKOIIOM HE BUSBJISIOTHCS.

Penutikania JJTHK — naiiBaxxnuBimmii MOJEKyJISIpHUI TpoLiec, 10 € B OCHOBI
BCIX PI3HOBHUJIB MOJUTY KIITHH, YCIX THINB PO3MHOXEHHS, a, 3HAYUTh, B OCHOBI
3a0€e3Me4eHHs TPUBAJIOTO ICHYBaHHS OKPEMHX 1HJIUBIIYYMIB, MOMYJIALIHN 1 BC1X BUIB
KUBUX OpraHi3MiB. J{Ji1 KO)KHOTO BU]Y YK€ BaXKJIMBO MIATPUMYBATU CTAJICTh CBOTO
reHoTuIly Ta (EeHOTuny, a 3Ha4yuTh, 30epiraTd HE3MIHHICTh HYKJICOTHIHOI
MOCTIOBHOCTI TEHETUYHOTO Koay. [l 1mporo HeoOXimHO aOCOMIOTHO TOYHO
BiaTBOptoBatu moJiekynu JIHK mepen koxHuUM mOAiioM KJIITUHU, TOOTO OCHOBHE
(GyHKUIOHATBHE 3HAYEHHS perulikamii — 3a0e3leyeHHs Halaaka CTaOUIbHOIO
reHeTHYHOIO 1H(OpMaIli€l0 pO3BUTKY, (DYHKI[IOHYBAHHS 1 TOBEIIHKHU.

Haniexoncepsamusenuii  winax pennikauii JIHK. BcranoBieno (M.
Mesenbcon, @. Cranb), mo B npoueci perutikauii 181 Hutku JAHK po3aiisiorses,
KOXHa 3 HUX € [a0JoHOM (MaTpUIel0) ISl CHUHTE3y B3J0BXK HEi HOBOi HHUTKH.
[locnioBHICT OCHOB, WLIO TMOBMHHI OYyTH B HOBUX HHUTKaX, MOXHa JErKo
nepen0ayuTH, TOMY 110 BOHM KOMILJIEMEHTapHI OCHOBaM, IO MPHUCYTHI y CTapuX
HUTKaX. TakuM YWHOM, YTBOPIOIOTHCS JIBI JOYIPHI MOJEKYJNH, 1ACHTHYHI
MarepuHchki. KoxHa [odipHA MoOJeKyJla CKJIaJaeTbcss 3  OAHIET  cTapoi
(MaTepuHCHbKOT) HUTKUA M OoAHI€] HOBOT HUTKHU. OCKUIbKM TUIBKM OJIHA MaTEpPUHCHKA
HUTKa 30epexeHa B KOXKHIA JOYIPHIA MOJIEKYJl, TaKUW TUI peruliKallli Mae Ha3By
HanieKoOHCEP8AMUEHO20.

Koxen 3 n1Box sanmoriB MarepuHcbkoi mosiekynu JJHK BukopuctoByerbes sk
MaTpHIIS JJI1 CHHTE3Y HOBUX KOMIUIEMEHTAPHUX JIAHIIIOT1B.

Mexanizm  pengikamii  JIHK. Perumikanis JHK - cknagaui,
0araTocTyIneHeBui MPOIIeC, 0 BUMArae 3ajlydeHHs! BEJIMKOT KUIBKOCTI CHeliaIbHUX
O11KiB 1 (hepmenTiB. Hanpukiian, iHiiaTopH1 OUTKK YTBOPIOIOTH PEILIIKALIIHY BUIIKY,
JIHK-tomoizomepasu po3kpyuyroTs gaHitord, JIHK-remikaza 1 mectabimizyrounii
outok posmerooTs JIHK Ha nBa okpemux nanimoru, JJHK-momimepasza 1 JITHK-
nmpaiimMasa KaTani3yloTh MOTIMEpHU3aLi0 HyKICOTUATPUPOCHATIB 1 yTBOPEHHSI HOBOT'O
naunmtora, JIHK-nirasu pyinyrors PHK-3aTpaBku Ha BifcTarounx snaniorax JJHK ta
iH. Ilpouec BinOyBa€eThCs aHAJOTIYHO SIK Y MPOKAapiOTiB, TaK 1 B €yKapioTiB, Xoua
JIEII0 BIIPIZHAETHCS 3a MIBUJIKICTIO, CIPSMOBAHICTIO, KUIBKICTIO TOYOK peTUTiKaIii
tomto. [IIBuaKICTh perutikailii B €yKapioTiB JAy»e Beslnka 1 ckiagae 50 HyKJICOTUIIB
3a CEKyHy, a B IpokapioTiB 1ie Buia — g0 2000 HyKJI€OTH/IIB 3a CEKYHTY.
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TounicTe permikamii  3a0e3MevyyeTbcss  KOMIIEMEHTAPHOIO — B3a€EMOJIIEI0
a30TUCTUX OCHOB MaTPUYHOIO JIAHLIIOTA 1 JIaHLOra, 1o oyayersesa. Kpim 1iporo, Bech
npouec koHtpomoeThes JJHK-nmonimepasoro, 1mo camokoperye Ta ycyBa€ NOMMIIKU
CUHTE3Y.

OcHOBHI eTanu perutikamii:

1. Iniyiayia (Bin nat. initialis — TEPBUHHUN, TIOYaTKOBH). AKTHUBAIlis
ne3okcupuodonykieotuiie. Monodochatu nesokcupudbonykineotuaiz (AMOD, 'MO,
[IM®, TM®) 3HaX0oaaThCsl Y CTaH1 «BUIBHOTO TIJIABAHHS» B SIAP1 1 € «CHUPOBUHOIOY»
st cunresy JJHK. Jlns Bxmrouenns B JIHK BoHu axkTuByIOTBhCS B pe3yibTari
B3aemonii 3 AT®. s peakuis Ha3uBaeTbcs ¢pocgopunysanHsam 1 KaTami3yeTbCs
dbepmentom  pocdopunazoro.  Ilpu  npomy  yTBOproloThes  Tpudochatu
ne3okcupuoonykieotu1iB, Taki sk AT, ['TD, ITO, TTD. YV TakoMmy BUTIISAAI BOHU
€HEepre30BaHi Ta 37aTHI 10 MoJiMepH3allii.

Poszniznasanns mouku iniyiayii. Po3xkpyuyBanns JJHK nmoumHaeTrscsa 3 meBHOI
TOYKU. Taka 0coOMBa TOUKA HA3UBAETHCS MouKow iHiyiayii pennikayii (criemiaibHa
MOCTIAOBHICTh HyKJeoTHAiB). JlJisi BU3HAYEHHS TOYKM IHIIIAIIl HEOOXimH1
cnenugiyHl OUIKU-IHIIIATOpU. Y BIPYCIB 1 MPOKApiOoTIB € TUIBKA OJHA TOYKa
iHimianii. B eykapioris, mo Maroth Benuki mojekynu JJHK, moxe Oytu 6arato Touok
HIiamii perviikaiii, 110, 3pelITOl, 3JUBAIOTHCA OJIHA 3 OJHOI MPU TOBHOMY
po3'eqnanni nanmroris JJHK.

Pemnikartis o60x nanmtorie JJHK BinOyBaeThbcst olHOYACHO 1 O€3YITUHHO.

Posxpyuysanns monexyru JJHK. Tlonpiitna croipans JIHK poskpyuyeTbes i
posropTaetbest Ha okpemi HUTKM JTHK misixoM po3puBy cinaOkux BOAHEBUX 3B'S3KIB
MDK KOMIUIEMEHTapHUMHU HykjeoTuaamu. Lleil mpouec 3abe3neuyioTs pepMeHTH -
renikazu. Orosieni ocHoBH A, T, I' 1 1] 060X JaHIIOTIB TPOESKTYIOTHCS B Kapiomiazmy.

depMeHTH, 110 Ha3BaHI TOMOI30MEpa3aMH, PO3PHUBAIOTH 1 3aHOBO 3IIUBAIOTH
okpemi Hutku JJHK, nomomaraioTh po3kpydyBaHHIO cripaii. 3aBAsSKA po3'e THAHHIO
naumori JJHK Bunukarote perutikaiiiiai Buiku. Hosi autku JJHK yTBOproroThes Ha
KOXXHOMY 13 3BUTbHEHHUX JIAHIIIOT1B, 1X PICT BIJOYBAETHCS B MPOTUIICKHUX HAMIPSIMKAX.

2. Enoncayia. BinbHi Tpudochat Ae30KCUPUOOHYKICOTHIIB CBOIMU
a30TUCTUMH OCHOBAMH NPUETHYIOTHCS BOJHEBUMH 3B'SI3KAMH JI0 a30TUCTUX OCHOB
o6ox nanioriB JJHK, BiAnmoBiIHO 10 npaBuia KOMIUIEMEH- TapHOCTi, T00TO A-T, 11-
I.

Enonrariist - e qonaBaHHs J€30KCUPUOOHYKICOTH- Iy A0 3'-KIHIIS JIAHIIOTa,
1o pocte. [Iponec karanizyerscst JIHK-monimepasoro.

Tpudocharu ne3okcupuOOHYKICOTU B (TPUHYKICOTHIN), TPUETHYIOUUCH J10
koxHoro janiora JJHK, po3puBatoTs cBo1 BHYTpIIIHI BUCOKOCHEPTETHUYHI 3B'SI3KU ¢
YTBOPIOIOTH MOHOQochaTH 1€30KCUPUOOHYKICOTUIIB (MOHOHYKJICOTUIU), IO €
3BuyaiiHumMu  komnoHeHTamu JIHK. Ilpu npomy B HyKiIeoIia3My HaIXOIATh
nipodocdarni Mmonekynu, mo 3BuibHUIUCS (P~P).

Ymeopennua noeux namyrocie /J[HK. Y mnopanplioMy NpHEIHAHI CYCiIHI
HYKJICOTUJIU 3B'SI3YIOTbCS MDK Cc00010 (ocopHUMHU 3alUIIKaMH Ta YTBOPIOIOTH
nouit nanutor JHK. Ilponec xaranizyerscsi depmentom JIHK-nomimepasoto. Ilpu
15OMY HeoOXimHa NMpUCYTHICTH ioHiB MeTanis Mm*" a6o Mg**. JTHK-nomimepasa
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MOXXE TIOJIIMEPU3YBATH JI€30KCUPUOOHYKICOTHIN B HampsMKy 5-3', ToOTO BiX
ByIUICIIEBOTO 5'-KiHIA 10 ByrieneBoro 3'-kiHis mosekyn JIHK. Ockinbku AB1 HUTKH
JHK € antumapanenbHUMH, HOBI HUTKM TOBUHHI YTBOPIOBATHCS Ha CTapuXx
(MaTepuHCbKUX) HUTKaX y MPOTWIEKHUX Hanpsamkax. OaHa HOBa HUTKa
yTBOPIOEThCS B HampsiMky 5'-3'. Ila HuTka Ha3uBaeTbcs mpoeionor. Ha npyriit
MaTEepUHCHKIM HUTIl yTBOpIOIOThCA KopoTki cermeHtn [IHK y nanpsmky 3'-5'.
3rofioM BOHU 3'€THYIOTBCS pa30M, YTBOPIOIOYH JIOBI'Y BiICTalO4y HUTKY.

Ymeopenua npativepis. Ha BiacTarodiil HUTI CHOYATKY YTBOPIOETHCS
kopotkuii aniror PHK 3a mabnonom JIHK. Bona nazuBaetscst PHK-npativepom 1
MICTUTh MOCHiAOBHICTE 13 10-60 HykieotuniB. depMeHT mpaiimMaza KaTalizye
nonimepu3zatiito 6iokiB PHK (A, V, I', II) y npaitmepi. PHK-npaiimep yTBOproetscs
tomy, mo JIHK-monimepasa He Moxke iHimitoBaTu cuHTe3 HoBoi HuTku J[HK y
BIJICTAIOUOMY JIQHIIOTY B HampsiMKy 3'-5', BOHAa TUIBKM MOXKE KaTaji3yBaTH ii pICT.
[Ipaiimepu mi3HilIEe BiAJAISIOTHCS, @ TOPOKHUHU, SIKI YTBOPUIIUCS, 3allOBHIOIOTHCS
nezokcupuoonykineorngamu JIHK y nampsmky 5'-3', mo 3aBepirye mnoOynoBY
apyroro jaHirora. Ha micui mpaiimMepiB yTBOPIOIOThCSA (PparMEeHTH HOBOTO JIAHIIIOTA
JHK, ski Ha3uBaroThcsi @paemenmamu Oxadzaxki 1 cknanaioTtbes 13 100200
HykiaeoTuaiB. i ¢gparMeHTH JeryroThes (3MMBAIOTHCS) MOMIHYKICOTHAIIra3aMu, B
pe3ysbTaTi 4YOTro YTBOPIOEThCS JAPYyrWid TNOBHOUIHHMN JaHumior. Llel mporuec
HA3UBAETHCS 003PIBAHHSAM.

Peoacysanns. Yirka KOMIUIEMEHTapHICTh Nap OCHOB 3abe3nedyye TOYHY
pernikarito JIHK. Onnak iHOMI BMHUKAIOTh MOMIJIKA B IPHEAHAHHI OCHOB. BoHu
Bunansiorees JTHK-nomiMepasoro, sika A bOro 3HOBY 3B'SI3YETHCS 3 MOJIEKYJaMU
JIHK (pemnapartist).

3. Tepminayin (Bin nat. terminalis — xinueBuit). Ilicis 3aBepiieHHs MpoIecy
perutiKalii MOJIEKYJIH, 10 YTBOPUJIIUCS, PO3AUISIOTHCS, 1 KOoskHa novipHs HuTka JIHK
CKPYUYYETHCS Pa30M 3 MAaTEPUHCHKOIO B MOABIMHY cripayib. Tak YTBOPIOIOThCS ABI
monekynu JIHK, inmeHtuuHi wmatepuHchkii. BoHu QopMyloTbes okpeMuMu
dbparmeHTamMu 1o JOBXKMHI Xpomocomu. Takuit okpemuii ¢parment [JHK, mio
MOJIBOIOETHCSI HAa OJIHIM XpOMOCOMI, HA3UBAEThCS peniikoHoMm. BuHMKae Biapasy
JEKUIbKAa PEIUTIKOHIB, MPUYOMY AaCHMHXpPOHHO ¥ y pi3Hux ii gurstHkax. [Ipouec
perutikaii CTOCYEThCS BCi€El XpOMOCOMM Ta Mepebirae MpakTUYHO OJHOYACHO, 3
oJlHaKoBOIO mBUAKICTIO. [licig 3aBepiieHHsS pemlikalili B pEIrIikoHaX BOHU
31KMBalOThCS pepMenTamu B onHy Mosiekyny JHK. V knituni nroguHu, mo JuiMrhes,
yTBOproeTbes Ounbiie 50000 perutikoHiB onHo4acHO. JloBkuHa KokHOro 3 HUX 30
MKM. 3aBJSIKM BEJIMKIN KUIBKOCTI PETUIIKOHIB MIBUAKICTh PEIUTIKaIli 30 IbIIY€EThCS B
TUCAYl pa3iB. TpuBalicTh Mpollecy MOJBOEHHS T'€HETUYHOIO MaTeplaly CKJIaaae
npubnau3zno 10 rox. JAUIIHKHM XpOMOCOM, /i€ TIOYMHAETHCS perUliKallis, Ha3UBaIOThCSA
TOYKaMu iHimiamnii. BeaxkaroTsb, 110 1€, KUMOBIPHO, MICL MPUKPIIUICHHS 1HTep(ha3HUX
XpoMOCcOM J10 OUIKIB Jlamenu sjaepHoi  oOonoHkU. [Iporec BKIIOYAETHCS
LIUTOIUIA3MAaTUYHUM  (DAKTOPOM HEBIIOMOI MPUPOIU, W0 HAAXOAUTb B SJPO.
Pemnnikaiist mepebirae B CTpOro BU3HAYEHOMY MOPSAKY, TOOTO CHOYATKY MOYMHAIOTH
PEIUTIKYBAaTUCh OAHI AUIIHKH XpOMOCOM, a Mi3HIIIE — 1HIII. Y CUHTETUYHOMY Iepioi
iHTepda3u MOABOIOETHCSA TAKOXK 1 KUIBKICTh TICTOHOBUX OUIKIB, 1[0 aCOLIIOIOTHCS 13
cuntezoBanuMu JIHK 1 yTBOpIOIOTH KJIACHMUYHY CTPYKTYpy XpoMatuny. llopyienHus
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TOYHOCTI peIUIikalii MPU3BOJUTH [0 TMOPYUIEHHS CHUHTE3y OUIKIB 1 PO3BHUTKY
MATOJIOTTYHUX 3MIH KJIITHH 1 OpPraHiB.

3unauenna pennikayii: a) Npolec € BaXIMBUM MOJIEKYJISIPHUM MEXaHI3MOM,
IO JISKUTh B OCHOBI BCIX PI3HOBMJIB MOJULY KIITHH Mpo- ¥ eyKapioTiB; 0)
3abe3reuye BCl THMH PO3MHOXKEHHS SK OJHOKJIITHHHHUX, TaK 1 OaraTOKIITHHHUX
OpraHi3MiB; B) MIATPUMY€E CTAJICTh KIITUHHOTO CKJIaly OpraHiB, TKAHUH 1 OpraHi3My
BHacHiZ0K (h1310JI0T1UHOI pereHepaiii; r) 3ade3nedye TpuUBajieé ICHYBaHHS OKPEMHX
IHAMBIAYYMIB; 1) 3a0e3neuye TpuBaje ICHYBaHHS BHJIB OpPraHI3MiB; €) Ipolec
cIpusie TOYHOMY IMOJBOEHHIO 1H(OpMAIi; k) Yy Hpoleci perulikauii MOMKIUBI
MOMUJKK (MyTallii), 0 MOX€ NPU3BOJUTH 1O IMOPYIIeHh CHHTE3y OUIKIB 3
PO3BUTKOM MaTOJIOTTYHUX 3MIH.

PEIIVITIKAIIA AHK

OcHOBHI eTanu perurikamii @epMeHTH perutiKaii 3HayeHHs
perutikamii

N

Ininiagis Egdonrania Tepminanis

Xinx podoru:
3aBnanns 1. Posrnsubte pparment monekynu JHK. Hamantolite ioro y npotokoui.
BinmykaiiTe KOMIUIEMEHTapHI Tapy a30TUCHUX OCHOB, 10 MAlOTh J1Ba 1 TPU BOJHEBI
3Bsi3KU. [lo3HauTe iX Ha pUCyHKY 1.

[ ] —3annwok asomcToi ocHosm

— 3anuLok ae3okcupubo3n

—3anunwok GochHOopHOI KUCNOTH

Puc. 1. Cxematnunuii pucyHok pparmenta monekynu JTHK.
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3aBnanns 2. Oxapakrtepu3yiite HykieiHoBy kucioty — JIHK 3a Takumu o3HaKamu:

a) KUJTBKICTb MOJIMEPHUX JIAHITIOT1B;

0) ckiag HyKJICOTHY;

B) TUIH a30TUCTUX OCHOB, 1110 BXOJSATh 10 CKJIaay HYKJICOTUY;

T') JIOKadi3aIlis B KIIITHHI,

1) GyHKITIS.

3anannsa 3. B ognomy 13 nanuiorie ¢parmenta JJHK HykieoTuan po3miiieHi B
takomy mnopsaky: S5' ['TH-HII-IIAA-TTA-TI'L[ 3'. Busnautre mnocCIiI0BHICTh
HYKJI€OTHUIIB Y KoMiuieMeHTapHomy naniory JIHK. [Tokaxite CTpLIKOIO HaNpsIMOK
cunTe3y HoBux JaHiorie JIHK mix yac ii perikarii .

IIuTaHHA 118 CAMOKOHTPOJIIO:

1. Mo Take HykJIeTHOBI KUCIOTU? SIKi TUITM HYKJICTHOBUX KUCJIOT BaM B1JIOMi?

2. Illo cninpHOro Ta BiAMiHHOTO B OynoBi Mmonekyn JJHK 1 PHK?

3. o Take HyKJI€OTUA?

4. Slxa mpoctopoBa cTpyktypa Mojekyau JHK? Xto Bmepiie 3amponoHyBaB ii
MOJEIb?

5. Sx BimOyBaetrbcs mporec noaBoeHHs JIHK? Yomy mpouec moasoenns JIHK
HA3MBAIOTh HAIMlIBKOHCEPBATUBHUM?

6. Ha3piTh ocHoBHI mnocminoBHi eranu perutikamii JHK. Jlaiite ix kopoTky
XapaKTePUCTHUKY.

7. Ha3BiTe ¢depmenTH, siki 6epyth ydacth y perikanii JJHK. Sky dyHkiio BoHu
BUKOHYIOTb?

8. llo Take Touka iHimialii peruiikaiii, sika ii poiap? CKUIBKM TOYOK IHILIAIIl € Y
MPOKApIOTIB Ta B €yKapioTiB?

9. SIxy QpyHKIII0 BUKOHYIOTH (D€pMEHTH TelliKka3zu?

10. Sxy ¢ynkuito BuxkonywTh JHK-momimepasu? B sxomy nanpsmky JIHK-
noJriMepasa MoJiMepu3y€e HyKJICOTHUIU i1 Yyac peruTikaiii Ha KOKHOMY 3 JIAHITIOTiB?
SIKky Ha3BY IIpH LILOMY Ma€ KOXKEH JIaHLIIOT?

11. o Take mparimepu? fka ix ponn?

12. Mo Take enmonrauis perutikauii? KopoTko oxapakTepusyiiTe mpouec eaoHramii
perutiKaii.

13. Sk 3aiiicHIOEThCA TepMiHalis perutikanii? o Take pertikon?

TecToOBi NUTAHHA:
1. JHK — me:

a) 6iomomimep;

0) MOJIMIENTH]T;

B) MOHOMED;
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I') moJicaxapui.

2. CKUIbKH BOJAHEBUX 3B'SI3KIB YTBOPIOETHCS MK F'yaHIHOM 1 IIUTO3MHOM y MOJEKYII
JTHK?
a) onuH; 0) TpH; B) JBa; I') YOTHUPHU.

3. CKUIbKA BOJHEBUX 3B'A3KIB YTBOPIOETHCA MK aJ€HIHOM 1 TUMIHOM Y MOJIEKY1
JTHK?
a) onuH; 0) TpH; B) JBa; I') YOTHUPHU.

4. Tlepesaroro monekynu JIHK sik Hocis renernunoi indopmariii Hanx PHK e te, 1o
JIHK 3patHa mo:

a) penapariii;

0) TpaHCKPHIMIIii;

B) peIuTiKallii;

I') TPAHCIIALII.

5. CKiUIbKY TIOJIIHYKJICOTHUAHUX JIAHITIOT1B Mae Moiiekyna JJHK?
a) OJINH;

0) Tpu;

B) 1B,

') YOTUPHU.

6. [lepBunHna ctpykrypa mosekynu JIHK Mae Taki ocoOauBOCTI:

a) CKJIQJA€ThCS 3 OJHOTO MOJIHYKJICOTHIHOTO JIAHIIOT'a;

0) CKJIaJIa€ThCS 3 IBOX aHTUIAPAJICIbHUX MOMIHYKICOTUAHUX JTAHIIOT1B;

B) npu (QOpMyBaHHI TMEPBUHHOI CTPYKTYpU YTBOPIOIOTHCA BOJHEB1 3B'A3KH MIX
a30TUCTUMHU OCHOBAMH;

r) npu (GopMyBaHHI NEPBUHHOI CTPYKTYPU YTBOPIOIOTHCS KOBAJIEHTHI 3B'A3KH MIX
JBOMA J1€30KCUPUOOHYKICOTHIaMU;

7. Cunte3 IHK BinOyBaeThCs B:
a) szpi;

0) IUTOIIA3MI;

B) KomILIeKci ["ombxKi;

') HIOIIa3MaTHYHIN CITIIL.

8. Bropunna ctpykrypa monexynu JJHK mae taki ocobnuBocTi:
a) CKJIaJIa€ThCS 3 OJTHOTO MOJIIHYKICOTHUIHOTO JIAHITIOTA;
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0) CKIaaETHCS 3 IBOX aHTUTMAPATICTBHUX MOJIHYKICOTHUIHUX JIAHITIOT1B;

B) npu (HOpMYyBaHHI BTOPUHHOI CTPYKTYPH YTBOPIOIOTHCS KOBAJIEHTHI 3B'SI3KM JIBOMA

N€30KCUPUOOHYKIICOTHIAMM.

9. Ilponec penaparii JJHK:

a) ycyBae crioHTtanHi nomkomkeHHs JJHK;

0) BinOyBa€eThCS B API;

B) BiIOyBa€eThCs 3a yyacTio pepmenty aminoanmi—t-PHK—cunrerasu;

r') HEOOXIMHUN N7l 30€pe’KEeHHsI TeHETUYHOI0 MaTepiajy MPOTATOM YChOTO KUTTS

Opraizmy.

10. IHK Mo>kHa 3HAMTHU B:

a) Jm3ocoMax;

0) MITOXOHAPISX;

B) SJIpi;

T') €HI0IJIa3MaTUYHOMY PETUKYITYMi;
1) TIIacTHIaX.
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IIpakTuuna podora Ne 2.

Tema: Penapauis JJHK. Mexanizmu penaparii ymkomxenoi JJIHK. Cnaakosi
xBopobu penaparrii JJHK.

Meta: BuuuTtu THIM pemnapaliii, MexaHi3Mu pernapaiii ymkopxenoi JJHK ta
cnaakoBi xBopoou penapariii JJTHK.

[Tig niero Gpi3MYHMX 1 XIMIYHUX areHTIB, a TAKOX NP HOPMaJIbHOMY 010CHHTE31
JIHK y Hill MOXYTh BMHHMKATH YIIKOJDKEHHS. BusiBUiOCS, 1O KIITHHU MaloTh
MEXaHI3MU BHUIMpaBieHHS mnowmkomkeHb y Hutkax [HK. 3patHicTes kimitun g0
BUIIPaBJIEHHS MOUIKOIKeHb y MoJiekynax JIHK oxepskana Ha3By penapauii (Bin. nart.
reparation — BIIIHOBJICHHS).

[Ipouec penapanii JJHK nonsrae B Tomy, 1o renernyHa iHgopmalis nojaHa B
JIHK nBoMa komisiMu — 1O OJIHIM B KOXKHOMY 3 JIBOX JIQHIIOTIB MOJIBIHHOI cripai
JIHK. 3aBasku 1ibOMY BHIIaJIKOBE MOILIKOIXEHHS B OJHOMY 3 JIAHLIIOTIB MOXe OyTH
BUJAJICHO  peIUliKaliiHuM  (epMeHTOM 1  YIIKOJKEHa JUISHKAa  JIaHIIoTa
PECUHTE30BaHa y CBOEMY HOPMAJIbHOMY BHIJISAI 32 paxyHOK IHQopMalii, 1o
MICTUTBCA B HEYIIKOI)KEHOMY JIAHLIIOTY.

3a yacoM 3iliCHEHHS y KIITHHHOMY LUKl PO3PI3HAIOTH O00peniikamueHy,
peniikamugny 1 nocmpeniikamugHy pernapauiio.

JopemnikaTuBHa penapanisi. lle npouiec BigHOBIeHHs mnomkoxeHoi JJHK
10 i MOABOEHHS. Y HANMNPOCTINIMX BHUIAJKaX PO3PUBH MOXYTh OyTH BIIHOBJIEHI
(hepMEeHTOM JIIra3oro.

PenutikaTuBHa pemapanis. lle cykynnicts nmponeciB BinHoBieHHs JIHK y
xo/1 perutikaiii. [Ipy nboMy yIIkoKeHa JUIsTHKa BUATISE€THCS BIIPOIOBXK perTiKallii
y 30H1 POCTy JaHIfora. Y 3a0e3MeueHH] BUCOKOI TOYHOCTI perulikallii 3HauHa poJib
HAJIeXKUTh MEXaHI3My caMoKopekuli, skuil 3naidcHioerbest JHK-nmonimepasoo abo
TICHO 3B'A3aHUM 3 HEIO (PEepMEHTOM eHJOoHYKIea3oto. Lleil mpoiuec mop's3aHuii 13
BHU3HAYECHHSIM MOMUIIKOBO BKJIIOUEHOT'O B JIAHIIOI HYKJIEOTHAY, BIAIICTUVIEHHSIM MO0
1 3aMIHOIO Ha BIAMOBiAHMI. B pe3ynpTaTi 1IbOT0 YacTOTa MOMMIIOK 3HUXKYETHCS B 10
pasis (3 10°-10).

IMocTpemikaTuBHa penapanis. MexaHi3M 11 To4yHO He BuUBYeHHUU. [lpu
MOCTPEIUTIKATUBHIN pemnapaiiii BiAOyBae€TbCs BUPI3aHHSA TOMIKOMKEHOI JUISTHKU 1
3mMBaHHS  KiHIIB. [Ipy 1bOMy KIIITHHA MOXe 30epiraTd >KUTTE3ATHICTH 1
nepenasatu gedextHy JHK nouipHim knitunaMm. [IpumyckaioTb MOXKIMBICTh PI3HUX
BapianTiB cunte3y JIHK Ha nmomkomxeniit maTpuiii.

3a MexaHi3MaMH  PO3BHUTKY penapamii  po3pi3HSIOTh:  eKCYUIIUHY,
HeeKCYU3ilHy, peKoMOIHamueHy penapartio.

Excumsiiina penapaunis (Bupizawua). Ilpu excuusiiiHiii penaparii
YCYBAIOThCSl TOIIKOJDKEHHS, SIKI 3'SBUJIMCSA TIiJ] BIUIMBOM 10HI3YIOUOi paiaiiii,
XIMIYHMX PEUOBUH Ta IHIIMX YUHHUKIB. Lle oCHOBHUI THN penapailii, BUSBICHUHN 5K
y MPOKApPIOTIB, TAK 1 y KIITHHAX €yKapiOTiB.
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Excuumsiiina penapanis JJHK Biapi3HS€TbCS TUM, IO HE TUIBKU PO3PI3al0ThCS
auMepH (K IpH CBITJIOBIN), aje i BupizaloThes Benuki AuisiHku monekynu JHK (o
KUIBKOX COT€Hb HYKJIEOTHAIB). OuUeBHAHO, MOXYTh BHAQISITHCS LI T€HU, IMICIIS
4yoro BiOYyBa€TbCsA peNapaTUBHUN KOMIUIEMEHTapHUW MAaTpUYHUI CHHTE3 3a
nonomororo pepmenty JJHK-nomimepasn.

Ha ocHOBI omHi€El 3 3ampoNMOHOBAaHHMX MOJCJICH BCTAHOBICHO II'ITh
MOCTIIOBHUX €TamiB eKCIU31iHOo1 pemapariii: 1) «po3mi3HaBaHHS» MOIIKOKEHHS
JIHK enaoHykiea3ow; 2) po3pi3yBaHHsS €HAOHYKJI€a30l0 OJIHOrO 3 JIAHI[IOTIB
monekynu JIHK mo6iau3y nmomkomkeHHs; 3) «BUPI3aHH» MOMIKOKEHOT TUISHKU Ta
il po3lMIMpeHHs] €K30HYyKJIea3ow; 4) MaTpu4HHil cuHTe3 HoBoro janmpora JIHK-
noJiiMepasoro (penapaTuBHa peruiikaiis); S5) 3'€AHaHHS HOBOYTBOPEHOI AUISTHKU 3
nutkoto JIHK min BrnuBom dpepmenta JJHK-nirazu.

Heexcumsiiina penapamnisi. doropenaparitis. 31aTHICT, 10 penapariii Oyna
BUSBIICHa y OakTepid, sKi 3a3HaBalM BIUIMBY YJbTpadioleToBUX NpoMeHiB. B
pe3ynbTari onpoMiHeHHs nuticHicTh Mosekyn JIHK mopymryerses, ToMy 1o B HUX
BUHHUKAIOTh JTUMEpPU, TOOTO 3UCIUICHI MIDK COOOI0 CYCITHI MIPUMITWHOBI OCHOBH.
Jumepu MOXyTh POpMyBaTUCS MK ABOMAa TUMIHAMM, TUMIHOM 1 LIUTO3MHOM, IBOMA
LUTO3MHAMHU, TUMIHOM 1 ypauuiaoM, JBoma ypammwiamu. OHaK ONpOMiHEH1 KIITUHU
Ha CBITJII BWKHUBAIOTh Habarato kpaiie, HDK y TeMmpsBi. [licias peTenbHOTro aHamizy
IPUYMH IbOTO $IBUILA BCTAHOBJIEHO, II0 B TOIIKOPKEHUX KIITUHAX Ha CBITII
BinOyBaeThes penapauisa JHK (dbortopenapanis). Bona 3aiiicHIOETbCS clielialbHUM
dbepmentom J[HK-dotonirazoro, sika akTUBYETbCS KBAaHTaMU BHJIMMOIO CBITJIA.
®epment 3'ennyetbes 3 mnomkomkeHoro JHK, pos'ennye 3B'si3ku B aumepax i
BinmHOBIO€E nuticHicTh HUTKH JJHK. ®epment JJHK-doTomnirasa, mo goropeaktunye,
He € Bugocnenudiuaum, To0To aie Ha pizHi Buau JJHK. ¥V HhOMY € 1iaHokoOanamin
(BiTamiH Bj»), 1110 MOriIMHA€Ee KBaHTH BUJAMMOTIO CBITJIA Ta MEpela€ SHEPTiI0 MOJIEKYJIi
dbepmenty. Ha paHHIX cTajisgX €BOIOLII KUBUX OpPraHi3MiB, KOJIM OyB BIJACYTHIN
O30HOBUM €KpaH, KU 3aTpUMye BEIMKY YaCTHUHY MOTOKY 3TYOHHMX Il OpPraHi3MiB
COHSIYHUX YNbTpadioeTOBUX NPOMEHIB, (oTopemnapaiis BiAirpaBajga 0coOJIMUBO
BAYKJIUBY POJIb.

PexomOinaTuena penapauisi. SIKiio, HanpukiIaa, AUMEPU TUMIHY HE YCYHYTI
10 pexkoMOiHalii, TO e MPU3BOAUTH A0 3MIHU cTpykTypu nouipHix JJHK. Taxi
MOPYIICHHS] MOXYTh YCyBaTHCSl 0€3M0CepeHbO B IMPOLIECi KPOCUHTOBEPY, ajlie Mpu
IIbOMY HE B1I0YBa€ThCS YCYHEHHS TUMEPY, BIH BUAISIETHCS BXKE MICIISI peTUTiKaIlii.

HacJuiakn nmopyumeHHs npouecy penapauii.

BusiBineHo kuibka MyTallii, Kl BAKJIMKAIOTh TSKKI IPUPOJKEH] 3aXBOPIOBAHHS
BHACIIZIOK MOpYUIEHHS mpoiecy pemnapauii. [Ipukiagom Moxke OyTH HIrMEHTHA
KcepojiepMa — pelecMBHA ayTOCOMHAa MYTallis, 10 3YCTPIYA€TbCS JOCUTH PIAKO.
JIITH, TOMO3UTOTHI 32 T€HOM 1LI1€i MyTallli, TP HAPOIKEHHI BUTJIAIAI0TH HOPMAJIBHO,
ajie BXK€ B PaHHbOMY BiIll MiJl BIUIMBOM YJIbTPadioleTOBUX MPOMEHIB COHSYHOIO
CBITJIa y HUX 3'SIBJSIOTHCS 3MIHM IIKIPH: JIACTOBUHHSI, PO3IIMPEHHS KaIUIsApIiB, OPO-
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TOBIHHS IIKIpHU, YypaXXeHHS od4el, 1o mnoB's3aHo 3 mnomkomkeHHsM JHK. VYV
¢i06pobnacTax, B3ATUX 13 IIKIpU XBOPUX HA MITMEHTHY KCEpOJAEpMYy, Mpolec
penaparitii micias yabTpadiosleTOBOro OMpOMIHIOBaHHA 3aTiaryetbes n0 30 rox (y
KJIITUHAX 370pOBUX Jtoje — 6 roa) 1 He Jocsirae piBHA HOpPMaJIbHOTO. TpuBanuii
BIUIUB YibTpadiosieTy NPU3BOAUTH, 3PEIITOI0, JI0 BHUHUKHEHHS paky UIKIpU 1
JETAIBHOTO KIHIA. Y TakuX JiTed BIICYTHINA oaMH 13 ¢pepmenTiB penapaii JJHK.

3MaTHICTh KIITUH 3JIMCHIOBATH €(QEKTUBHY pemnapaiild TeHETUYHOTrO
Martepianry MOXe MaTy 3HAYCHHS TaKOX y KIITUHHUX MEXaHI3MaX CTapiHHA. [CHYIOTb
CIOCTEPEKEHHS, IO JIHII MUILIEH—/0BTrOKHUTEIIB BIAPI3HAIOTHCS OUIbII CTa0LIbHUMHU
XpOMOCOMaMHM, @ B MHUIIEH 13 HETPUBAIUM TEPMIHOM JKUTTS XPOMOCOMH
XapaKTepU3ylOThCsl  OUTBIIMM  MOUIKOJ)KEHHSIM, BHHHMKHEHHSIM  CTPYKTYPHHX
abepamiii, sSKi € HaclHAKOM TMOPYIIEHHS TpoleciB  penapaiii. IcHyOTbh
CIIOCTEpEKEHHS, K1 CBIIYaTh MPO 3HWKEHHS IHTEHCHUBHOCTI MPOIECIB pemnapariii
JIHK 3 BikoM. AJie BaXXKKO CKa3aTd, YM 11 3MIHM — MPUYHHA CTAPIHHS OpraHi3My, 4u
WOr0 HACIIIOK.

CnankoBi XxBopoOu, 110 MOB’sA3aH1 3 mopyieHHsM mpoteciB penapaiii JHK,
MOCIAI0Th OKPEME MICIIE Cepe XPOHIYHOI MaTojaorii JuTA4oro Biky. HeoOXimHiCcTh
pPaHHBOI CBOEYACHOI JIarHOCTUKM I[I€i TPYNU 3aXBOPIOBaHb 3YMOBJIEHA THUM, IO
3HIDKEHHA penaparuBHoi 3aarHocti JIHK y kimituHax 1 mporpecyBaHHs
MATOJIOTTYHOTO TMPOIECY MOXKE CTaTH MNPUYMHOIO I1HBAIIIHOCTI 1 HaBITh CMEPTI
IuTUHU. HUHI TeHeTUYHO JeTepMiHOBaHI XBOPOOH, MpHU AKUX AePEKT MOB’A3aHUM 3
nopyuieHHsM tiporieci penapaiiii JIHK, noguisitors Ha Tpu rpynu. o nepuioi epynu
HaJIeXKUTh PIJIKICHA CHaJKOBa MATOJIOTiA — MICMEHTHAa Kcepojaepma. /Jlpyzy zpyny
CTaHOBJIATb XBOPOOHM, TNO€JHAHI HA3BOK «CHHIPOM CIOHTAHHOI XPOMOCOMHOI
HECTaOUTbHOCTI», a00 «CHUHIPOM JIAMKOCTI XpoMocoM». Jlo Hei BKIIIOUEHO aTakcCiio-
teneanriekTasito (cunapom Jlyi-bap), anemito dankoni ta cunapom biyma. Tpemsa
2pyna — XBOpoOU MepeyacHoro cTapiHHs mkipu — nporepis Xaruincona—I uidopna,
cunapom Bepnepa Ta cunapom KokkeiiHa. VYci  mepepaxoBaHi  XBOpOOH
XapaKTepU3yIOThCS BUPAKEHUM MOPYIICHHSIM POCTY Ta PO3BUTKY JITEH.

OxpeMi 3 Ha3BaHUX MATOJIOTIYHUX CTaHIB CYNPOBOKYIOTHCS BUPAKEHOIO
BPOJKEHOIO0 (DOTOUYTIMBICTIO 1 MOXYTh CIIOCTEpIraTHUCS Ha MpUMOMI Yy JiKaps-
JI€pPMaTOBEHEPOJIOTA.

IMirmenTHA KCcepoaepma

[lirmeHTHa KcepojepMa — PIAKICHUM TEHOAEpMATo3, IO XapaKTEPU3YEThCS
BUpakeHoto (oTodobiero, TIMepnirMeHTalle0 WKIPU Ta AUCTPOPIEI0 3 PO3BUTKOM
Heoruazi. VYmepmie ommcana M. Kaposi B 1870 p. UYactota BHUSBICHHS
3axBoproBaHHs cTaHOBUTH 1:1 000 000. XapakTepu3yeThCsl MIITMEHTHOIO AUCXPOMIEIO
Ta JUCTPO(di€r0 MKIPH 3 PO3BUTKOM HEOILIa3M YHACHIJOK MIJBUILEHOT YyTIMBOCTI J0
COHSIYHOT'O BUIIPOMIHIOBAHHS, IO 3YMOBJICHO CHAJAKOBUM Je()EKTOM penapaThuBHUX
dbepmenTiB. Tun ycnajakoByBaHHS aBTOCOMHO-PELIECUBHUM.

Icaye nBi dopmu I1LOTO 3aXBOPIOBAaHHS: KilacWyHa (KUIbKAa THIIIB, 1HOJ1
MOB’s13aH1 3 HEBPOJOTTYHUMU MOPYIICHHSIMHU) Ta BapiaHTHA.
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Cunapom Kokkeiina

Cunapom Kokkeitna (Cockayne syndrome) orpumaB cBoro Ha3By y 1946 p. Ha
4yecTb JIOHAOHChKoro Jikapss Ensapma Anbdpena KokkeiHa, sikuil JOCTiIKyBaB
cragkoBy matojiorito y miteil. Ha rtemepimniii uwac Bigomo 180 BumaakiB i€l
xBopoOu. Tum ycnajakoByBaHHS aBTOCOMHO-peliecUBHUN. Po3pi3HsoTs 2 munu
3axeopweannn: A Tta B, abo cungpom Koxkkeitna I Ta II Tumy. Tun B
cnocrepiraerbes yacrime: 80% ycix BUIMAIKIB 3aXBOPIOBAHHS.

I'en cungpomy KokkeitHa kaproBaHuil Ha moBromy ruiedi 10-i XpoMocomu B
nokyci 10ql1. Lleit Tun 3axBoproBaHHsA 3yMmoBieHWH MyTauisiMu B reHi ERCC6.
3a3HayeHuil reH Koaye OUIOK, SIKUW HaJeXUTh A0 Xellika3 1 0epe ydyacTb y mpoiiecax
po3mutitanHs noaBiHoi cripani JJHK.

[lepiii 03HaKK 3aXBOPIOBAHHS MOXYTh 3’ SIBUTUCS Y 5—6-MICSAYHOMY Billi, ajie,
K TpaBUJIO, 3aXBOPIOBaHHA MaHipecTye Ha 2-3-My poll KUTTS MOSBOIO
dboTouyTnuBocTi wKipu. [Ticns iHcomsiT Ha BIIKPUTUX AUITHKAX MIKIPH, YacTille Ha
o0nuu4i, 3’ SBISETbCS epuTeMa y (GopMi METenuKa, 1HOAI OyJIbO3HI BUCUIIAHHS.
Takox cmocrepiraloTh MPOSIBH, TOAIOHI 10 MOWKUIOAEPMii 31 CTOHIICHHSIM
MIAMKIPHOT )KUPOBOT KIITKOBUHHU.

[locTyrnoBo 3’sBISAIOTHCS O3HAKW 3aTPUMKHM POCTY, HecTaya MacHu Tija,
3aTPUMKH TICUXIYHOTO PO3BUTKY, MOPYIICHHS XOJU. XBOpl MalOTh BUIJISAJ JItOJEH
MOXUJIOTO BIKY, HHU3bKI Ha 3pICT, KaxeKTU4HI, 3 MAaJEHbKOIO TOJOBOIO (0
Mikpouedanii), NTallMHUM HOCOM, BEJIUKUMH BYyXaMH, MPOTHATIEIO, 3 JOBTUMHU
KIHI[IBKAMM Ta KOHTpPAaKTypaMu Yy Cyrjio0ax, BEIUKUMHM KHUCTSMU Ta CTOIAMH,
BY3bKOIO TPYAHOIO KIITKOIO. KOHTpakTypu y KOJIHHUX CYyrio0ax CHPUYMHIOIOTH
«xony kaBayiepuctay. [loTo- Ta cnb030BUIIICHHS 3HMXKEHI, BOJOCCS TOHKE, PIIKe,
paHo cuBie. YacTo crocTtepiraeTbcs aprepiajibHa TiMEpTeH3is Ta MaToJIOriss HUPOK.
TunoBi nopyIiieHHs: OpraHiB 30py Ta clyXy, HagBH1 (OTO(POOIS, MTOMYTHIHHS POTIBKU
Ta KpUIITAJIMKa, HIcTarM, aTpodist 30poBOro HepBa, JAereHepalis CITKIBKH, MIyX0Ta.

Cungpom bayma

Cungmpom bayma (BpoikeHa TelleaHTIEKTaTMYHA €pUTEMa, BPOKEHA
TeJeaHTieKTaTUYHA €pUTEMa 1 HaHI3M) — PIIKICHE CMaJKOBE aBTOCOMHO-pPELIECUBHE
3aXBOPIOBAHHS. XapakTepusyeThes M1ABUIIEHOIO (GbOTOUYTIUBICTIO,
TeJIeaHT1eKTATUYHOI0 EPUTEMOI0 Ha 00JIMYYi, HU3bKOIO MAacoI0 Tijla IPU HApOIKEeHHI,
NOBUTBHUM pocToM. CIOCTEpIraeThCsl y POJMHAX 3 BUCOKOIO YaCTOTOIO 1HOPHUAMHTY.
Yacriie XBOPitOTh XJIOMYHUKH.

Jlimporutu Ta Gi16podIaCTH XBOPUX MAIOTh BUCOKY KUIBKICTH XPOMOCOMHHUX
abepallii 1 BHUCOKY YyTJIMBICTh J0 YD-ONPOMIHEHHs; BIAMIYEHO HEIOCTATHICTh
dbepmenty JHK-nirazu I. Kmituau npu cunapomi biayma BHUSABISIOTH XpOMOCOMHY
HECTaOUIbHICTh, 110 MPU3BOAMUTH 10 30UIBIICHHS COMATHYHUX MYTAaIill SK MiJ 4ac
BHYTPINTHBOYTPOOHOTO, TaK 1 MOCTHATAJBHOTO >KUTTSA. Y TMAIl€EHTIB BiAMIYAETHCS
nopyuieHHs 3 6oky B- i T-cuctemu imyHiTeTy. BUCOKY OHKOJIOTIYHY 3aXBOPIOBAHICTh
npu cuHApoMi biymMa mnoB’A3yl0Th 3 NPUTHIYEHHSM MpodidepaTUBHOT peaxiii
aim¢onuTiB Ha MiToreHu. I'en cunapomy biayma noci He KIIOHOBaHHUM.
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[IposiBM CUHAPOMY CIOCTEPIraloThCs y MepuIl MIcsl KUTTS. BiamivaeTscs
GOTOUYTIMBICT HaBITH TicAs MiHIMaigbHOrO Y ®-onpoMiHeHHs. 3 sBIS€THCA
MOYEPBOHIHHSA IIKIpU 00JMYYsl (HIC, IIOKH), BYIIHMX PAaKOBUH, THJIBHOI MOBEPXHI
kuctei. COHSYHE ONPOMIHEHHS MOXKE€ CHPUYMHUTH OYIbO3HY Ta MYypIypO3HY
BUCHUIIKY, IO CYNPOBOKYETHCS 3HAUHOIO KUIBKICTIO TEJI€aHTIeKTa31d, IMiJBUILEHOIO
yYpa3UBICTIO IIKIPH, PO3BUTKOM OYJIbO3HOTO XEWJITy, SKUW NPU3BOIUTH J0O
pyOltoBaHHsA. 3 4YacoM IHTEHCHBHICTh €PUTEMU 3MEHIIYETHCS, aje 3’ SBISIEThCS
atpodis, TiNeprnirMeHTauis, IUISIMU KOJbOPY KaBU 3 MOJIOKOM. 3aroCTpeHHs
3aXBOPIOBAHHS CIIOCTEPIratOTh BOCEHU Ta HABECHI.

Cungpom Pormynpa—Tomcona

Cunnpom Pormynna—TomcoHa (BpoJkeHa TMOWKUIOAEPMIs) — PIIKICHHUM
CHAJKOBUN CHHIPOM, WIO0 XapaKTEPU3YEThCA CHEIUBIYHUM YpaKCHHSIM MLIKIpU
(moMkinogepmisi, TINEpPKEpaTo3), KaTapakTow, (POTOUYTIMBICTIO, AUCTPOPIEIO
BOJIOCCS, HIITIB, 3y01B, HU3bKUM POCTOM, T'1IOTOHAAU3MOM, MOPYIIEHHAM OcUiKaIlii,
BEJIUKUM PU3UMKOM PpO3BUTKY 3JIO0SKICHUX HeOomIa3id. VY PpIAKICHUX BHIAJIKaX
MO>KJIMBA 3aTPUMKa PO3yMOBOTO PO3BUTKY. THI nepeaadi — aBTOCOMHO-PELIECUBHUIA.
Yacrime Big3HadaeTbes y naiBdatok (14:1). I'enernyni ta GioxiMiuHi JedexTu npu
CUHAPOMI HE BU3HAUEHI, ajie BiiMiueHo 3HkeHHs penapanii JJHK y kynbTuBOBaHMX
¢i6pobmacrax micna Y®- 1 ramma-onpomiHeHHsA. HasBHICTH XpOMOCOMHOT
HECTaOUIbHOCTI MepedavyaeThbesl 3 OISy Ha BUCOKY YaCTOTY acoliallii CHHAPOMY 31
37I0SIKICHUMH HOBOYTBOPEHHSIMH.

TpuxoriogucTpodis

Ile cnagkoBe 3axBOPIOBAaHHS 3 PELECHBHUM THUIIOM YCHaJKOBYBaHHS,
noB’si3aHe 3 nopymeHHsMm penaparii JJHK, xoua 1el 38’130k MEHIIT BaroMui, HiX
Ipy TIrMEHTHIH KcepoaepMi. 3axBOPIOBAaHHS YBIMILIO B ICTOPI0 MEIMLMHHU ITiJT
HA3BOIO «TUTPOBUH XBICT» y 1968 p., OCKUIBKM TpU MIKPOCKOIII BOJIOCCS
CIIOCTEPITalOTh TMOMEPEeYH1 CMYTU, SIKi 3 SBJISIIOTHCS BHACIIJIOK HecTadl OUIKIB,
Oaratux Ha cipky JledimMT CipKM y BOJIOCCI MPU3BOJIUTH A0 HOTO JIAMKOCTI Ta
PO3PIIKEHHS, NPOTE 1€ — HE €IWHAa O3HaKa 3axBoproBaHHSA. CHoCTepiraroThCs
MOPYILICHHS  IHTENEeKTyaldbHUX (YHKIIH, 1XTi03, QepTWibHa HEJOCTATHICTD,
MaJIeHbKUM 3pICT, peAyKoBaHe MiA00PiAs, BEJIMKi ByXa Ta Mikpouedarnis; 30UiblieHa
YYTIAUBICTh 10 Y D-ONpOMIHEHHS, 10 MIATBEPIKYE ypa)KeHHS CHCTEMM pernaparii
JHK. Oxgnak npu TpuxoTiogucTpodii HEMae CXUIBHOCTI 10 PAKy LIKIPH.

PEITAPAIIIA JHK
3a yacoM 3ailiCHeHHSA 3a MexaHi3MaMHu 3ailiCHeHHSA
JopemiikaTuBHA PenmgikaTuBHa Excuusiiina
PexomOiHaTHBHA
IHocTpemiikaTuBHA doTopenapauis

95



Xinx podoru:

3aBaanns 1. BuBuutu Tvnu penapaiiii 3a 4acom 31iICHEHHS.
3aBaanns 2. BuBuuTu THNM penapailii 3a MexaHi3MaMu PO3BUTKY.

3aaannsa 3. CnaakoBi XBOpoOH, 110 MOB’A3aH1 3 MOPYIICHHSIM MPOLECIB penaparii

JHK, ix kiiHIYHa XapaKTepUCTHUKA.

IIuTaHHA 119 CAMOKOHTPOJIIO:

1. Ha3Bitb ocHOBHI mnocaioBHi ertanu penapauii JHK. [alite ix KopoTky

XAPAKTCPUCTHKY.

2. Ha3Bitb (hepMeHTH, siKi 3a0e3neuyroTs penapanito JHK? Ska ix Qynkiis?

3. IlepeuncniTh MOCHIOBHI €TanM eKCUu3iiiHOI (Bupi3atouoi) penapamii. Jaiite ix

KOPOTKY XapaKTEPUCTUKY.

4. Sk 3piicHoeThes Heekcru3iiHa pemnapanis JIHK (dboropenaparis)? [laiite ix

KOPOTKY XapaKTEPUCTUKY.

TecToBI NUTAHHSA:

1. Lo TpancnopTyoTh 10 pudbocom TPHK?
a) aMIHOKHCIIOTH,
0) ATD;
B) 1IPHK;
I') CHUHTETa3H;
1) 10HU METaiB.

2. Sky Ha3By MaroTh 3MicToBHI quisiHkH JJTHK xpomocom?
a) MYyTOHHU;
0) pexoHu;
B) €K30HU;
r') IHTPOHHU;
1) CaulTH.

3. 3 yoro nmobyaoBana mojiekyna JJIHK?
a) 3 aMIHOKHCJIOT;

0) 3 TICTOHIB;

B) 3 HYKJIEYCOM;

r) 3 JIITIB;

1) 3 HyKJICOTHUJIIB.

4. o Taxe tpuret JJHK?

a) MOCJIIIOBHICTb TPHOX HYKJICOTH/IIB;
0) a30THCTa OCHOBA,

B) HYKJICOTH]I;

r) MOJIEKYJIa HYKJIETHOBO1 KUCIIOTH;
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o)  JIOKyC XpOMOCOMHU.

5. TlocnigoBHICTh TPUIUIETIB HYKICOTHAIB CYBOPO BIANOBIAAE MOCHIIOBHOCTI
aMIHOKUCJIOT Yy TMOJINENTUAHOMY JaHIo31. fIK Ha3MBa€ThCA TaKa BIACTUBICTH
T€HETUYHOTO KOy ?

a) KOJIIHEapHICTh;
0)  TPUIUICTHICTH;
B) BUPOJI’KEHICTD;
r) HETMEPEKPUBHICTB;

1)  YHIBEpPCAIbHICTb.

6. 1151 KOX)KHOTO PIBHA CTPYKTYpHU OlIKa XapakTepHi MEeBHI BUIU XIMIYHHUX 3B’ S3KIB.
Sxuii 3B’ 130K 3a0e3nedye NEPBUHHY CTPYKTYpY Olika?

a) IUCYIb(h1THUN;

0)  BOJHEBUN;

B) 10HHUH;

r) NEeNTUIHUN;

1)  KOBaJIGHTHUH.

7. 3rigHo 3 Mmoaeto noaBiiHoi cripaii JIHK, 3anpononoBanoi Yorconom 1 Kpikowm,
BCTAHOBJIEHO, WO OJMH 3 JAHIIOTIB 30epiraeTbCs NpH perulikamii, a I1HIIUN
CHUHTE3Y€EThCSI KOMIUIEMEHTAPHO TepIioMy. Sk Ha3uBaeThCs 1ei crmocid perutikarii?
a) HaIliBKOHCEPBATHBHHUIA,

0) aHAJOTIYHUIL;

B) 1JICHTUYHUI;

I') TUCTIEPCHUIA;

1) KOHCEpBAaTUBHU I
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IIpakTuuna podora Ne 3.
Tema: CrpykTypa IeHOMIB Ta MOJEKYJSIPHI MEXaHI3MU €KCIpecii T'eHiB Y
BIpyCiB

Meta: BuBuuTH CTpYKTYypy I'€HOMIB Ta MOJEKYJSPHI MEXaHI3MH eKcrpecii
TeHiB y BIpYCIB

Excnpecisi TeHiB — mpolec, NIpM sSKOMy CIajkoBa iHdopMalis reHiB
(HyKJIEOTHAHA TIOCIIJOBHICTb) BHUKOPHUCTOBYETHCS ISl CHUHTE3Y (DYHKIIIOHAJIBHOTO
npoaykry: Outka ado PHK.

S0 KIHIIEBUM NPOJYKTOM € OUIOK, Mpoliec eKcrpecii TeHIB Ha3UBAETHCS
O0l0cHHTE30M OUIKIB a 'eH — OUTOK-KOAYIOYUM (aHTII. protein-encoding gene). Ilponec
ckinagaerbest 13 KpokiB TpaHckpumuii MPHK Tta 11 npouecunry (kemyBaHHS,
CIUTaicuHry, nocTpaHckpumnuiiaux  Moaudikaumiii  MPHK), rtpancasuii Ta
MOCTTpAaHCHANINHOT Monudikali. B 1HIIUX BUmMaakax, sl T€HIB, M0 HE KOIYIOTh
Ou1KM, a KoaytoTh Tak 3BaHl Hekoayroul PHK (manpuxnan, TPHK uu pPHK), Habip
KpPOKIB Jenio BiApi3HsAeTbesA. g eKkcrpecii reHiB MO)XKe BUKOPHUCTOBYBATHUCS SK
reHeTuyHa 1HQopmalis, Tak 1 eNireHeTHYHa. 3acTapuiuii TepMiH «peanizalisi
reHeTHYHOI 1H(pOopMalliD» MOCUIA€ThCS TUIBKK Ha 1H(OpMAIliI0 MEepuIoro TUMY, SKOi,
poTe, MOXKe OyTH HETOCTATHBO JIJISi OTPUMAHHS (DYHKIIIOHAJIBHOTO TPOJYKTY.

Excripecist reHiB B 0ararbox BUMNAJKaX aKTUBHO PETYNIIOETHCS, 3MIHIOIOUH Yac
Ta KUIBKICTh CHHTE30BAHOTO T€HETHMYHOI0 NpOoAyKTy. Kilbka KpoOKiB y Tpolieci
eKCIIpecii TeHIB MOXYTh MOJIYJIFOBATUCS, 30KpeMa TPAHCKPUIILIISl 1 TOCTTPaHCIIsIIHHA
Moaudikaiis. Peryndiis ekcnpecii reHiB HaJa€e KIITHHI KOHTPOJb 32 KUIBKICTIO Ta
CTPYKTYpOIO CHHTE30BaHUX OIOMOJIMEpIB 1 € OCHOBOW audepeHmiamnii KIiTHH,
MopdoreHesy 1 aganTaiii Opra”i3My J0 YMOB HaBKOJHUIIHBOTO CEpeIOBUIIIA.
PerymtoBanHs ekcripecii reHIB TaKOX MOK€ MPUBOAUTH J10 €BOJIIOIINHUX 3MiH.

[Ipouec ekcnpecii TeHiB BiIOYBAa€TbCsl B OpraHi3Max ycCiX MHUBHUX ICTOT:
eykapioTiB (y TOMY 4Mcii B 0araTOKJIITHHHUX OpraHi3Max), nmpokapiotis (y 6aktepii
1 apxei), a TakoXX BIPYCIB — JJii CTBOPEHHS MaKpOMOJIEKYJISPHUX OCHOB JUIs iX
KUTTEISTLHOCTI. [lesKi mporiecu, iK1 Biq0yBatOThCS i1 4aC eKCIpecii reHI1B MOXKYTh
MOJYJTIOBATHCS MEBHUMHU YMHHUKAMHM, HANpUKiIaj TpaHckpuriis, craiicuar PHK,
TPaHCIIALIS 1 HOCTTpaHCIsAIIiHA Moudikalig OuIKa.

Excripecis reHiB 3a0e3neuye NiATPUMAHHS CTPYKTYPH Ta (YHKIIT KJIITHHH, 110
€ OCHOBOI i AudepeHIiamii KITHH, MOpQoreHesy, a TaKOX YHIBEpCAJIbHOI
aJlalTOBAaHOCT1 OYyJIb-IKOTO OpPraHi3My J0 YMOB iCHYBaHHs. Perynsiis reHiB Moxe
TaKOX CIY>)KUTH K CyOCTpaT JjIsl €BOJIOLINHUX 3M1H, OCKUTBKM KOHTPOJIb 32 YacoM,
MICIIEM 1 IHTEHCUBHICTIO €KCHpeCii TeHIB MOKE€ MaTH BEJIMYE3HHMI BIUIMB Ha (YHKIIT
(iro) reHiB y KIITUHI a00 y 0araTOKIITHHHOMY OpraHi3Mi.

VY reHertulli, BIUIMB €KCHpecii reHIB pO3IIsAa€Tbes Ha (PyHIaMEHTaIbHOMY
piBHI, aj/pKe TiJ 4Yac IOT0 MPOIeCy MiJ JMi€l0 TeHOTHUNY (OPMYEThCS (HEHOTHII.
['enetnunuit kox 36epiraerbes y JJHK y BUrIsiA1 HYKICOTHIHOT MOCTIOBHOCTI «SKa
IHTEPIPETYETHCI» M1 Yac eKCIpecli reHiB, a BIACTUBOCTI MPOAYKTIB eKCIIpecii reH1B
NPU3BOAUTH 10 (POPMYBaHHS (PEHOTHUITY OPTaHIZMY.
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Jlesiki TeHH EKCIPECYIOThCSl B MEBHUX THUMAaX KIITHH, TOZAl K 1HIIT MOXYTb
OyTH BHUpPa)XKEH1 HA MEBHUX CTaAisAX pPO3BUTKY. KIITMHM TakoX TOBMHHI MaTu
MO>KJIMBICTh 3MIHIOBATH CBO1 MOJIEJl €KCIIpecli reHiB y BIAMOBIAb Ha BHYTPILIHI Ta
30BHIIIHI CUTHAJIW, KOHTPOJIIOIOYHM BUPOOJICHHS OUTKIB y Mipy HeoOximHocTi. OTxe,
pEryiIoBaHHs €Kcopecii TeHIB Mae€ BHpillajdbHe 3HaueHHs. Bimomo 0Oarato
PETYJISITOPHUX MEXaHi3MIB, KOXKEH 3 AKUX Jl€ Ha pi3HOMY eTani uusxy Bin JJHK o
OLIKa.

Peryasinisn ekcnpecii reHis.
KoHTponb ekcnpecii reHiB 311MCHIOETHCS HA yCiX eTanax eKCrpecii reHiB:
- Ha piBHI TPAHCKPHUIIILIIT (KOHTPOJIIOETHCS Yac 1 XapaKTep TPAHCKPUIILII reHa);
- Ha piBHI IPOLECIHTY MIEPBUHHOIO TPAHCKPHUIITY;
- 1pu TpancnopTti 3putux MPHK B niuronnasmy;
- Ha piBHI TPaHCIISIIIT
Bi01p B urtoruiazmMi MPHK st Tpancnsuii Ha pubocomax

- Ha piBHI Jjerpanamii — BuOipkoBa jgecrtaburizaris neBHux Tunie MPHK B
LUTOILIa3MI,
- Ha PpIBHI AaKTUBHOCTI OlIKa — CeNeKTHBHA aKTHBallisi, I1HAKTUBalis abo

KOMITapTMEHTAI[ISl MOJIEKYJT O1J1Ka MICHS IX CUHTE3Y.

Peryasinisa Tpanckpunumii. Perynsuis TpaHCKpUIIIi Mae BaXKJIMBE 3HAYEHHS
JUISL PO3YMIHHS MEXaHI3MiB audepeHIiabHOI aKTUBHOCTI (eKcmpecii) TeHIB B
OHTOT€HEe31 OyAb-KOro Mpo- 1 eykapioTuuHoro opraHizmy. lllnsaxom perymsuii reHHoOq
eKcrpecii KIITUHA MPUCTOCOBYIOTHCS /IO 3MIH 30BHIIIHBOTO 1 BHYTPILIHBOTO
cepenoBuiia. @OEHOTUIT KIITUH BHU3HAYAETHCS KUIBKICTIO 1 BJIACTUBOCTSIMU
MPOIYKOBAHUX HUMHU CTPYKTYPHUX, KaTaJITUYHUX, PETYIATOPHUX ab0 THIINX KJaciB
ounkiB. IloBuHHa icHYBaTH e€(pEeKTHBHA CHCTEMa KOHTPOJIO peanizalii reHeTU4HOi
iHpopMmarllii B KIITHHI, sika O [03BOJsIa B KOXEH MOMEHT NIATPUMYBATH i
(yHKIIIOHAIBHY aKTUBHICTh CHHTE3YIOUH JIOCTATHIO KUIBKICTh PI3HUX OUIKIB.

VY Oakrepiii HaOip OUIKIB pPEryirO€eTbcsi B OCHOBHOMY HasBHicTiO MPHK,
NpuAaTHUX JJ1s1 OlocuHTe3y Oulka (TpaHCHsALIl), pPEryisiield CcaMoro IMpoIecy
TpaHCIALIl B pUOOCOMAIILHOMY amapaTi KIITHMHH, a TaKOXX PEryJiIli€lo MpOoIeciB
aerpagamii (mporeonizy) OUIKIB. Y eykapioT OUIKOBMM TyJl B KIITHHI MOXeE
J0JTaTKOBO KOHTPOJIIOBATUCS 3a JIOMOMOTrOI0 IMPOLECiB A03piBaHHS (IIPOLECIHTY)
NEPBUHHUX TpaHCKpUNTIiB 1 TpaHcnopty 3pummx PHK 3 sanpa B nwuromnasmy.
JIoJIaTKOB1 MOJKJIMBOCTI KOHTPOJIIO KJIITUHU €yKapioT Mpuadanu B pe3ylbTari
pO3’€IHaHHS Y MPOCTOP1 Ta Yacl MpoueciB TpaHCKpumiii (B sapi) 1 TpaHchsuii (B
HUTOIUIAa3M1). Y TPOKapIOT TPAHCKPHUIIISA 1 TPAHCIALIA BiIOYBAIOTHCS MPAKTUYHO
OJIHOPA30BO B €AMHOMY HECTPYKTypOBaHOMY KiIiTUHHOMY BMicTi: cuHTe3 PHK Ha
JIHK-matpuili 1mie TpuBae, a BK€ IMOYMHAETHCA TPAHCISIIS 3a y4acTio puOOCcoM,
TPHK 1 6inkoBux 4MHHMKIB TpaHcismii. [lepmmum 1 roloBHUM €TanoM KOHTPOIIIO
peanizanii moToky reHetTuuHoi iHdopmamii Ha nwsaxy Bin JHK mo Ouiky y ycix
OpraHi3MiB € KOHTPOJIb Ha PI1BHI TPAHCKPUITLIII.

I'enomika. Opranizanisi reHOMIB HEKJIITHHHHUX OPraHi3MiB i MpoKapior.
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I'enomika. YV 1920 poui 'anc Binknep 3ampomnoHyBaB MOHSATTS T'€HOM, SIK
CUCTEMY TE€HIB JIOKaJIi30BaHy B TraruioifHoMy Habopi xpomocoMm. B cydacHomy
PO3YMIHHI «T€HOM» — CYKYNHICTh CMAaJKOBOrO Marepiany, KM 3HAXOAUTHCS B
KIITUHI opra”izMy. ['eHoM MICTUTh TeHEeTHYHYy I1H(pOpMaIil0 HEOoOXIAHY I
noOyZ0BH OpraHi3aMy Ta oro (yHKIIOHYBaHHA. BimblIiCTh TeHOMIB (IPOKApioT 1
eykapioT) nooynosani 3 JIHK, ane nesxi Bipycu matoth PHK-renomu.

['enomika copMyBanacsi K po3Aul MojeKyisapHoi Oiojorii B 1980-1990-x
pOKax pa3oM 3 BUHUKHEHHSIM MEPIINX MPOEKTIB MO CEKBEHYBAHHIO T€HOMIB JIESIKUX
BUJIB opraHi3MmiB. [lepmium OyB cexkBeHoBanuit y 1977 poui reHoM 6akrepiodara -
X174 (5368 nykneotuni). Hactynuum etanom Oylio ceKBeHYBaHHS TeHOMY OakTepii
Haemophilus influenzae (1.8 Mb) (1995). Iliznime Oyiu MOBHICTIO CEKBEHOBaHI
FeHOMHM III€ JEKUTbKOX BH[IB, BKIOYatouu reHoMm JoauHu (2001 pik — yopHOBHA
BapiaHT, 2003 pik — 3aBEpILIECHHS MPOEKTY).

Po3BuTOK TeHOMIKM BiIOYBCS 3aBISIKA BJOCKOHAJICHHIO METOJIIB JTOCIIIKEHHS
HK, a Takox 3aBAsiKd MOSIBI MOTYTHbOI OOYMCIIOBAJIBHOI TEXHIKH, 11O J03BOJIMIIO
mpamoBaTd 3 BeNUKUM oOcsrom naHux. Ha cyudacHomy eTami pO3BUTKY
MOJIEKYJIIpHOT  O10Jiorii  copMyBalucs HOBI PO3JUIM T€HOMIKU: CTPYKTypHA
reHoMika, (yHKI1OHaJbHA, 1H(OpMaIiiiHa, TMOPIBHSAIbHA, €BOJIOLINHA, MEIUYHa,
(dhapMakoreHoMmika Ta iH.

OCHOBOIO MOJEKYJISIPHOI MEAMIMHH, fKa pO3pOo0Jsie METOAM TIarHOCTUKH,
JIKyBaHHS 1 NpO(UIAKTUKN CIAJAKOBUX (T€HHUX 1 XpOMOCOMHHMX), 1H(PEKIIHHUX Ta
1HBa31i{HUX XBOPOO € TeHOMIKa JIOAUHU. [ MeauiHu 0coOIuBe 3HaYEHHSI MalOTh
JOCHIPKEHHSI TEHOMIKM B MEIU4YHIM MIKpOoOIioJorii, BIpycodOrii, OCKIIbKA BOHHU
PO3KpUBAIOTh MNPHUPOAY IH(EKHil 1 HaJalTh MNEPCHEeKTUBU ISl CTBOPEHHS
cnenupIvyHUX JIKIB, AJIs JIKYBaHHS PI3HUX 3aXBOPIOBaHb.

Opranizanis resoma BipyciB. Bipycu — 1ie HeKIITUHHI QOpPMHU KUTTH, SKI
MaloTh BJIACHUW T€HOMOM 1 3[aTHI JO0 BIATBOPEHHS TUIBKM B KJIITHHAX Mpo- 1
eykapiot. Bipion (abo BipycHa 4acTKa) CKJIAJAETHCS 3 OJHIET 00 IEKUTBKOX MOJIEKYJI
JIHK a6o PHK, BkpuTuii 011KOBOIO 000JOHKOK (KaIlCH), M0 1HOJ1 MICTUTh TaKOX
JMOigHT W BYIVIEBOJHI KOMIOHEHTH. Bipycu pO3MHOXYIOTbCS TUIBKM —IICIHS
1H}IKYyBaHHS KMBUX KIITHH. Bipycu 37aTHI TpOHUKATH y TBapUHHI ¥ POCIMHHI
KIITUHU, a TakoXX Oaktepii (Bipycw OakTepiii Ha3MBAIOThCA Oaxmepiogazamu).
Bipycu € BHYTPIIHbOKIITUHHUMH T[apa3suTaMd, Ha T€HETUYHOMY pIBHI BOHHU
BUKOPUCTOBYIOTh JJISI CBOIO PO3MHOXKEHHSI OUIOKCHHTE3YIOUMU amapar KIITHHH-
Xas3siHa.

I'enom BipyciB npencrabinennii JJTHK a6o PHK, siki moxyts Oyt omHO- i
JBOJIAHLIIOTOBUMHM, KUIbLIeBUMHU # miHIMHUMH. MonekynspHa maca [IHK Bipycis
nepebysae y mexax 1x10°-200x10%; PHK - 1x10°-15x10° nansrona.

3a ckiagHICTIO OyJ0BM T'€HOMa BIPYCH IIMPOKO BapitooTh — Bimx ¢ara Qp
(PHK-BmicHmi1 Bipyc Oakrepiii), mo Mae 4 rena, no Bipycy Bicnu (JHK-BmicHuit
BIpyC), T€HOM sIKOro HapaxoBye Onu3bko 250 reniB. Kpim Toro, yci reHu BipyciB
MOXXYTh OyTH yNakoBaH1 B OJIHIA MOJIEKYJl HYKJIETHOBOI KUCIOTH ab0 pO3MOALIEHI
Mo JACKUJIBKOM MOJIeKyJdaM, $Ki pa3oM MpeJCTaBIsI0Tb T'€HOM TaKoro BIpYyCY.
Hanpuknaa, y peoBipyciB TeHOM TmpeiacTaBieHuil nBoianioroporo PHK 1
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ckinanaetbess 3 10 momekyn (abo cermentiB). ['eHomu omnonaniroroBux PHK-
BMICHHMX BIpPYCIB, MOXKYTh OyTH a00 CYUUIbHUMHU (PETPOBIpYC), a00 CErMEHTOBAaHUMU
(Bipyc rpury). 'enom PHK-BMiCHUX BipyCiB TUIBKH JIIHIHHUIA.

JHK-BMicHI Bipycu XpeOETHHUX MaiOTh TE€HOM, MPEACTABICHUNA OJHIEIO
mosekysorw JJHK, miniitHOI0 200 KUIBIIEBOIO, OJHO- 00 JBOJIAHITIOTOBOIO. Y JIESIKUX
BIpyCiB, HampHKiIaJ Yy BIpyCy remaTuTy B, reHoM mpeacTaBlieHHHd KUIbIIEBOIO
MouekyJoro neonanitorosoi JJTHK, B 000X naHmorax skoi B pi3HUX MICISIX BUSIBIICHI
OJIHOJIAHILIOTOB1 JUISHKH.

Tunu reHeTHYHOTr0 MaTepiajy i MexaHi3MH perutikanii y pi3HUX BipyciB.

PHK-¢micui ¢ipycu (PHK ~ PHK). T'enomu Mmaibke Bcix Bimomux PHK-
BMICHHMX BIpYCIB — 1€ JIIHIAHI MOJICKYJIH, iX pO3JUISIOTh Ha TPU TPYIH.

Ilepwa epyna — 11€ OTHONAHIIIOTOB1 TEHOMH, 3 HYKJIEOTHUIHOIO MOCIII0OBHICTIO,
mo Bignosigmae MPHK. Taki renomu mno3navarots (+) PHK. Onnonanitorosuii (+)
PHK renom xapakTepHuili mjigs BIpYCIB TIOTIOHOBOI MO3aik, MOJIOMIENITY,
KJIIIIOBOTO €HIe(aiTy.

/lpyea epyna — 1€ OIHOJAHIIOTOBl T€HOMU 3 HETaTMBHOIO MOJSPHICTIO, TOOTO
(-) PHK renomu. o BipyciB 3 HeratuBuuMm PHK renomom BimHOCSTBCS Bipycu
rpuIly, KOpy, CKa3y, ’KOBTOI KapJIMKOBOCTI KapTOILI 1 1H.

Tpemiwo epyny CTaHOBISATH JABONAHINOrOBI reHomu, (+)PHK renomu.
JIBOJIaHLIIOTOB1 T€HOMM 3aBXKJIM CETMEHTOBaH1 (CKIaJar0ThCsA 3 JEKUIBKOX PIZHUX
Mosekyid). Croau  BIZHOCSATBCS  PEOBIPYCH, 1X PO3MHOXKEHHS TOAIOHE [0
nonepenuboro. Paszom 3 BipycHoro PHK y knituny nonanae it Bipycna PHK-3anexna
PHK-nomimepasa, ska 3abesneuye cunre3 (+)PHK. (+)PHK 3aGe3neuye cunTes
BIpYCHHMX OUIKIB HAa puOOCOMAX KIITHHM Xa3sdiHa U CIY)KUTh MATPULECIO JJIsl CHHTE3Y
HoBux (-)PHK nanmtoriB BipycHoi PHK: Jlanmtoru (+) 1 (-) PHK, kommiementapHo
3’€IHYIOThCSl yTBOPIOWOYM ABOHUTKOBUM (£) PHK-renom, sxuii ynakoByeThCS B
OUTIKOBY OOOJIOHKY.

PHK-¢micni sipycu (PHK " /IHK "~ PHK). ]1o HuX BIAHOCATb BIPYCH, Y SIKUX
LUKJ perulikaiii reHoMa BKJIIoYae ABl rosioBH1 peakuii: cuHTe3 PHK Ha marpumi
JIHK 1 cunre3 IHK na matpuni PHK. [Ipu npomy no ckimamy BipyCHOro reHoma
moxke Bxoautu adbo PHK (perpoipycu), abo JJHK (perpoinni Bipycu). ¥ 1o rpymy
BXOJATh BIpyc imyHoaediuuty moguau (BIJI) 1 geski 30yIHHUKH 37I0SKICHHX
HOBOYTBOpEHb. BipycHa yacTka MICTUTH JIBI MOJIEKYJIM T€HOMHOI OJITHOJIAHIIFOIOBOi
(+) PHK. V¥V BipycHOMy reHomi 3akoJ0BaHHi He3BUYaHMI (pepMeHT (3BOpOTHA
peBeprasa), sikuii mae BiactuBocTi sk PHK-3anexnoi, tak 1 JIHK-3anexnoi JJHK-
oJIiMepasHu.

Bipycuuii renoM y popmi nymiekca JIHK (mposipycua JIHK) BOymoByeThes B
xpoMocomy kiitTuHH xassgiHa. JIHK Bipycy nmpu faiunieHH1 KIIITHHU PEIUTIKYEThCS Pa3oM
13 IHK xa3zsina. J{nst yTBOpeHHs HOBUX NPOBIPYCHI TeHH (T€HU BIpYCY B XpOMOCOMaX
Xa3siiHa) TPaHCKpUOYIOThCA B SIAPI KIITHHU TPAHCKPUIILIIMHUM arapaToM Xxa3siHa B
(+)PHK-tpanckpuntu. OnHI 3 HMX CTalOTh F€HOMOM HOBHUX PETPOBIPYCIB, a IHIII
3a3HaIOTh MpolieciHry il yrBopiooTh MPHK, siki BUKOpUCTOBYIOTBCS JJIs1 TpaHCIALIL
OUIKIB BipyCcHUX 4YacTOK. [lo 1€l rpynu BiTHOCSTh OHKOTE€HH1 PETPOBIPYCHU: BIpYC
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capkomu Payca (mraxiB), BIpycC JIEMKO3y MUIIIeH 1 T.1. PO3BUTOK MyXJIMHU BU3HAYAE
OJIMH I'€H PETPOBIpyCa — OHKOI'€H.

JIHK-emicni eipycu. Illepwa epyna — Bipycu 13 asosaniiorooro JIHK,
perutikaris skux 31aiicHIoeThes 3a cxemoro: JJHK ~ PHK #~ JIHK. Bonu onepxanu
Ha3BYy pempoioHi eipycu. llpeacTaBHUKaMu 1€l TPYNH BipyCiB € Bipyc renaTuty B i
Bipyc Mo3aiku 1BITHOI Kanyctu. Perumikanisa JIHK-renoma nux BipyciB 3A1iCHIOETBCS
3a 101oMoror nmpomikaux Mosiekyn PHK:

Ipyea epyna — Bipycu 13 gBonadimoroBoro JIHK, pemmikarmis —sikux
sniicHIoeThesl 3a cxemoro JIHK”JIHK. V 3apaxeniit kmituai JJHK-3anexxna PHK-
noyriMepasa TpaHckpuOye 3 reHoma 1ux BipyciB Mosiekyiau MPHK (to6to (+) PHK),
Kl MPUUMAIOTh Y4acThb Yy CHHTE31 BIPYCHMX OLUIKIB, a PO3MHOXKEHHS BIPYCHOTO
reHoma 3aiiicHioe pepment JJHK-3anexna nonimepasa.

V perposipycax (PHK-BMmicHi Bipycu: Bipyc capkomu Payca, Bipyc CHI/ly Ta
iH.) peBeprasza neperBoproe ix PHK y ¢popmy JIHK, sika BOynoByeThCS B KIITHUHHY
XpoMocoMy. Y pe3ylbTari TpaHckpumilii iHTerpoBaHoi BipycHoi JIHK kiituHHOIO
JHK-3anexnoro PHK-moniMepa3zolo yTBOPIOETBCS BeIUKa KUIBKICTb MOJEKYII
BipycHoi PHK, i1eHTHYHNX BUXITHOMY 1H(]IKYIOUOMY Ir€eHOMY. 3aBEpIIYETHCS MPOILIEC
TpaHcisieto uux mojekya PHK 13 yrBopeHHsIM KancugHux 1 MeMOpaHHUX OUIKIB, a
TaKOX 3BOPOTHBOI TPAHCKPUIITA3U; HApElTi, BiAOYBAa€TbCS CKJIAJaHHS HOBUX
BIPYCHHMX YaCTOK, SIK1 BKJIIO4atoTh BipycHuit PHK-renom 1 3BopoTHY TpaHckpunTasy.
BipycHi 4acTku 3anumiaioTh KIITHHY, He BOMBarouu ii. Bunukae ocobmmBa dopma
XpOHIYHOI 1H(DEeKIi, TpH AKIA NPALIOIOYNNA BIPYCHUI T'€HOM, BKIIOYEHUH 10 CKIaay
KJIITUHHOT XPOMOCOMH, TE€pPENAETbCsl JOYIpHIM KJIITUHAM. Take CHiBICHYBaHHS
BILJIMBA€ Ha KIITUHY. BracTuBOCTI 11 Ml BIUIMBOM BIpYCHHUX OUIKIB, 1[0 epeOyBatoTh
y Hii, MOXXYTb 3MIHIOBATHUCS, 1 B ICSIKUX BUIAJKAX 3apakeHa KIITHHA CTa€ PAKOBOIO.

Xinx podorn:
3aBnanns 1. BuBuuTu oprasizaiito renoma BipyciB.
3aBnanns 2. BuBuutu mexanizmu perutikauii y PHK-emicuux gipycie (PHK * PHK).
3aBnanns 3. BuBuntu Mexanizmu pemnikauii y PHK-evicnux sipycie (PHK "~ IHK *
PHK).
3aBnanns 4. BuBuntu mexanizmu pertikauii y JJHK-emicnux eipycise.

IIuTaHHA 118 CAMOKOHTPOJIIO:
. SIki MexaH13MH caMOperyJsLii ICHYIOTb Y KIITHH1?
. U¥ MOXYTb T€HETUYHO IICHTUYHI KJIITUHU CUHTE3yBaTH Pi3H1 OLIKK?
. Y oMy pi3HUIISA MK T€HOM, TPAHCKPUIITOHOM, OLIEPOHOM ?
. SIxa cTpykTypa onepoHa mnpoxapior?
. SIKy QpyHKI[1}0 BUKOHY€E TPOMOTOP?
. SIky QpyHKII1I0 BUKOHY€E T€pMIHATOP?
. ¥ sSKHX cTaHax MOXKe repeOyBaTH penpecop?

00 3 N N KW

. Cxinbku Monekyln iPHK yTBoproeTbest Ha onepoHi, 1o Mae 10 cTpyKTypHHX TeHIB?
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9. YUu MokHa MOOAYUTH B CBITJIOBOMY MIKPOCKOII JUISTHKY XpOMOCOM 3
HEAKTUBHUMU T€HAMU?

10. 1o Take eyxpoMaTuH?

11. Ilo Take reTepoXpoMaTHH?

TecToBi NUTAHHSA:

1. Hinsaka JIHK, no sikoi npueanyeThes OUTIOK-pernpecop, 1e:
a) IPOMOTOD;

0) omepaTtop

B) T€H-PETYJIISATOP;

') TepMiHATOP.

2. Jinsaka JIHK, oo mictuth iH(pOpMallito Ipo CTPYKTYpy OLIKa-penpecopa, 1e:
a) OIEpOH;

0) omeparop;

B) T€H-PETYISATOP

I') IPOMOTOP.

3. lerepoxpomatut — 1e:

a) GyHKIIIOHAJILHO HEAKTUBHA JUISTHKA XPOMOCOMU

0) pyHKIIIOHAIBHO aKTUBHA JIUITHKA XPOMOCOMH;

B) CITipajizoBaHa JUISTHKA XpOMOCOMU;

I) JecripaiizoBaHa JUISTHKA XPOMOCOMU.

4. EyxpoMaTuH — 1i€:

a) GyHKITIOHAJILHO aKTHBHA JUISTHKA XPOMOCOMU

0) QpyHKIIIOHAJIbHO HEAKTHUBHA JUISTHKA XPOMOCOMU;

B) CITipajizoBaHa JUISTHKA XPOMOCOMU;

I') JecripaliizoBaHa JUISTHKA XPOMOCOMU.

5. POo3pi3HSIOTH Taki BUAM I€TEPOXPOMATUHY:

a) KOHCTUTYTUBHHI

0) gakyapTaTUBHUN

B) aJlallTUBHUM.

6. KoHcTUTYTUBHUI TeTepOXpOMATUH Oepe ydacTh y:

a) MITpUMAaHHI 3arajbHO1 CTPYKTYPH siipa

0) MPUKPITUICHHI XPOMATHHY JI0 JIEPHOT 000JIOHKH;

B) B3aEMHOMY BITI3HAHH1 TOMOJIOTTYHUX XPOMOCOM y M€EH031;
I') poliecax TPAHCKPHUIIILII.

7. Slxuii BUJ XpoMaTuHy € QyHKIIIOHAJbHO aKTUBHUM B 1HTEep(da3i:
a) eyXpoMaTuH

0) X-XxpomaTuH;

B) KOHCTUTYTUBHUH T'€T€PO XPOMATHH;
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r) (pakynbTaTUBHUI reTepo XpOMaTHH.

8. TpaHCKPHMIIIIO JaKTO3HOTO ONEPOHY MPUTHIYYE:

a) KOMIIJIEKC aKTUBHOT'O PeN pecopa 3 HEAaKTUBHHUM PEIPECOPOM;

0) aKTUBHUI THIYKTOD;

B) KOMIUIEKC IHIYKTOpa 3 aKTUBHUM PENPECOPOM;

') aKTUBHHUH pen pecop

9. OnepoH — 11e:

a) rpyrna CTpYKTYpHHUX I'€HIB Ta MOB'A3aHUX 3 HUMHU PETYISTOPHUX IUISTHOK, 110
KOHTPOJIIOIOTH yTBOpeHHs mpo-iPHK

0) rpyna peryJisaTopHUX reHiB, [0 KOHTPOJIIOIOTh YTBOPEHHS KUIBKOX MOJIEKYJI MPO-
1PHK;

B) Tpymna peryasaTOpHUX JUISTHOK, PEJICTaBIEHUX IPOMOTOPOM, OIEPaTOPOM Ta
TEPMIHATOPOM, 1110 KOHTPOIIOIOTH YTBOpeHH: mpo-1PHK.

10. IIpomotop — 1ie:

a) MOCHII0BHICTHYKJICOTUIIB, 10 K01 npueanyetbesa JJHK-3anexxna PHK-
noyrimMepasa

0) MOCIOBHICTHHYKIICOTH/IIB, CIIOPITHEHA 3 OUIKOM-PEIPECOPOM;

B) MOCJTIIOBHICTBHYKJICOTHIIB, Y SIKIM MICTUTBCS 1H(GOpMAILlis PO OLI0K-pEnpecop;
I') IOCJIJIOBHICTBHYKIICOTU/IB, siKa 3a0e31euye NpunuHeHHs cunTesy npo-1PHK.
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IIpakTuuna podora Ne 4.

Tema: CrTpykTypa TeHOMY Ta MOJICKYJSIPHI MEXaHI3MH €KCHpecii TeHIB Y
MPOKapIOTIB.
MeTta: BuB4uTH CTpYKTYpYy T€HOMY Ta MOJEKYJISIPHI MEXaHI3MHU €KCIIPECIi TeHIB Yy
MPOKapiOTiB

[lepmiM 1 TOJIOBHUM €TarioM KOHTPOJIIO pealizaimii MOTOKY T€HETUYHOT
iHpopmanii Ha musxy Big JAHK go Ouiky B ycix opraHi3MiB € KOHTPOJIb Ha PiBHI
TpaHCKpUMIii. TpaHCKpUMIlisS e MepIIMid KPOK EKCIpecii I'eHiB, TOMY peryJisiis
TPAHCKPHUIIIi € OYEBUIHUM CIIOCOOOM BIIMHYTH HAa BUPAXKEHICTh FEHa.

TpaHckpumnilis y MpoOKapioT PErylreThCs MEPEeBAXXHO Ha cTaili iHimiamii. Y
MpokapioT (OakTepiil) TeHW YacTo 3rpyNoBaHi B IPYyNH, TaK L0 T€HH, SIKI MOTPIOHO
EKCIIpecyBaTl OJHOYACHO, 3HAXOASAThCA TMOpYy4Y OJMH 3 OJHUM, 1 BCl BOHHU
KOHTPOJIIOIOTHCSA SIK €JJMHA OJAMHUIIS OHHUM 1 TUM K€ IPOMOTOPOM. [ pynu reHis, siKi
KOOPIMHATHO PETYIIOIOTHCS OJAHUM MPOMOTOPOM, HA3WMBAIOThCS oOlepoHamu. Bech
HaOlp TEeHIB B ONEpPOHI MOXHa KOHTPOJIOBATH 3a JOMOMOrO0 MAii OUIKIB, IO
3B's13ytoTh JIHK, siki nitoTh sik penpecopu (3amo0iratoud TPaHCKPHUIILIT TeHIB), TakK 1
aKTUBAaTOpU (30UIbLLIEHHA TpaHCKpUNLIi TeHiB). 3B'A3yBaHHA LUX OLIKIB 3 IX
mimeHsmMu JIHK anmnoctepudHo KOHTPOMIOETHCS 3B'SI3yBaHHAM CHEHUPIYHUX MaTUX
MOJIEKYII, SIK1 CUTHaJII3YIOTh PO CTaH KJIITHHH.

I'enom nmpoxapior.

[IpokapioT He MalOTh B KIITHHaX sAnapa. ['eHOM mpokapioT moOynoBaHMM
KOMITAKTHO, KUIBKICTh HEKOJIYIOUMX TOCIIIOBHOCTEH HYKJICOTHIIB MiHIMaJIbHA.
[IpocToTa reHOMa MPOKAPiOT MOSICHIOETHCA IX CIIPOLIEHUM KUTTEBUM LIUKIIOM.

Ctpykrypa OakrtepiajbHoi xpomocomu. IIl'aTmecsaT pokiB TOoMy Yyci
XpOMOCOMHU TIPOKapioT BBaxkayiucs JiHiHUMH. B 1956 p. ®.)Kako6 1 E.Bineman
3aMpoONOHYBaJIM KUIbLIEBY MOJIEb OakTepiaabHOi XpomocoMu. Llg Monens BBaxkanacs
3arajbHONPUUHATOI0 1O TMOSBH METOAY MPSMOTo aHamizy (i3uyHOI CTPYKTypHU
xpomocoM. Y 1989 p. ynmepme 1muMm wmetonoM Oyna igeHTH(dikoBaHa JIiHIMHA
OakTepiaibHa XpoMocoMa y 30yAHHMKA KIIIIOBOrO CHipoxeTo3y Borrelia burgdorferi.
Hezabapom BcTaHOBWIIM, IO JIIHIMHA 1 KUIBLIEBI XPOMOCOMHM CIIBICHYIOTh OJTHOYACHO
y Agrobacterium tumefaciens, a y rpaMIIO3UTUBHUX OakTepiil poay Streptomyces, 110
MarTh OJIUH 3 HalOUIbIKX OakTepiitHuX reHoMiB (=8000 Tuc. H.IL.), € O/JHA JIIHIIHA
xpoMmocoma. JIiHIHHI XpoMOocoMH Yy OakTepiii 4YacTo CHIBICHYIOTh 3 JIIHIHHUMH
MJIa3M1IaMU 1 HIUPOKO PO3MOBCIOKEH1 B IPUPOII.

Posmip reHoma y pi3HuUX OakTepiii KonauBaeTbcsa Bin 580 THC. H.OL Yy
Micoplasma genitalium no 9 500 tuc. H.11. y Myxococcus xanthus. JIJisi KATITKOBO1
nanuuku E.coli posmip renoma cknagae 4600 tuc. H.1. (Mot Maca 6mu3bko 3x10° [la,
noxuna JIHK =1,5 mMm). VYV OakrepialbHUX KIITHHaX XpOMOCOMa CHJIBHO
KoMmmakTu3oBaHa. Tak, kinbreBa wmosekyna JHK E.coli morxkuboro — 1,5MMm
3HAXOJIUTHCS B KIITUHI Yy (OpMi MaIMUKH, 110 Mae giamMeTp 1 MKM 1 3aBIOBXKHU 2
MKM. B ocraHHI poOKM cHOCTEpIraeTbcsi MPOrpec B JIOCHIKEHHI TEePBUHHOL
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CTpyKTypH OakTepiaiibHuX XpomocoM. Ha kinens Bxe 2011 p. Oyna BU3HaueHa MoBHA
HYKJIEOTH IHA NMOCHi0BHICTh 200 mpoKapiOTUYHUX TEHOMIB.

Baxrepiiini niiazmiam.

OxpiM XpoMOCOMH Yy OUIBIIOCTI OakTepil ICHYIOTh CTPYKTYpW 3[aTHI A0
aBTOHOMHOI perutikamii — rasmigu. Lle nsonaniorosi kutsiesi JJHK po3mipom Bin
0,1 mo 5% po3mipy XpOMOCOMH, SKi MalTh TI'€HHU, HEOOOB'SI3KOBI IS KIIITHHH-
xa3siiHa, a0o reHu, HeoOX1H1 JIMIE B IEBHOMY cepeaoBuili. [Ina3minu MIiCTITh TeHH,
K1 HAJAI0Th KIITHHAM CIAaJIKOBY CTIMKICTh 10 OJHOTO a00 JEKUIBKOX aHTHO1OTHKIB.
Bonu nicranu Ha3By YMHHHUKIB PE3UCTEHTHOCTI, a00 R—dakTopi. IHmi mnasminu
BHU3HAYAIOTh XBOPOOOTBOPHICTh MATOT€HHMX OakTepid, HaMpHUKiIad, MaTOreHHUX
mTamiB B.coli, 30yIHUKIB 4yMU 1 TipaBls. TpeTi — BU3HAYAIOTh 3[JaTHICTh ITPYHTOBHX
OakTepiil BUKOPUCTOBYBATH HE3BHYAWHI JpKepenia BYIJICII0, HANpPUKIIAJ, BYTJIEBOJIU
Ha(TH.

[Ina3MigyM KOHTPOJIIOIOTH CHHTE3 PI3HUX YUHHUKIB MATOT€HHOCTI Oararbox
BUJIB OakTepiit (y 30yIHUKIB YyMH, CUOIPCHKOT BUPA3KHU, 1€PCUHIO31B, AU3EHTEPIT Ta
1H.).

BaxnuBy ponb Biairparots R—mnasmian. B ymMoBax mIMpokoro 3acTocyBaHHS
aHTUOIOTUKIB 1 IHIIMX MpenapariB BiIOYyBaeTbCs YTBOPEHHS MATOT€HHUX IITaMiB
OakTepiil pe3UCTEHTHUX A0 HUX. BimomMo, MmO CTBOpeHI aHTUOIOTUKM BTpPAvyaroTh
CBOIO €(PEKTUBHICTh 3a PIK 1 HEOOXITHO CTBOPIOBATH HOBIL, 1100 MOA0NATH 1H(EKIIIIO.
®opMyIOTBCS HOBI €MiJeMIYHI KJIOHU NaToreHHux Oaktepi. Ha TemepimHiil yac
BOHM BIJIIPalOTh NPOBIIHY pOJib B €MiZeMIONOrii 1H(EeKUiiHuX XBOpoO, BiA IX
PO3MOBCIOJIKEHHS 3aJIEXKUTh €(DEKTUBHICTD JIIKYBAaHHS 1 3JI0POB’S JIIO/ICH.

HasiBHICTP y MIKpOOpTraHi3MiB JOJATKOBUX JPKEped TEHIB MNaTOr€HHOCTI,
HOCISIMM SIKMX € BIpyCHM W IUIa3Miau, O€3CYMHIBHO, CTaJI0 OJHWUM 13 UYWHHHKIB
BUHUKHEHHS OaKkTepiii NaTOT€HHUX JJIs JTIOJJUHU 1 TBAPHH.

Xix podorn:
3aBaanns 1. BuBuutu ctpykTypy 6akTepiaibHOI XpOMOCOMH.
3aBaanHs 2. BUBuuTH CTpyKTYpy OaKkTepiiiHO1 MIa3MIHU.

IIuTaHHA 118 CAMOKOHTPOJIIO:
1. Y domy cyTh TpaHCKpPHIIIiI Y TIpOKapioT?
2. OxapaktepusyiTe reHOM MPOKapioT.
3. Slka cTtpykTypa OakTepiaabHOi XpoMOCOMU?
4. Illo aBnsAIOTH CO00I0 OaKTepiiiHi MIa3MiHU?

TecToBi NUTAHHSA:

1. [le cuHTE3y€ETHCS PEeTl pecop:
a) B spi

0) Ha pubocomax;

B) Ha TE€HI-PETYIATOPI;
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T') Ha OTeparopi.

2. Kopenpecop — 1e:

a) pEUOBHHA, KA € HACIITKOM POOOTH OTMIEPOHa;

0) pedyoBHrHa, siKa Ma€ crieuudiuHy CIOPITHEHICTh A0 MPOMOTOPA;
B) pEUOBHHA, sIKa 3a0e3Meuye akTUBaIlilo OlJIKa-pernpecopa;

') pEYOBHUHA, siKa 3a0e3Meuye CHHTe3 OUIKa-penpecopa

3. InaykTop — 1e:

a) peuoBHMHA, sKa 3MiHIOE KOHpOpMaIlilo OiJIKa-penpecopa

0) pedoBHrHa, SIKa € HACTIIKOM 1HAYKI[lT poOOTH ONEPOHA;

B) PEUOBHMHA, sIKa Ma€ creupiyHy COPIAHEHICTS;

') pEYOBHMHA, siKa 3a0e3neuye CHHTEe3 OUIKa-penpecopa.

4. Oneparop — 1e:

a) nuissaka Mmonekynu JJHK, mo mictuth iHdopmariio npo cTpykrypy Oiika-
penpecopa;

0) nuistaka monekynu JIHK, sxy BmizHatoTh cietu@iuHi OUTKU-PENPECOpH 1 sKa
PEryII0e TPAHCKPHUIIIIIO ONlepoHa a00 OKPEMUX T'eHIB

B) aingHka monekynu JIHK, sika curnamnizye npo 3akiHU€HHS TPAHCKPUIIL\;

r) nuistaka monekynu JIHK, no sikoi npuennyetscst hepment JJHK-3anexnoi PHK-
MoJIiMEpasHu.

5. Oneparop, MoB'sA3aHUi 13 peIpPecopoM:

a) MPOTUJII€ TPAHCKPUIILIi HACTYMHOI 3a oneparopom AuttHku JJTHK;

0) MOCUIIIOE TPAHCKPUMIIIIO HACTYHOI 3a oneparopom auisiHku JJHK;

B) 3a0e3neuye cuHTe3 (epMEHTIB, iH(OPMALLis PO CTPYKTYPY SIKUX 3aKO/I0BAaHA B
CTPYKTYPHHX T'€HaX;

I') IPOTUIIE€ CUHTE3Y (PEePMEHTIB, 1H(HOpPMAILLisS PO CTPYKTYPY SIKUX 3aKOJI0BaHA B
CTPYKTYPHHX T'€Hax

6. IIponec no3piBanns npo-MPHK HazuBaroTh:

a) peruTiKaIli€o;
0) pemnapaiii€o;
B) IPOLIECUHTOM
I') TPAHCKPUIIIIEIO;
1) MyTaIIi€o.
7. IlpouecuHr — 1e:
a) CYKYIHICTb peakiliii, HacliJKOM SKUX € TIEePETBOPEHHS MEPBUHHUX MPOIYKTIB
TPaHCKPUIIIi HA (PYHKIIIOHAJIBHI MOJIEKYJIN
0) CYKYNHICTb peakiliii, 110 MPOTUIIOTh NEPETBOPEHHIO NEPBUHHUX MPOAYKTIB
TPAHCKPUIIII 1 TPAHCIALIT Ha (YHKIIOHAIBHI MOJIEKYJIH;
B) CYKYIHICTh peakiii, mo 3a0e3neuyioTb (OpMYBAaHHS TPETUHHOI CTPYKTypHU
OUTKOBOT MOJIEKYJIH;
I') CYKYNHICTh peakiiid, 1o 3a0e3neuyioTh (popMyBaHHS UYETBEPTUHHOI CTPYKTypHU
OUTKOBOT MOJIEKYJIH.
8. OIMHUIIEIO TPAHCKPUIIIIIT €:
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a) peruIiKOH;
0) MyTOH;
B) TPAHCKPUITOH
I') OIIEPOH;
1) IIUTPOH.
9. PeuoBnHHM HEOLIKOBOI MPUPOAM, SIKIi aKTHBYIOTH PENPEcOp 1 MEpPEHIKOIKAIOTh
TPaHCKPHUIILIII:
a) IHIYKTOPH;
0) xopernpecopu
B) Moau]iKaTopH;
I') TEpMIHATOPU;
1) EHXaHCEPH.
10. TpaHCKpHIIIIiIO TAKTO3HOTO OMEPOHY «BUKITIOYAEN:
a) 6110K-pernpecop;
0) mpoMoTOp;
B) komiuiekc PHK-noniMepasu 3 mpoMoTopom;
I') B3aeMO/Iis1 OUTKa-pernpecopa 3 ornepaTopom
1) oTepaTop.
11. JlinsgHka onepoHy, 10 3B’ I3YETHCS 3 OLIIKOM-PETPECOPOM, HA3UBAETHCS:
a) TeH-PETryJIATOp;
0) mpoMoTOp;
B) omepaTop
I') TEPMIHATOP;
1) IIUTPOH.
12. . Ilponec no3pisanns npo-MmPHK Ha3uBaroTs:
a) peruTiKaIli€o;
0) pemnapaiii€o;
B) IPOLIECUHTOM
I') TPAHCKPUIIIIEIO;
1) MyTaIIi€o.
13. OguHuUIEeI0 TPAHCKPUIILLIT €:
a) PEeIuTiKOH;
0) MyTOH;
B) TPAHCKPUIITOH
I') OIIEPOH;
1) IIUTPOH.
14. Hinsuka JIHK, o mictuTh iHGOpMaIlio Ipo CTPYKTYpy OlTKa-penpecopa:
a) OIEpOH;
0) omeparop;
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B) T€H-PETYIATOP
I') IPOMOTOP;
1) TPAHC KPUITOH.
15. XimiuHa npupoja pemnpecopa:
a) BYTJIEBOJI;
0) i
B) O1710K
r) IHK;
1) PHK.
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IIpakTuuna podora Ne S.
Tema: CrTpykTypa TeHOMY Ta MOJIGKYJSIPHI MEXaHI3MH eKCHpecii TeHIB 'y
€yKapioTiB.
Meta: BuB4uTH CTpYKTYpY T€HOMY Ta MOJEKYJISIPHI MEXaHI3MU €KCIIPECIi TeHIB Y
€yKapioTiB.

I'enna excmpecis — 1e CKIaAHMM MOJIEKYJSIpHUI MEXaHI3M peanizamii
CHaaKoBo1 iHpopMallii B KOHKPETHY (PEHOTUIIOBY O3HAKY.
ITporiec ekcnpecii reHa BKJIIOYAE TaKi eTamu:

1. Tpanckpunuiga — ckIagHUI O10JIOTTYHUM MpolieC peakiidi MaTpPUYHOTO CHHTE3Y,
AKUN 3a0e3neuye mnepenady iHgopmanii 3 mochigoBHocTi HykieotuniB JJHK nHa
nociioBHICTh HykIeoTu i PHK.

2. TIpouecunr — mpouec no3pisanns 3puioi iPHK (a6o TPHK). [Ipo-iPHK 3a3nae
Moaudikaiii Ta craiciHry, mo 3abesneuye crabuibHicTh iPHK Ta 3matHicTs 110
o€ THAHHS 3 puOOCOMaMH.

3. TpaHcnsia — CKIAAHUNA OIOJOTTYHUIN MPOIEC peakiii MaTPUYHOTO CHHTE3Y,
Akl 3a0e3neuye mnepenavy iHdopmaiii 3 mocaigoBHocTi Hykiaeotunis PHK na
MOCJITOBHICTh aMIHOKHCIIOT B MOJIIENTH/IAX.

4, @onmiHr Ta Moaudikaiis TONINENTUAIB B KIITHHI (B UUTOIIA3MI Ta
BaKyOJISIpHIM cucTeMi), sIKIi NPUBOAATH 1O CTPYKTYpHOi oOpraHizamii OUIKIB Ta
HaOYTTIO HUMH (PYHKI[IOHAJIBHOT aKTUBHOCTI.

5. Excripeciss B 0O3HaKy. YTBOpeHMiI OUIOK BUKOHYE CBOIO (YHKIIIO, fKa Ha
MOpdOJIOTITYHOMY PIBHI BH3HAaua€ KOHKPETHY O3HaKy (reH) abo deHotun (mipu
B3a€EMO/Ii1 3 IHIIMMU T€HAMH).

Bci eranm ekcnpecii TeHIB BiIOyBalOTbCS 3 BHKOPUCTAHHSAM €HEPrii MiA
BIUIUBOM JI€CATKIB (hepmeHTIB. OCHOBOIO €KCIpecii I'eHIB € MOJICKYJSApHI MPOLecH
TPaHCKPHUIIIi, TPOLUECIHTY, TPAHCISILIT 1 MOAU(IKALI].

Tpanckpumniiis y eykapiorT.

PHK-nonimepazu eykapioT BHBYEHI 3HAYHO MEHbIE, HDK BIIMOBIIHI
dbepmentu Oakrepiii. Cunte3 PHK y eykapioT 3aiiicHIOIOTH TpH pi3HI (hEepMEHTHU:
PHK-nonimepasu I, 11 1 III, cTpykTypa sikux BUBYEHA JajieKO HE MOBHICTIO. CIOYATKY
eykapiotuuHi PHK-nonimepasu Oynu ineHTH(diKOBaHI HA OCHOBI iX YYTJIMBOCTI JO
aMaHITUHY — BUCOKOTOKCMYHOMY aHTHOIOTHKY, IIO MICTUTbCA Y OJIJIA MOTaHIII.
[li3nime Oyno BctaHoBieHo, mo PHK-momimepasa | (He uyTimBa 10 aMaHITUHY)
cuntezye Benuki (28S 1 18S) pubocomansai PHK, PHK-nonimepasa Il (HaitbuibIm
YyTJIMBa IO aMaHITUHY) TPAHCKPUOYE TeHH, 1110 KOAYIOTh OUTKH, a TAKOK F€HU MaJIuX
snepuux PHK, a PHK-nonimepasa 111 Binnosinae 3a cunre3 5S pPHK 1 TPHK.

PHK-nonimepasu I, II 1 Il apixmkiB MatoTh TpU IACHTUYHI 110 MOJEKYISPHIM
Maci cyooaunwuitl (27, 23 1 14,5 x/a). Jdpixmxosi PHK-nonimepasu 1 1 1l mictars
TaKoXX JB1 1HINI oOJHaKoBl mo Maci cyoomunmmi (14 1 40 x/la). I[ami Bigomi
cybonunuii y ycix Tppox PHK-mosimepas apixmkiB HMOMITHO PO3PI3HAIOTHCS 3a
MosekyisipHoto Macoro: 135 1 190 k/la — y PHK-monimepasu I; 146, 150, 220 1 445
k/la — y PHK-nomimepasu II; 82, 128 1 160 x/la — y PHK-nonimepasu 1. XKonna 3
PHK-nonimepas eykapioT He 3/1aTHa CAMOCTIHHO 3B'sI3yBaTUCS 3 TPOMOTOpPAMU I'eHIB,
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Kl TpaHcKpuOye. Jlis TpUENHAHHS JI0 TPAHCKPUIITOHA €YKApIOT CIYXaTh
cnenudiuni g koxHoi PHK-momimepasu OunkoBi unHHMkM Tpanckpuniii (TP-
yuHHUKK): PHK-nonmimepasu 1, 1I 1 Il Bumaratots ydacti GakTtopiB TpaHCKPHUIIT —
TFI, TFII 1 TFIII BinmoBimHo. Benuka natuHchka OykBa, sKa 3a3BUYadl ije 3a
PUMCBKOIO 1M(pPOI0, O03HAYa€E, SKUM 3a PAXyHKOM OyB BHSBJICHUN LEed UYHWHHUK,
HaMpUKiIaa, nepmuM OyB BUAUICHMM 4MHHHUK TpaHckpumuii rena 5S pPHK, skwuii
tpaHckpuoOyetbecss PHK-momimepaszoro Il — TFIIA. Pi3HI YMHHUKM TpaHCKpPUIILIT
npuennyiotbes 10 JHK B pi3HuX MICISX BIAHOCHO TOYKH MOYATKY TPAHCKPHIILII.
Tax, yunaauku TFID 1 TFIID 3B's3ytorses 3 JIHK 1 yrBopiotots kommuiekcu 3 PHK-
noJiiMepazamMu Iepeja caToMm modatrky TpaHckpumiii, a unHHUK TFIIC — Bigpasy
nicis BianoinHoro caity. Yunnuk TFIID, HeoOXiguuit nis 6araTb0X MpOMOTOPIB
PHK-nomimepasu 1I, nazuBaroth me TATA-4MHHUKOM, OCKUIBKH BiH 3B'A3YETHCA 3
TATA-GokcoM, po3TaiioBaHuM 3a 25 H.II. 10 CalliTy MOYaTKy TPaHCKPHUIILIII.
He3Bakaroumn Ha Te, 1110 BUBYEHHS OUTKOBUX YMHHUKIB TPAHCKPHUIILIi €yKapioT

e JajeKo He 3aKiHYeHEe, BUSBIICHI JesAKi OCOOJMBOCTI CTPYKTYpPU ILHMX OUIKIB,

3 azotuctumu ocHoBamu JIHK. V mux Ouikax 3a3Budyaii € aBa JOMEHH, OQUH 3 SIKHUX
BianoBigae 3a 3B'sizyBanHs JHK, a npyruit — 3a perynsuilo TpaHCKpHUIILI].
Hanpuknan, y 6inky GAL 4, 1110 peryitoe TpaHCKPUIIIIIO B APDKIKOBUX KIIITUHAX,

I'enernynnii wkoxa. Ile na mnouatky 50-x pokiB XX cr. ['.I'amos
3aMpONOHYBaB, 10 TEHETUYHHM KOJI € TPUIUIETHUM: TPU CYCIIHIX HYKJIEOTHIa B
MOJIIHYKJICOTUIHOMY JIAHI}031 MPOTPaMyIOTh BKIIIOUEHHSI OJIHIE] aMIHOKHMCIOTH B
MOJINENTUIHUN JaHor Ouky. B cepenuni 60-x pokiB XX CT. B cepii OpUTriHAIbHUX
excriepumenTiB  (®.Kpik, C.bpenep, ['.Bitman 1 1Hmi pgociigHuku) —Oyso
BCTAHOBJICHO, IO KOJA € mpuniemuum 1 OeznepepsHum. lloBHa po3mmudppoBKa
reHeTuyHoro koxay, mpoBeneHa M.Hipenbeprom, C.Owoa 1 H.I'.Kopana 3
BUKOPHUCTaHHSAM O€3KJIITHHHUX CUCTEM, OyJia 3aBepiiieHa B 1966 p.

BinnoBigHo no xoxy mpu BukopuctanHi komojiMepa mnomill[C), B sikocti
MaTpHIll B IUX CUCTEMAx YTBOPIOBABCS MOJINENTH], MOOYIOBAaHUN 13 3aJIMILIKIB
cepuny 1 neinuny, a noni(O€), CIyXuB MaTPHUICIO JIJII CUHTE3y KomojiMmepa i3
saymmmkamMu Val 1 Cys, ski uyepryroThes. L pobora mokasana, mo 61 3 64 MOXIMBUX
KOMOIHAIIHA TPbOX HYKJICOTHIIB YOTHUPHOX THUIIIB (4X4x4) KONYIOTb OJIHY 3 JBaJLATH
nporeiHoreHHUX amMiHokucioT. Inmi Tpu komonu — UAA, UGA 1 UAG — He
KOJYIOTh >KOJHY 3 KAHOHIYHHUX aMIHOKUCIOT. Lli KOJOHM € cCurHaliaMu 3yNUHKU
(TepMiHalii) TpaHCHALIl 1 TOMY HA3UBAIOTHCS CMON-KOOOHAmMU, abo KoOoHamu-
mepminamopamu. TepMiHaIbHI KOJIOHU HE 3aBXKIU OJHO3HAYHO PO3MIZHAIOTHCA
cuctemoro Tpanchsuii 1 tomy y ckinaai MPHK Bonu Hepinko nyOmiorothes. [lepimm
(OCHOBHUM) CTOI-KOJJOHOM 3a3BHuaii € kogoH UAA, a Ha HEBEJIMKIM BiJICTaH1 CII1IOM
32 HUM PO3TaIllOBYETHCS OJMH 3 1HIMX TepMinytouux TpumieriB (UGA a6o UAQG).
Cnig  TakoXX BpaxoByBaTH, WIO TMpH CcHHTE31 pany OwukiB komaoH UGA
BUKOPUCTOBYETbCSI  JUIsl BKIIIOUEHHS Yy OUIOK aMIHOKHCIOTHOTO — 3JIUIIKY
cenerHouucreina. Ilpu cunte3i Ouiky tpuruietn HykieotunaiB MPHK (komonn)
TPaHCIIOIOTHCA Yy BIANOBIAHI HUM amiHokucinotu. Hanmpuknazn, kononu AUG 1 GUG
JIETEePMIHYIOTh BKIIOUEHHS Y OUTOK METIOHIHY 1 BaJIIHY BIATOBIIHO.
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OCKUIbKM YHCIIO KOAYHOYHX TpuiuieTiB (61) B Tpu pa3u Ouiblle YHCIIA
MPOTETHOreHHUX AaMIHOKUCIIOT, TEHETUYHUN KOJA 6upooddiceHuti, TOMY OaraTto
aMIHOKHCJIOT KOAYIOThCS IBOMA 1 OUIbIle KoJoHaMH. TuUTbKU AB1 amiHOKUcIOTH (Met
1 Trp) koayrotbest ogquuM kKogoHOM (AUG 1 UGG BiNOBIAHO) 1 TOMY 3yCTPI4arOThCS
y OUIKax pijiie 3a 1HIIi.

BupomkeHicTh TEHETMYHOTO KOOy TOJISITaE B TOMY, IO JJISI  KOXKHOI
amiHokucyiotu ichye Ounbiie oaHid TPHK, 1 ogna TPHK moxe B3aemomisiti OuUIbII
HiX 3 onHuM kojnoHoM MPHK. V Tphox- niTepHOoMy reHeTHYHOMY KOJI HaHOUIbII
BAXJIMBI TMEpIIl JBi, TOAl K TpeTs JiiTepa yacTto OyBae pizHOw. Tak, Hampukiai,
[IIUH KOIYEThes YoTupMa curonimivnumu kooonamu: GGA, GGC, GGG 1 GGU, ¥
3B'SI3KY 3 MEPEBAXKAIOUOK0 POJUTIO MEPIINX ABOX OYKB KOJOHIB (BBaKArOUH 3 S'-KIHIIS
tpurieta MPHK) renernunuii koj 1HOMI Ha3WBaKOTh Keazuoyniemuum. 1ls
0COOJIMBICTh KOy J03BOJIsIE BUKOpUCTATH MeHIy KuibkicTh TPHK: mis B3aemogii 3
61 xononom pocuts 31 TPHK B nmromuasmi 1 Beboro 22 TPHK y GinokcunTe3yrouiii
CUCTEM1 MITOXOHAPIN TBapUH.

['eneTnyHUN KOJ Maiike 3aBXK/IU YHigepcanibHull, TOOTO €TMHUM I BCIX OPraHi3MIB,

AK1 )KUBYTb Ha 3eMJl, - Bi1 OakTepiil 7o moauHu. HeBenuki BIAMIHHOCTI €, IPOTE, B
TeHEeTHYHOMY KOJI1 MITOXOHJIPIH 1 XJIoporiacTiB. HeMae HISIKMX JaHUX PO Te, 10
KOJIU-HEOY/Ib ICHYBaJIM OPTraHi3MH 3 IHIIUM KOJOM a00 IHIIMMH aMIHOKUCIOTAMH.
['eneTHuHU KOJ peTeIbHO 30€piraeThCs B €BOJIOLIT 1 3MIHU B KO/I1, @ TAKOX B
pubocoMaIbHOMY anapati KJIITHH CJIiJl BU3HATH CHIIBHO 3arajJbMOBaHUMU

['enetnunuii ko — cuctema posramyBanHs HykieotuaiB B JJHK (a6o PHK),
dKa  BHM3Hayae mocHigoBHICTH  Hykieorunais PHK 1 amiHokucimor vy
nominentuaax(Taom. 1).

Ta0mumsa 1

[Tepiia Jpyra ocHoBa

ociora | V(A | WMD) | A | rapy | Peroes
Den Cep Tup Iuc YV (A)*

V (A)* den Cep Tup Iuc IT (I
Jleit Cep -- -- A (T)
Jlei Cepn - Tou I (ID
Jlen IIpo I'c Apr YV (A)

1 (T Jleit ITbo Tic Apr I (I
Jleit IIpo ['nu Apr A (T)
Jlei IIno | i ¢l Apr I (ID
Ie Tpe AcH Cep VYV (A)

A (T) Ine Tpe AcH Cen I (I
Ine Toe Ji3 Apr A (T
Mert Toe JIi3 Apr L (ID
Ban Ana Acn i VYV (A)

T (1) Ban Aa Acn [ IT (I
Ban Ana I'ny I'm A (T)
Ban Ara Ly Cni I (ID

*B nyxxkax — kogonu JAHK, nepui nykneotuau — kogouu iPHK.
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Tpanckpunuis.

Tpanckpunyis — mepina crajais peatizaiii TeHeTu4yHoi iHdopMaillii, mpoiec
«mepenucyBanHa»  nociigoBHocTi JJHK B opgHonmanmioroBy — momekymiy
komriementapaoi PHK. B pesynbraTi Tpanckpumnuii yroproroThesi MPHK, ski
KOJYIOTh aMIHOKHUCJIOTH1 TOC1A0BHOCTI OuikiB, a Takox TPHK, pPHK 1 inmi Buau
PHK, m1o BUKOHYIOTH CTPYKTYpPHI, PEryJSTOPHI 1 KaTtajmiTU4Hl QYHKIi. ¥ OCHOBI
TPAHCKPUNIII  JEXKUTb  NPUHYUN — KOMHIEMEeHMApHOCmi  a30THCTHX  OCHOB
nominykiaeotuaHux jganiorie JIHK 1 PHK, a cam mpornec 311HCHIOETBCS 32 Y4acCTIO
dbepmentiB — PHK-nonimepas, i BeMKoOi rpynu OUIKIB — PETyJISTOPIB TPAHCKPHUIILLII.

JlockoHamo  BUBYEHI €TamM 1 MEXaHI3MH  peryjsiuii  TpaHCKPHUIILIT
MPOKAPIOTUYHUX TEHOMIB, NPOTE JeTaldl TPAHCKPUMIT y eyKapioT BiIOMI He
MOBHICTIO. B TOi ’ke yac B 3arajbHIl CUCTEM1 KOHTPOJIIO peajizailii reHEeTUHYHOI
iHpopMaIlli KOHTPOJIb Ha PIBHI TPAHCKPHUMIT € HAWOUIbII Ba)KIMBUM €TarloM,
BIIMOBIJAIBHUM 3a Ju(epeHliadbHy aKTHBHICTh I'€HIB B OHTOr€HE3l Oylb- SKOTrO
OpraHiaMmy, 1 CKJIQJHICTh Oprasizauii LbOTO KOHTPOJIIO, 3aBHH pa3 MiITBEPIKYE
(byHIaMeHTalbHE 3HAU€HHSI TPAHCKPHUIILII B peastizallii mporpaMu *KUTTS.

Cunre3 PHK na matpuni JJHK Begyts JIHK-3anexui-PHK-nomimepasu, siki
BITHOCSITBCS 10 TPYNU HYKICOTUAMITpaHcepas 1 Kl BUKOPUCTOBYIOTh HYKJICO3U/-
5'-rpuocaru. PHK- mosriMepasu akTUBHI TiUTbKH y MPUCYTHOCTI i0HIB Mg2", mis
3B’SI3yBaHHs SIKMX B MOJIEKYJIl ICHY€ KOHCEHCYCHa aMIHOKHCIIOTHA IMOCJHIIOBHICTH 3
10 aminokucinotHux 3anuiikiB. PHK-nonimepasu Ha Binminy Big JJHK-nonimepas ve
noTpedyroTh mpaiiMepa 1 BUKOPUCTOBYIOTh puOOHYKiIeo3ua-5'"- tpudochatu (ATP,
GTP, CTP, UTP). 3pocranns nanirora PHK BinOyBaeThCcsi MUIIXOM MOCIIIOBHOTO
npUeIHaHHS puOOHYKIIe03UuI-5'-MoHOpochaTiB 10 3'-TriIAPOKCUIBHOI Ipynu pudo3u
MoNepeAHLOTO HYKJIeOTUy (To0TO y Hampsami 53’). [1ocHimOBHICTh HYKICOTH/IIB B
cunte3oBanoMy PHK-TpaHckpunti BU3HAYae€ThCs KOMIUIEMEHTAPHUMH a30TUCTUMU
ocHoBamu MatpuuHoro janmora JIHK. Pizuni Bugu PHK y eykapioT cuHTE3yrHOThCA
pizaumu PHK-nonimepazamu, tomi sik y Oakrepiit yci Bugu PHK cunTesye omgun
(bepMeHT.

VY Bcix 0e3 BUKIIOYEHHS OpPraHi3MiB MpPOLEC TPAHCKPUILII BiIOYBAa€ThCS
TUIBKM Ha TMEBHUX JUISHKaX — mpauckpunmoHnax. BoHun oOMexeHl JBoMa
MOCTIIOBHOCTSIMU — MPOMOMOPOM (30HA TOYATKY TPAHCKPHIIIL) 1 mepminamopom
(30Ha 3YMUHKM TpaHCKpurilii). TpaHCKpUNTOHH OakTepil Ha3UBAIOTb ONEPOHAMU.
OrnepoHU BKJIIOYAIOTh HYKJICOTHIHI MOCIIAOBHOCTI — IHUCTPOHH, a00 CMpYKmMypHi
2eHU, SIK1 KOJAYIOTh CTPYKTYpy Hekiuibkox OunkiB. MPHK cunTe3oBaHa Ha omnepoHax
NOMYUCMPOHHA 1 CUHTE3YE JeKUIbKa OUIKIB, Ha BIIMIHY Bi1 Moxoyucmponuux MPHK
BUIIUX OPTaHi3MIB, SIK1 CIIyKaTh MAaTPUISIMHU JIJIs1 CHHTE3Y OJJHOTO OiIKa.

[locnioBHICTh HYKJIEOTHAIB B cuHTe30BaHi Mmoisekyni PHK BuzHauaerbcs
HYKJICOTUJIHOIO TOCHiOBHICTIO MaTtpuyHoro Januipora JIHK. Tpanckpuniis
BIIOYBAa€ThCS 3a MPUHIMIOM KoMIuliMeHTapHocTi. CyOcTpaTtamu MJjii CHHTE3Y
cinyxatb pubonykieosuarpudocdaru. o 3'-kxiHms 3pocrtarodoro Janirora PHK
MPUETHYETHCS HyKIeo3uaMoHodocdar, a 3BuIbHEHUH nipodocdat riaponizyeTses Ha
JIBI MOJIEKYJIM HEOpTraHiuHoro (ocdary, 1o pooUTh peakiiito eHEPreTHYHO BUT1THOIO
1 6e31moBOpoTHOI0. Cami OUIKU-PEryISTOPH TPAHCKPUIIIT HA0yBalOTh a00 BTpavyaroTh
(GyHKUIOHATBHY AKTHBHICTh B pe3yibTaTi MoJu(ikalii KaTaJiTUYHO aKTUBHUMHU
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Oinkamu- pepMeHTamMu, a00 peuOBUHAMM HEOLIKOBOI MPUPOIHU, SIKI MOAYJIOIOTH X
PETYISTOPHI BIACTUBOCTI. Y NPUMITUBHUX (OpMax >KUTTS B PEryJssiilii TPaHCKPUIILIIT
OesmocepeHbO  OepyTh  ydacTh Pi3HI  KIITUHHI ~ MeTal0omiTH  (BYIJVIEBOAM,
aMIHOKHUCJIOTH, HYKJIEOTHIMW Ta 1H.). Y e€yKaploT TPaHCKPHUIIiS Oe3mocepeaHbo
MOB'13aHa 31 3MIHAMHU CTPYKTYpH XpomaTuHy. llepexia xpomaTuHy B aKTUBHY (hopmy
(3maTHY 10 TPAHCKPHUIILIi) € JOJATKOBUM €JIEMEHTOM pEeryJislii TpaHCKPUMIIi Y
BUILIUX OPTaHi3MiB.

Xinx podoru:
3anannsa 1. Ha puc.l cxematuuno 300paxeHo ¢gparment monexkynu JIHK mig gac
Tpanckpumnilii. Hamamtoiite #oro y mportokoni. BuzHaurte, skuii 3 HBOX JIAHIIOTIB
JHHK e wmarpuneto nans cunresy 1—PHK y mpoueci Tpanckpumimii. [lokaxitsh
CTpUI0UKOI0 HanpsiMok nepecyBanHs ¢pepmenty JJHK—3anexxnoi PHK-nonimepasu.

3
5

|
L il 1 =

3'
Puc.1 ®parment monekynu JHK nix yac Tpanckpumiiii.

3apnanns 2. Hexoxyrouuit nanimror gpparmenrta monekynu JJHK mae taky OynoBy:
TTT-TI'II-AT'A-TAT. 3a Tabaumero 1 BHU3HAUTE aMIHOKHUCIOTHHH CKJaJ
B1JIMOBIIHOTO TOJIIMENTHY, CHHTE30BAaHOTO 3a Y4acTio Koayrodoro ygaHirora JJHK.
3aananns 3. Busnaute antukononu aisa T-PHK, mo GepyTh yuacts y cuHTe31 OliKa,
iHpopmarlliss npo (PparMEeHT MEPBUHHOI CTPYKTYPH SKOTO MICTUTBhCS B JUISHII
kojaorenHoro janiora JJHK: HAI-T'ALI-IIAA-AIII-T'TT-AT'A.

3aBnanns 4. AmiHokucinorty koaye tpuruiet LIAT. SAkuit antuxonon mae T-PHK miei
aMIHOKHUCIIOTH?

3aBnanns S. ['en mae tpuruier ['AT. Buznaure ckiiag TpUILIETY, 110 YTBOPUTHCS Ha
HBOMY B TMpOIleCl TPAaHCKPWMIIi, 1 Ha3BITh BIANOBIIHUNA (epMeHT, SKUil 11e
3a0e3nevyBaTuMe.

3aBnanna 6. I'en mae Tpurmmer TAT. Busnaure ckian antukonony T-PHK, mio
TPAHCHOPTY€E aMIHOKHUCIIOTY, SIKa KOAY€ETHCS LIUM TPUILIIETOM

3aBaanns 7. YHacninok myTtaiii reda oro tparier TAT nepeTBopHBCS Ha TparuieT
TALL. Yu 3MIHUTBCS B I[bOTO CTPYKTypa MOJINENTUIY, 3aKOJOBAHOTO B JUISHII
HYKJIETHOBOI KUCJIOTH, SIKa BKIIFOYAE LIEN TPUILIET?
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IIuTaHHA 118 CAMOKOHTPOJIIO:

1. Sxi € Buaum PHK? fka ix ponb y 6iocunTesi 61ka?

2. SIxi BIacTUBOCTI Ma€ TCHETHYHUN KOA?

3. SIx1 kogoHU € 0€33MICTOBHUMMU?

4. o € matpuriero a5 cunre3y 1IPHK?

5. SIx Ha3MBa€eThCS MOCTIAOBHICTL HyKieoTu1iB TPHK, kxoMIieMmenTapHa KoJ10HY
iPHK?

TecToBi NUTAHHS:

1. Tpumier nykneorunis JJHK, mo npununse TpaHCKpUIIit0, HA3UBAETHCSA
a) IPOMOTOPOM;

0) orepaTtopom;

B) TEPMIHATOPOM.

2. SIki 3 Ha3BaHUX PEUYOBUH HAJIEXKATh 0 aMIHOKHUCIIOT:
a) METIOHIH;

0) rilepuH;

B) CEpUH;

T) ypaumu,

3. SIk Ha3UBaIOThCA TPUILIETH, AKI HE KOAYIOTh AMIHOKHUCIIOT, a € 3HAKAMHU
MPUNIUHEHHS! CUHTE3Y MOJIINENTHTHOTO

naniora Ha PHK — maTtpuii:

a) TepMIHYIOYI;

0) 3MICTOBHI;

B) HE3MICTOBHI;

I') HOHCEHC — KOJIOHU?

4. 'eHETUYHMI KOJ BUPOKEHU, TOMY 110!

a) KO>)KHUW TPUIUIET KOJY€E TUTbKH JIB1 aMIHOKUCIIOTH;
0) KOXKHA aMIHOKHUCJIOTA, 38 BUHSATKOM METIOHIHY 1 TpUNITO(paHy, KOJYEThCS OUIbIIE
HI OJTHUM TPHUILIETOM;

B) KOKHUU TPUILIET KOAYE TUIBKUA OJHY aMIHOKHUCIIOTY.
5. TepMiHYIOUMMH KOJIOHAMU €:

a) YAA;

0) YAT;

B) LIALL

r) AYA?

6. [Ipouec nepenucyBanus iHpopmarii 3 i-PHK — 1e:
a) TPAHCKPUIILLIS;

0) TpaHCIALis;

B) CILJIAiCHHT;
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I') IPOLIECHHT.

7. Binok — penpecop NoTpiOEH JiA:

a) QyHKI[IOHYBaHHS OIIEpOHA ;

0) peryiroBaHHs TPAHCKPUIIILIT;

B) perymoBanHs perutikauii JJHK ;

') TPAHCTIOPTYBaHHS aMIHOKHUCIIOT 10 PHOOCOM .

8. Huianka JIHK, 1o sxoi npuennyeThes OLI0K penpecop, 1e:
a) IPOMOTOD;

0) omeparop;

B) T'€H PEryJysTop;

') TepMiHATOP.

9. 'erepoxpomaTuH — 1€ :

a) GyHKIIIOHAJIbHO HEAKTUBHA JUISTHKA XPOMOCOMU;
0) pyHKIIIOHAIBHO aKTUBHA JIUITHKA XPOMOCOMH;
B) cHipaJii3oBaHa JAUITHKA XPOMOCOMU;

I') JecripaliizoBaHa JUISTHKA XPOMOCOMU.

10. EyxpomatuH — 1ie:

a) GyHKITIOHAJILHO aKTHUBHA JUISTHKA XPOMOCOMU;
0) QpyHKIIIOHAJIbHO HEAKTHBHA JUISTHKA XPOMOCOMU;
11. V xniTuHax eykapioTiB, Ha BIAMIHY BiJ HPOKapiOTIB,
MPOLIECUHTY:

a) CIJIAMCHHT;

0) pemnapariis;

B) peruTiKaIlis;

T) JeNelris.

ICHYe 0COOJIUBHIA

THUIIL
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IIpakTuuna podora Ne 6.
Tema: Opranizaiiisi TeHOMY JIIFOIHHHU.
Meta: BuB4uTH CTpYKTYypy F€HOMY JIOJWHU. 3HAYEHHS T'€HOMIKM SIK HayKd, IO
BUpIIIYE TPUKIATHI TUTAHHA KIIHIYHOT 1 MOpOo(UIaKTUYHOT MEIUIMHU Ta
(bapmaleBTHKH.

Jlnst BceO1uHOTO JOCTIIKEHH TeHoMa Jitoauau B 1990 p. Oyna pospobiieHa 1
HUHI BTUTIOETBCS B KUTTA MbKHapojgHa mporpama «l'enom monuan» («Human
Genome Project») — 11e oMH 3 HaWBIABAKHIMINX, TOPOTUX 1 MOTCHIIIMHO BaXKIUBUX
MPOEKTIB B icTOpii muBLIZamil. Y sAIpl KOXKHOI COMAaTHYHOI KIITUHHM JIFOJUHU
3HAXOIUThCS 23 mapu XPOMOCOM: Ha KOXHY XpOMOCOMY TMpHUIIAJa€e MO OJHIN
mounekyini JIHK. Josxuna ycix 46 monexyn JIHK B onHil KIITHHI JTIOAMHUA TOPIBHIOE
Maibke 2 M, KUIbKICTh HYKJICOTHIHUX Map ckiaaae 6,4 MIp/.

OcHOBHUM 3aBAaHHSAM MporpamMu Oyna MmoOyaoBa JOCKOHAJIUX T€HETUYHHX
KapT BUCOKOI'O CTYNEHIO PO3PI3HIOBAHOCTI KOXKHOI 3 24 Tpyn 34eIUIeHHS JIIOJWHH,
SKE€ TMOBHHHE 3aBEPIIUTUCA BU3HAUYEHHSIM MOBHOI nmepBuHHOI cTpykrypu JHK ycix
XxpoMocoM. J[Jisi BUPIMIEHHS bOTO 3aBJaHHS BUHUK MDKHApOJHUNA KOHCOPLIYM IO
BHUBUYEHHIO T€HOMA JIOANHHU, 110 00'enHaB 20 mabopaTopiid 1 COTHI BUEHUX Y BCHOMY
CBITI. YCIIIIHE 3aBEepIIEHHS MPOrpaMu Jajo JIOACTBY MEPCIEKTUBHU ISl PO3YMIHHSA
MexaHi3MiB (YHKIIIOHYBaHHS KOKHOTO 3 TE€HIB, MPUHIMUIIB PO3BUTKY OpPraHizmy,
BCTAHOBJICHHS TEHETUYHHUX IMPUUYMH OaraThoX CIAJKOBUX XBOpPOO 1 MeEXaHI3MIB
CTapiHHS.

[lin reHoMOM eyKaplOTMYHOIO OpraHizMy po3yMmiioTh cymapny JHK
rarioiioro Habopy XpOMOCOM 1 MO3aXpPOMOCOMHHMX T'€HETHUHHMX €JIEMEHTIB, SKi
MICTATBCS B OKpeMIiM KIITHHI 3apOJKOBOi JIiHII OaraTOKJIITUHHOTO OpraHi3My.
Cymapny kuibkicte JJHK B ramnoigHoMy reHomi NpUWHATO MO3HAYaTH JATHHCHKUM
cumBosioM C. BoHa BUMIPIOETHCSA B MiKOrpaMax (Ir), HyKJIEOTUAHUX Mapax (H.I1.) abo
nanproHax (1 or — 0,965 — 109 v.m. — 6,1 — 10it Da). Po3mip reHoma eykapiot B
CepeIHbOMY Ha 2-3 MOPSAKY BULIE, HIK Y TPOKAPIOT

['eHOM eyKapioT ICTOTHO BIAPI3HSAETHCA Bl TEHOMY MPOKAPIOT 3a PsIIOM O3HAK,
cepell SKMX HEOOXIHO BIIMITUTH HOTro HAJJUIIKOBICTh. EykapioTM4Ha KJIITHHA
MICTUTB y 0araTo pa3iB OuIblIe I'eHiB, HiK npokapiotuuHa. [ligBumenuit smict JJHK
B I'€HOM1 €yKapioT HE MOKHA TMOSICHUTH JIUIIIE 30UTbIISHHSIM MOTPEOU IIUX OpraHi3MiB
B JIOJATKOBIM TeHeTH4Hid iH(opmauii y 3B'SI3KYy 3 YCKIaZHEHHSM Oprasizanii,
ocku1bKU Benuka yactuHa ix JIHK renoma, sik mpaBuiio, mpeicTaBieHa TAKUMHU, IO
HE KOAYIOTh TOCJIIOBHOCTI HYKJIEOTHIiB. DEHOMEH 3HA4YHOi HAAMIPHOCTI T€HOMa
€yKapioT BITHOCHO HEKOJYIOUHMX MOCIIOBHOCTEH HYKJICOTU/IIB BIIOMHH i1 Ha3BOIO
«mapagokcy Cy.

BupimenHs ocHOBHO1 3a71a4i mporpaMu «['€HOM JII0JIMHKY» BKIIIOYAJI0 HACTYIIHI
eTarnu:

 Ha nmepmomy erami HEOOXiZHO OyJ0 3aBEpIIMTH CKIAJAaHHA JAETAJIbHOI
TeHETUYHOT KapTH 1 BIAMITUTH T'€HU, BiJlJIaJIieH1 OJIUH BiJ OJTHOTO Ha BIJCTaHI, sSKa HE
MIePEBUIIYE B CEpeTHbOMY 2 MIJIH OCHOB (1 MJIH. OCHOB JopiBHIOE 1 Merabeiiz — 1 MO,
B1J aHIVI. base — OCHOBA).
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« Jlpyruil eran npumyckaB CKJIaJaHHS (PI3MUYHUX KapT HU3BKOTO CTYIEHIO
PO3PI3HIOBAHOCTI 300pakeHHs KOXKHO1 XpomocomH (1103811 0,1 MO).

« Ha tperbomy erami ciig Oyno orpumatu (i3MYHY KapTy BHCOKOTO CTYIEHIO
PO3PI3HIOBAHOCTI YChOrO T'€HOMA Y BHIJISI OXapaKTEPU30BAHUX OKPEMHUX
KJIOHIB (KJIOH MICTUTB 5 KO).

« YerBepruii eran — cexkBenyBanHs yciei [IHK renoma mroaunu (3 1o380soMm B 1
OCHOBY).

« Ha n'atomy, 3aBepmanpHOMY, e€Tami HEOOXiMHO OyJI0 B 3HAWACHUX
MOCJIITOBHACTSAX HYKJICOTH/IIB JIOKAJII3yBaTH yC1 T€HU OpraHi3My Ta BU3HAUUTHU
iX pyHKI1OHATbHE 3HAYECHHS.

I'eneTyni KapTH 34emJieHHs. ['€HETWYHI KapTH 3YEIUICHHS BU3HAYalOTh
XPOMOCOMHY HAQJIEKHICTh 1 B3a€EMHE pPO3TAlIyBaHHS TE€HETUYHHX MapKepiB OJIUH
BITHOCHO Apyroro. KapTyBaHHSl y By3bKOMY CEHC1 — BM3HAUYE€HHS IOJIOKEHHS T'€Ha
a6o wmyramii B xpomocomi, aursHii JIHK 3 HeBu3HaueHow (yHKIIEIO, TOUKY
posmerienns JHK pecrpukrazamu. Takum uumHOM, Mapkep — 1Le Oylb-sika
ycmaJKoBaHa O3HaKa, MOCTymHa ineHTudikaiii. BcTaHOBIEHHS JoKamizallli sSKOro-
HeOyIb Mapkepa J03BOJISIE BUKOPUCTOBYBAaTHM MOTrO JJisi BU3HAUYECHHS IOJIOXKEHHS
THIIIOTO MapKepa.

['eneTnuH1 O3HAKH, JOKANI30BaHI B PI3HUX XPOMOCOMAaX, HE 3YEIUICHI OJUH 3
OJIHMM, TOOTO TepeaaroThcs Bil OAaThKIB MITAM HE3aJIeXHO. [ '€HM, JIOKalIi30BaHi B
OJIHIH XpOMOCOMI1, pPeKOMOIHYIOTh 3a PaXyHOK KPOCHHIOBepa, OOMiHY AUISHKAMU
TOMOJIOTTYHMX XPOMOCOM B MpOLieCi iX CHapoByBaHHS NpH Meio3i. BiporigHictb
KPOCHHIOBEpa MK T'€HaMHU 3aJIeKUTh BiJ BiACTaHI MDK HUMH. UuM OJuk4e TeHU
pO3TalllOBaHi, TUM CWJIbHIIIE BOHM 3ueruieHi (1% KpocuHroBepy = CaHTHMMOpPTaHina
(cM)). I'enetnuna Biactanb B 1 ¢cM npuban3HO q0piBHIOE (Hi3UUHIN TPOTAKHOCTI B 1
MJIH H.I. = 1 MO. 3araibHa JOBXKMHA T€HOMA JIIOJIMHU B LIMX OAMHUIISLX CKJIaJae
6su3bpK0 3 300 cM. I'eHeTHYH1 KapTH 34EIJIEHHS MPAaBUJIBHO B110OpaXkatoTh MOPSIOK
pO3TalllyBaHHs TEHETUYHUX MapKepiB HA XPOMOCOMaXx, ajie 3HAaYEHHs BIJCTaHEH MK
HUMU TpUONM3HI 1 HE BIANOBIJAIOTH pealbHUM (QI3MuHUM BifcTaHsMm. lle
BU3HAYAETHCA TUM, 110 €PEKTUBHICTh PEKOMOIHAIIIT HA OKPEMUX JUISTHKAX XpPOMOCOM
MOXXE€ CHJIBHO PO3PI3HATUCA. ICHYIOTH Tak 3BaHl «rapsdi» TOYKH pEKOMOIHAIli 1
o0nacTi TeHoMa, Je pekoMmOiHallisl NpuUrHiyeHa (LUEHTPOMEpHI, TeIOMEpHl 1
reTepoXpoOMaTHHOBI AUISHKKM XpoMocoMm). Kpim Toro, dacrora pexomOiHamii y
YOJIOBIKIB MEHINIA, HDK Yy KIHOK, TaK IO 3arajbHa JOBXHMHA YOJOBIYOIO T'€HOMA,
BUMIpsIHA B OJMHUIIIX peKOMOiHaIlll, € MEHbIIOK. TaKUM YMHOM, T€HETUYHI KapTu
3YeIUIeHHS € HaliMeHIl ToyHuUMH. [IpoTe Ha mpakTuill camMe BOHU 1 TUIBKHM BOHH
JO3BOJIAIOTh  JIOKAJi3yBaTW CKJIaJHI TEeHeTHYH1 Mapkepu (H., acolliiioBani 3
CUMIITOMaMH 3aXBOPIOBAHHS).

Jo mouatky 70-x pokiB XX cT. moOynoBa TE€HETUYHUX KapT JIIOJAUHU
mpocyBajacs AyXe NOBUIBHUMU TemMnaMu (H., T€H KOJbOPOBOI CIIMOTH OyB
KapToBaHHUM Ha X-xpomocomi B 1911 p.), a mepmwmii ayrocomuuii red — B 1968 p.
o 1994 p. Ha xpoMocoMax JIIOAUHHU OYyJI0 KapTOBAHO 5 THUC. CTPYKTYPHHMX T'€HIB 1
nonaag 60 000 mapkepuux JIHK-mocninmoBHoctedt. Takuil cTpiMkuil mporpec B
KapTyBaHHI I'€HIB JIIOJAUHH MOB'I3aHUM 3 MOSIBOIO HOBUX TEXHOJIOT1H B IUTOT€HETHIL],
B KJIITHHHUX KYJIBTYpax 1 0COOJIMBO B MOJICKYJIAPHINA T€HETHIIL.
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liopuamsanmia comaruynux KJITHH. OgHUM 3 HAWOUIBII MOMYJISPHUX
METO/IIB BIAHECEHHS T€HETHMYHOro Mapkepa ((pyHKIIOHaTbHO aKTUBHOIO TeHa) 10
KOHKPETHOT TpyHu 34eIVIeHHd € TiOpuam3allis COMAaTHMYHHMX KIITHH PIi3HUX
010JI0TIYHUX BHJIB OPraHi3MiB, OJUH 3 SKMX — AOCHKYyBaHuH. ['1OpuaH1 KIOHU
OTPUMYIOTH MLUISXOM IITYYHOTO 3JUTTA KIITHUH JIIOJWHUA 1 PI3HUX TPU3YHIB:
KUTalCHKOTO XOM'siKa, MU, namtoka. KynbTuByBaHHS TaKMX COMATHUYHUX T1OPUIIB,
K BUSIBUJIOCH, CYIPOBOJIKYETHCS BTPATOI0 XPOMOCOM JIIOJUHMU. BTpara xpomocom
Ma€e BUMAJAKOBUHN XapakTep, 1 KJIOHU KIIITUH, sIKI YTBOPIOIOTHCS, MICTATh XPOMOCOMH,
0 3aJUIIMIKCA, B PI3HUX NOE€JHAHHAX. Tak OTPUMYIOTh MaHENIl TIOpUIHHUX
KJIITUHHUX KIJIOHIB, SIKI MICTSTh OJHY a00 JEeKUIbKa XpOMOCOM JIIOJMHH 1 MOBHUM
Ha0Ip XpOMOCOM IHIIIOTO BUAY. 3HAXOKEHHS JTIOJChKUX O1KiB, cierudiuanx MPHK
abo mocmpoBHocTeld JIHK B Takumx KiIOHaX MO3BOJISIE OJHO3HAYHO BH3HAYUTH
XpPOMOCOMHY HaJICKHICTh BIAMIOBITHUX T'€HIB.

CTpyKTypa reHomMa JIIOJAUHHU (32 JAHUMH CEKBEHYBAHHA).

[[lo6 BCTAaHOBUTH IOCIIAOBHICTH T'€HOMAa JIIOAWHM, 3HAJOOMIIOCS 00'€IHATH
3ycuiiist 0e3iidl Tpyn BUCHHUX 3 pi3HUX Kpaid. [louymHarounm 3 1998 p. pobGoTtu 10
CEKBEHYBAHHIO T€HOMA JIIOAMHU MPOBOASATH MapajiesbHo MDKHApOJHUN KOHCOPLIIYM
1 mpuBaTHa KomepiriiiHa komnaHig Celera Genomics (npe3unent Kpeir Bentop). B
moromy 2001 p. Oynu omyOiikoBaHl JBI MomepeAHi Bepcii CTPYKTYpU T'€HOMa
moauHu. Onuc reHoMa JIIOJUHU MOKH 110 HE BIAPI3HAETHCS BUCOKOIO TOYHICTIO, aje
BXKE 3apa3 MOXHa 3pOOUTH psii BAXKIMBUX 3aKIlOueHb. Benvke 3HaueHHs HaOyBae
MOPIBHSIHHS T€HOMa JIIOJAMHU 3 CEKBEHOBAHMMM T'€HOMAaMH IHIIUX €YKaplOTHYHHX
OpraHi3MiB.

Ha ocHOBI KOMI'TOTEpHUX aITOPUTMIB, MOOYJOBAaHUX HA CyYaCHUX YSABJICHHIX
PO CTPYKTYpy TeHa 1 mpo OLIKOBI AOMEHHU, Oylia po3paxoBaHa KUIbKICTh T€HIB B
TE€HOMI JIFOJIMHM, K1 KOAYIOTh OUTkH. MiXHapoaHuit koHcopiiym BusHauuB 31 780
outokkoayrounx reHiB, a ¢dipma Ilenepa ['enomikc BusiBuna 39 114 renis. Lli
BEJIMYMHHU € TMONEepe/HIMHU, 1 BOHUM Habarato MeHIIl BiJl paHillleé MOCTYJIbOBAHOTO
yucia Outok-konyrouux rexiB (=100000). BigznayaeTbecsi HUK4YA LIUIBHICTH OUIOK-
KOJYIOUHX T'€HIB B T€HOMI JIFOJIUHH.

B mopiBHSIHHI 3 reHOMamu IHIIUX €YKapioTiB y JIIOAMHU OUIbII MOIIMPEHI
reHH, AKi OepyTh ydacTb B 3a0€3MEeuUeHHI IMYHHOTO 3aXHCTY; Y PO3BUTKY HEPBOBOI
cucteMu (HEHpOTpOPIYHI YUHHUKH, YMHHUKUA 3pPOCTAHHS HEPBIB), CUTHAIBHUX
MOJIEKYJI, MIEJIHOBUX OUIKIB, MOTEHIIAN-KEPYIOUNX 10HHUX KaHaJIB 1 CUHANTUYHHUX
peuenTopHux OUIKIB; y TOOYIOBI IHUTOCKENeTa 1 pycl BE3UKYJ, 3a0e3nedyeHHI
BHYTPIIIHBO- Ta MDKKIITUHHOI CUTHami3alii, MATPUMII ToMeocTaszy. Y IIOJUHU
3HAYHO OUIbINA KUIBKICTh FeHIB Oepe yyacTh B TpaHCKpumuii 1 TpaHcusmii. [3 2000
Takux re’iB 900 BIIHOCATHCS 10 POJWHU OLIKIB, SIK1 MICTATHh «IIMHKOBI1 MAJIBIT1».

VY reHoMmi JIIOJJMHUA YUCTIO TEHIB, 5IKi KOAYIOTh OLIKH, BChOTO B 2 pa3u OuIbIIe
Yyclia TeHIB B T€HOMI YepB'aKa, MYIIKH, pociuHU. e 00yMOBIE€HO BUHUKHEHHSM Y
JIIOJIMHU BEJIMKOT KUTBKOCTI HOBUX OUIKIB. IcHye mpunyienss, uo Homo sapiens He
«BUHAMIIIOB» HOBI1 I'€HHU, 4 BUKOPUCTOBYBAB ICHYIOU1 CTPYKTYpPHI JOMEHH, 30Mparouu
3 HUX HOB1 OUIKM 3 HOBUMHU (YHKIISIMU. ['€HOM JIIOJJMHU KOJy€e OUIbINE Mapajioris i
0araroJIOMEHHUX OUIKIB 3 BEJIMKOIO PI3HOMAHITHICTIO (QYHKIINA 1 apXITEeKTypOlo
JOMEHIB B MOPIBHSHHI 3 TEHOMaMH 1HIIMX €yKapioT. B miioMy Ha 010 TeHiB, sKi
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KOJYIOTh OLTKH, JOBOAUTHCS 2% reHoMma; Ha AUITHKH, siki koayroTh PHK, — =20%
reHoMa, MOBTOPIOBaHI MOCHIZOBHOCTI 3aiiMaioTh Outbiie 50 % reHoma, mpuyoMmy
3HayHa yactuHa 1iei JJHK Bunukia 3a paxyHok 3BopoTHoi Tpanckpurniii PHK.

Jlo 10 % reHoMa JIIOAWMHU CKJIQJalOTh €JIEMEHTH, sIKI TOBTOPIOIOTHCS Ta 3a
CBO€I0 OYJIOBOIO HAaraAylTh IHTErpoBaHy (popmy 1HGEKIIIHUX peTPOBIpYyCIiB NTaXiB 1
ccaBliB. UYKCIO BUSABIEHUX POJMH E€HAOTEHHUX PETPOBIPYCIB B I'E€HOMI JIIOJUHU
oubme 30, ix OlonoriyHa poJib B TeHOMI HeBigoma. LlikaBo, 110 y MaBI €HIOT€HHHUX
BipyciB Habarato MeHIe abo Hemae B3araji. BuxoawTh, 10 3a CTOPOHHIMH
eJIeMEeHTaMH T€HOMHM JIOAMHU 1 MaBIIM PO3PI3ZHSAIOTHCS HA0Arato CUJbHINIE, HIXK IO
caMmux TreHomax. Ile 1amo OCHOBY OJHOMY 3 BIAOMHX JOCHITHUKIB TE€HOMa
akageMikoBi E.J[.CBepJioBy BHCIOBUTH AYMKY MpO T€, IO BIPYCH MOIJIM 3IrpaTu
BAXJIMBY POJIb B «OJIOJHEHHI» MaBOU. Y 3B'SI3KY 3 LKUM MpoOiemMa MOXOJKEHHS
JIOJIJMHU OTpUMalia HOBE 3BYYaHHS.

InentudikoBaHi reHu MPAKTUYHO YCIX CIMAJKOBUX 3aXBOPIOBaHb, SIKI 4aCTO
syctpivatoThes (=320) 1 nmopiBHsHO pinkicHux (=170), 30 peuecuBnux 1 6utbIIe 100
JOMIHAHTHUX OHKOreHiB. [IpoTe Ha CchOroiHi HE MOXHA BHUKJIIOYUTH BIPOTiTHICTH
TOTO, IO JOJATKOBI T'€HH pPO3TAIIOBYIOTbCS Y JUISHKaX TE€HOMA, SIKI JIOCI HE
cekBeHOBaHl. MuikHapoaHuii koHcopiiym 14 kBitHa 2003 p. HOBIiIOMHUB, IO
posmudpoBano 99,99 % renomy nmoauHu. OTpUMaIM 3aBEPIICHY IMOCHTITOBHICTh
reHoMa, fka Ma€e MiHiMalibHe yucio noMmiok (< 1 wa 10 000 nanox JIHK), Bona
MaKCHUMaJIbHO MOBHA - MPOMYCKH 3aJMIIAIOTHCA TUIBKU TaM, 1€ MOCHIJOBHICTh HE
MO>Ke OyTH BCTAHOBJICHA CYYaCHUMU TEXHOJIOTIIMHU.

3po06JieHi y3araibHeHHs 0 CTPYKTYpi FeHOMa JIFOANHH:

1. 'eHoM Bpaxae pI3HOMAHITHICTIO PO3MOJLTY PIZHUX €JIEMEHTIB: TEHIB,
MICEBJIOTE€HIB, MOOUIBHUX eneMeHTiB, 3MicTy G+C, octpiBuiB CpG 1 mBHIKOCTEH
pexkomMOinarrii. I{ei po3moain BiIpi3HAETHCS BiJ MUIIII 1 HABITH BiJl MaBIIH.

2. 20000-30000 rewiB, siKi KOAYIOTh OUIKH, HISK HE TOSICHIOIOTH BIIMIHHOCTEH
B CKJIQJIHOCTI JIFOJMHU 1 YepB'sika a00 1po30diu.

3. CoTHI TeHIB JIOAMHHU, MOXJIHMBO, € Pe3yJbTaTOM IX TOPU30HTAIBHOTO
nepeHeceHHs BiJ 6akTepiil. BUIbIIICTh IHIIKX € MPOAYKTaMHU TPAHCIIO30HIB.

4. T'enom, 0COOJMBO B TEPILIEHTPOMEPHUX 1 MPUTEIOMEPHUX 0OJIACTSX,
HAMOBHEHUN AYIUTIKAILISIMU JIOBTUX CETMEHTIB, SIKi € MOJIMOPQHUMHU B JIIOACHKIN
MOMYJISIT 1, MOXKIIMBO, BIAITPaiIM ICTOTHY POJb B eBoutolii. CerMeHTH1 TyrutiKamii y
JIOJIMHYU 3HaYHO OUIbLIE MOUIKUPEH], YUM Y APIKIKIB, MyXd a00 uepB'sKa.

5. llIBuakocti pexkoMOiHAIN, SIK TPaBWUIO, BHINE B KIHIEBUX AUISHKAX
XpOMOCOM, Ha KOPOTKHMX IUIeYaX 1 Ha MEHBIIMX XpOMOCOMax, 3a0e3leyyrouH,
MpUHANMHI, OJTUH KPOCUHTOBEP HAa MEHO03 HA KOXKHE TIeUe XPOMOCOM.

6. 'enoM Haj3BUUYaiHO BapiaOeNbHUM, PI3HI IHAMBIAYYMU BIIPI3HAIOTHCS
BEJIMYE3HOI0 KUIBKICTIO HYKJICOTUIHUX 3aMiH, MOJOKEHHAM TPAHCIO30HIB 1 HABITh
JOBT'MMH CETMEHTHUMU MOBTOPAMH.

7. 'eHOM HAacUYEHUN PI3HUMH €JIEMEHTAMH, SIKI MOBTOPIOIOTHCS, €Kl 3 HUX

3IaTHI TIEpEeMIlllaTUCSd B TEHOMI, CTBOPIOIOYM HOBI T€HU 1 HOBI PEryISATOPHI
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CIICMCHTHU.

JlocnipKeHHsl CTPYKTYpU T€HOMa psAay IPOKapioT 1 €yKapioT, 1 JIIOJAUHU
30KpeMa, CHpUSAJI0O CTBOPEHHIO HAyKH — TEHOMIKHM, $Ka BHBYa€ T€HOMHM Ha
MOJIEKYJIIPHOMY, XPOMOCOMHOMY, 010XIMIYHOMY 1 (peHOTHUIOBOMY piBHsX. [louaTok
XXI cT., K BBaXarTh Cy4acHI JOCTIAHUKH, SKI MPAIIOIOTh B 00JIaCTI T€HOMIKH,
Oyze eporo (PyHKITIOHAIbHOI TeHOMIKH 1 6101HPOPMATUKH.

['enomika copMyBanacs K po3Aul MojekyisapHoi Oiojorii B 1980-1990-x
pOKax pa3oM 3 BUHHUKHEHHSM MEPIIMX MPOEKTIB MO CEKBEHYBAHHIO T€HOMIB JIESIKUX
BUJIB opraHi3MmiB. [lepmium OyB cexkBeHoBanuit y 1977 poui renoM 6akrepiodara -
X174 (5368 nykneotuni). Hactynuum etanom Oylio ceKBeHYBaHHS TeHOMY OakTepii
Haemophilus influenzae (1.8 Mb) (1995). Iliznime Oyiu TOBHICTIO CEKBEHOBaHI
FeHOMHM III€ JEKUIbKOX BHIB, BKJIOYatouu reHoMm JoauHu (2001 pik — vopHOBHA
BapiaHT, 2003 pik — 3aBEpIICHHS MTPOCKTY).

Po3BuTOK TeHOMIKM BiIOYBCS 3aBISIKA BJOCKOHAJICHHIO METOJIIB JTOCIIIKEHHS
HK, a Takox 3aBAsKd MOSIBI MOTYTHBOI OOYMCIIOBAJIBHOI TEXHIKH, 110 J03BOJIMJIO
mpamoBaTd 3 BeNUKUM oOcsrom nanux. Ha cyuyacHomy eTami pO3BUTKY
MOJIEKYJIIpHOT  O10Jiorii  copMyBalucs HOBI PO3JAUIM TEHOMIKU: CTPYKTypHa
reHomika, (yHKI[iOHaNbHA, 1HQOpMAaIliiHa, TOPIBHSAIBHA, €BOJIIOIIMHA, MEIUYHA,
(dhapMakoreHoMmika Ta iH.

OCHOBOIO MOJIEKYJISIPHOI MEAUIMHH, fKa pO3pOo0Jsi€e METOAM TIarHOCTUKH,
JIKyBaHHA 1 NpO(UIAKTUKU CMAJAKOBUX (T€HHUX 1 XpOMOCOMHHUX), IH(PEKIIHHUX Ta
1HBa31i{HUX XBOPOO € TeHOMIKa JIOAUHU. [ MeauHu 0coOIuBE 3HaYEHHSI MalOTh
JTOCHIPKEHHS] TEHOMIKM B MEIUYHIM MIKpoOioyorii, BIpycOJOrii, OCKUIbKM BOHH
PO3KpUBAIOTh NPHUPOAY IH(EKHil 1 HaJalTh MNEPCIEeKTUBU ISl CTBOPEHHS
cnenuIYHUX JIKIB, AJIs JIKYBaHHS P13HUX 3aXBOPIOBaHb.

CTpykTypHa TreHOMiKa BHBYa€ HYKICOTHUIHI IOCIIJOBHOCTI TEHOMIB,
CTPYKTYpHY OpTaHi3allil0 TEHIB OpraHi3MiB, MDKTCHHUX JUISHOK, PETyISTOPHHUX
CTPYKTYpPHHUX €JIEeMEHTIB (IIPOMOTOpIB, €HXAHCEpPIB Ta 1H.), HAa OCHOBI SIKHX
CKJIQJA0ThCS TeHETHYH], (PI3UYHI 1 TPAaHCKPUMI[IITHI KapTH OpraHizMy.

@OyHKIIOHAJIbHA TeHOMiKa BHBYaE peanizalilo TeHEeTHYHOI 1Hdopmalli,
3aMMcaHoi B TEHOMI, BiJl reHa — 10 O3Haku. [IpoBonATbCS MOCHIKEHHS TIO0
inenTudikamii GyHKI KOKHOTO TeHa 1 IUISHKYA T€HOMa, 1X B3a€MOJII0 B KIIITHHHIM
CUCTEMI.

EBoJioniiina renoMika 3’scoBye NUIAXu (GOPMYBaHHS Ta €BOJIIOLIIO T€HOMIB,
MOXO/>)KEHHSI TEHETUYHOT0 NOAIMOP(]i3My 1 610JI0TTYHOT PI3HOMAHITHOCTI.

Mennyna reHoMika  BHUpINIye NPUKIAAHI NHUTaHHA  KIIHIYHOT 1
npo(UIaKTUYHOI MEIMIIMHM Ha OCHOBI 3HAHHS TE€HOMIB JIOAWMHU 1 MAaTOr€HHUX
Oprati3MiB (HalpuKiIaja, JIarHOCTUKA CMAJKOBUX XBOPOO, MEPCHNEKTUBU FeHOTEparii,
MPUYKUHHU BIPYJICHTHOCT1 XBOPOOOTBOPHUX MIKPOOPTAHI3MIB).

dapmakoreHoMika BUBYA€ 1HIMBINYyalbHYy BapiaOeNbHICTh peaKIlii OpraHizMy
Ha JIII0 JIIKApChKUX 3ac001B, sika 00yMOBJIE€HA T€HETUYHO, YYTIUBICTh OpraHi3My Ta
BIIMOBIAL Ha (apmakonpenapatu. [lomiMopdizm (HasBHICTH ajeniB, MHOKMHHHX
ajieNliB TeHa, PIAKICHUX T€HIB) B MOMYJAIISAX JIOJUHU BUMAara€ HOBOTO IMIAXOAY 0
CTBOPEHHS JIIKapChKUX 3aco0iB. BcTaHOBIEH] reHu, skl KOJYIOTh CUHTE3 OUIKIB, 1110
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BIUTMBAIOTh HA IMPOLIECH BCMOKTYBAaHHS, PO3MOAULY, METabodi3My 1 BHUBEICHHS
JKapChKUX 3aC001B. Y 3B'SI3Ky 3 MOJIMOP(HI3MOM TaKUX T€HIB JUIs TEIKUX MaII€HTIB
JKapChKl TpernapaTd MOXYTh OyTH Hee(eKTUBHUMHM, ab0 MaTH TOKCHYHY JiiO.
Hanpuknaza, B HopMi y pi3HUX TPyH JOJEH MIBUAKICTH €IIMIHALT JIIKIB 3 OpPraHi3My
Moxke Bigpizusatucs B 4-40 pasie, a 10-40% mrogeit He pearyioTh Ha
dbapmakoTepanito. lle 3mymiye po3poOsaTH JIKapChKi Mpenapatu 3 ypaxyBaHHSIM
IHAUBINYaTbHUX TEHETUYHHX OCOOJIMBOCTEH. BUSIBICHHS TEHIB, sSIKI IETEPMIHYIOThH
peakiii Ha GapMaKoJIOTI4HI 3ac00H, JO3BOIATH PO3POOUTH MPOTHOCTUYHI TECTU. Y
MEPCHEeKTUB1 MOXKJIMBA PO3pOOKa TECTIB, sIKI BU3HAYAIU O «T€HETUYHUN MPOPUIbY
Malie€HTa Ta TECTIB, 32 JOIMOMOTOI0 SKMX MOXKHa OKPECIUTH €(PEKTUBHICTH JIKIB AJIs
KOHKPETHOT JIIOJAMHH.

Xin podorn:

3anannsa 1. Ha puc 1. 300paxkeHo cxemy MexaHI3My penpecii cuHTe3y (epMEeHTIB
TpunTodaHoBoro omnepona kumkoBoi mnamuuku (Escherichia coli). bakrepis
Escherichia coli Moxe CUHTE3yBaTH aMIHOMHCIIOTY TPUINITO(aH 3a y4acTio (pepMeHTy
TpunToaHcUHTEeTa3u. SIKIIO KIITHUHA MICTUTh HAQJIMIIOK TpuntodaHy, TO 1eska
HOro yacThHa JIi€ IK KOpenpecop, 3B’ A3YI0UUCH 13 MOJIEKYJIOI0 pernpecopa. Mosekyina
penpecopa, akTHBOBaHA KOpemnpecopoM, 3’eHyeThes 3 onepatopoM. JJHK—3anexna
PHK-nonimepasza He MOXxe pyxaTucs BiJf IPOMOTOpA B HAMPSMKY CTPYKTYPHHUX T'€HIB
1bOro omepoHa. HamamoiiTe B MPOTOKOJII CXEMY MEXaHI3My pemnpecii CHHTE3y
dbepMeHTiB TpuntodaHoBoro omnepony. Ha cxemi mosnaure kopernpecop i mudpamu
MOKaXITh €Talu pernpecii CMHTe3y (PepMEHTIB.
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Puc. 1. Cxema mexaHi3my pernpecii cuHTe3y (pepMeHTIB TPUIITO(HAHOBOTO OTIEPOHY.

3agnanna 2. IlpuroryiiTe TUMYacoBUU MIKpompenapaT KIITHH OYKaJIbHOIO
emiTenito. /[ 1bOro CTepuIbHUM IIMATENeM BI3bMITh 3ICKPIO KIITHH ENITENiio
cinu30BOi  000JIOHKM 1IOKK. KiiThHHM 3ickpiOka pIBHOMIPHO TOHKUM IIapOM
PO3MICTITh Ha TMOBEPXHI YHUCTOTO CYXOro TMPEeAMETHOrO0 CKja, HaHeciTh Ha
Mikpomnpenapar 1-2 xkpamnuau 1% po3uumHy aimeroopceiny. Mikpomnpenapat
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HAaKpUHTE HAKPUBHUM CKejblleM yepe3 1-2 XB (a1 1HTEHCHUBHOTO 3abapBiiCHHS
XpOMaTuHY spa). Po3risiHpTe Mikponpenapar crioyaTKy Mpu cepeIHbOMY (OKYIIsAp X
10, o6’extuB * 40) 30UIbIIEHH] CBITJIOBOrO MIKpOCKomna. Biamykaiite 1map
emiTeMaIbHUX KIITHH, SKI MICTATh KyJACTi siApa. Po3risHbTe I KIITHHU 1]
iMepciitHuM 00€’kTruBoM (OKyIsip X 10, 06’ extuB x 90). 3BepHITH yBary Ha 000JIOHKY
snapa (ii ToBuMHYy, Gopmy). Y sapax 4iTKO BUIHO FeTePOXpPOMATHH (IPYIOUYKH PI3HUX
pO3MIpiB), IO 3HAXOJATHCA B KapiomiazMi W mpumemOpaHHO. EyxpomaTHHOBUX
JIUITHOK Y CBITJIOBOMY MIKpOCKONl He BuUAHO. Hamamoiite B mpotokoni 2-3
iHTepdazHux sapa. Ha pucyHky 2 nmo3Haute rerepoxpoMaTuH.
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IIuTaHHA 118 CAMOKOHTPOJIIO:

1. o Take mpomotop ?

2. Sky QyHKIII0 BAKOHYE TEPMIHATOD ?

3. ¥V skux ctaHax Moxe nepedyBatu pernpecop ?
4. llo Take eyXxpOMaTuH ?

5. Ilo Take retepoxpomMaTuH ?

TecToBiI NUTAHHSA:
1. Ilo € NepBUHHOIO O3HAKOIO OPraHi3My, TOOTO NEPBUHHUM MPOIYKTOM T'eHa?
a) HyKJICOTH]I;
0) HyKJIETHOBa KHUCJIOTA;
B) I'CH;
') aMIHOKHCIIOTA;
1) TOMINENTHIHUN JTaHITIOT
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2. Ilpouec no3pisanns npo-MmPHK Ha3uBaroTs:
a) peruTiKaIli€o;
0) pemnapaili€o;
B) IIPOIICCUHTOM
I') TPAHCKPHUIIIIEIO;
1) MyTalIIi€o.
3. OIUHUIIEIO TPAHCKPUIIIIIT €:
a) PEeIuTiKOH;
0) MyTOH;
B) TPAHCKPUIITOH
I') OIIEPOH;
1) IIUTPOH.
3. IIpouec Bupi3aHHs IHTPOHIB (pepMEHTAMU PECTPUKTA3aMHU Ta 3IIMBAHHS E€K30HIB
(dbepMeHTamMu JlirazaMmu Ha3WBalOTh:
a) METWJIyBaHHSM;
0) TPaHCKPUIILIEIO;
B) CIIAHCUHIOM
I') KEMyBaHHSIM;
1) peTUTIKAIlI€o.
4. Tlpomec Bupi3aHHS PI3HUX HYKICOTUIHUX IMOCIIJOBHOCTEH 3 TEPBHUHHOTO
TPAHCKPUIITY 1 yTBOopeHHs pi3zHuX 3pimnx MPHK HasuBaroTh:
a) pernapailli€o;
0) crIaliCHHTOM;
B) aIbTEPHATHBHUM CIUTAliCHHIOM
I') TPaHCIIAIIETO;
1) 1HIIaIi€ero.
5. PedoBuHHM HEOLTKOBOI MPHUPOAM, SIKIi AKTHBYIOTH PEMPECOp 1 MEpPEHIKOIKAIOTh
TPaHCKPUIILIII:
a) IHIYKTOPH;
0) xopernpecopu
B) Moau]iKaTopH;
') TEPMIHATOPH;
1) EHXaHCEPH.
6. TpaHCKPHUMIIIO JAKTO3HOTO OMIEPOHY «BUKITIOYAEN:
a) 6110K-pernpecop;
0) mpoMoTOp;
B) komiuiekc PHK-noniMepasu 3 mpoMoTopom;
I') B3aeMO/Iis1 OUTKa-penpecopa 3 ornepaTopom
1) OTepaTop.
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7. JuisiHKa OMIEpOHY, 110 3B’ A3YETHCSA 3 OUTKOM-PENpecopoM, Ha3UBAETHCS:
a) TeH-PETyJIATOp;
0) mpoMoTOp;
B) omiepaTop
I') TEPMIHATOP;
1) IIUTPOH.
8. [Ipouec no3piBanus iIPHK Bkitouae Taki peakiiii:
a) CIJIAMCHHT;
0) MeTUITyBaHHS;
B) KEIyBaHHS;
I') NOJiaIeHUTYBaHHS;
n) A+b+B-+T.
9. [Ipouiec 3MiHM IEPBUHHOT CTPYKTYPH 1 KOHGOpMAIIIT HOJTINENTUIIB Ha3UBAIOTh:
a) pernaparli€o;
0) MPOIECUHTOM;
B) MTOCTTPAHCIIAIINHOIO MOAU(IKAI[IEO
I') TPaHCIIAIIETO;
1) MoauQIKaIIEI0 IEPBUHHOTO TPAHC KPUIITY.
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IIpakTuuna podora Ne 7.

Tema: MosekynsipHi MEXaH13MU MyTaIlii
MeTta: BuBuuTH OCHOBHI TUIHU MYTallii, iX IPUYMHU Ta MEXAHI3MU BUHUKHEHHS.

BHacnigok JociipkeHb €JIeMEHTapHUX OAMHHIL CHaJAKOBOCTI BUHUKIIU
MOHSTTS, 110 HOCATH 3arajibHy Ha3By Teopii reHa. OCHOBHI MOJIOXKEHHS 1i€i Teopii
TaKi:

1. I'en 3aiiMae neBHYy AUISAHKY (JIOKYC) Y XpOMOCOMI.

2. I'en (muctpon) — vactuna moinekynu JJHK, mo Mae nmeBHy mociigoBHICTH
HYKJICOTHU[IIB 1 € (PYHKIIOHAIBHOIO OJMHMIICI0 cmajkoBoi iHGopmarii. KiibkicTb
HYKJIEOTHU/IIB, K1 BXOJATH IO CKJIaay pi3HOMaHITHUX I€HIB, pi3Ha.

3. Bcepenuni reHa MOXyTh BinOyBaTucCs pekoMOiHauii (BIAMOBIAHI AUISTHKA
UCTPOHA — PEKOHM) 1 MyTallii (BIAMOBIIHI IUISHKY LIUTPOHA — MYTOHH).

4. IcHYI0Th CTPYKTYpPHI 1 pETYJIATOPHI T€HHU.

5. CTpyKTypHi I'eHU KOJIYIOTh CUHTE3 OUIKIB.

6. PerynaTopHi reHHM KOHTPOJIOIOTH 1 CIIPSMOBYIOTh JISJIbHICTh CTPYKTYPHHUX
TeHiB.

7. I'en He Oepe ywacTi B CHUHTe3l OUIKIB, BIH € MATPUIICIO JJisi yTBOPEHHS
nocepeHuKiB — pizHux moiiekys PHK, siki 6e3nocepeanbo 6epyTh yuacTh y CHHTESI.

8. Po3raiyBaHHsI TPUIUIETIB 13 HYKJICOTUIB Y CTPYKTYPHHUX T'€HAaX KOJIIHEapHe
710 aMIHOKHCIIOT Y MOINENTHIHOMY JIAHLIOTY, SIKMM KOJYETHCS JaHUM T'€HOM.

9. Monekynun JAHK 3nmatHi o pemapaiiii, TOMy HE BCl HOLIKOJKEHHS T€Ha
BEIyTh J10 MyTallii.

10. 'enoTun € TUCKpEeTHUM (CKIIAA€ThCS 3 OKPEMHX I'eHIB), ajie QyHKIIOHYE
ak eauHe 1nuie. Ha ¢yHKI0 reHiB BIUIMBaIOTH (AKTOPU SK BHYTPIIIHBOIO, TAK 1
30BHIITHBOTO CEPEIOBUIIIA.

[Tig BruiBoM pi3HUX (i3uko-ximMiyHUX (pakTopiB y moisekynax JJHK moxyTh
BIIOyBaTHCS MOPYIIEHHS CTPYKTYpHOI opranizamii. Taki 3MiHH, SKIIO BOHHU
TOPKAIOTbCA  (DYHKIIOHAIbHO AaKTUBHUX TE€HIB, MPHU3BOASATH JO TOPYILIEHb
MeTabonizMy abo ¢yHkmii (o3Hak). SKmo i 3MiHM HE BUKIMKAIOTh 3aruodeni
opra”izMmy a0o KJIITMHH, BOHU NEpENal0ThCs HallajakamM. TakuM 4YMHOM, T€HHUMU
MyTalisIMA Ha3UBalOThCsl CTaOUIbHI 3MIHM XIMIYHOI CTPYKTYpHM T€HIB, WIO
MOBTOPIOIOTHCS B HACTYMHUX IMKJIAX peIUIiKallii Ta BUSBISIOTHCS B HAUIAAKIB Y
BUIJISIII HOBMX BapiaHTIB O3HaK. YCl1 PI3HOBUAM MYyTalliil MOB'SI3aHl 31 3MIHOIO
HYKJIEOTHUIHOT TTOCII1ZIOBHOCTI T€HIB.

IpuunHn MyTamin:

1. Homunku penikauii. Bonu BUHUKAIOTh y BUIAJIKY
HEKOMITJIEMEHTAPHOTO MPUETHAHHS Aa30TUCTUX OCHOB y MpOLECI perumikaiii. Ko
nomMwiku He Oynu Bunpasieni JIHK-nmomimepa3oro, BoHM NepeaaroThCsi HACTYITHUM
MOKOJIIHHSM Y TMpoILIec] peruTiKaiii.

2. Homunku pexomoinauii. IlopyiieHHsT TOUHOCTI peKOMOIHAIIM TUISTHOK
JIHK nipu kpocuHrosepi Beae 10 0OMiHY HEBIAOBIAHUMU JUITHKaMu XpomocoM. Lle
MPU3BOAUTH /10 MOPYILICHHS] TEHHOT'O CKJIay XPOMOCOM — XPOMOCOMHHX MYyTaIl1i.

3. Ximiuni mymazenu. barato XIMIYHMX PEUOBUH MOXYTh 3MIHIOBAaTU
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ctpykrypy JAHK. Hampuknan, aHamorm a3oTUCTHMX OCHOB, Bkitouarouuch y JIHK,
MOXXYTh 3YNUHATH perulikaiiio abo MOopylIyBaTH KOMIUIEMEHTAPHICTh JAHIIIOTIB;
dbopmanpaerin (HCOH) wmoxe "smmuBatu" wmix coboro JIHK, PHK, O6uiku;
rinpokcunamin (NH,OH) — cneuudiuno pearye 3 UMTO3MHOM, a HOro JepuUBATH
3aMICTh TyaHIHY 3B'SI3yIOTh aJieHiH; a3zotucta kuciaota (HNO,) okxucHwoe it
MOIIKOIKY€ a30TUCTY ocHOBY JIHK.

4. Di3uyni mymazenu. 30Kkpema, yiabTpadioJeTOBE BHUIPOMIHIOBAHHS
(200-400 HM) BUKJIMKA€E YTBOPEHHS AMMEPIB TUMIHY, 110 nopyiye cTpykTypy JHK.
B pe3ynbTaTi 3yNUHSAETHCS TPAHCKPUMIIS, MOPYIUIYEThCA perulikaiis. loHizyroua
paxiaiis (peHTreHiBChbKi poMeHi, Y D-npoMeHi) MOPYIYIOTh CTPYKTYPY MYPUHOBUX
ocHOB 1 pochoauedipni 38's13xu JTHK.

5. bionociuni mymazenu (Hanpukian, BIpyCH, SKI MawTh 3JaTHICTh
BMOHTOBYBaTH cBiii reH y JIHK kmiThHH-Xa3siHa 1 3MIHIOBaTH BUXIIHY CTPYKTYpPY
T€HETUYHOTO MaTepiay).

6. Cnonmanni 3minu (06e3 BuauMuUX npuuuH). Hampuknaa, crnoHTaHHe
J€3aMIHYBaHHS IIUTO3UHY ¥ YTBOPEHHS MpU LBOMY Yypauuiay HIPU3BOAUTH M0
MOPYILICHHS] KOMIUIEMEHTAPHOCTI 1 3aMI1HHU OJIHIET TApU OCHOB HAa IHIY.

MyrTartiii reHa 37e0UTBIIIOT0 € HACIIIKOM 3MIHU MOCIITOBHOCTI HYKJICOTH/IIB
JIHK. CrtpykrypHa kimacudikaiis MyTaiii reHa Taka: 1) 3aMiHa OJHHMX a30THUX
OCHOB IHIIUMHU (TPAHCHO3UIIA); 2) 3MiHA KUTBKOCTI HYKJICOTHAHHUX Map Y CTPYKTYpi
reHa; 3) 3MiHa MOPSAKY IOCHIZIOBHOCTI HYKJIEOTHAIB Yy CKiaal reHa (iHBepcii,
AyTUTIKAIli, Aenenli, iHcepiis); 4) po3puB JIAHIIIOTIB; 5) YTBOPEHHS 3IIHBOK.

3amina azomucmux ocnoe. llpuyuHaMu Takux MyTalii €: a) MOMUIIKH
perutikariii, 0) BIUTMB MEBHUX XIMIYHUX areHTIB.

[ling BruMBOM XIMIYHUX areHTIB MOXX€ B1I0yBaTUCS MOPYIICHHS CTPYKTYpHU
a30TUCTOI OCHOBM BXK€ TMpUEIHAHOTO HykieoTuny Hanpuknaa, mija BIUIMBOM
a30TUCTOI KHUCIOTH MOKE€ BiIOyBaTHCS CIIOHTaHHE Ji€3aMIHYBaHHS LUTO3UMHY. B
pE3yNbTATI LBOTO IIUTO3UH MEPETBOPIOEThCA B ypauui. Hamani y mmxil peruiikamii
ypauui 3'€IHYEThCS 3 aJICHIHOM, 10 B HACTYIMHOMY LHUKJI MPHUEIHYE TUMIIUHOBUN
HYKJIEOTHUn (puc. 1).
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Puc. 1. BunukHeHHs MyTallii 32 MEXaH13MOM 3aMiHM OJHIET a30TUCTOI OCHOBHU
HILIOXO.

[le ogHi€l0 MPUYMHOIO MOXKe OyTH MOMUIIKOBE BKItOUeHHs B yanuior JJHK,
10 YTBOPIOETHCS, HYKJIEOTUAY 31 3MIHEHOIO OCHOBOIO a0o0 Horo aHanora. Skumio 1e
3aJIMIIAETHCS HEBUITPaBIeHUM (hepMEeHTaMU penapaiiii, 3MiIHEHa OCHOBA BKJIIOUAETHCS

127



B MpOIEC peruiikaili, mo MOoXe MPU3BECTH 10 3aMIHM OCHOBHOI Mapu Ha IHIIY.
[Momunku perutikanii BUHUKAIOTh Ayxke pinko, Tomy mo JHK-nomimepasu marorh
3MaTHICTh /O KOHTPOJIO KOMILJIEMEHTAPHOCTI Ta BCTAHOBJICHHS TMOMMIKOBHX
MIpUETHAHD HEBIAMOBITHUX HYKJICOTH/IIB.

TakuM uymHOM, MyTamii 3a TUIOM 3aMIHM A30TUCTUX OCHOB BHHHUKAIOTh
cnoyaTtky B omHomy 13 nadmrorie JIHK. SIkimio BoHM He BUIpaBISAIOTHCS B XO1
pemnapaiiii, TO NpU HACTYIMHUX PEIUTIKAIIAX 3aKPIIUTIOIOTECS B 000X JIAHIIOrax
Mousiekynu. HacninkoMm 1bOro € yTBOPEHHsSI HOBOT'O TPHUIUIETY B T€HETMUHOMY KOJi
JHK. I[le Moke mo3HauMTHCA HA MEPBUHHIA CTPYKTYpi KOJIOBAHOro Oilka, Horo
MPOCTOPOBIM opraHizamii 1 ¢QyHKUii. 3MIHM TEPBUHHOI CTPYKTYpU MENTHUIY HE
BIIOY/IeTbCSA B TOMY BHIIAJIKy, SIKIIO HOBHM TPHUIUIET € CMHOHIMOM KOJHIIHBOTO,
TOOTO OyJe KOAyBaTH Ty >K aMIHOKHMCIOTY. Hampukinaa, amiHOKHCIOTa JEHIIMH
KOJyeThCs mIicThbMa TpurmuieTamu: YYA, YVYI, IIVY, UYL, LUVA, IYI. 3amina
OJIHOTO 3 HYKJIEOTHAIB y IMX TpUIUIETaX HE 3MIHUTH ix 3micty. Llel npuxman
JEMOHCTPY€E BaXKJIMBE 3HAYEHHS HAJIMIPHOCTI T€HETUYHOro koay. OpHak y JesKuX
BUITQ/IKaX 3aMiHa OJIHI€T aMIHOKHUCIIOTH 1HIIIOI MPU3BOIUTH 10 CEPUO3HUX HACITIAKIB.
Hanpuknaa, 3amiHa IJIyTaMiHOBOI KHCIOTH BaJIIHOM Y MOJIEKYJl TeMOTJI00IHY
3MIHIOE HOTO CTPYKTYpY 1 GyHKIil. BHACTIAOK y JIIOAMHU PO3BUBAETHCSA XBOpOOaA —
Ceprnono1iOHOKIITUHHA aHEeMIsl.

31e0UTbIIOro 3aMiHa a30THUCTHX OCHOB MOXKE MPHU3BECTH JO IMOSIBU HOHCEHC-
KOJIOHIB, $IKI HE KOAYIOTb aMIHOKUCIOT. BHacnmiok nporo Oyzae crocTtepiratucs
nepeayacHe IMepepuBaHHs MPOIECYy CHHTE3y. BBakaeTbcs, 10 3aMiHA a30THCTHX
OCHOB MPU3BOJIUTH Y 25 % BUMAIKIB A0 YTBOPEHHS TPUILIETIB-CUHOHIMIB, ¥ 5 %
BUIAJIKIB — JO YTBOPEHHsSI HOHCEHC-KOJOHIB 1 B 70 % — 10 BUHUKHEHHS T€HHUX
MyTarlii.

3mina KinbKkocmi HYK1eo0muoig y 2eHi.

Le#t Bua myTarliii BigOyBa€eThCs B pe3yabTaTi BUNaAaHH (J1eselii) abo BCTaBKU
OJIHI€T UM JeKUIbKoX map HykiaeotuaiB y monexyni JIHK (puc.2).
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Bervaaca T-A IvBepCin

Puc. 2. BunukHenHst mytaiiii: 1-2 — BHACH1I0K 3MIHU KUIBKOCTI HYKJICOTHU/I1B;
3-4 — B pe3ynbTari iHBEpCii.

Takuit TN MyTamiil 3ycTpidaeThcs JOCHTh YAcTO. 3a3HadeHa 3MiHa
B110yBaeThcs BHACHAOK BIUiMBY Ha JIHK neskux XiMI4YHMX areHTiB, pajloaKTUBHOIO

128



onpoMiHioBaHHs. Pe3ynbraTtoM 1i€i MyTamii € 3pylIeHHS paMKd 34YUTYBaHHS
iHpopMmalii 3 TeHEeTHYHOro Kkoay. HaciigkoM [boro € CHHTE3 MOJIMENTHIIB 13
3MIHEHOIO aMIHOKHMCIIOTHOIO MOCIIJOBHICTIO, TOPYIIEHHS CTPYKTYpH 1 (YHKIIINA
OuikiB, 3MiHa ¢eHotumny. OTxe, SKIO0 KUIbKICTh BCTAHOBIEHHX a00 BTpadyeHUX
HYKJIEOTHUIB KpaTHA TPHOM, TO 3pYLIECHHSI paMKH HE BIIOYBA€ETHCS. Y 1bOMY BUMAJKY
B OUTIKY MOXe 3'IBUTHUCS 3aiiBa aMIHOKHCIIOTa abo iX Oyne Ha onHy MeHIne. OaHier 3
MPUYMH MYTallii, M0 NPU3BOJATH 10 3MIHU KUIBKOCTI HYKJIEOTHAIB, € BCTaBKU a0o0
neneiii B pe3yiabTari akTUBHOCTI PYXJIMBUX TE€HETHMYHUX eJieMeHTiB. lle meBHi
HYKJIGOTHIHI TIOCIIIOBHOCTI, BMOHTOBaHI B TE€HOMHU Oararbox opraHizmi. JlaHi
ctpykrypu JHK 31aTHI cioHTaHHO 3MIHIOBATH CBOE MOJIOKEHHS BHACHIIIOK TTOMUIIOK
py pekoMO1HaIIi1.

3mina HyKk1eomuoHnoi nociiooenocmi 2ena (ineepcis).

Le# Tun myTarlii noB's3aHuil 3 mosoporom nesHoi AUtk JJHK na 180°. Taki
MOPYIICHHS BIAOYBAIOTHCSA BHACTIZOK /il XIMIYHUX areHTiB 1 Gi3UYHUX (PaKTOpiB HA
MOJIEKYJIIPHO-T€HETUYHI TpoliecH perutikauii 1 pekom6inanii. Hacminkom uporo €
MOPYIICHHS HYKJIEOTUIHOI MOCIII0BHOCTI I'e€Ha, 1110 TPU3BOAUTH /10 3MIHHU MEPBUHHOT
CTPYKTYPH TOJIINENTHY, TOPYLICHHS CTPYKTYpH 1 GyHKLIT O1IKa 1 3MIHU (PEHOTHITY.
Po3puBu 0HOrO 3 JIaHLIOTIB MOXYTh BiIOyBaTHCS MiJ JI€I0 10HI3YIOYOi pajiarii,
BHACHIZOK YIIKO/DKEHHS XIMIYHMX 3B'SI3KIB MDK MOJIeKyJaMd. BoHH MOXYTb
BITHOBJTIOBATUCS (DEpMEHTOM Jlira3oro. 3IIMBAHHS HYKJICOTH/IB, HANPUKIAMA, TBOX
Mopy4 pO3TAlIOBAaHUX THUMIHIB, BiAOyBae€Tbca TMiJ MAi€l0  yIbTpadioieTOBOrO
onpomiHeHHs. L{e mpu3BOANTE 10 MOMUIOK TPAHCKPUIILIII.

Xix podorn:
3aBaanns 1. Po3rasHyTH 1 po3B's3aTy HACTYMHI 3aa4i:

3amava 1. 3a 10MOMOror KapiOTUIyBaHHS y OUTUHU BUSBUIM HE JBl, a TpH
XpPOMOCOMH TPUHAALSATOI Mapu:

1. Buznaute Tvn MyTaniiHOi MiHIUBOCTI

2. JlaliTe MOSICHEHHS SIBUIILLY.

3amauva 2. Matu 1 6aThKO 370pOBi. MeTOJIOM aMHIOLIEHTE3y BHU3HAYEHO KapiOTHUIl
miona: 45, X0:
1. Sxuit Tun myTanii y miona?

2. BusHaure cTaTh.

3aBaanuda 2. 3an0BHUTH TAOJMIO 1:
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Tabonwuus 1.
3MiHa TeHOTHUITY JIFOJIMHHM IPU 3aXBOPIOBAHHIX

Cungpom Kinekicts Kinpkicts Bun

Ne ayToCOM CTAaTEBUX MyTarii
XpOMOCOM
/1

[Tatay

EnBapaca

Jayna

TepHuepa—
[ITepeeBCcbKOrO

Knaiindensrepa

Tpucomisn-X

Hy6ns X, Y

IIuTaHHA 118 CAMOKOHTPOJIIO:

1. SIxk Ha3MBaKOTHCA MYTAIlli: a) 110 BUHUKIM B COMAaTUYHUX KIITHHAX, 0) 1110
BUHUKJIM B CTaT€BHX KIITHHAX, B) OJEpKaHl MITYYHUM IUISIXOM, T') 110 BUHUKIHU
CaMOBUIBHO?

2. Sxi 3MIHM TEHETHMYHOro Marepialy MpOXOASATh MNPU MOMIIUIOIIIT 1
reTeporuIoiii?

3. SIki 3MiHM KapioTHILY: a) IPU MOHOCOMIi, 0) HyJIeoCOMii, B) MoOdicoMii?

4. TloscHUTH TOSIBY 3MIHM KUIBKOCT1 XpoMocoM B kapiotunax: XXY, XYY,
XXXXY, XXX, XXXX, XXXXX. Jlo saxoi (hopMu HaiekKaTh 111 3MIHUA?

5. B xpoMocoMax MOCHIIOBHICTh JIHIHHO pPO3TAIIOBAHMX T'E€HIB HACTYIHA:
ABCDEFMNK. fka ¢opma wmyrtamii, SKIIO XpOMOCOMa BTpaTWia AUISHKA 3
reHamu ABC. flka xBopo0Oa € Hac/iJKOM BTpaTH YACTUHU XPOMOCOMU?

6. dunsaka xpomocomu 21 mpukpinuwiack 10 xpomocomu 15. fka ne popma
MiHIUBOCTI? HaBecTu mpukiaa 3aXBOpPIOBaHHS, IO € HACHIJIKOM MPUKPIILJICHHS
OJIHOI XPOMOCOMH JI0 1HIIOi.

TecToBi NUTAHHSA:

1. o Take myTartis?
a) 3MiHa (PEHOTHUIY B MEXKaX HOPMHU peaKliii;
0) He3HayHa MoAM(IKaITis;
B) 3HaYHa MOAU(IKaIis;
I) panToBa 3MiHa MaTepiay ClaJIKOBOCTI;
1) panToBa 3MiHa (DEHOTHITY.
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2. Myrarii, ikl CIPUYMHIOIOTH 3MiHY KUTBKOCT1 XpOMOCOM, HA3UBAIOThCSI:
a) TCHHUMU;
0) XpOMOCOMHUMU;
B) TCHOMHHMHU.
I') ayTOCOMHUMH
1) MyTOCOMHUMH
3. 1o reHOMHUX MyTaIii BITHOCSTh:
a) TPAHCIIOKAILIIO.
0) reTepoIuIoiiio;
B) JICJICIIIIO;
I') MOJIILIOIMIIO;
1) O+r.
4. 1o Take XxpoMOCOMHI abeparrii?
a) He3aJIeKHE PO3XOKEHHSI XPOMOCOM;
0) 3MiHa CTPYKTYpPU XPOMOCOM;
B) MyTallii Ha MOJIEKYJISIPHOMY PiBHI;
I) IOPYUIEHHS! HOPMAJIbHOT KUJTBKOCT1 XPOMOCOM;
1) BAHUKHEHHSI HOBUX KOMOIHAIIi TEHIB Y XpOMOCOMI.
5.. lllo Take reHOMH1 MyTaIlii?
a) 3MiHa CTPYKTYPH XPOMOCOM;
0) TeHOKOITIT;
B) MOPYIIEHHS! HOPMAJIbHOT KUTBKOCT1 XPOMOCOM;
r) eHokomii;
1) 3MiHa CTPYKTYpH I'€Ha.
6. XpoMOCOMHUMU abeparlisiMu €:
a) JIeJeris;
0) TpUILIOiis;
B) IHBEpPCIf;
T) TyTUTIKAIis;
1) a+B+T.
7. 'enHna myTaliist — 11e 3MiHa:
a) ctpykrypu mosnekyiu JJHK y mexax rena;
0) CTpYKTypH OYb-5KOT XpOMOCOMU;
B) 3arajibHOi KIJIbKOCTI XpOMOCOM y KapiloTHITi;
T) KUTbKOCT1 CTaTEBUX XPOMOCOM y KapioTHIIIL.
n) at+B+T
8. Illo Take crioHTaHH1 MYyTaIlii?
a) 10 BUHUKAIOTH IT1]1 BILIMBOM HEB1IOMUX NPUPOJAHUX (HAKTOPIB;
0) Ti, 110 PU3BOASATH 0 3MIHU T€HOMY;
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B) Ti 1110 BiOYBAIOThCA Ha MOJIEKYJIIPHOMY PIBHI,;
r) T1, 110 MaIOTh Ha3BY XPOMOCOMHUX abepalliii;
1) BUKJIUKaH1 CIIPSIMOBAHOIO JII€I0 TIEBHUX (PaKTOPiB.
9. Sxi myTarlii Ha3UBAIOTh 1HAYKOBAHUMU?
a) MyTalrlii, 110 TPU3BOAATH 0 3MIHU T€HOMY
0) Ti, 1110 BUKJIMKaH1 COPSIMOBAHOIO JII€10 IEBHUX (PAKTOPIB.
B) B1JI0YBalOThCSI HA MOJIEKYJISIPHOMY PiBHI;
') BUHMKAIOTh IT1]1 BILIMBOM HEB1IOMUX NPUPOAHUX (PAKTOPIB;
1) Ti, 1110 MAIOTh HA3BY XPOMOCOMHUX abeparrii;
10. Sxi myTanii MaroTh Ha3By COMAaTUYHUX?
a) B1I0YBalOThCS B TaMeTax;
0) Ti, 110 CTOCYIOTHCS AYyTOCOM;
B) CTOCYIOTBCS T€TEPOCOM;
r) BiIOYBalOThCS Y KIITUHAX TLIA;
1) T1, U0 3MIHIOIOTh CTPYKTYPY XPOMOCOM.
11. Sxi myTanii MatoTh Ha3By reHEPATUBHUX?
a) BI0YBalOThCS B TaMeTax;
0) 3MIHIOIOTb CTPYKTYPY XPOMOCOM;
B) B1JI0OYBAIOTHCS B COMAaTUYHUX KIIITHHAX;
T) Ti [0 3MIHIOIOTh CTPYKTYPY I'€Ha;
1) Bi10YBarOThCsl BHACIIIOK CTIOHTAHHOTO MyTareHesy.
12. Tonimnoinist 1e:
a) 30UIBIIEHHS YHUCIa XPOMOCOM Y KapiOTUIIl Ha BEJIMYMHY, KPATHY TarIOiHOMY
HabOpy XPOMOCOM;
0)30UTBIIEHHS YKCIa XPOMOCOM Y KaplOTHII1 Ha OJHY;
B) 3MEHILEHHS YUCJIa XPOMOCOM Y KaplOTHIIl Ha OJIHY;
r)3MIHA YUCJIa XPOMOCOM y KapiOTHIll Ha BEJIMYMHY, HE KpPAaTHY rarioiTHOMy
Habopy.
13. I'eTepormnoinis — 11e:
a) 3MiHa CTPYKTYpPU XPOMOCOM;
0) iHBepcCis;
B) SIBUIIIE, KOJIU KUIBKICTh XPOMOCOM CTa€ HEKPATHOIO TajioiqHOMY HabOpYy;
I') HEe3aJIeXKHE PO3XOIKEHHSI XPOMOCOM;
1) SIBUIIE, KOJIU KUTBKICTh XPOMOCOM 30UTBIIYETHCS B ICKUIbKA pas.
14. Aneynnoinis — ue:
a) 30UIBIICHHS YHUCIa XPOMOCOM Y KaplOTUIIl Ha BEJIMYMHY, KPATHY TarIOiTHOMY
Habopy;
0) 3MiHa CTPYKTYpH XpPOMOCOM;
B) 3MEHILIEHHSI YHCJIa XPOMOCOM y KaploTHUIIl Ha OJHY;
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I) MOBHA BIJICYTHICTh OJIHI€T Mapy TOMOJIOTTYHUX XPOMOCOM Yy KapiOTHIII.
1) 3MiHa KUTBKOCT1 XpOMOCOM Yy KapiOTHIIi
15. 1o Take myTareHnes?
a) BAHUKHECHHS HOBHUX KOMOIHAII} T'eHIB,;
0) 3MiHa (PeHOTHUITY B MeXaX HOPMH peaKIlii;
B) BUHUKHEHHS MYyTalliif;
) BAHUKHEHHS TPUBAJIUX MOAUQIKaIlii;
1) BAHUKHEHHS (DEHOKOTIIH.
16. SIki 3 Ha3BaHUX 3aXBOPIOBaHb MOXKYTh J1arHOCTYBaTUCS 32 JOIIOMOI'OI0 METO/IIB
JIHK-miarnoctuku ?
a) cuaapoMm Mapdana;
0) dpeninkeToHYpIs;
B) CEepIoONo1I0OHOKIITUHHA aHEMIs;
r) cunapom [layna;
1) 6 + B.
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IIpakTuuna podora Ne 8.
Tema: Perynsiist KIITHHHOTO UKITY. MOJEKyIIpHI OCHOBU OHKOTE€HETUKH.

Meta: BuBunTH €K30reHH1 Ta €HAOTEHHI PEryJsSsTOpU KIITUHHOTO LUKITY. 3aCBOITH
MEXaHI13MU anonrto3y. BUBYUNTH NpUYMHY BUHUKHEHHS MTyXJIUH.

KiitnHa — eneMeHTapHa CTPYKTYpHO-(QYHKIIOHaJIbHA 1 T€HETUYHA OJUHULA
BChOTo >kuBOro. [lo3a KIITUHOIO KUTTS HeMae. POSMHOXEHHS KJIITUH Bi0YBa€ThCA
TUIBKM HUIAXOM MOAUTY TOYaTKOBOI KIITHHH, $SKOMY TIE€pelye BIITBOpPEHHS i
TEeHEeTUYHOTO Matepiaily. AKTUBalig MOAUTY KJIITUHU BiAOYyBa€ThCS BHACHIIOK J1i Ha
Hei 30BHIIIHIX a00 BHYTPIIIHIX YMHHMKIB. [Iponec moauly KIITHHM 3 MOMEHTY ii
aKkTuBalli Ha3uBaeThcs mpoiidepaniecro. [HmMMU cnoBamu, mnposidepauis — ue
PO3MHOMKEHHSI KJIITUH — 30UIBIICHHS YHCA KIITHH, IO BIJOYBAETHCS MUISXOM
MITOTHYHUX AUIeHb. [lepion Bij AUICHHS 0 AUICHHS KJIITUHU, 3a3BHYail HA3WMBaIOTh
KJIITUHHAM LHMKJIOM a00 MITOTUYHUM LMKJIOM. Y JIOPOCIOMY OpraHi3Mmi JIIOIWHU
KJIITUHU PI3HUX TKAaHWH 1 OpraHiB MalOTh HEOJHAKOBY 3IaTHICTh A0 AUIeHHsA. Kpim
TOrO0, TPU CTApiHHI I1HTEHCUBHICTH Hpoididepanii KIITHH 3HUKYETbCS (TOOTO
30UTBIIYETHCA 1HTEpPBAI MDK MIiTO3aMH). 3yCTpIYaloThCAd MNOMYNALIl KIITHH, IO
MOBHICTIO BTpPaTWJIM BJIACTUBICTh AumdTHCS. lle, Ak mnpaBwio, KIITUHH, IO
3HAXOAATHCS HA TEPMIHANBHIN cTajli AWQEpeHIiloBaHHs, HIM., 3pull Helponu, B
OpraHi3mi JIOAWHU € TKAaHWHH, 1110 TTOCTIHO OHOBIIOIOTHCS, — PI3HI TUIU EMITEIIO,
KPOBOTBOPHI TKAaHUHU. Y TaKWX TKaHUHAX ICHY€ YN KJIITHH, SIK1 MOCTIMHO AUISATHCA,
3aMIHIOIOYM TUMH KITITUH (HIM., KIITHHA KPUIT KUIIKIBHUKA, KIITUHU 0a3ajbHOTO
mapy TMOKPUBHOTO eIMITENiI0, KPOBOTBOPHI KIITHHU KICTKOBOTO MO3KY), SKi
BiJMpaloBain abo 3aruHynd. Takok B OpraHi3Mi ICHYIOTh KIITHHH, fKi He
PO3MHOXYIOTBCS B 3BHYAMHMX YMOBax, ajge 3HOBY HaOyBalOThb I[I0 BJIACTHUBICTH 3a
MEBHUX YMOB, 30KpeMa IpU HEOOXIHOCTI pereHeparii TkaHuH 1 oprasiB. [Iponec
npodidepariii KIITHH >KOPCTKO PETYIIOETHCA, SK CaMOI KIITHHOI (peryJssiis
KJIITUHHOTO LUKIY, IPUMUHEHHS a00 YIOBUILHEHHS! CUHTE3y ayTOKPUHHUX POCTOBHUX
YUHHUKIB 1 iX pelenTopiB), Tak 1 ii MIKPOOTOUEHHSIM (BIACYTHICTb CTHUMYIIOIOUHX
KOHTAKTIB 3 CYCITHIMM KJIITUHAMU 1 MarpUKCOM, MPUIIMHEHHS ceKpelii abo CUHTE3
napaKpuHHUX POCTOBUX YUHHUKIB).

[Hopymenns perysnsiii npoiidepanii NpU3BOAUTH A0 HEOOMEKEHOTO MOILTY
KJIITUHH, 10 Y CBOIO YEPTy IHILII0€ PO3BUTOK OHKOJIOTTYHOT'O MPOLIECY.

Knituaauit ki ckinamaerbes 3 4 mepioaiB: npecuHteTudHoro (Gi-mepion),
cuHTeTnuHOro (S-mepion), moctcuHTeTHyHOrO (Go-mepion) i1 BiaacHe Mito3a (M).
Kpim Toro, icHye Tak 3Banuii Go- nepioj, 10 XapaKTepU3ye CTaH CIIOKOIO KIITHHHU.

[lepmi Tpu mepiogu — iHTepdasza, MITO3 1 LUUTOKIHE3 CKiIanalTb M-dazy
KJIITUHHOTO (MITOTUYHOIO) LMKIY, SKUW 3aBEPIIYETHCS YTBOPEHHSIM JBOX JOYIPHIX
kiitiH. KokHa nodipHsi kimiThMHa BeTynae B Gi-mepioa iHTepdasu 1 Moxe movaTu
HOBUN KIITHHHUM UK. 3a nepiogoM Gl mouutaeThes S-daza, mix vac sxoi JJHK 1
XpPOMOCOMH TIOJIBOIOIOTHCS (perutikyroTbesi), 1 gam — ¢aza Gp. I[louaTtox MiTO3y
o3Havyae KiHenp iHTepdazu. KiiTuHM, 10 3HAXOAATHCS Yy CTaHl CIOKOIO,
3aTpuMytoTbes y gazi Gy 1, nepexonath y ¢azy Go. 3a3Buyail eykapioTU4H1 KIITHHH,
ak1 He 3ynuHumcs y ¢asi Gy, 3aBepliyoTh UK 32 24 TOJI..
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VY G nepioal KIITHHU MaroTh aumioinHy kuibkicts JJHK B omnomy sanpi. ¥V
el mepioJl MOYMHAETHCS PICT KIITHH 32 paXyYHOK CUHTE3Y 1 HAKONMMYECHHS KIIITUHHUX
OuIKiB, mo oOymoBieHo 30uiblieHHSIM KuibkocTi PHK B xmituni. Kpim Toro,
MoYMHAEThCA miaroToBka g0 cuutedy JIHK. V nHactynmHomy S-mepioni BinOyBaeTbhes
perutikariss JIHK 1, BiATOBIHO, MOJBOEHHS XPOMOCOM (KOXKHA XPOMOCOMa yTBOPEHA
nBoma  xpomatugamu). Iloctcunretnuna G ¢aza  Ha3UMBAETBCA  TAKOXK
npemiToTnyHoto. Y wid (a3l BinOyBaeThcs aktuBHUM cuHTe3 MPHK, mnortim
MOYMHAETHCA Bi1acHe mMiTo3 (Puc. 1).

JliieHHsT yCIX €yKapiOTHYHUX KJIITUH TOB'S3aHE 3 KOHJCHCAIIEI0 TOJIBOEHHUX
(perikoBaHUX) XpoMOCOM. B pe3ynbTaTi AUICHHS XPOMOCOMH TEpPENaroThCs B
JO4IpHI KITUHUA. Takuil TUI TIIE€HHS €yKaplOTUYHUX KIITHH Ha3UBAETHCS MITO3 (Bix
rper. mitos — HUTKH) — € €IMHUM TOBHOI[IHHUM CIIOCOOOM 30UIBIICHHS YHCa
KIITAH 1 30epeeHHs chajgkoBoro wmarepiany. IIporec MITOTUYHOrO MOALTY
MIIPO3AUISIOTE Ha JEKUTbKa eTamiB: mpodasza, mpomeTadasza, meradasa, aHadasa,
tenodasa.

[Ipu3HayeHHsT PEryasTOPHUX MEXaHI3MIB KIITHHHOIO IMKJIYy TOJSArae HE B
PEryJsIii MPOXOJKEHHS KIITUHHOTO LUKIY SIK TaKOro, a B TOMY, 1100 3a0e3MmeunTu
0€3MOMMIIKOBICTh PO3MOLTY CMAJKOBOIO Marepiany B Mpoleci penpoayKIilii KIITHH.
B ocHOBI perymnsiii poO3MHOXKEHHS KIITHH JICKUTh 3MIHA CTaHIB aKTHUBHOI
nponideparii 1 mposipepaTUBHOrO  CHOKOIO. PeryisTopHi UYMHHUKHA, IO
KOHTPOJIIOIOTh PO3MHOKEHHS KJIITHH MOXXHAa YMOBHO PO3JAUTUTH Ha JIBl TPYIIHU:
MO3aKJIITUHHI (€K30r€HH1) Ta BHYTPIIIHbOKIITUHHI (eHA0reHH1). EK30reHH1 YMHHUKA
3HaXOJATHCS B MIKPOOTOYEHHI KJITHUHM 1 B3aEMOMIIOTH 3 TOBEPXHEIO KIITHHHU.
UWHHUKY, SKI CHHTE3YIOThCS CaMOIO KJIITHHOIO 1 IIOTh YCepeauH1 Hel, BITHOCATHCS
710 €HJIOT€HHHUX.

Takuit migpo3ain ayxke yMOBHUHM, OCKUIBKM JEsKI UYWHHUKH, OyIaydu

Knitussmit unkn (the cell cycle) €HJOICHHUMH 110 BIJHOIIECHHIO O KJIITHHH, IO

. @R — IPOAYKYE iX, MOKYTh BUXOAUTH 3 HET 1 IisATH K

‘_ (D | €K30T€HHI1 PEeryJsiTOpU Ha 1HII KIITUHU. SIKIIO

/\ PEryJIATOPHI YMHHUKU B3AEMOJIIOTH 3 THMH K
R KJIITHHAMY, Ki 1X MPOAYKYIOTh, TO TAKUW THII
@ @ \ / . KOHTPOIIO Ha3MBAETBCI AyTOKPHMHHUM. I[lpn

Mitos

‘ ~ MapakpuHHOMY KOHTpPOJII CHUHTE3 PETYyJATOpPIB

| | f“"“ ) @ 3I1HACHIOETHCA IHIIUMHU KJIITHHAMUA.
' o Ex3orenni peryiastopu mnposigepaiii.
R } / VY  0aratokJiTUHHUX OpraHi3MiB  peryJsiis
nposideparrii pPI3HUX THUITIB KJIITUH
B1IOyBa€ThCSl BHACHINOK JAii HE OJHOTO Oy/b-
SKOTO POCTOBOI0 YMHHHUKA, a X CYKYIHOCTI.
KpiM Toro, gesiki pocToBi UMHHUKH, OyIydu
Puc. 1. KniTuHHUN (MiTOTMYHUN) uukn CTUMYJATOpaMHA U OJHHUX THUIIB  KJIITHH,
. MOBOJASTHCS SIK 1HT1OITOPU MO BIIHOIICHHIO 10
iHmux. Knacu4yHi pocTOBI YMHHUKH € TOJIMNENTHAAMU 3 MOJICKYJISIpHOIO Macoro 7-70

k/la. Bxke BioMo OUIbIIE COTHI TAKUX POCTOBUX YNHHHKIB.

Cell with duplics 4{;\1 ch
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Enjiorensi peryjasitopu KJIiTHHHOIO HMUKJIY. Y HOPMAJIbHUX €YKapIOTUYHHUX
KJITHHAX TMPOXOMKEHHA KIITUHHOTO LHUKIY CTPOro peryntoerbes. [Ipuunnoro
OHKOJIOTTYHMX 3aXBOpPIOBaHb € TpaHchopMmallsl KIITUH, $Ka TOB'SI3aHa 3
MOPYIICHHSIMHU PEryIATOPHUX MEXaH13MIB KIITUHHOTO LUKITY. OJHUM 3 OCHOBHMX
pe3yabTariB - 1e(PEeKTUBHOCTI KIITHHHOTO IMKIY € TEHeTHYHa HEeCTaOUIbHICTD,
OCKUIBKM KJIITUHU 3 HEMOBHOILIHHUM KOHTPOJEM KIITUHHOTO LHKIY BTpaydaroTh
3[IaTHICTh KOPEKTHO MOJIBOIOBATU 1 TOYHO PO3MOAUIATH MK AOYIPHIMHU KIITHHAMHU
cBif TeHOM. [eHeTMuHa HECTaOUIBHICTh TMPUBOAUTH [0 MPUAO0AHHS HOBUX
0COOJIMBOCTEM, AK1 BIAMOBIJAIOTH 3a MPOTrpec MyXJIKHI.

Poas 0inky p53 («BapTtoBuii reHoMay, «Jlucneruep anontosyy», «IlyxnuHHum
cynpecop»). biok p53 KOHTPOJIFOE BUKITIOUHO BXKJIUBI KIIITHHHI MPOIECH 1, 3aBJISIKH
bOMY, 3aJ1yYEHUN Yy BENUKY KUIbKICTb BCAKUX PETYIATOPHHUX JIAHUIOTIB. Bin (uu
HOro reH) aKTUBYETHbCS Y BIAMNOBIAb Ha PI3SHOMAHITHI YIIKO)KCHHS KIITHHHOL
CTPYKTYpH: HepemnapoBaHi po3puBu 1 1Hmi ymkomkenns JHK, mnopymenns
PO3XOKEHHSI XpPOMOCOM B MITO31, pyHHYBaHHS MIKPOTPYOOUOK 1 T. JI.

Cam >xe 6U10K pS3 perynroe akTUBHICTb, PUHAWMHI, TPHOX I'PYI T'€HIB:

1) aktuBye tenu (P21, GADD45 1 iHmii), mo BiANOBIAAIOTH 3a 3yMUHKY
KJIITUHHOTO J1JICHHS,

2) aktuBye renu (BAX, KILLER/DRS, PIG 1 iamii), mo 3amycKaroTh aronTo3
— TMpolec, SKUW MNPU3BOAUTH NUIAXOM AaKTHUBAIlli CHEllalbHUX (QEPMEHTIB, A0
3arubeni KITHHY; a Takox camopenpecye renn (BCL2, RELA), siki cTpuMynio0Th
amnormnTos;

3) axtuBye renu (TSP1, BAIl 1 iHmi), mo rajibMylOTh aHTIOTE€HE3
(YTBOpEHHS HOBUX CYAMH).

VY pesynbrari 4depe3 MOCEPEIHHMITBO OUTKY pS3 KIITHHA Yy BIANOBIIb Ha
VIIKOJDKEHHSI CBO€1 CTPYKTypu abo0 3aTpuMyeTbCs Ha Tid uYM 1HIIIN crasii
MITOTUYHOTO IIMKJIY 1 BHUIpAaBIA€ L1 YIIKOMKEHHSA; a0o (MpU HEMOXKIMUBOCTI
BUIIPABJICHb) B3arajii MPUIUHSE IUIEHHS 1 BCTYMA€ B MPOLEC KIITUHHOTO CTapIHHSA
(daza III mo Xeitduiky); abo (mpu MOTEHIIHHIM HeOe3Mmell MOIIKOMKEHOT KIITHHH
JUTS T OTOYEHHS) 31MCHIOE anonTo3. ATONTO3Y, OKPIM 1HIIUX, MAAAI0THCS 1 KIITUHH,
B SKUX BiI0ynacs MyxXJIMHHA TpaHchopmaIlris.

Amnonros.

Icnye Garato BU3HAUYEHb MOHATTS «allOMTO3:
— T[porpaMoBaHa KIITUHHAa CMEpTb, IO CYIPOBOJXYETbCS XapaKTepHUMU
LUTOJIOTTYHUMH O3HaKaMu (MapKepH arorTo3y) i MOJEKYIIPHUMH NPOLECaMU;
— (Qopma 3arumben KIITUHHA, W10 TMPOSBISIETbCS 3MEHIIEHHSM ii PoO3MIpY,
KOHJIeHCall€l0  (YUIUIbHEHHS1) 1  (parMeHTali€ero XpOMAaTHHY, YUIUIbHEHHIO
30BHIIIHBOI 1 HUTOIUIA3MAaTUYHOI MeMOpaH 0e3 BUXOAY BMICTY KIITHHH B JOBKIJUIS.
Y 0araTOKJIITMHHOMY OpraHi3Mi amnomnTo30M THUHYTh KIITHHM B  Ipoleci
emOpiorere3y, T—kimiTUHH B Tmpoueci AUQPEPEHIIIOBaHHS B THUMYCI, KIITHHH,
3apakeHl BipycaMu, 3MIHEHI KIITHHH (IIpU  HEJOCTaTHIM  1HTEHCHUBHOCTI
anoNTOTUYHUX MPOIIECIB PO3BUBAIOTHCSA OHKOJIOTTYHI 3aXBOPIOBAHHS) 1 6arato 1HIINX
OcHoBHe 010J0T1YHE MPU3HAYEHHS anomNTO3y IMOJIsiTa€ B TOMY, 100 B MpOILECI
eMOpioHaTbHOTO MOp(QOHEre3a CTBOPIOBATH OPraHd 1 TKAHUHU 3 E€BOJIOLIMHO
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3aKpIMJIECHUMH KOHQITypanisiMyd 1 po3MipaMu 1 MOTIM MIATPUMYBATH 111 TapaMeTpu 3
JOIYCTUMUMU BapiaHTaMH BIPOJOBXK KUTTH.

HaiiBa>xuBimumM nposiBOM 1i€i PyHKI[IT anonTo3y Micis 3aKIHYEHHS] PO3BUTKY
JIOJUMHU 1 IHIOUX CCaBI[IB € HOro y4yacTb B mpolueci (i310J0riyHoi pereHeparii
(OHOBJIEHHS) KJIITUH PI3HUX TKAHMH 1 OPraHiB 1 MIATPUMIl KIITUHHOTO TOMEOCTa3y.
Perenepariii y pisHOMY CTyNE€HI YOPOJOBXK YCbOI'O KUTTS CXWJIbHI IMPAKTUYHO YCI
KJIITUHU HAIIOTO opranizMy. OcoOJuBO IHTEHCUBHO KJIITUHHE OHOBJICHHS IIPOTIKA€E B
KJIITHHAX EMiTeNil0, AOTUYHUX JI0 30BHIIIHBOTO CEPENOBHUINA, MIKIPH, MITYHKOBO-
KHUILIKOBOI'O TPaKTy, CEUOCTATEBOI 1 JIETEHEBOI CUCTEM, a TaKOX B KJIITHHAX KpOBI,
IMYHHOI CUCTEMH.

[Hmor0 HalBaXNMMBIIOK (DYHKIIIEIO amonTo3y € KOHTPOJIb 33 BHYTPILIHIM
CEpelOBUIIEM KIITUHHM, Y TOMY YHCII KJIITHHHOrO siApa 3 HOro BMICTOM. 3apa3s
JIOBEJICHO, IO aronTo3 MOXKE MPOTIKAaTH 1 B KIITMHAX, No30aBieHux snapa. llpu
BUHUKHEHHI B KIITHHI MOPYIIEHb, IO NEPEBUIIYIOTh JOMYCTUMI MEXi, KIITHHA
MiJ1a€TbCSI CAMO3HHUILIEHHIO. ATMOINTO3 BUHUKAE MPU Jii PI3HUX YIIKOKYIOUHX
YUHHUKIB, SIK1 3/JaTHI BUKJIMKATH HEKPO3, ajie B HEBEJIMKHUX J103aX, HAMPHUKIaA, TpU
Oii  BUCOKOI TeMIlepaTypH, I10HI3YIOUOTO BHUIIPOMIHIOBAHHS, TPOTHUITYXJIMHHHUX
npenapariB. Anonrto3 O6epe aKTHUBHY y4acTh Yy psial (Pi310J0TTYHUX 1 MATOJOTTYHHUX
npoueciB. Hampukmnaa, mpu TOpMOH3aEKHOI I1HBOJIOLIT OpraHiB y JOPOCIUX,
30KpeMa, BIITOPTHEHHS CEHIOMETPII0 IMiJ Yac MEHCTPYaJbHOrO LMKIY, aTpe3ii
(3apomyBanHi) (OJIKYJIB B S€YHHKAX B MEHomMay3l 1 perpecii (3BOPOTHOMY
PO3BUTKY) MOJIOYHOT 3aJI03U MICISl MPUIUHEHHS JaKTallii.

Benuka ponb anonrto3y 1 mpu NaTojoriyHii aTpodii TOPMOH3aIEKHUX OPTaHiB,
Hanpukiaa, arpodii mepeaMiXypoBoi 3alio3d IMicis KacTpaiii 1 BHCHa)KEeHHI1
TiMGOIUTIB B TUMYC1 MPHU Teparii IIIOKOKOPTUKOINaMH. A TaKoK IpPH MATOJIOTTUHIH
aTpodii mapeHXIMaTO3HUX OpraHiB micig oOTypaiii (3aKymnopKH) BUBITHUX MPOTOK,
0 CTIOCTEPIraeThCsl B MINUIYHKOBIH 1 CIMHHUX 3aJ103aX, HUPKaX. 3aruodesib KIITHH B
nmporeci arpodii crocrepiraeThcs 1 B KOpl HAAHUPKOBHX 3a03 TpH il
TIIFOKOKOPTUKOINIB 200 Mpu aTpodii eHJOKPUH3AIEKHUX TKAaHUH.

VY 6Gararbox BUNAAKax TocTpoi abo XpPOHIYHOI imemMiyHOi a0 TOKCHUYHOI Jii
3arubenb KIITHH BiOYBA€ThCS IUIAXOM amnonrto3y. Taka KapTHHA CIOCTEPIraeThecs
IpU 1HCYJIBTI, 1H(PAPKTI HE JIMIIE MIOKapay, aje 1 y HUpPKaxX, MpU J1a0eTi, OKpeMUX
dbopmax HeppuUTy, HEHPOJAETCHEPATUBHUX 3aXBOPIOBAHHAX, TAaKUX fAK XBOpoOa
Anbureiimepa 1 IlapkiHcoHa. Y maToreHe3i TOKCHMYHHUX VIIKO/KEHb TEYIHKH,
NIANLTYHKOBOT 3271031 1 HUPOK aKTUBAILIsl alloNTO3y Ma€ BaXKJIMBE 3HAUCHHS.

®opmu KJIITHHHOI 3arubeJi, ix BigMiHHocTi. IcHye nBi dopmu 3arubeni
KJIITUHU — HEKpo3 1 arnonTo3. Hekpo3 — 11e maTosoriuHuii MpoIiec, 0 BUPAKAETHCS B
MICHLEBIM 3aruOeni TKAHWHU B KUBOMY OpraHi3Mi B pe3yibTaTi il YIIKOJKEeHHsS a0o
€Kk30- (30BHIIIHBOTO) abo eHjoreHHoro (BHYTpimIHbOro) (akropa. Hekpos
NposABISAETbCS B HaOpsikaHHI,  JeHaTypamii 1  Koarynmdmii  (3JIMIIaHHI)
LIUTOIUIA3MAaTUYHUX OUIKIB, pyHHYBaHHI KJIITUHHUX OpPTraHen 1 yciel KIITHHH.

['onoBHa BIAMIHHICTH HEKPO3Y 1 alONTO3y MOJISITa€ B TOMY, L0 alonTo3 — 1€
nporpamMoBaHa 3aruOenb KJIITUHH, a HEKpOo3 — TMAaToJNOTIYHUM mpouec, Mo
3aIyCKa€ThCsl Y BIIMOBIAb HA IKY-HEOYIb YIIKOKYIOUY it (1H(eKIito, XIMIYHa i,
ONPOMIHEHHS, HEJJOCTaTHE KPOBOMOCTAYaHHS 1 1H.).
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B mnpoueci anonto3y B KIITHHI 3aJiHI CKJIaJHI MOJEKYJISpHI Kackaiu, B
pe3yibpTaTi peamizaiii SKMX BiIOYBae€TbCs 3MOPIIYBaHHS IUTOIIA3MaTUYHOT
MeMOpaHH, 3MEHILEHHs 00'eMy KIITHHU, po3puBHu HUTOK sanepHoi JJHK, konnencanis
XpoMaTuHy 1o nepudepii sapa, noAanblIni po3naj sApa Ha YaCTUHU, (pparMeHTallis
KJIITUH Ha Be3UKYJIH (Oyiap0aIliKi) 3 BHYTPIIIHbOKJIITUHHAM BMICTOM — amoONTOTHYH1
TUIBIS, SIK1 3aXOIUTIOIOTHCS CYCITHIMHM KIITUHAMHU, MOXKYTh 1 (parouutamu, K y pasi
HEKpo3y. BUKUy KIITHHHOTO BMICTY HE BIIOYBAa€ThCs, 3allalIeHHs] He BUHUKAE. [Ipu
HEKpO31, HaBMaKH, BIIOYBAETHCS BUXIJA J130COMANbHUX (PEPMEHTIB 3 JII30COM, SIKi 1
MepeBapIOIOTh BMICT KIITHHH, KJIITHHA HaOpsSKae 1 JIOMAeThCsA. BMICT KIITUHH
BUKHIAE€TbCSI B TO3aKJIITUHHE CEpPEJOBUINE, JI€ IMOTJIMHAEThCS (aronuTamu,
PO3BUBAETHCS 3alaJICHHS.

IcayroTh 1 1HIII dopMH HporpaMoBaHoOi 3aru0eri, HampuKiIal, ayTrodaris.
[Ipouec ayrodarii nmonsrae B TOMY, II0 OpraHeld 3'€AHYIOTHCS 3 JII30COMaMH, i€
MEePEeTPaBIIOIOTECA  JlI3ocoMalbHUMU  (pepmenTtamu. [loTiM  3anuIIKKM  KIITUHA
MOTJMHAIOTh Makpodaru. Bzaemo3B'sa30k anontosy 1 ayTodarii :

a)  — KIHEeTHM4YHa MoJieNb OanaHcy anonrtosy 1 ayrodarii. OgHO 3 JTeTaabHUX
Tl aKTUBYE B

KIITHHI TporpamMy 1 KIITHHA BHpPIIIYE «IOMEPTH». SIKIIO BHUCTadae
anmoNTOTUYHUX e(PEeKTOpIB (MOJICKYJ, 3aJITHUX B MPOIEC] arornTo3y), TO aloNTo3 €
€IMHOI0 BIAMOBIAMIO OUIBLIOCTI KIITUH HaA JeTtanbHy aito. [lpurHivyeHHs
anoNnTOTUYHUX €(PEKTOPIB 3aMyCKa€e albTePHATUBHUHN IIISX - ayTO(arito;

6) — inridiropHa mojaens. Konu neransha nis aktuBye BAX/BAK— 3anexHuit
MITOXOHApianbHUi BHeMeMOpanHbii nuisix (BAX/BAK— dependent mitochondrial
outer — membrane permeabilization pathway) 3amyckaerscs anonto3. BAX/BAK, Tak
camMo fK 1 kacmasu, € aktuBHuUM iHriOiITopoM BCL2/BCL — XL. mo mnosermuye
aytodarito. AKTUBHUH aroNnTo3 NpUTrHIYye ayTodarito.

Mexanizmu anonmozy. MexaHi3MU amnonTo3y CKJIaJHI 1 PI3HOMAaHITHI, €
CKJIQAHUM MOJEKYJISPHUM KacKaJOM, BUBUEHHSIM SIKOTO 3aliMaeTbcs Oarato XTo 1
Oarato jabopartopiii mo BchoMYy CBiTy. be3smnepeuna BaKJIMBICTh IUX JOCIHIIKEHb B
acmeKkTi OHKOJIOTii 1 TepOHTOJNIOTIi JOBEJEeHAa yCHiXaMH Tepamii OHKOJIOTTYHHX
3aXBOPIOBAaHb IHAYKTOPAMH arloNToO3y PaKOBUX KIITHH.

Anonmo3 i cmapinna. Binomuit amepukancekuii BueHuit JI. Xendnuk ynepiie
JIOBIB, 110 MPUPOAHA TPUBATICTH KHUTTS JIOJUHUA OOYMOBIIEHA YHUCIOM MITO31B, SIKE
MOXXYTh BYMHHUTH KIITUHM UbOTO Opra”izMy. Bin OpaB ImMaToyku WIKIpH Bix
eMOpioHa, HOBOHAPOPKEHOT 1 IOPOCIIOi JIOANHU, PO30MBaB iX Ha OKpeMi KIITHHH 1
KyJIbTUBYBaB B CIEIIaJIbHOMY MOXXHBHOMY cepenoBullli. BusBuioch, 1Mo KIITUHU
eMOpioHa MOXYTh BUMHUTH OJIU3bKO 50 J1JI€HB, a OTIM B HUX CIOCTEPIraloThCs yCi
O3HAKM arnoNTOTUYHOI cMepTi. Y AO0POCIIOil JIOJUHU KIITHHU MOXYTh natu He 50 a
3HAYHO MEHIIE AUICHB, 3aJIEKHO BiJl BIKY OOCTEXYBaHOTO MarfieHTa. 3rojoM Oyio
MOKAa3aHOo, 1110 MEXaHI3M CTapeyoro amorTo3y 3alyCKAa€ThCs 1 3HAXOAUTHUCS B SAPI.
HuHi s mosicHeHHsT MOJEKYJISPHO-TEHETUYHUX MEXAHI3MIB CTapiHHS OpraHizMy
3aMpONOHOBAHO TPHU TIOTE3H.

[lepmia rimote3a po3BuHeHa B npaisix npodecopa K.Mensenena, a Takox JI.
Opmxenom. Ll mocnigHUKM BBa)XkalTh, 110 CTapiHHSA L€ MPOIEC HAKOMUYEHHS
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MOMWIOK B Mpolecax TPAHCKPUIILII 1 TpaHCHALil 1 BUHUKHEHHI (EpPMEHTIB 3
nedeKkTHUM (PYHKIIOHYBaHHSM 1 MOCTA0IEHHSIM perapartii.

3riIHO 3 JAPYrolo TinoTe3010, 3ampornoHoBaHow Takox K.Mensenesum 0,4%
iHpopmarlii, o Mictutbea B JJHK kimituHHOrO sigpa, BUKOPUCTOBYETHCS KIIITUHOIO
NOCTIMHO ynpoaosx ii uTTsa. Kpim Toro, Oararo reniB B wmoiekyni JIHK
MOBTOPIOIOTHCS, POOJISTYM TeHETUYHY 1H(OPMAIiI0 Y BUCOKOMY CTYIEHI HAAMIPHOIO.
XK.Mensene mnpunycTuB, WO TMOCHIOBHOCTI, IO MOBTOPIOIOTHCSA, 3a3BHUail
penpecoBaHi, ajie y pa3i 3HayHOTO YIIKOJKEHHS aKTUBHOT'O I'€Ha BOHM 3aMIHIOIOTHCS
OJIHUM 3 1IGHTUYHUX pe3epBHUX TreHiB. Haamipuicts JTHK Moxke cityKUTH rapaHTIEIO
MPOTH BHYTPIIIHBO BJIACTUBOI CXMUJIBHOCTI CHCTEMH BHIIaJJKOBUM MOJICKYJISIPHUM
yimko/pkeHHsIM. [IpoTe mocTynoBo yBech pe3epB TreHiB Oyae BUYEpNaHWil 1 TO.i
MOYMHAIOTh BUHUKATH 3MIHH, SIK1 MPUBEAYTh 0 3aruOeni KIITUHU. TakuM YUHOM,
yum Ounbie HaamipHoi JIHK, TuM Gubliia TpUBATICTh )KUTTS LILOTO BUY.

Tpers rinoTe3a nocTyioBaia, M0 BIKOBI 3MIHU € TPOJOBKEHHAM HOPMaJIbHUX
TreHEeTUYHUX CUTHAJIIB, 1110 PETYNIOIOTh PO3BUTOK TBAPUHM BiJ MOMEHTY MOT0 3a4atTTs
710 CTaTeBOro J03piBaHHSA. MOXIIMBO HABITh € «T'€HHM CTAPIHHS» SIKI YINOBUIbHIOIOTH
a00 HaBITh 3aKpUBAaIOTh OIOXIMIYHI MNUIAXH OJWH 3a IHIIMM 1 BEIyTh 10
nepen0avyyBaHUX BIKOBUX 3MiH. [Ipy 1poMy 3HWXKYIOTbCS  (DYHKIIIOHAJbHI

MOXJIMBOCTI KJITUH. CTapiHHS OpraHi3My — L€ MO CYTI CTapiHHS 1 arfornTo3
KJIIFOUOBUX KJIITHH, 3aru0enb SKUX 37aTHa BIUIMHYTH Ha (I1310J0TiI0  YChOTO
Opraizmy.

[HTEeHCHBHI JOCHIIKEHHS MEXaHi3MIB KJIITHUHHOI mpojidepariii 1 amnonro3y
TpUBalOTh. B OCHOBHOMY II€ MOB'I3aHO 3 OHKOJOTIEI0 — IHAYKIIS allONTO3y PAKOBUX
kiitiH. HuHi #ize po3poOka METOAIB MPUTHIYEHHS aronTo3y 3ajJeXHOro BiJ BIKY B
MOCTMITOTUYHUX 1 cllabonpoipepyrounx TKaHUHAX.

OHkoreneTuka (OHKO+TeHeTHKA) — PO3AUI OHKOJIOTii, SIKMH BHUBYAE POJb
IF€HETUYHUX YHHHMKIB B €TIONOr1i 1 maTorene3i nyxjauH. OQHOYaCHO OHKOT€HETHKA €
TaKOX PO3JIIOM MEJIMYHOT TeHETUKH 1 MOJIEKYJISIpHOT 010J10T 1.

3a CTAaTUCTUKOIO Y CBITI IIOPIYHO BUSBISAIOTH Ounbiie 10 MIH. BUNAAKIB
3aXBOPIOBaHb PAKOM (JIET€HIB, IIJIYHKY, TPYAeH, NPsAMOi KUIIKU, IIUHKKA MaTKH), a B
2020 ouikyeThbcst 61M3bK0O 16 MIIH. 3axBOpioBaHb. KoxkeH N'sITUH KUTENIb pO3BUHEHUX
KpaiH MOMHpAE BiJl OHKOJIOTIYHUX 3aXBOPIOBaHb (BiJ T'pell. «OHKOC» — IMyXJIMHA).
ToMy nyxe BaxxJIMBHM 1HTEpeC (axiBIIB-OHKOJIOTIB, MEAUKIB, Ta 1 03KHOT JIIOAUHU 10
BCTAHOBJICHHSI NEPIIONPUYUH KAHIIEPOTEHE3Y 1 peallbHUX MOXKJIMBOCTEH JIIKYBaHHS
OHKOJIOTIYHUX 3axBOpIoBaHb. JlochmimpkeHHS 3MiH Yy (YHKI[IOHYBaHHI KIITHH, IO
BUHUKAIOTh MPU 3J0AKICHOMY MEPEPOKEHH], MatOTh (PyHIaMeHTaJIbHE TEOPETUYHE 1
MpPaKTUYHE 3HAYECHHS.

Uucno KITUH B KOXHIM TKaHHWHI, TaKOX SK 1 00'€eM TKaHWMHU NPUOIU3HO
nocTiiHi. [IpupoaHuil craa KIiTHH MOTMOBHIOETHCS 3 MOJIOJIUX BIIJIUIIB TKAHWHH, SK1
MICTSITh HU3bKO CIEIiali30BaH1 KIITHUHHU, 110 JUISATHCS. TeMI 3alIOBHEHHS] BTPAYCHUX
KJIITUH KOHTPOJIFOETHCS POCTOBHUMH YMHHUKaMH. SIKII0 OajaHC Craj-TOTNOBHEHHS 3
JEeSKUX MPUYUH MOPYIIYETHCS HA KOPUCTH MONMOBHEHHS, BUHUKA€E HAJIUIIKOBA Maca
KJIITUH 1 B MICIIl MOPYIIEHHsI OanaHCy yTBOpPIOeThes nmyxiuHa. [lyxnuna moxe O0yTu
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TOOPOSIKICHOIO 1 3JI05IKICHO0. JIOOPOSIKICHOIO MyXJIMHA HAa3WBAETHCS, SIKIIO BOHA HE
BUXOJIUTh 32 MEXI1 CBO€1 TKAHMHU 1 HE BPOCTAE Y CYCIAHI TKAHUHHU.

["'0710BHOIO 03HAKOIO 3J0AKICHOT MYyXJIMHU € 1i BUXIJ 32 MEX1 TepUTOpii AaHOI
TKaHUHMU. SIKIO MyXJIMHa BPOCTa€ B MPWICXKHY TKAHWHY, BIAOYBAa€TbCS 1HBA3isd
NYyXJUHHUX KJIITHH — Teplla 03HaKa 3J0AKICHOI MyXJIMHU. SIKIIO MyXJIMHHI KIITUHU
BIIpMBAIOTHCS BIJ] OCHOBHOTO BOTHHMINA, PO3HOCATHCS JiM(poI abo KpoB'tO IO
OpraHizamMy, OCial0Th B IHINMX, BIAJQJICHUX opraHax (HalyacTimie B JiM(aTHIHUX
By3JlaX, TEYIHII, JEreHsX), 1 YTBOPIOIOTh B IIMX MICISIX BOTHHINA ITYXJIMHHOTO
3pOCTaHHs, BIAOYBAa€TbCA METAacTa3yBaHHS — MOIMIMPEHHS MyXJIMHHOTO MIpPOLECy IO
Opraizmy

HeBin'eMHUMH BJIACTUBOCTSIMU 3JI0SIKICHOT ITyXJIMHHU € aBTOHOMHICTh PO3BUTKY
1 6e3cMepTs ii kiiTuH. HopmanbH1 KIITUHM CMEPTHI, iX JKUTTEBUM LMK BKIIIOYAE
anonTto3. KiliTHHY MyXJIWHU HE 3HAIOTh MEXI JJI1 PO3MHOXKEHHs. Jlyke BaXKIMBOIO 1
00O0B'SI3KOBOIO0 O3HAKOIO 3JIOSIKICHOI MYXJIMHU € il MOHOKJIOHAJIBbHICTh — PO3BUTOK 3
OJIHI€T TeHETUYHO 3MIHEHOI KIITHHU. Y 1IbOMY CEHCI BOHA € KJIOHOM - TTOTOMCTBO
TF€HEeTUYHO OJHOPIAHUX KIITHH, y SKUX IOCTYNOBO 3HUKAIOTh O3HAKM MOYATKOBOI
TKaHUHH (aj1e HEe 10 KIHIIA).

IIpuyuHu BUHMKHeHHS NyXJauH. J[oOpe BIAOMI UYWMHHUKH, SIKI MOXYTb
IHAYKYBaTH myxJuHu. [IpoTe, OCHOBHA YacTHHA MyXJIMH BUHUKAE CIOHTAHHO.

1. Kanneporenni pe4oBHHM IyK€ PI3HOMaHITHI — BiJ TaKUX IPOCTUX, SK
gorupuxjopuctuit  Byrienp (CCly) 10 J1Oyke CKIQJHUX — MOJIIUKIIYHUX
reTepoLMKIIYHUX 3'€IHAHb SIK METHUXOJIAHTpeH a0o 6en3anTpareH. Haituacrime BoHU
BUKJIUKAIOTh CXOX1 O10JIOT14HI €()EeKTH — CTUMYIIOIOTh PO3MHOKEHHS KIIITHH-
MONepeHULb MYXJIUHU.

J10 KaHIEPOreHHUX PEUYOBUH BIIHOCATH PEYOBHHHU, SIKI CHPUSIIOTH 3POCTaHHIO
BUHUKJIMX TMOOJUHOKUX MNYXJMHHUX KIITHH, — 1€ TaK 3BaHl MPOMOTOpPHU
KaHueporenesy. Lli pedoBHHM € HAJ3BUYAHO BaXKIMBUM KOMIIOHEHTOM XIMIYHOTO
KaHIIEpPOTE€HE3y, OCKUIbKM MOOAMHOKI MYXJUHHI KJIITUHU, 3HAXOJIAYUCh B OTOYEHHI
HOPMaJIbHOT TKAHWHU, SK MPABUJIO, HE B 3MO31 3/70JaTH 1i CTPUMYIOUOTO BIUIMBY 1
poKamMu 37aTHI 30epiratucs B JATEHTHOMY CTaHl, HE MPOSIBISIIOYUCH Y BUIIISAI
nyxauHu. [IpomoTopu 3HIMAlOTh 1€ BIUIMB, IO 30BHI BUIVISNA€ SIK CHJIBHUN
KaHIIEPOT€HHUM eEeKT.

Kanneporenni pedyoBMHHU (BKJIIOYAIOYM MPOMOTOPHU) € MPUYHMHOIO OaraTtbox
MyXJIUH JIIOAUHYU, HAIPUKIIA, KaM'THOBYTUIbHUN TbOTOTh BUKJIMKAE TaK 3BaHUM «pak
CaXOTPYCIB», aHUIIH BHUKJIMKA€ Yy TMPALIBHUKIB AHUIIHOBOi MPOMMCIOBOCTI pak
CEYOBOI'0 MyXUpsl, KypIHHS — paK JIEreHiB.

2. Bipycu, siki COPUUMHSIOTH MYXJUHH (IyXJIMHOYTBOpIotoui). lle MOxyTh
oytu Benuki Bipycu abo PHK-Bmicui JIHK-BMicHI perpoBipycu. Yci BOHH MaroTh
VHIKaJbHY 3JaTHICTh JO IHTerpamii 3 TEeHOMOM KIITUHM-Xa3diHa. L1 guBHa
0COOJUBICTh MyXJIMHHKUX BipyciB Oyia nependaueHa Bipycosiorom JI. A. 3uns6epom.

[lepmuii myxnuHOyTBOprOIOYMM Bipyc OyB Biakputuii B 1910 poui @.IL
Paycom y kype#l. Indexuii HUM BUKIUKaIW CapKoMy, TOMY HOTr0 Ha3Balld BIpycOM
capkomu Payca. Ile PHK-BmicHuit petpoBipyc, no matpuili PHK cunresyersca JTHK
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3a JOMOMOTOI0 3BOPOTHOI TPAHCKPHUIITa3H, sika BOYIOBYETbCS B T'€HOM KJIITHHH-
Xas3siHa.

3. IlpomeneBuii kanueporene3. lle omna 3 ¢opMm KaHleporenesy, ska
CYNpOBOJ)KyBajia MEPIIMX PAAIONOriB, IO MpaIfoBaId 3 pajieM 1 MPOMEHSIMHU
Pentrena 0e3 3axucTy Bi ONMpoMiHeHHsS. 3BMYaiiHO 1€ OyB pak mkipu. HaitOunbm
YacTHUM TpH 3araJbHOMY OMNPOMIHEHHI OpraHi3My € Jeiiko3, ToOTO pi3Hi (popMu
MyXJIMH KPOBOTBOPHOT CUCTEMH.

4. Ponp renoruny. Ille oqHa BaxiauMBa NIPUYMHA PAKy — FEHETUYHA. Y MUILIEH
HUIIXOM BimOopy oTpumaHi yucti jdiHii 3 100% BipOTiAHICTIO BUHUKHEHHS TEBHUX
dbopM MyxXJIMH — JIEHKO3y, paKy MOJIOYHMX 3aJI03 1 paKy JiereHiB. B mepmmx aBox
BUIIAJIKaX Ma€ MIClLIe MOEAHAHHS TEHOTUIY TBapHH 1 BIpYCy, a y pasl CIaJKOBOIO
paKy JIET€HIB MIeTbCA MPO MOEJHAHHS KaHIEPOreHHOi Mii 1 reHoma TBapuHHU. Y
JIOJJMHU YUCTO TEHETUYHO 00YMOBJIEHO (POPMYBAHHS AUTSIYOI MYXJIMHH CITKIBKA OKa
(petuHOOMIACTOMU), IO BUHUKAE Yy JUTUHHU, SKIIO MyTalli € Xxou OM y OJHOrO 3
OaTbKIB.

MexaHi3MH KaHIlepPOreHe3y.

Kanueporenes — OaratoertanmHuii mpolec HAKOMMYEHHS MyTaliidl 1 1HIIMX
FeHETUYHUX 3MIiH, SKUH TPU3BOAATH A0 NOPYIIEHb pEryiasauii mpomideparii i
nudepeHIlitoBaHHs, NPUPOAHOI 3aruberni KITHH (amonTo3), MOpPGOreHETUYHUX
peaKiliil KIITUHH, a TAKOXX, UMOBIPHO, 10 Hee(PEKTUBHOTO (PYHKI[IOHYBAHHS YHHHHKIB
cnenuiyHOro 1 HecnenupiyHOro MPOTUMYXJIUHHOTO IMyHITETY. CyKyIMHICTh TaKHX
3MiH, fKI HaAOaHi, AK TNPaBWIO, B peE3ylIbTaTi JOCUTh TPHUBAJIOi €BOMIIONIL
HEOIUUIACTUYHUX KJIOHIB, B XOZl1 SIKOi BiIOyBAa€ThCS BimOIp KIITHH 3 HEOOXITHUMHU
O3HaKaMU, MOXe 3a0€3MEeYUTH PO3BUTOK 3JIOSIKICHOIO HOBOYTBOpPEHHA. BiporigHicTh
BUHUKHEHHS B OJHINA KJIITHHI JACKUIBKOX T€HETUYHHX 3MIH Pi3KO MiJIBUIIYETHCS TPHU
MOPYIICHHSIX pOOOTH CHCTEM, WO KOHTPOJIOIOTh ULUIICHICTh TeHoMma. Tomy
MyTallii,s;ki BeIyTh 10 TEHETHMYHOI HECTAOUIBbHOCTI, TaKOXK € HEBII'EMHHM €TarioM
NyXJIUHHOI Tporpecii. Jleski mpupokeHi aHOMallli CUCTEM T€HETUYHOTO KOHTPOJIIIO
TaKO)X € YWHHHMKaMH, $Ki 30UIBIIYIOTh YacCTOTy 1 BIPOTIIHICTh BUHUKHEHHS
OHKOT'€HHHMX MyTaIlii 1 HOBOYTBOPEHb.

3HauHUW Tporpec B PO3YMIHHI MEXaHI3MIB KaHILIEPOTreHe3y MOB'SI3aHui 3
BIIKPUTTSIM CIIOYATKY OHKOTEHIB 1 MPOTOHKOTEHIB, a MOTIM — MYXJIUHHUX CYIIPECOPIB
1 MyTratopHux reHiB. OHKOTeHH — 1€ KIITHHHI a00 BIPYCHI T'€HH, €KCIIPECIS SKHX
MOXK€ MPUBECTU N0 KaHleporeHezy. [IpoTOOHKOreHM — HOpMalibHI1 KJIITUHHI T'€HH,
nocuieHHd abo Moaudikaiis GyHKIIT SKMX NEePeTBOPIOE iX Ha oHKOreHu. [lyxiuHHI
cynpecopyd (aHTHOHKOT€HHM, PEIECUBHI MyXJIMHHI TEHH) — KIITHHHI TCHH,
IHAKTUBAIllSl SKUX PI3KO 30UIbLIyE BIPOTIIHICTh BUHUKHEHHS HOBOYTBOPEHb, a
BITHOBJICHHS (DYHKI[li, HaBMaKWh, MOXE€ TMOJABUTU PICT MYXJIMHHUX KIITHH.
«MyTaTOpH1» TE€HM, L0 3apaxXOBYIOThCA 1O MYyXJIUHHUX CYIPECOPIB, 30UIBIIYIOTH
TEMIT BUHUKHEHHS] T€HETUYHHUX 3MIH, HE BIUIMBAIOTh HAa 3POCTAHHS HEOIUIACTUYHUX
KJITUH, aje iX IHaKTUBAllll CHUJIBbHO 30UIbIIyE BIPOTAHICTh TOSBU PIZHUX
OHKOTE€HHHUX MYTaIliil.

HanexHicTh 10 OHKOreHiB a00 MyXJIMHHUX CYIPECOPIB BU3HAYAETHCS
JEKUIbKOMa KpUTEPISIMU: a) 3aKOHOMIPHHM XapakTEepoOM 3MIiH CTPYKTypu abo
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eKcIpecii IbOro TeéHa B KIITMHAX HOBOYTBOPEHb; 0) BUHUKHEHHSIM B IOHOMY abo
MOJIOZIOMY Billi MeBHUX (OPM MYXJHWH Yy IHAMBIAIB 3 TraMeTONaTisIMU; B) PI3KUM
MIABALIEHHSM YaCTOTH MOSBU MYXJIMH Y TPAHCT€HHUX TBapUH, ab0 1110 eKCIPECyOTh
aKTUBOBaHY (hOpPMY 1ILOTO T'€HA - Y pa3l OHKOT€HIB, 200 HOCIiB IHAKTUBYIOYOi MyTaIlii
(«HOKayT») IIbOTO T'e€Ha - y pa3i MyXJMHHUX CYNPECOpiB; I') 3MaTHICTIO BUKIUKATH B
KyJbTUBOBAHUX 1N Vitro KIITHHaX MOPQoJIOTiuHy TpaHchopmalio abo HeoOMeKeHU
picT (OHKOTEHH), IPUTHIYYBATH KJIITUHHE 3pOCTaHHs abo TpaHcdopmarlito (MyXJIWHHI
CyNpecopu).

Jlo TenepimHBOrO Yacy BimomMo Ouibine 150 MOTEHHIMHUX KIITHHHUX 1
BIPYCHHMX OHKOTEHIB 1 OUTbIIE TBOX JECATKIB MyXJIMHHUX CcynpecopiB. BusiBieno, 1o
MEXaHI3M [ii BIPYCHUX OHKOTCHIB TIOB'I3aHWUM 3 AaKTHUBAIIEI0 KIITHHHUX
MIPOTOOHKOTEHIB (peTpoBipyciB) ab0 iHaKTUBaLi€l0 NMyxJIuHHUX cynpecopiB (JHK-
BMICHI Bipycu). BusiBneni xapaktepHi (opMu HOBOYTBOPEHbH JIOAWHU 1 3MIHH
OHKOT'€HIB 1 MYXJIMHHUX CYIPECOpIB, SIKI MOKHAa BUKOPUCTOBYBATH JUIsl TOCTAHOBKU
J1arHo3y

[IpoToOHKOT€HH 1 MYXJIUHHI CYIPECOpPIB € KOMIIOHEHTaMH JIEKUIbKOX
3arajJbHUX CHUTHAJbHUX IUISAXIB, KOHTPOJIOYHUX KIITUHHUN IUKJ, AamomTo3,
LUTICHICTh TEHOMAa, MOP(OTreHeTUYH1 peakiii 1 AudpepeHIIFOBaHHS KIIITHH.

Xix podoru:
3agnanna 1. Jlatu xapaxkrtepuctuky iHTepdasu Ta cTafiil MiTo3y. 3alOBHUTH
Tabnuio 1.
Tabnuus 1.
Cranii mitosy
Ne G
TPYKTYypa, npoiec Intepdasa

n/n P pe npogasa Meradasa|anadasa |Tesodasa
1. [Xpomocomu

2. |XpomaTHau

3. |Anmepue

4. |Kuit. nentp

5. |Ocobaupocri 0OMiny

pPEYOBHH 1 eHeprii

IIuTaHHA 118 CAMOKOHTPOJIIO:

1. 1o Ha3uBaEMO MITOTHYHUM ITUKIIOM ?

2. Illo Take MiTO3 1 siKe O10JIOT1YHE 3HAUCHHS ?

3. Sk 3MminroeThes Bmict JJHK mpu nigrorosui go noginy?

4. OnuIiTh MEXaH13M MEPEMILLIEHHS XPOMOCOM Y UTOIUIa3M1 KJIITUHU TIPU MITO31.
5. Oxapakrtepusyiite 0y/10By MeTa(asHIX XPOMOCOM.

6. JlaiiTe XapaKTepUCTUKY MITOTUYHOTO ITUKITY.

7. Slke GionoriuHe 3HAYEHHS MITO3Y?
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8. [laliTe xapakTepucTuKy a3 MiTo3y?

9. B yomy BIIMIHHICTb IIUTOKIHI3Y POCIMHHUX 1 TBAPUHHUX KIIITUH?
10. 1o Take amiTo3?

11. SIxe GionoriyHe 3HAYCHHST MEHO3Y?

12. Taitte xapaktepuctuky | 1 [l MmelioTHuHUX MOALTIB.

TecToBi NUTAHHSA:
1. BBeneHHst XBOpOMY MeHeTUYHUX KOHCTPYKITIN eX Vivo mepeadayac:
a) BUJAJCHHs KIITUH-MIIIEHEW 3 opraHi3My, BBEJEHHS y HUX MOTPIOHUX T'eHIB 1
MOBEPHEHHSI KJIITHH Y OpraHi3M xa3siHa
0) JoKaNbHE BBEICHHS MOTPIOHUX IE€HIB Y TKAHUHY 200 MyXJIUHY;
B) BBEJICHHS T€HETUYHUX KOHCTPYKIIiN y eMOPIOH;
r) BipHO a+0;
1) )KOJTHA BiJIMOBI/Ib HE BIpHA.
2. BBegeHHs XBOPOMY T€HETUYHUX KOHCTPYKIIiH in vivo nepenbayvae:
a) BUJAJCHHS KIITUH-MIIIEHEW 3 opraHi3My, BBEJEHHS y HUX MOTPIOHUX T'eHIB 1
MOBEPHEHHSI KJIITHH y OpPTraHi3M Xa3siiHa;
0) JoKkanbHE BBEICHHS MOTPIOHUX I'€HIB Y TKAHUHY a00 MyXJIMHY;
B) BBEJICHHS T€HETUYHUX KOHCTPYKIIiN y eMOPIOH;
I') KJIITUHU HE BUAASIOTHCS 3 OpPraHi3amy, a MOTpiOHI F€HU BBOJASATHCS Yy HHUX 3a
JOTIOMOT OO BIJIMOBIAHUX BEKTOPIB
1) BipHO O+B+T.
3. BBeneHHst XBOpOMY I'eHETUYHUX KOHCTPYKITIH in situ epeadoayvac:
a) BUJAJCHHS KIITUH-MIIIEHEH 3 opraHi3My, BBEJEHHS y HUX MOTPIOHUX T'eHIB 1
MOBEPHEHHSI KJIITUH y OPTraHi3M Xa3siiHa;
0) JokanbHe BBEJCHHS MOTPIOHUX I'€HIB Y TKAHUHY a00 MyXJIUHY
B) BBEJICHHS I€HETUUHUX KOHCTPYKIIH y eMOPIOH;
I') BIpHO a+B;
1) )KOJTHA BiJINOBIJIb HE BIpHA.
4. Ha3BiTh HAapSIMKH MOJIEKYJISIPHOI OHKOT€HETUKH:
a) MOJISKYJISipHA J1arHOCTHKA CMaIKOBUX (DOpM paka;
0) AlarHOCTHKA 1 3’ICYBaHHS MOJIEKYJISIPHUX MEXaHI3MIB BIpYCIHIYKOBaHUX (popm
paxy;
B) MONIYK Ta JIarHOCTUKA MOJIEKYJSIPHUX MapKepiB HECHPHUSTIUBOIO MPOrHO3Y
IIPU PaKOBUX 3aXBOPIOBAHHSX;
I') 11arHOCTUKA MIKPOMETACTa31B;
1) Tolyk Ta gaiarnoctuka noiaimMepuux JJHK-mapkepiB 1151 BUSBIEHHS CXUIIBHOCTI
10 PaKy;
€) BC1 BIAMOBI/1 BIpH1
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5. [lepepaxyiiTe NPUHLMIIK KOHCTPYIOBAHHS TPAHCTEHHUX OPraHi3MiB:
a) BUAUIEHHA a00 IITY4YHUI CUHTE3 OTPIOHOTO reHa (reHiB);
0) 3HaXO/’KEHHS 1 KOHCTPYIOBAHHS «BEKTOPAY;
B) BBEJICHHS BEKTOpPA-HOCISl Te€HA Y OpraHi3M-pelUITIEHT;
r) Bi10Ip KIITHH 200 0COOMH-HOCIIB JAHOTO I'€Ha;
1) BC1 BIIMOB1/1 BipHI
6. Sxi BU 3HaeTe OOMEKEHHS TEHHOT Tepartii?
a) KOPOTKO TPUBAIICTB;
0) IMyHHa BIJIITOB1/lb;
B) BHECCHHI MyTareHes;
I') BAKKICTb JIIKyBaHHS! MYJbTUT€HHUX 3aXBOPIOBAHb;
1) BC1 BIJIMOB1/11 BipHI
7. Ha3BiTh Hamps MK BUKOPHUCTAHHS TPAHCT€HHUX TBAPUH Yy HAPOJHOMY
roCroAapcTBi Ta y MEIULIMHI:
a) MOJIeJIIOBaHHsI XBOPOO JIIOIMHU;
0) BUBYECHHS 11l HOBHX JIIKIB;
B) JIOCIIIJPKEHHS €KCIIPECii FeH1B Ha FOpUIHUX TeHOMAaX;
') MO>KJTMBOCTI CUHTE3Y JIIKAPCHKUX Ta 010JIOTTYHO aKTUBHUX PEUOBUH;
1) BUKOPUCTAHHS OpPraHiB TPAHCTEHHUX TBAPUH ISl TPAHCIUIAHTALLIT;
€) BCI BIIMOBI1 BipHI
8. Ha3BiTh HampsIMKU BUKOPUCTAHHS TPAHCTC€HHUX OakKTepiil Ta BIPYCIB Y HAPOJIHOMY
roCroAapcTBi Ta y MEIULIMHI:
a) 03/IOPOBJICHHS POCIIUH;
0) MOXKITMBOCT1 CHUHTE3Y JIIKAPCHKHUX Ta 010JIOTTYHO aKTUBHUX PEUOBUH;
B) BEKTOPHU JUIsI TEHHOI Tepalii;
') BUBYCHHS J1i HOBHX JIIKIB;
1) BC1 BIJITIOB1/11 BIPHI;
€) BIpHO a+0+B
9. Ha3BiTh HUISAXM 3aCTOCYBaHHsS OIOTEXHOJIOTIM y HapOJHOMY TOCIOAApCTBI Ta
MEIUIUHI:
a) CTBOPEHHS PEKOMOIHAHTHUX JIIKaPChKUX MPEnaparis;
0) CTBOpPEHHS BaKIIUH;
B) BUKOPHUCTAHHS y Xap4yoBiil MPOMUCIIOBOCTI;
I') CTBOPEHHS POCIMHHM 1 TBapUHH 3 HOBUMHU BIACTUBOCTSAMM PEKOMOIHAHTHHX
JHK;
1) BIpHO a+0+B
10. Cauit pectpukitii, a0o caliT BOyJoBYBaHHsI (KJIOHYBaHHS) — I1€:
a) BII3HaHA PECTPUKTA30I0 HYKJICOTU IHA MOCIITOBHICTh B Mojiekyii JIHK
0) reH;
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B) OIEPOH;
I') BEKTOD;
1) MidueHa aBoxiaHIiorona aiisaka JJTHK.
11. PexomOinanTua JIHK — 11e:
a) ogHomaxiroronsa JIHK;
0) neonanirorosa JJHK;
B) mrydHa monekyna JIHK, sika ckianena 13 ¢gparmentiB pizHux Bunis JJHK 1 He
ICHyI04a B IPUPO/1
r) neonanitorona JJHK icayroua B mpuponi;
n) onnonanirorona JJHK He icHyroda B mpupo/i.
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IIpakTuuna podora Ne 9.
Tema: I'enna Tepamis. Tpancrensi opranizmu. [lepcrekTuBr reHeTHYHOT
THXeHepii.

Meta: 3acBoitu cyTh T€HHOI Teparii Ta 3HaueHHs OloiHKeHepii TBapuH. BuBuntu
MPUHIIUIY Ta NePCIEeKTUBU T€HETUYHO1 1HXEHEPII.

I'enna tepamisi — 3amiHa JneeKTHUX TeHIB HOpMalbHUMH. BoHa BKItOYae
TaKOX BUKOPHUCTAHHS T'€HIB JJiA JiKyBaHHA IykpoBoro aiabery i CHI/ly. Iluranns
MO>KJIMBOCTI JIIKYBaHHSI CHaJKOBUX 3aXBOPIOBAaHb BHHHKJIO IICIA TOTrO, AK Yy4eHi
PO3POOMIIH IIISIXU IEPEHECEHHSI TeHIB y MEeBHI KIIITHUHHM, JI€ BOHU TPAHCKPUOYIOTHCS 1
TPAHCIIOIOTHCS. 3 ypaxyBaHHSM TOrO, IO T'€HHa Teparlis IOB’si3aHa 31 3MIHOIO
CHAJKOBOTO arapary JIOJAWHH, MOTPIOHO JOTPUMYBATUCS OCOOJIMBUX BUMOT IpU
KJIIIHIYHOMY JOCJIKeHHI: 1) 4iTke 3HaHHA Je(ekTy reHa i1 TOro, SKUM UYUHOM
(GhOopMYIOTBCSI CUMIITOMU XBOPOOHM; 2) BIATBOPEHHSI T€HETUYHOI MOIEN1 y TBapuH; 3)
BIJICYTHICTh aJbTEpPHATHUBHOI Tepamii abo ICHyloua Tepamis HEMOXJIUBA YU
HeedexTuBHa; 4) Oe3meka mia xBoporo. [Ipu po3poOii reHHoi Tepamii TakoX
BUPIIIYIOThCSL TaKl MUTaHHS: 1) K1 KIITUHU HEOOXITHO BHUKOPUCTOBYBATH; 2) SIKY
YaCTHHY KJIITMHU HEOOXIJHO BMJIKYBaTH, 1100 3MEHIIMTH abo 3yNUHUTH
porpecyBaHHs XBopoou; 3) uu Oyae HeOEe3NeUHOI HaJEKCIpecis BBEJIEHOTO I'eHa;
4) 41 € O6e3MeYyHUM MOTPAIUIIHHS PEKOHCTPYHOBAHOTO I'eHa B 1HIII TKaHUHH; 5) 5K
NoBro O0yne (GyHKI[IOHYBaTH 3MIHEHA KJIITHHA; 5) M OyAyTh aTakoBaH1 HOBI KJIITUHU
IMYHHOIO CHCTEMOIO.

CrnankoBa reHHa Teparis. € TPAHCT€HHOIO 1 3MIHIOE BCl KIITUHU OpraHizmy. ¥
JIOJJMHU BOHAa HE BUKOPHUCTOBYeThCA. HecmaakoBa (comaTWyHa) reHHaA Teparis.
KOPUT'Y€E TUIbKM COMATHYHI KIITUHH, YpPa)XX€HI BHACIIJOK T€HETHYHOTO JIE(EKTy.
HecnagkoBa reHHa Teparist MOKe JOMOMOITH THAUBIAYYMY, ajieé BOHA HE MOKPAIUTh
CTaH MalOYTHIX TOKOJIIHb, TOMY 110 MYTaHTHUW T'eH He 3MiHeHWH y ramerax. Ha
’Kallb, MPO OUTBIIICTh CHAJKOBUX XBOPOO MOKHU 110 Majo iHpopmalii (30kpema, sKi
TKAHUHU ypa)ke€Hi), TOMY BBEJEHHS HOPMAJIbHOIO T€Ha B HUX YCKJIaJHEHE.
He3Bakatoun Ha 1e, MeIMYHA TEHETHUKAa JIOCATVIAa 3HAYHUX YCHIXIB Yy JIKYyBaHHI
OKpEeMHX 3aXBOpIOBaHb. [Ipu 11bOMY BUKOPUCTOBYIOThCA 2 miaxoau. [lepmmit 13 HUX
nepeaoavyae BUAUICHHS KJIITHH 13 TUIA MaIli€HTa IJis BBEACHHS B HUX HEOOXITHOTO
reHa (ex vivo), Miclii 4Oro BOHHM MOBEPTAIOTHCS B OPraHi3M XBOpOTo. SIK BEKTOp
BUKOPUCTOBYIOTh PETPOBIPYCH, 110 MICTATh TeHeTUUYHY iHpopmaiito y Burisaai PHK.
PerpoBipyc 3a6e3neuyerbest pekomOinanTHoro PHK (PHK Bipycy + PHK komis rena
moauun). Ilicns vagxomkenHs pekomOinantHoi PHK y xnituny mogunu, Hamp. y
CTOBOYpOBY KJIITHHY YE€pPBOHOIO KICTKOBOTO MO3KY, BIAOYBa€ThCSI 3BOPOTHA
TpaHnckpumnilis, 1 pekomOinanTHa [IHK, mo Hece HoOpManbHMII Te€H, MOTparuisie B
XpOMOCOMY JIIOJUHM. Tak OyJ0 MPOBEACHO JIKYBAaHHS TIXKKOrO IMyHOIEDIUTY
BHACJIIJIOK BIJICYTHOCTI ajieHo3uHae3aMina3u (AJ{A) y nexinbkox aiteit. [lapanensHo
BOHU oTpuManu ¢epmeHT AJIA, BUIUIEHUN 3 KpOBI, SIK JIKyBaJlbHUW Ipemnapar.
BukopucroByioun sik BeKTop aneHoBipyc (AVV), ydeHi po3poOuiM MeToj TeHHOI
Tepamnii cepnonoAiOHO-KIITUHHOI aHeMii. 3a npupogHux ymoB AVV ypaxae TUIbKU
Ti KJIITHHM YE€PBOHOTO KICTKOBOTO MO3KY, SIKI € TMONEpPeIHUKAMU EpPUTPOLIUTIB.
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OyHkIioHATBHUNA TeH B-rao0yniny BBenu B AVV, a Bipyc mepeHic oro B He3piii
eputpouTi. OCTaHH1 HAOBHIOIOTHCSI HOPMAJILHUM I'€MOTJI0O01HOM 1 CIIPSIMOBYIOTHCS
y KpOB’sIHE PYCIIO.

[Hmmii minxig y reHHoi Tepamii nependayae BUKOPUCTaHHS BIPYCIB; KIIITHH,
BUPOILEHUX Yy JabopaTopii; MTYYHUX HOCIIB JJig BBEJIEHHS T'€HIB Oe3mocepeaHbo B
opra”iaMm xBoporo. Hampuknan, mno30aBieHuil XBOPOOOTBOPHUX BIIACTUBOCTEN
aJICHOBIPYC MICTUTBCS y (uiakoHi 3 aepososieM. [Ipu BIuXaHHI XBOPUM aepO30JbHOT
CycreH3ii Bipyc NMPOHUKAE B KJIITHHU JIET€Hb 1 MPUHOCUTH 10 HUX (PYHKIIOHATBHUIMA
reH MYKOBICIHMIO03Y. SIKIIO KITHUHU CTIMKI A0 TEHETHYHHUX MAHIMYJSALIA, ydeHi
BIUTMBAIOTh HA KJIITHUHH, 110 3HAXOJAThCA nopyd. OCTaHHI MalOTh BIUIMB Ha KJIITUHH,
nedeKTHI 3a TEBHUM T'eHOM. Tak ampoOyeThCsi TeHHa Teparlis MHIIEH, B SKUX
VIIKOJKEHA Ta * JUIIHKAa MO3KY, L0 ¥ y Mallie€HTIB 13 XBOpoOoro Ajblreiimepa. Y
¢16pobnacTu npoHukae red pakropa pocty HepBiB. LI KIITUHU IMIUIAHTYIOTBCS Y
pO3pi3 MO3KY 1 CEKpeTyioTh (akTop pocTy, HeoOXigHui HeillpoHaMm. Heliponu
MOYMHAIOTH POCTHU 1 MPOAYKYBAaTH BiJNOBIHI HelipomeaiaTopu. [lepeadbavaeTncs, 1o
CXOXHUH THUIl T€HHOI Tepamii MOXe OyTH BUKOPUCTAHUM JUIsl JIKyBaHHHS XBOpOOU
['enrinrrona, xsopobu I[lapkincona, aenpecii Ta iH.

[leBHUX yCHIXIB JOCSATHYTO MpPH BUKOPHCTaHHI TF€HHOI Tepamii y JIiKyBaHHI
37I0SIKICHUX HOBOYTBOPEHb. BUIIISETHCS MyXJIMHHA KIIITUHA, B Ky BBOASTH IT'€HHU, 110
KOAYIOTh Taki MPOTHPAKOBI PEYOBUHM IMYHHOI CHUCTEMH, SK 1HTephEpOHH,
iHTepaelkinu. KiiTuHu, BBEJEH1 3aHOBO y NyXJIUHY, MOYMHAIOTh MPOAYKYBAaTH IIi
pEYOBUHU, BOUBAIOTH 1 ceO€, 1 HABKOJIHUIITHI 3JI0SKICH1 KIITHHHU.

Tpancrenni opranizmu. 3a JOMOMOrol0 METOJIB T'€HHOI I1HXEHEpii MOKHA
oJlepKaTH pI3HI Opra”i3Mu, fKl MalTh Y CKJIaJl CBOIO I'€HOMY YY>KOpiJHI T'€HU
IHIIMX opraHi3MiB. Taki opraHi3MH HAa3UWBAIOTHCS TPAHCTEHHUMHU. Y AaHUH yac s
rajly3b HayKd IIBUJKO PO3BUBAETHCA. Y PI3HUX Tally3sX FOCHOJAPCHKOI MISUIBHOCTI
JIOJMHU BUKOPUCTOBYIOTbCA TpaHCcreHHi Oaktepii. Kpim Toro, mo Oaktepii
BUKOPUCTOBYIOTbCA I KJIOHYBaHHA T€HIB 1 BUpPOOHMIITBA OULIKA, BOHHU
PEKOHCTPYIOIOTBbCST 1 juis  1Hmux — nuieid.  Tak,  OloimkeHepHlI  OakTepii
BUKOPUCTOBYIOTHCA ISl O3JJOPOBJICHHS pOCIMH. bakrepii, 110 KUBYTh y pOCIMHAX 1
CTUMYJIIOIOTh YTBOPEHHS KPUINTAIMKIB JIbOAY, Oylu 3MIHEHI 3 XOJOJ-IUIIOC Ha
XOJOA-MIHYyC pociauHu. Taki OakTepii Moyaau 3aXWIIATH BETETaTHMBHI YaCTUHU
POCJIMH BiJl MOpO3y. Y OakTepiil, 0 yTBOPIOIOTH CUMO103 3 KOPEHSIMHU KYKYPY/3H,
Oynu BBeNEHI, reHU (BiA IHIIMX OakTepiid), MO KOAYIOTh TOKCHUH IS IIKIIJIUBHUX
KOMax.

VY mpupoal iCHYITh OakTepii, 10 MOXYTbh PO3LIENUTH OylIb-IKy OpPraHiuHY
pedoBuHy. bakrepii BiAOMpalOThCs 3a 3AaTHICTIO PO3LICIUIIOBATH MEBHY PEUYOBHHY, a
3rOIOM ISl 3[IaTHICTh MiJICHIIFOETHCA BHACTIIOK OioTexHosorii. TakuM nuisixoM Oyiu
CTBOpEH1 Oakrtepii, sfKi MOinaiTh HaTy, MO pO3JIUiIacs BHACIIIOK TEXHOT€HHHX
karactpod. bakrtepii BUKOPUCTOBYIOTH Il OakTepiaJibHOro cuHTe3y. Tak, Oynu
PEKOHCTpYHOBaH1 OakTepii yisi BAPOOHUIITBA aMIHOKHUCIIOTH (heHIIaNaHIHY.

[upoke  BUKOPUCTAHHS  PEKOMOIHAHTHUX  OakTepii y  CUIbCBKOMY
roCroAapcTBi, MPOMUCIOBOCTI, 3aXHUCTI HABKOJIMIIIHBOT'O CEPEOBUINA OOMEKYBaAIOCS
noOOIOBaHHSAM TOTO, 110 Takl OakTepii MOXKYTh 3aMIHUTH MPHUPOAHI MIKPOOPTaHI3MU
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B EKOCHUCTEMax 3 BHUHUKHEHHSM HECHpUATIMBUX HachiakiB. Ha nganuit dac
pPO3pO0JIEHO METOJIM BU3HAYEHHS, BUMIPY 1 HaBITh OJOKYBaHHS AISUIBHOCTI ITUX
KIITAH y HaBKOJIMIIHBOMY CEpeIOBUIl. 3pyyHUM OO'€KTOM JUIsi TE€HETUYHUX
MaHIMYJISIIA BUSBUIUCS POCIMHU, TOMY 1[0 POCIHMHHI KJIIITUHA MO>KHA BUPOIILYBATH
B KYJIbTYp1, JI€ 13 KOXHOI KJIITUHU OTPUMYIOTH 1Ty pociuHy. BeayTbes pobotu 3i
CTBOPEHHsI O10THXXEHEPHUX POCIWH, 110 MOTJM O MaTH HACTYIHI BJIACTUBOCTIL: 1)
BHUCOKY TPHUCTOCOBAHICTh /10 YMOB 30BHIIIHBOTO CEPEIOBUINA; 2) MICTUTH OLIBITY
KUIBKICTh HEOOXITHUX [JIs JIIOJUHU TIOKUBHHUX PEYOBHH; 3) TpUBAIUNA dac
30epirarucs 0e3 MCyBaHHS.

Po3po0nsitoTbesi  TpaHCT€HHI POCIWHHU, 37aTHI TNMPOAYKYBATHU B I1HTEpecax
JIOJUMHU XIMIYHI PEYOBMHM # JiKUM. PekoHCTpyilloBaHO KapTOILIIO AJisi MPOAYKIIT
anbOyminy moaunu. Ilepenbadaerscs, 1m0 B MallOyTHbOMY POCIHMHH 3MOXKYTh
YTBOPIOBATH y CBOiX HACIHHAX TaKi OUIKH, IK TOPMOHU JIFOANHH.

[IBUIKMMHU TeMIamMu pPO3BUBAETHCA OI10IHXKEHEpis TBAapUH. SNULEKIITHUHY
MOMIIIAIOTh Yy CHENIaTbHy MIIIAJIKY pa3oM 3 uyxopinnoto JIHK 1 qpiOuumu cuitikos-
KapO1AHUMU ToiaKkaMu. ['onku poOasiTh MHOXKUHHI OTBOPU B 000J10HII, Kpi3b k1 JTHK
nomnajaae B KITHUHY. 3a JOMOMOIOI0 W€ TEXHOJIOT OMyauyuii ropMOH pocTy OyB
BBEJICHUN Yy SUIEKITITUHU 0araThb0oX BHUJ1B TBApUH. 3aBISKH 11 TEXHOJOT1i OTpUMaHi
BENUKI puOU, KOPOBU, CBUHI, KPOJHMKH, BIBUI. TpaHCreHHI TBapUHU CTBOPEHI HJIs
BUPOOHHUIITBA MPOAYKTIB MEIUYHOTO 3HAUCHHS

JlaHIIOrOBUM 1HCTPYMEHTOM JUIsl TEHETUYHUX JOCIII)KEHb CTaJM TPAHCTEHHI
muiii. Bonu patoTe BaxiuBy 1H(GOpMalil0 OpH IUIAaHYBaHHI TEHHO1 Tepamii y
moauHu. BueHi, mo BUBYalOTh M'A30BYy AucTpodito JlroleHa, BUAUIMINA Te€H 1 Horo
MPOIYKT — HOPMAJIbHUI OLIOK AUCTPOdiH, 110 BIICYTHIN Y XBOpUX. 3alpONOHOBAHO
cnoci0 3a0e3neyeHHsl XBOpUX JiTed auctpodpinom. Ane mo Oyzae, Ko AUCTPodiH
NOTpanuTh B IHII TKaHWHM, abo Horo Oyne yTBoOproBatucs 3aHaiaTo Oarato? s
BUPIIICHHS WX MUTaHb OYyJIM CTBOPEHI TPAHCT€HHI MUIII, Y M'A3aX SIKUX MICTUTHCA
nuctpodiny B 50 pasiB Ouiblie, a TaKOX BiAOYBAEThCS MPOIYKIIiS IOr0o OUIKA B
IHIIMX TKaHWHaX. JlucTtpodiH He BUKIMKAE y TaKUX MHUIIEH MaTOJOTTYHUX
BIIXWICHb. TpaHCT€HHI MUIIl BHUSBUIUCA BKpall HEOOXIAHUMHU MpU BUBYEHHI
MOHOTE€HHUX XBOpOO, 3JIOSKICHUX MYXJHUH 1 HaBiTh MYJIbTU(AKTOPIAJBLHUX XBOPOO
JIIOJTUHU.

[IpoTre TpaHCreHHa TEXHOJOrIS € HETO4YHOw, ToMy 1o BBeAeHHs [IHK ne
COpsIMOBaHEe y BHM3HAYEHUH JIOKyC XpoMocoMH. ['€H, 10 NEepeHOCUTHCSA, MOKE
MOPYMUTH (PYHKIIIIO 1HIIOTO reHa abo MOTPANuUTH il KOHTPOJIb IHIIKUX T'eHiB. HaBiTh
SKIIO TPAHCTEH BCTABISIETHCS B XPOMOCOMY M EKCIpPECYEThCS, Horo edext moxe
OyTH MEepeKpUTUl TaKUM K€ TEeHOM KIITHHH-Xa3siHa. Tomy Oyna po3poOieHa
TEXHOJIOT1 OUIBIII TOYHOTO «HALLTIOBaHHS» TeHa (gene targeting), mpH sIKii reH, 1o
BBOJUTKCS, 3aiiMae Miclle CBOrO JBIHMKAa y XpOMOCOMI KIITHUHH-Xa3siHa. [lpu
bOMY BHUKOPUCTOBYETHCA MPUPOJHUNA MPOLEC T'OMOJOTIYHOI peKoMOIHaLii.
BHacnigok Takoi TEXHONOTii 3aMiHSIOTh 1HAKTUBOBAHMM T'€HOM AaKTUBHHMM T€H Y
MUIIEH 1 TPOCTEXKYIOTh €(eKT Horo BICYTHOCTI HaBiTh B eMOpioHa. Tak BUBYAIOTH
GyHKIII0 OUTKIB IMyHHOT CHCTEMH, MEXaHI3M B3a€MOJIii OHKOT'€HIB Y BHUHUKHEHHI
MyXJIUHU, PO3BUTOK T€HETUYHUX 3aXBOPIOBAHb.
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«HaminoBaHHs» reHa — CKJIaJIHa METO0JIOT1s, BOHA HE MPAaLIO€ Yy 3arlliTHEeH1N
SUIEKIIITHHI cCaBIliB. |'€H MO)XHa BIPOBAJUTH TUIBKH B KJIITUHH Ha PaHHIX eTamax
PO3BUTKY 3apojKa, 10 MOTO IMIUIAHTalli y CTIHKY MaTKu. KIITHHHM Takoro 3apojka
TOTUIIOTEHTHI 1 6araTto reHiB y HUX IIe He eKcrpecoBaHi. «HauimoBaHHs» reHa Mae
BEJIMKE 3HAYCHHS IIPU CTBOPEHHI MOJIeJIeil TeHETUYHOT aToJIori y TBapuH. BaxknuBo
T€, 110 BUEHI 1IEHTU]IKYIOTh BEPCIIO JIOJCHKOIO ajieis, IKUi BUKIMKAE XBOPOOy y
TBapuH. IloTiM BIAMOBIAHUN JIIOACBKMM MYTaHTHUW aJielib TEPEHOCUTHCA B
eMOpioHaIbH1 CTOBOYPOBI KJIITUHU 1, HAPEILTI, CXPEUIYIOTh TBAPUH, TOMO3UTOTHHUX 32
IHAKTUBOBAaHUM TE€HOM. TBapuH 3 «BHUKJIIOYEHUM» TE€HOM BUKOPUCTOBYIOTH Y
BHUBYEHHI CKJIaJHUX XBOPOO, y K1 3a/1siHO O6araro reHiB. Tak, HanmpuKiIaa, BABYAIOTh
aTepoCKIepo3  IUIAXOM  IHAKTHUBAILll  CIOJYYEHHS TEHIB, NPOAYKTH  SKHUX
KOHTPOJIIOIOTH JIIMIIHUNA METa00IIi3M.

I'enna iHxkeHepist — raay3b MOJICKYJISIPHOT 010710711 1 TEHETUKH, 3aBJaHHS SKO1
— KOHCTPYIOBAaHHSI TE€HETUYHUX CTPYKTYp 3a 3a3Jalieriib HaMIYEHUM ILJIAHOM,
CTBOPEHHS OpPraHi3MiB 13 HOBOIO T€HETHYHOIO MporpamMor0. BUHUKHEHHS TEHHOi
THXKEHepii CTajio MOXJIMBUM 3aBJSIKM CUHTE3Y 1/1ei 1 METO/[IB MOJIEKYJIIpHOT 010710711,
reHEeTUKH, 010XiMii 1 MikpoOiosorii. OCHOBHI NPUHIMIMN T€HHOI IHXXeHepii Oynu
po3pobieHi B 60-70-x pokax XX ctopiuds. BoHu BKJII0OYaIu TP OCHOBHUX €Tallu:

a) OTpPMMaHHS TEHETUYHOro Martepiany (IUTy4YHUH cuHTE3 abo BUIUICHHS
NPUPOAHUX TeHIB); ©0) BKIIOYEHHS IUX TEHIB Yy TEHETUYHY CTPYKTypy, SKa
pEIUTIKYeTbCsl  aBTOHOMHO  (BekTopHy Mosekyny JIHK), tTobro cTBOpeHHs
pexom6OiHanTHO1 MoJiekynu JIHK; B) BBeZileHHSI BEKTOPHOT MOJIEKYJIH (3 BKIIOYEHUM Y
HEi F'€eHOM) Yy KIITHHY-PEIHUIIEHTa, &6 BOHAa BMOHTOBY€ETHCS B XpPOMOCOMHHMI anapar.
ExcriepumeHTa bHEe MEPEHECEHHS TeHIB B 1HIINI F€HOM Ha3UBAETHCS MPAHCSEHE3OM.
Bin rpynTyerbes Ha TexHoisorii pexkom6iHanTHOT JIHK. B ocHOBI renHoi inxenepii
JeXaTh Pi3H1 METOM MaHIMyJsIii 13 Monekynamu JJHK.

Ompumanua ~ 2eHemuuyHoco  mamepiany. Y  cywacHIi  TeHeTHIIl
BUKOPUCTOBYIOTBCS JIBa CHOCOOM CHUHTE3y TEHIB 1M03a OpraHi3MOM — XIMIYHUH 1
dbepMmeHTaTuBHUM. {1 XIMIYHOTO  CHHTE3y HEOOXITHO MaTH  TOBHICTIO
posmudpoBany mocaigoBHicTh Hykieotunaie JHK. Bnepme mrTyynuii ren
cunTe3yBaB iHaiiicekuii BueHnit I'. Kopana (1970). Ile 6yB ren amaninoBoi TPHK
JIPLKIDKIB, SIKUW CKJIaJaBcs 3 77 HYKJICOTUIB. Y TEPIIUX JOCIigax BiH HE BUSBIISB
(GyHKI10HATBHOT aKTUBHOCT1, 00 HE MaB PEryisTOPHUX IUISHOK. Y 1976 p. Boanocs
CUHTe3yBaTU reH Tupo3uHoBOi TPHK KMIIKOBOI manuuky, SIKMil CKIAIA€ThCs HE
TUIBKU 13 CTPYKTYPHOT JUISTHKY (126 HYKJICOTUIHUX Map), a W peryasaTOPHUX YaCTUH
— mpomoTopa 1 TepminaTopa. Llell mTy4yHO CTBOpEeHM 3a CHeliaibHOI MPOTrpaMolo
red OyB TPaHCIUIAaHTOBAaHUHU y OaKkTepiajibHy KIITUHY 1 QYHKIIOHYBaB SIK MPUPOTHUA.

[HIIMM npUKIAAOM XIMIYHOTO CHHTE3Y € CHHTE3 I'eHa, SKUU Koaye (QepMeHT
po3iierieHHs J1akTo3u. CHHTE30BaHUM y MpoOIpIli reH OyB BMOHTOBAHUMN Y TUIa3MITy
1 BBEJICHUI y OaKTepiio; KUIIKOBA Majinyka HaOyja 3/1aTHOCTI 3aCBOIOBATH JIAKTO3Y.
[Ipore XIMIYHMM INUIIXOM MOXHA CHUHTE3yBaTH HEBEIUKI 3a pPO3MIPOM T€HHU
npokapioTiB. CHHTE3 TeHIB €yKapioTiB, SIKI CKIAJaloTbCcid 3 TUCAYl W Ouiblie
HYKJIEOTH/IIB, IUISIXOM XIMIYHOTO CUHTE3y CTBOPUTH MOKH 11O HE BJAJIOCH.

depMeHTAaTUBHUN CHHTE3 TEHIB 3JIHCHIOITh 3a JIONMOMOTOI IMPOIECy
3BOPOTHOI  TpaHCkpunuii.  BiakpuTrs  mporo  mpouecy  3po0JeHO  Ha
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nyxauHoyTBoptoBasibHux PHK-BMicHux Bipycax. IIpoTe 3rogom BuUSIBHIIOCS, IO
nepenaBaHHs reneruyHoi iHpopmaii 3 IPHK na JIHK moxxe BinOyBaTHcs B ymoBax
excriepumenty 1 3 iHmmMH PHK. Came ne nexutrs B OCHOBI (hepMEHTATUBHOIO
cuHTe3y rera. CrpouieHo 11e MOKHa MOoAaTH TaKUM YMHOM: y MpoOipli Ha MaTpulli
iPHK 3a nmonomororo ¢epMmeHTY 3BOPOTHOI TpaHCKpHUNTa3u (peBepTasu)
CUHTE3Y€EThCs KoMIieMeHTapHa a0 Hel Hutka JIHK, moTiM yTBOpIOETHCS ABOHUTKOBA
monekyna JIHK. Ilicns mworo i1PHK pyitHyerscst dhepMeHTOM pHOOHYKIIEA3010,
orpumany JIHK wnazuBarors JIHK-xomiero (x/IHK). Taka k/JI[HK He mae BcTaBOK-
IHTPOHIB, TOOTO cxema ii OyJOBM HE BIIPIZHIETHCS Bl OaKTEpiaIbHOIO TEHa.
Matpuuny (iHpopmaniiiny) PHK (MPHK) BuauisioTe 13 k1iTHH a00 TKaHUH, B SKHX
eKcrpecyeTbesi moTpiOHmMit reH. Tak, Juisi KJIOHYBaHHS MPOIHCYJIIHOBOTO T€Ha
BUKOPUCTOBYIOTh B-KIITUHM MiAUUIYHKOBOi 3aj703M, TOMY IO caMe€ i HHUX
XapakTepHuil Bucokuil BMIcT mnpoiHcyninoBoi MPHK. I'en, otpumanuii BHacminok
(dbepMEeHTaTUBHOTO CHHTE3y, MOKe (GYHKIIOHYBaTH B OakrepianbpHid kiiTUHI. Ha
Hpomy cuHTezyeThest IPHK, a motim 6inok. Ilin kepiBauutBom B. Exrensrapara Oys
OTpUMaHUM I'eH, KU BU3HAYa€ CUHTE3 PepMeHTy ranakrosuaasu. Lleit ren BBoauIN
y (ar, mpu poO3MHOKEHHI SIKOTO B KJIITHHI OJiepKaiu 0e3J1id KOIii, 110 3a0e3meunsio
CUHTE3 BEJUKOi KuIbkocTi (epmenty. lle mae He TUIbKM TeopeTHuHe, ane W
MpaKkTUYHE 3HAYEHHS, TOMY IO TallaKTO3MJa3a 3aCTOCOBYETbCA B XapuoBid
npoMUCcIOBOCTI. CHUHTE30BaHO T€HH TJIOOIHY JIIOJAMHM, KpOJisi, roiryda, JesKi T'eHH
MITOXOH/IP1¥ TIEYIHKH MAIfIOKIB 1 6araTto 1HIINX.

I'enn, cuHTE30BaHI 3a JIONOMOIOI0 pEBEpPTa3d, HE MAIOTh PErYIATOPHOL
YaCTMHM 1 MpomMoTopa. BiICyTHICT pPETyASTOPHUX JAUISHOK TEPEUIKOKAE
(GYHKIIOHYBaHHIO IMX LITYYHUX T€HIB Y TBApUHHUX KiiTHHaX. [Ipu mepeHeceHHi B
MIKpOOHY KIITHHY 10 CTPYKTYPHHX T€HIB EKCIIEpUMEHTAIbHO, 32 JOIOMOIOIO
(dbepMeHTIB, NPUETHYIOTH TPOMOTOP, SKUU A0OYBarOTh 3 MIKpPOOHOi KIITHUHH. Tak
Oyl CUHTE30BaH1 JIBa T€HU, BIANOBIIAIbHI 32 CUHTE3 JIAHIIIOTIB THCYIIHY. iX YBOAWIN
B TEHOM KHIIKOBOi TMaJWYKH, $Ka T[odYajia MpPOAyKYBaTH 1HCYNIH. Baxxmueum
JOCSTHEHHSIM TE€HHOi 1HXEHepili € CHUHTe3 TIeHa COMAaTOCTaTuHy, SKHH MOXe
GyHKIIOHYBaTH y MIKpOOHIM kimiThHI. Takum 3xe MeToJOM MiJl KEpPIBHUIITBOM
}0.0.OBunnnikoBa 1 M.IL.Jly0OiHiHa 31iiiCHEHMI CHHTE3 TEHIB, $KI KOIYIOTb
HEHpOropMOHM JIONUHM (euuH-eHkedanin 1 OpaaukiHin). depmeHTaTUBHUINA
CUHTE3 TEHIB Ma€ BEJIMKE 3HAYEHHS, TOMY IO MPUHIMIIOBO MOXJIMBO MPOBOIUTU
ITYYHUI CUHTE3 Oylb-SIKUX 1HAUBIAYaJIbHUX T'€HIB HUISIXOM TPAHCKpUOYBAaHHS iX 13
BiAnoBigHUX MarpuyHux PHK. OcHOBHOIO nepemkoi0io € CUHTE3 HE CTPYKTYPHUX, a
PErYIATOPHUX YacTUH TEeHIB, HEOOXIAHMX Mg iX HopMasibHOi pobotu. lle
31e0UTBIIOT0 OOMEXYE BHKOPUCTAHHS IITYYHO CHHTE30BAaHUX TIEHIB. Y TEHHIH
1HXXEeHepii MIMPOKO BHUKOPUCTOBYIOTH TaK CaMO 1 BHUIUICHHS NPUPOJHUX TEHIB 3
METOI0 CTBOpeHHs pekoMmOiHatuBHUX Mosiekyn JJTHK.

Brarouenns ompumanozo cema y eexmop. Bexkrop — me moch noaiOHe 1o
MOJIEKYJIIPDHOTO ~ «Takci», 3xatHoro mnepeHocutu uyxky JHK  Bcepeauny
OakTeplaJIbHOI KJIIITUHM TaKUM YUHOM, 11100 BOHA TaMm 3MoOrJia perutikyBaTucs. IcHye
JIBa OCHOBHUX THUIIM BEKTOpIB: OakTepiasiibHi mia3Mmigu 1 Oaktepiodaru. Ilicms
BUJUICHHS a00 CHHTE3y IeHa MOro 31IMBalOTh 3 BEKTOPHOIO (CHPSIMOBYIOYOIO)
monekynoro JIHK. 3 1mi€er0 MeTor0 BUKOPUCTOBYIOTH OCOOJIMBI OakTepiajbHi
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dbepmentu. Taki ¢pepMeHTH € y OakTepiid, y SKUX BOHH 3YNUHSIOTH PENPOAYKIIIIO
Bipycy, Bupizatoun BipycHy JIHK i3 renomy Oakrtepii. Bonu Ha3zuBaroThcs
pecmpukmaszamu, OCKUIbKM OOMEXYIOTh pO3MHOXKEHHS BipyciB. KoxkeHn Tun
dbepMmeHTIB pecTpukiii, a ix Bimomo Omu3bko 100, posainse JHK y cneuudianomy
MICII1, [II0 HA3UBAETHCA catimom pecmpuxyii. Y TPOMDKKY, IO 3'SBUBCS, MOXKE OyTH
po3mimiena auissaka uyxopigHoi JHK. Taky JJHK mosxna po3pizaTu 3a 10moMOroro
Toro * (epMeHTy pecTpukilii. OgHOMAHIIOrOBI KoMIUuiIeMeHTapH1 KiHIil a8ox JIHK
HA3MBAalOTh «IMIKAMH KIHUSAMH», TOMY IO BOHHM 3'€JHYIOTHCS BHACIHIJIOK
KOMILJIEMEHTApHOTO CIAapIOBaHHS a30THUCTUX OCHOB. BOHM MOJIErmIyoTh BCTaBKY
gyyxopigHoi JJHK y Bexktopny. Takum ymHOM, MoxHa noeanyBaTu Biapizku [JHK,
OTpUMAaHI 3 pI3HUX JKEpes, 1 CTBOPIOBAaTHM KOMOIHALIi TeHIB B OJHIA JOBrid
MousiekyJi. OCKUTBKM BOJHEBI 3B'I3KU JIETKO PO3PUBAIOTHCS, IS 3'€JTHAHHS NUISHOK
3aCTOCOBYIOTh (DepMeHT Jirazy — oAuH 13 ¢epMeHTiB penapaiii. KomOiHyoun pi3Hi
PECTpUKTA3H 1 Jiira3u, MoxkHa po3pizatd HUTKY JIHK y pi3HUX MicIX 1 oJiepKyBaTH
peKOMOiHAHTHI MoJsieKynu (Hampukian, miazMmigny JIHK 3 BMOHTOBaHUM wyKuM
TCHOM).

Bmonmosysanns 6 cenom peyunicnma. BeKTOpH1 MOJIEKYJIH, SIK1 MICTATh Y c001
dbparmentu uyxopinnoi JJHK, moBuHHI MaTu BIacTUBICTH, sika 3a0e3leuye TpeTiid
eTan reHHO1 1H)KeHepli — MPOHUKHEHHS B KIITHHY-PEIUIIEHTa 1 BMOHTOBYBAaHHSA B ii
reHoM. PerumnieHTH1 KJIITUHU, TOOTO KIITUHU, 0OpaHi JIJIsl KIOHYBaHHS reHa, MOXYTh
OyTH K Tpo-, TaK 1 eykapioTHuHUMH. Haituacrime juist i€l METH BUKOPUCTOBYIOTH
OakTepii, OCKUIbKHU X JIETKO OAEP>KYBaTH y BEIMKUX KUIBKOCTAX. [lepeHecenHs reHin
MOXeE 3IIMCHIOBAaTUCA 3 OJHIET OakTepii B IHIIY 3a JIONIOMOIOK IIIa3Mif.
PexomOinantHi Monexkynu JIHK BigokpemiioloTh BiJf MOJEKYN, IO MICTATh TUIBKU
OOoHOPChKY abo Tuibku minasmiany JHK. Jns iXHbOro mojaily BUKOPHCTOBYETHCS
Ia3Mmija, 1Mo Mae JBa T'eHU CTIMKOCTI JO JBOX BH3HAUCHMX aHTHOI0THKIB. [Ipu
IIbOMY KJIITHHHM, IO POCTYTh 3a HASBHOCTI JBOX AHTHUOIOTHUKIB, MICTITh TUIBKH
BUXIJIHY TutazMiny. KiliTWHM, 110 THUHYTH Tif J1I€I0 ABOX aHTHOIOTHKIB, M0O30aBJICHI
miazMig 1 MicTaTh TUlbkM AoHopcbKy JIHK. KiiTtuHuM, 1o pocTyTh 3a HasiBHOCTI
OJIHOTO aHTHUOIOTHKA 1 TMHYTh 32 HAsBHOCTI 1HIIOTO, — MICTATh PEKOMOIHAHTHY
miazMiqy. SKio B miasmigy BMOHTOBAHI 1HIII T'€HU, BOHU MEPElaloThCsl B KIITHHY-
Xa3sdiHa MUIAXOM TPAHCIYKIlT 1 BMOHTOBYIOThCS B ii T€HOM, JI€ 3/aTHI JO IIBHIKOT
perutikaiii 3a JonoMorow (epMeHTaTUBHOI CUCTEMHU KIITHHHU-Xa3siHa. Llel mporec
IIBUAKOTO OJEP)KaHHS  BEJIIMKOI KUIBKOCTI OJHAKOBUX KOMIM  Ha3WBA€THCA
KJIoHyBaHHsAM. KioH — e Benuka mMOMyJslis 1ACHTUYHUX MOJEKYNd, OakTepii,
KJIITUH, OPraHi3MiB, fKi OTpUMaH1 BiJ] OAHOro mpenaka. KioHyBaHHS TeHIB — IIe
mpoIiec, 0 BKJIIOYae BUAUICHHS W amrutidikamiro (qy0atoBaHHS BETUKOI KUTBKOCTI)
OKpPEMHUX TEHIB y PEIUIIIEHTHUX MPO- W eykapioTuuHux kiituHax. L1 kimiTuHH, sSKi
MICTSITh IOTPIOHUM I'eH, MO’KHA BUKOPUCTOBYBATHU /ISl OJICP KAHHS:

a)  BEJIMKOI KUJIBKOCTI OLIKa, IO KOAYETHhCS JaHUM T'€HOM, a00 0) BEJIMKOi
KUTIBKOCT1 CaMOI'o reHa Y BUCOKOOYHILIEHOMY BUTJISIIL.

KpiM mna3mia, sik BEKTOp BHKOPUCTOBYIOThCS ¢aru (dar namOna), Bipycu
(maBmsiunit Bipyc SV40). V Bunaaxy BUKOpUCTaHHS (ariB 1 BipycCiB NepEeHECEHHs
TeHEeTUYHOTO MaTepiany 3IIHCHIOEThCS 3a JOMOMOTOI0 TpaHCAyKIii. Ocol0iauBuM
BUIIAJIKOM TPAHCAYKIIT € NIEPEHECEHHS UY>KOPITHUX T€HIB B €yKapIOTUYHI KIITHHU 32
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JI0TIOMOTOI0 HEOHKOT€HHHX BIpyciB 1 (aris. Bnepie npumymieHHs, mo TpaHCIyKIlis
MOXXJIMBAa B eykapioTiB, Oyno BucioBieHo C.M.I'epmiensonom y 1966 p. mig yac
JOCIIIB HA IIOBKOBUYHOMY HIOBKOIPSIIL.

Pexom6inantna JIHK-TexHonoris Mae sK HayKoBe 3HA4Y€HHS (703BOJISIE
BUJUTUTH OKPEMUN TEH CKJIaAHOrO OpraHi3My 1 BHUBUMTH Horo (QyHKIIIO Ha
MOJIEKYJIIPHOMY pIBHI), Tak 1 TMpakTHYHE 3aCTOCYBaHHA. 3a JOMOMOTOIO
pexomOinanTHO1 JIHK-TexHonorii mMo>kHa BUpOOJISATH pi3HI OUTKM ISl MEIUYHOT
npakTukyd. Taki Jikd Outbll Oe€3MeuyHi, HDK aHaJOTi4Hi OUIKH, OTpUMaHI1
Oe3nocepeHb0 3 oprai3MiB. [lepmuM TakuM peKOMOIHAaHTHUM MPENapaToM CTaB
IHCYJIH. [HIIMHA BaXIMBUN HANpsIMOK O10TE€XHOJOrii — BHUPOOHHMITBO BakuWH. Taki
BaKIIMHU HE MOXYTb BUKIMKATH XBOPOO, TOMY IO BUTOTOBJISIOTHCS 3 OIHOTO 13
MOBEpXHEBUX OUIKIB. ['eéH Takoro OuTka BHUKOPUCTOBYETHCS sl O10pPEKOHCTPYKIIIi
OakTepii. Tak cTBOpeHa BakIMHa NMPOTH renatutTy B. YcnimHo BegeTsecs podoTa Hax
BaKIMHAMHM JIJIg renatuTiB A, C, XJ1aMi11031B, Teprecy ¥ 1HIINX 3aXBOPIOBAHb.

IpakTnyHi i TeopeTW4Hi pe3yabTATH TeHHOI iHxkeHepii. B pe3ynbrati
IHTEHCUBHOT'O PO3BUTKY METOIB I€HHOI 1HXEHEp1l OTpMMaHi KJIOHU Oe3Jiyl TeHiB
pubocomanbHOi, TpancmoptHoi 1 5S PHK, rictoHiB, m1o0iHy MuIli, KpPOJIKKA,
JIOJMHYU, KOJIareHy, OBaJbOyMiHY, I1HTEpPEpOHy, IHCYJIIHY JIOJWHUA 1 IHIIUX
NenTuAHuX TropMoHiB. lle Jo3BoiMiIO CTBOprOBaTHM IITaMu  OakTepid s
BUPOOHHUIITBA OaraTboX O10JIOTTYHO AKTUBHUX PEUOBUH, SIKI BUKOPUCTOBYIOTHCS B
MEJUIMHI, CUIbCBKOMY TOCIIOJJAPCTBI 1 MIKPOO10JIOT14H1M POMHUCIOBOCTI.

KpiM ToOro, Ha OCHOBI UHCIEHHHUX MYTAaHTIB IO OKPEMHUM T€HaM, IO
BUSBIIAIOTBCA TPH X BUBUYEHHI, CTBOPEHI BHCOKOE()EKTHUBHI TECT-CUCTEMHU s
OLIIHIOBaHHS MYTareHHoi akKTUBHOCTI (DaKTOpiB cepeAoBHINA, 30KpemMa s
BUSBJICHHS KAHLIEPOT€HHUX YHMHHHUKIB.

3a KOpPOTKMWA dYac TEHHa IHXKEHEepis CYTTEBO BIUIMHYJIA Ha PO3BUTOK
MOJIEKYJIIPHO- TEHETUYHUX METOAIB 1 CTBOpHUJIA MOXIIMUBICTH OJIep)KaTH HOBI
(dbyHIaMeHTalIbH1 3HaHHS TIPO OpraHi3ailito 1 PyHKIIOHYBaHHS T€HETUYHOTO anapary.

B Vkpaini pochimkeHHs B Taly3l TEHHOI Tepamii NpPOBOASTHCA i

kepiBHULTBOM B.A.Kopatoma - unen-kop. HAH Ykpainu, akagemika AMH Ykpainu,
3aBiyBaya BUIAULY PETyIATOPHUX MEXaHI3MIB KIITHUHH [HCTUTYTYy MOJICKYJISIPHOT
oiomorii 1 renetukun HAH Vkpainu. 3okpema po3po0isieThCs Te€HHa Tepartis
rinepxoJyiecrepuHeMii. Buninenuii ren anonporeiny-1 (armo-
1) mimonporeiniB Bucokoi mubHOCTI (JITIBIL), cTBOpeHa HeBipycHa MOJEKYyIspHA
KOHCTPYKIIiS HOTO TpaHCHOPTY B KIITHUHU MEYIHKU Ta MigI0paHi YMOBU €PEKTUBHOI
eKcrpecii anonporeiny. Buaiienuil ren iHCyniHy, CTBOPEHO HEBIPYCHY MOJIEKYIISIPHY
KOHCTPYKI[ifo, 110 3a0e3medye Horo TpaHCMOPT B KIITUHU-MIIIEHI Ta MiAiOpaHi
yMOBH e(eKTUBHOI ekcrpecii reHa iHcymiHy. CHOuibHO 3 HayKoBUsAMH [3paiiio
PO3POOIISIOTHCA MIJIXOIM TEHHOT Teparii IHCYIIHO3aIEeKHOTO IYKPOBOTrO /11a0eTy.

Xix podoru:

3aBaanns 1. 3acBoiTH CyTh F€HHOI Tepanii Ta 3HaueHHs 0101H)XKeHepii TBapUH.
3aBaannsa 2. BUBYUTH NPUHIUIN Ta MEPCIIEKTUBY T€HETUYHOI 1IHXKEHEPII.
3aBaanns 3. BUBUMTH 3HaYEHHS MPAKTUYHUX 1 TEOPETUYHUX PE3YJIbTATIB T€HHOI
THXeHePii.
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IIuTaHHA 118 CAMOKOHTPOJIIO:

l. ki KIITHHU OpraHi3My JIIOJUHU BUKOPUCTOBYIOTHCS JJIS BHBYEHHS
KapioTumy?

2. o Take CTpYKTYypHi 3MIHU XPOMOCOMHU?

3. Yum Biapi3HAETHCSA MOAM(IKaLIiHA MIHIMBICTh Bl MyTaI[1iHO1?

4. Ha3BiTb METOAM €KCIIEPUMEHTAIBHOTO OTPUMAHHS MyTallii.

5. 5Iky poJsib B €BOJIIOIIHHOMY MPOILIEC] BIAITPAIOTh MyTaIlii?

6. Slke nmpakTUYHE 3HAUYECHHS MAa€ FT€HETUYHUI MOHITOPUHI?

7.111o Take aHTUMyTareHu?

8. Illo Take kJIiTUHHA 1HXEHEPIsA?

9. BkaxiTh NPUHIIUIH MPEHATAIBHOT 11arHOCTUKU CIIaIKOBOI MATOJIOT 1.

10. Sxuit 3B'130K MK BIKOM 0aThKiB Ta 4aCTOTOIO CIAJKOBUX XBOPOO y aiTei?

11.5lxi Meroau aHTPONMOTE€HETUKH MOXKHA 3acTOCYBaTU JJIA JIarHOCTUKHU
XPOMOCOMHOI NATOJIOT'11?

12. Sxi 3aranabH1 IPUHIIMITH JIIKyBaHHS XBOPOO OOMIHY pe4OBUH?

13. SIki MeToau aHTPOINOIeHETHUKM MOXHA 3acTOCyBaTWU [JIsi JabopaTOpHOT
J1arHOCTUKUA T€HHUX XBOPOO?

14. o Take peHo- Ta reHoKOM1i?

15. Ilo Take neHeTpaHTHICTH?

16. Slxuit mpuHIUIT aHAJI3y POAOBOIB?

17. B yomy nonsirae peanbHa HeOe3MeKa HUTI00IB MK KPOBHUMH POAUYAMHU ?

18. B uomy nosnsirae 3Ha4eHHs T€HHOT 1HXXeHeii 1 K1 i1 eTHYH1 TpobiemMu?

19. Slxe 3aBaaHHs 1 3HAYEHHS MEUKO-T€HETUYHOTO KOHCYJIbTYBAHHS ?

20. ki iCHYIOTh METOAM NPEHATANIbHOI J1arHOCTUKM craakoBoi marosorii? Lo
TaKke aMHIOLIeHTe3?

TecToBI NUTAHHSA:

1. OCHOBOIO CTBOPEHHS TPAHCTC€HHUX OPTraHI3MIB € TeHHA 1HXXeHepis. [ 3aBmanHs —

oc.

a) KOHCTPYIOBaHHS T€HETUUYHUX CTPYKTYP 32 3a37aJIeT1Ib HAMIY€HUM IJIAHOM
0) CTBOpPEHHSI OPTaHI3MIB 13 HOBOIO T€HETUYHOIO IPOTrPaMoIo;

B) 3MiHa KUIbKOCT1 HyKJIEOTHU/IIB y T€HI;

r) 60poTh0a 3 IHPEKUIIMU;

1) BipHO a+0+B.

2. I'enna teparmis 6a3yeTbcs Ha MPUHIMIIAX TeHHOI 1HxkeHepii. Le:

a) OTpUMaHHsI T€HETHYHOTO MaTepiaty

0) BKITIOYCHHSI OTPUMAHUX T€HIB Y TEHETHUHY CTPYKTYPY, KA PEIUTIKYy€EThCS
aBTOHOMHO

B) BBEJICHHS BEKTOPHOT MOJICKYJIH Y KIITUHY—PELHUITIEHT

r) BipHO a+0+B
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1) BipHO a+0.
3. Tpancrenes — ue:
a) mepexiJi FeHIB 3 OIHOI0 OPraHi3My y 1HIIHIA;
0) ekcriepuMeHTalIbHE MePEHECEHHs I'eHIB Y IHIINI reHOM
B) OakTepiajibHa TPAHCIYKIIIS;
T') )KOJ[HA BIJMOBIJb HE BipHA.
4. I'enna teparis nependayvae:
a) penapalliro MOIIKO)KEHOT0 IeHa;
0) BBe/ICHHS B OpPraHi3M HOPMaJIbHOIO IF'eHa JIJIsl 3aMIHM aHOMAJIbHOT'O TeHa;
B) MOKJIUBICTh BUKOPUCTaHHS (QYHKIIOHAJIIBHUX T€HIB Y SKOCTI JTIKAPCHKUX
3ac001B;
I') PEryJIsIiio poOOTH aHOMAIBHOIO F'eHa BBEACHUMU I'€HAMU-PETYIATOPAMH;
1) BipHO a+0+B+T
5. 3a TUNOM KJIITHH-MILIEHEN TeHHa Tepanis NOIUISEThCS Ha:
a) HEpBOBY Ta MyXJIUHHY;
0) comaTuuHy Ta QeTanbHy
B) €X VIVO Ta in Vivo;
r) in situ Ta ex vivo;
1) M’SI30BY Ta €MITETIaIbHY.
6. BBeneHHss XBOpOMY M'eHETUUHUX KOHCTPYKITIH eX Vivo mepeadayac:
a) BUJIAJICHHS KIITUH-MIIIEHEH 3 OpraHi3My, BBEICHHS Y HUX NOTPIOHUX I'EHIB 1
MOBEPHEHHSI KJIITHH Y OpraHi3M xa3siHa
0) oKanbHE BBEICHHS MOTPIOHUX I'€HIB Y TKAHUHY a00 MyXJIMHY;
B) BBEJICHHS T€HETUYHUX KOHCTPYKIIiN y eMOPIOH;
r) BipHO a+0;
1) )KOJTHA BiJINOBIJIb HE BIpHA.
7. BBeieHHsI XBOPOMY I'€HETUYHUX KOHCTPYKIIIH 1n Vivo nepeadayae:
a) BUJAJICHHS KIITUH-MIIIEHEH 3 OpraHi3My, BBEICHHS Y HUX NOTPIOHUX I'EHIB 1
MOBEPHEHHSI KJIITUH y OpPTraHi3M Xa3siiHa;
0) oKanbHe BBEICHHS MOTPIOHUX I'€HIB Y TKAHUHY a00 MyXJIMHY;
B) BBEJICHHS T€HETUYHUX KOHCTPYKIIiN y eMOPIOH;
I') KJIIITUHU HE BUJAISIOTHCS 3 OpraHi3My, a MOTPiOHI TeHU BBOAATHCS Y HUX 3a
JOTIOMOT OO BIJIMOBIAHUX BEKTOPIB
1) BipHO O+B+T.
8. BBeneHHs XBOpOMY I€HETUYHUX KOHCTPYKIIiH in situ mepeabdayae:
a) BUJIAJICHHS KIITUH-MIIIEHEH 3 OpraHi3My, BBEICHHS Y HUX NOTPIOHUX I'EHIB 1
MOBEPHEHHSI KJIITUH y OPTraHi3M Xa3siiHa;
0) JokanbHe BBEJCHHS MOTPIOHUX I'€HIB Y TKAHUHY a00 MyXJIUHY
B) BBEJICHHS €HETUUHUX KOHCTPYKI[IH y eMOPIOH;
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I') BIpHO a+B;
1) )KOJTHA BiJINOBIJIb HE BIpHA.

9. Ha3BiTh HAPSAMKU MOJIEKYJISIPHOI OHKOT€HETUKH:

a) MOJISKYJISIpHA J1arHOCTHKA CIaJKOBUX (DOpM paka;

0) I1arHOCTUKA 1 3’ ICYBaHHS MOJICKYJISIPHUX MEXaHi13MIB BIpYCIHAYKOBaHUX (HOpM
paxy;

B) TOLIYK Ta J1arHOCTHKA MOJIEKYJISIPHUX MapKepiB HECTIPUATIUBOTO POTHO3Y
IIPU PaKOBUX 3aXBOPIOBAHHSX;

I') 11arHOCTUKA MIKPOMETACTa31B;

1) IOIIYK Ta Aiarnoctuka nomiMepuux JJHK-mapkepiB 11st BUSSBIEHHS! CXUITBHOCTI
10 PaKy;

€) BC1 BIAMOBI/I1 BIpH1

10. IlepepaxyiiTe NPUHLIMUIIKA KOHCTPYIOBAHHS TPAHCTEHHUX OPraHi3MiB:

1.

a) BUAUIEHHA a00 IITYyYHUI CUHTE3 OTPIOHOTO reHa (TeHiB);
0) 3HaXO/’KEHHS 1 KOHCTPYIOBAHHS «BEKTOPAY;

B) BBEJICHHS BEKTOpPA-HOCISl T€HA Y OpraHi3M-pelUITIEHT;
r) Bi101p KIITHH 200 0COOMH-HOCIIB JAHOTO I'€Ha;

1) BC1 BIIMIOB1/1 BipHI

Sxi BU 3HaeTe OOMEKEHHS TEHHOT Tepartii?

a) KOPOTKO TPUBAIIICTB;

0) IMyHHa BIJIITOB1/Ib;

B) BHECCHHI MyTareHes;

I') BAKKICTb JIIKyBaHHSI MYJbTUT€HHUX 3aXBOPIOBAHb;

1) BC1 BIJIMOB1/11 BipHI

12. Ha3Bith HaIllpAMKU BUKOPHUCTAHHA TPAHCTCHHUX TBAPUH Y HAPOAHOMY

roCroAapcTBi Ta y MEIULIMHI:

a) MOJICITIOBaHHS XBOPOO JIIOIUHU;

0) BUBUCHHS /i1 HOBUX JIIKIB;

B) JIOCIIJKEHHS €KCTIpecii TeHIB Ha TOpUIHUX TeHOMAX;

') MOXKJIMBOCTI CHHTE3Y JIIKAPChKUX Ta 010JIOTTYHO aKTUBHUX PEYOBHH;
1) BAKOPUCTAHHS OpraHiB TPAHCTC€HHUX TBAPHWH Il TPAHCIIIAHTAITlT;
€) BC1 BIAMOBI/1 BIpHI

13. Ha3BiTh HanpsMK{A BUKOPUCTaHHS TPAHCTE€HHUX OaKTEPiil Ta BIpYyCiB Y HAPOJHOMY

roCroAapcTBi Ta y MEIULIMHI:

a) 03/IOPOBJICHHS POCIIUH;

0) MOXKITUBOCT1 CHUHTE3Y JIIKAPCHKHUX Ta 010JIOTTYHO aKTUBHUX PEUOBUH;
B) BEKTOPHU JUIsI T€HHOI TepaIii;

') BUBYCHHS J1i HOBHX JIIKIB;

1) BC1 BIJITIOB1/11 BIPHI;
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€) BIpHO a+0+B
14. Ha3BiTh NuIsiX¥l 3aCTOCYBaHHS O10TEXHOJIOTIM Y HAPOJIHOMY I'OCIIOIAPCTBI Ta
METUIIMHI:

a) CTBOPEHHS PEKOMOIHAHTHUX JIIKAPChKUX MPEnaparis;

0) CTBOpPEHHS BaKIIUH;

B) BUKOPHUCTAHHS y Xap4yoBiil MPOMUCIIOBOCTI;

I') CTBOPEHHS POCIMHHU 1 TBAPUHH 3 HOBUMU BIACTHUBOCTIMU PEKOMOIHAHTHUX

JHK;

1) BipHO a+0+B
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IIpakTnuna podora Ne 10.
Tema: KionyBaHHs oprani3aMiB Ta KJiTHH. TepaneBTHYHE KJIOHYBaHHS Ta HOTO
NEPCHEeKTUBU Y MEAUIMHI Ta papmariii.
Meta: BuBuuTH O0OCOOJMBOCTI KJIOHYBAaHHS OpraHi3MiB Ta KJIITHH. 3acBOITU
3HAYEHHS TEparneBTUYHOO KIOHYBAHHS 1 MHOro NEepCleKTMBUM B MEAMIMHI Ta

dbapmarii.

KaiTuaHa iHiKeHepifi — CyKyIHICTh METOJIIB KOHCTPYIOBaHHS HOBUX KIITHH
Ha OCHOBI iX KYJbTUBYBaHHs, TiOpuau3aiii Ta PEeKOHCTPYKIIi. 3a J0MOMOroo
KJIITUHHOI 1HXEHEepili BJAEThCSA TMOEAHATH TE€HOMM PI3HMX BHIIB (HaBITh THX, SKI
HaJeXaTb J0 pi3HUX HapcTB). KIITUHHY 1HXEHEPII0 BUKOPUCTOBYIOTH IS
BUpIIIEHHS 0ararboXx TEOPETUYHHUX Ta MPAKTUYHUX MpobdieM 010JI0T1i, TPOMUCIOBOI
MiKpoOioJiorii, OiloTexHoyioTii (H., BHUKOPUCTAaHHSA TIOpUAIB JJii OTPUMaHHS
MOHOKJIOHAJIBHUX aHTHUTLI, SIKI BAKOPUCTOBYIOTh Y MEUIIMHI, HAYIll 1 BAPOOHUIITBI).

KnitnaHa iHxeHepis ¢opMyBajiacsi, fK pPO3AUT CY4acHOI MOJEKYISpPHOI
01oJ0Tii - FeHEeTUYHOI I1HXKEHepii, SKUH BHBYAE MPOIEC 1 HACTIAKU IEPEHECEHHs
FeHEeTUYHOTO Marepiajny BiJ OAHIET KIITUHU 10 Jpyroi. KiiTuHHA iHXeHepis
pO3AUIAETbCS HAa TeHOMHY (TIOBHHMI TMEpeHOC TeHOMa) Ta XPOMOCOMHY (IE€peHocC
BEJIMKUX TPy reHiB a00 XpOMOCOM) 1HKEHEPIIO.

3aBasku OypXJIMBOMY PO3BUTKY Ta 3HAYHIM KIJIBKOCTI JOCHIKEHb, SKI
MPOBOJSATHCA 3  BUKOPUCTaHHSIM  METOJIB  KJIITUHHOI  IHXKEHepli, BOHa
TpaHc(opMyBasacsi B OKpeMy Traiay3b 010T€XHOJOTi 1 01070T1YHOI HAYKH B IIJIOMY.
KnituHHa 1HXEHepis BUIUTMIACS SIK CAMOCTIMHA Taidy3b OIOJOTTYHUX Ta MEIUYHUX
Hayk (Caccon, 1987). IcTopudHo KIITUHHA 1HXKEHEPis MPOMIITIa HACTYIHI eTamu: 1)
pO3p0oOKa METO/IIB IITYYHOTO 3JUTTS KIITHUH, IO POCTYTh B KYJIbTYpl; 2) OTPUMAaHHS
PEKOHCTPYHOBAHUX KJIITUH LUISIXOM 3JIUTTA — 00’ €IHAHHS spa Ta LUTOIIA3MH BiJ
pPI3HUX KIITHH y paHille HEeBIMOMUX KomOiHamifax; 3) edekTuBHA TpaHCHEKIlis
COMAaTHYHUX Ta CTATEBUX KJIITHH.

VY 3aBAgaHHS KIITUHHOI 1HXKEHEpli BXOAWTH: OTPUMAHHS COMATHYHUX KIITHUH
PI3HUX BUAIB, CTBOPEHHS KYyJIbTYPHHMX KJIITHUH (TKaHWH) AJii OTPUMAHHS I[IHHUX
pPEYOBUX; KJIOHYBAHHS OPraHi3MiB — MEPCHEKTUBHHUM HaNpsiM KIITUHHOI 1HXXKEHepii,
riOpuaun3anis COMaTUYHUX KIITHH — Ja€ MOXJIMBICTh CTBOPIOBATU Ipenaparu, 1o
MIABULIYIOTH CTIMKICTh OPTaHi3My IPOTH PI3HUX 1HQEKIII.

OCHOBHMM  METOJIOM KJIITHHHOI 1HXEHepii € TiOpuauzanis KIITHH
MIKpOOpraHi3MiB Ta COMAaTMYHUX KJIITUH TBAapUH 1 poCiHH. PO3pi3HAIOTH HACTYIIHI
riOpUIH1 KIITUHH:

1) TunoBi TiOpUAHI KIITUHU: TE€TEPOKApioH — 1€ TiOpuJHa KIITHHA, SKa
MICTUTh y CBOii HUTOIUIa3Mi JABa a00 JAEKUIbKAa PI3HUX YU OJIHAKOBHUX SJED,
reTepoKapioHd HE JUISAThCS; CUHKapioH — L€ TiOpuJiHa KIITHHA, B SKi MPOUILIO
00’ eHaHHS XPOMOCOM PI3HUX KJIITHUH B OfHE Aap0. CHHKAPIOH YacTO Ja€ MOYaTOK
npoJidhepyrodoMy KIITUHHOMY KJIOHY.

2) OcoOnuBi THNM TIOPUAHUX KIIITUH: a) TIOpUIHA KIITHHA, 110 BKJIIOYAE B
cebe KapiomiacT (AIpo, OTOYEHE TOHKUM IIApOM IUTOIIa3MHU) + LUTOIIIACT
(6e3’simepHa UTOIIA3MA);
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0) mubOpun — riOpuaHa KIIITMHA, IO BKJIOYae B cebe MUy KITHHY +
LIUTOIUIACT 1HIIOT KIITHUHH; B) KapioOpua — TiOpuaHa KIITHHA, 10 BKIIOYAE B cede
LTy KJIITUHY + KapioriacT iHmoi kiitunu (I'epacumenko, 1989).

[NOpuaunszanis NOpPOBOAUTHCS JIEKUIbKOMa CHoco0aMu 3 BHUKOPUCTaHHSIM
(y30reHHHX areHTiB PI3HOI0 MOXOKEHHS: (PI3MYHOTO (3MIHHE eJNEeKTpUYHEe abo
MarHiTHE ToJie), XIMIYHOrO (KaTiOHH, MOJIETHJICHIJIKOJB), 610J0T14HOrO (BipycH).
IcHyroTh Taki MeToAM riOpUAM3aii KIITHH:

1. BukopucrtanHs iHakTUBOBaHOro Y ®D-BUNpoMiHIOBaHHAM Bipycy Cenpaii,
AKUU BIIHOCHUTBCS 1O Tpymnu BipyciB maparpumy. lLleit Meron Bxke Maiike He
BUKOPUCTOBYEThCS (JIMILE€ y TUX BUIAJKaX, KOJM KIITUHU IHIIMMH METOJaMu He
37IMBAIOTHCS — HANPUKJIIAM, PU POOOTI 3 SIAEPHUMH €PUTPOLIUTAMHU MTAXIB).

2. OcHoBHMI MeTon — BuUKopucTaHHs mnomierunenriaikonto (IIED). Ile
CTaHJApTHUH CMOCIO, IKUIl BUKOPUCTOBYETHCS IIPU 3TUTT1 KJIITUH TBAPUH Ta POCIIHH,
MDK COOOI0 Ta OJMH 3 OJHUM, & TAKOX MPU OTPUMAaHHI T1OPUIOM.

3. 3AUTTA KIITHH 3 BAKOPUCTAHHSM JIA3€pHOTO Ta HEUTPOHHOTO OMPOMIHEHHS.

4. EnexTpo3nuTTs — Ha KIITHHH TMOMEPeIHbO 30JMKEHI MIDK Co00Io,
BIUTMBAIOTh EJIEKTPUYHUM TI0JIEM; CIIOYaTKy BinOyBaeThcs 00'eqHAHHS MeMOpaH,
MOTIM 00’ €IHYIOThCS IIUTOILIa3MHU 1 POpMY€EThCs TOpUAHA KITITHHA.

Po3pobsitoThcst Ta BOPOBAIKYIOTHCS TaKOX HOBI MeToau riOpuausariii
KJIITUH.

1. ABaun-61oHOBUM Meroa. KuituHu omHoro tumy (Mmienaoma) 3'€IHYIOTh 3
aBIUHOM, KJIITUHMU 1HIIOro TUMy (IMyHHI JiMpouuTu) Oe3nocepeHbo abo uepes
aHTUTLIA 3'€AHYIOTH 3 OloTmHOM (Bitamin H). Taki MiyeHl KJIITUHHM Yy CYCIEH3ii
3'€IHYIOTBCS TOIMAPHO 1 B Pe3yJbTaTl A1 €IEKTPUYHOIO TOJIS, B SKE iX MOMIIIAIOTh,
YTBOPIOIOTHCS TOPUOMHI KIITHHHU.

2. Meton npoTtouHoi mutomeTpii. Lleit MeTos 3acTOCOBYIOTh:

a) I BUAUICHHS KIITHH, [0 3HAXOIATHCS HaA IEBHIM cTafli KIITHHHOTO
IUKITY Ta X CUHXpoHi3amii. OTpuMaHi TaKUM INIJISXOM KIJIOHU JKUTTE3JATHI 1 JAI0Th
MOYaTOK KIIITUHHUM KJIOHAM;

0) s BiOopy (cenexuii riopuaHux KiiTuH). He Bci KITiTHHM, TI0 MiATAI0ThCS
PI3HUM BIUIMBAM JJIs 3JIMTTS, 37UMBaIOThCs. I BUaIeHHsl KIITUH, 110 HE 3JIUIHCS,
CyMilll TIOPUAHMX KIITHH 1 KJIITHH, 110 HE 3JIWJIKCSA, BUPOUIYIOTh HA CEIEKTUBHOMY
CepeloBUIIIL, /1€ BIXKUBAIOTH Juile riopuani kiuituau (I'epacumenko, 1989).

Pocnununi 1 OakrepiaibHi KIITUHU Tepel 3JIUTTSIM IEPETBOPIOIOTH B
mpoToriacTi (KJIITUHU, SKI HE MaloTh 30BHINIHLOT KIITUHHOI 00osjoHKH). [loTim
MPOBOJUTHCS CKPUHIHT OTPUMAHUX T1OpUAHUX KIITHH, SKUH J03BOJIsiE€ BIMIOpaTH Ti,
aki 00’ eqHanu reHoMu uu ¢pparmMentu JJHK OaTbKiBChbKUX KIITHH. Y pa3i HEMOBHOTO
3MUTTS KIITAH (TOOTO KIITUHA-PELUITIEHT OTPUMYE OKpEeMi JAUISHKU SIEPHOTO
TEHETUYHOTO MaTtepialy a00 4YacTHHU KIITHHU-IOHOpa (OpraHesin)) BHUXOIATH
acumeTpuuHi TiOpuau. lle po3mmproe MOXIMBOCTI OTPUMAaHHS HOBHUX COpPTIB
CUICHKOTOCIIOIAPCHKUX POCIHUH, JIJISi CTBOPEHHS SIKUX paHillle BUKOPUCTOBYBAIUCS
METO/IM KJIIACUYHOT CEeJIEKIII.

JIoCSITHEHHS KJIIITUHHOI 1HXKEHepii:

- OTpPUMAaHHS JOBrOXHMBYYMX TIOpUIHHUX KIITUH, Y TOMY YHCII, KIJIOHIB, IO
PO3MHOXYIOThCS;
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- BCTAHOBJICHHS MpaBWJl KOMIUIEMEHTallll TeHIB y TIOpUAHUX COMATHYHUX
KJIITUHAX;

- (opMysIOBaHHS TOHATTS MPO TE€HU «PO3KOII» 1 TEHH «HEOOXITHOCTI» Ta
BCTAHOBJICHHS! METOIMK MPUTHIYEHHS (DYHKIIIH I'eHIB «pO3KOII» Yy Ti0puaax;

- BCTaHOBNEHHS (akTy BHOIPKOBOI BTpaTH XpoMocoM (cerperamii) y
MDKBUJOBUX TiOpuaax Ta po3poOKa MiAXOAIB KOOPAMHYBAaHHS JIaHOIO
IIPOLIECY;

- PEKOHCTPYKI[Sl KJIITHH, CTBOPEHHS PEKOHCTPYHOBaHUX KIITHH (TiOpUIiB Ta

KapioriopumaiB);

- OoTpuMaHHs (akTiB MPO MO3UTUBHUIA Ta HETaTUBHUM KOHTPOJIb Mpoideparlii
riOpUIHUX KIIITHH;

- OTpUMAaHHS T1IOPUIHUX KIITUH MDK BIAJAJIEHUMU OpTraHi3MaMu PI3HUX BUIB,
KJIaClB Ta LAPCTB (HAmpuKiaa, TiOpuAIB KIITUH POCIUH 1 TBapuH; TiOpuiiB
TBAapUH Ta APIKIKIB).

[lepmuM NpakTUYHUM 3aCTOCYBAHHSAM JOCATHEHb KIITHHHOI 1H)XEHepii cTala
po3poOKa TiOpUIOMHOI TEXHOJIOTI Ta OTPUMAaHHSA 3 i JOTIOMOTOK0 MOHOKJIOHATBHUX
aHTUTUL. J[pyruM NpakTUYHUM 3aCTOCYBAHHSM JOCATHEHb KIIITHHHOI 1HXXEHepii €
J0Ka3 MOXJIMBOCTI HalpaBieHOi TeHeTHYHOi TpaHchopmallli COMATUYHUX Ta
CTaTeBUX KJIITUH TBApUH 1 POCIMH Ta OTPUMAHHSA TaKUM MUIIXOM KIIITHH-
MPOYLEHTIB 3aJJaHUX OUTKOBUX MPOYKTIB.

INopumoma — 1€ pe3ynbTaT 3JIUTTS 3J0SKICHUX KIITHH Ta KJIITHH IMYHHOI
CUCTEMH, SIKI CEKpeTyIOThb IMyHOrJnoOymiHu. [iOpumomMa Mae psiji CEIEeKTUBHHUX
nepeBar: TpuBajie pO3MHOXKEHHS B KYJIbTYP1; 3[aTHICTh CUHTE3YBaTH MOHOKJIOHAJIbHI
antutina. Minereitn ta Kenep (maGoparopiss MonekynspHoi Oiosorii MeauuHoi
HAyKOBO-JIOCJI1THO1 panu KemOpuxcproro YHIBEPCUTETY) NepUIMMU
3aMpoNoOHyBaliu crocid oTpuMaHHs riopugom. Kenep 3anpornoHyBaB 3IUTH MIEJOMHY
KIITUHY 3 JiMdouuTaMu 13 MOmyJsiii, sika 0 mMana momnepenHid KOHTaKT 3 NEBHUM
aHTUTeHOM. 3a HOoro po3paxyHKaMy, OTpUMaHa TAKUM UYHMHOM KJIITHHA IOBHUHHA
CUHTE3yBaTH aHTHUTLIA BIANOBIAHOI cenudiyHOCTI, 1 OJJHOYACHO OyTH 3aTHOIO A0
HEOOMEKEHOI'0 POCTY, IO XapakTEepHO ISl 3JOSKICHOT MIEJOMHOI OaThbKiBCHKOT
kiituHd. Y 1974 p. Kenepy Bnanocs orpumatu riOpuaoMy, sika 3/1aTHa MPOAYKYBaTU
aHTUTLIA MeBHOI crenu@iuHoCTi (MOHOKJIOHAJIbHI AHTUTLIA) BHACIIAOK 3IUTTA
KIITUH MI€JOMH Ta JIMQOIMTIB CEJIE3IHKM MM, sKa Oyla IMyHI30BaHa
epuTpolMTaMu O0apaHa 3 IoJAaBaHHAM MoieTuieHrikoto (€accon, 1987).

3acTocyBaHHS MOHOKJIOHAJIbHUX AHTUTLI — OJMH 13 BaplaHTIB BUKOPUCTAHHS
KyJbTYpU KIITHUH B O10TEXHOJOrIi. 3a JOMOMOro0 TriOpuaoMHOI O10TEXHOJIOTI CTa€e
MOXJIMBOIO DPETYJIALIsl IMYHHOI BIJMOBiAI 3aBISKA OTPUMAHHIO MOHOKJIOHAJIBHUX
aHTUTLI 3amaHoi cnenudigHocti. ['iOpugoMu MokHa 30epiraTu y 3aMOpPOXKEHOMY
cTaHl. Y JesSKUX IHCTUTyTax Ta JjabopaTopisix IJsi HAyKOBHX IUIeH CTBOpEHI
riOpuaoMHi OaHKH.

MoOHOKIJIOHATBHI aHTUT1Ia BUKOPUCTOBYIOTh!

1) s inenTudikaiiii mIEBHOrO TOPMOHY, BIpyCHUX a00 OakTepiaibHUX aHTUTEHIB,
AHTUTEHIB TPYNH KPOB1 Ta TKAHUHHUX aHTUTEHIB,

2) N1 BU3HAYCHHS 103 JIIKIB;

3) 11 «BII3HABaHHS» 3JOSKICHUX MYXJIUMH TOBCTOI Ta TMPSAMOi KHIIKH,
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J1arHOCTUKH JesKuX (OpM paky IUTONOAI0OHOI 3a7103H, emiTeNiaabHol (popMu

paxy;

4) nns BUIUIEHHS O10JIOTTYHO aKTUBHUX PEYOBUH (OLIKIB, TOPMOHIB, TOKCHHIB) 13
CKJIQAHUX CyMIIIEH;

5) ansg weWTpamizamii aii JAiMGOIMUTIB, IO BIANOBIIAIOTH 32 BIATOPTHEHHS
TPAHCIUIAHTAHTY, & TaKOX ayTOAHTHUTLI, SIK1 YTBOPIOIOTHCSA MPU ayTOIMYHHUX
3aXBOpIOBaHHAX (Aesiki (opmu miabery, pO3CITHUM CKIEpO3, pEeBMaTHUHI
XBOpOOH);

6) y TO€IHAaHHI 3 JIIKApCbKUMU TpernapaTaMyd MOHOKJIOHAJIbHI aHTUTLIA MOXKYTh
3HAYHO TIOCWJIIOBATH €(EeKTUBHICTh Jli OCTAHHIX Ha KIITHHU-MIIIEHI,
JO3BOJIIIOYM TIPU 1[bOMY YHHMKAaTH CEPUO3HUX MOOIYHMX SIBUII, SKi, SK
MPaBUJIO, CYNPOBOXKYIOTh XIMIOTEPAIIIO PaKy;

7) 1Sl JIarHOCTUKH Ta J1KyBaHHS 3aXBOPIOBaHb, SIKI BUKJIMKAIOTHCA ATOTEHAMU,
NepIIl 32 BCE MIKPOOPTraHi3MaMH Ta iX TOKCMHAMU;

8) mias  JIarHOCTMKM — BariTHOCTI, BUSIBJIEHHS CXWJIBHOCTI /10  Jia0ery,
PEBMATOIAHOTO APTPUTY, CHATKOBUX 3aXBOPIOBAHb.

KionyBanHss — 1 mpouec OTpMMaHHS 1AEHTHMYHHUX 33 OpraHizali€ero i
(GYHKUIIMM  TEHETHMYHO OJHAKOBUX HANIaJKiB 32 JOMOMOIOI0 0e3CTaTeBOro
PO3MHOXKEHHsI. TepMiH «KJIOH» MOXOAUTH BiJ rperbkoro cioba «klony, mo o3xnauyae
riloyka, Ham@IOK 1 Ma€ BIIHONIEHHS [0 BEreTaTUBHOTO PO3MHOKEHHS.
Po3MHOXEHHSI MIKpOOpPraHI3MiB JUICHHSIM (IpOOIHHAM) MOXHAa TaKOX Ha3BaTU
KJIOHYBaHHSM, SIK 1 BET€TaTUBHE PO3MHOXKEHHS POCIHH.

KronyBanHs — 1e cucreMa METOJIB, SKI 3aCTOCOBYIOTHCA JIsi OTPUMAHHS
KJIOHIB. 3 TOYKH 30py MOJICKYJISIpHOI O10JoTii — 1€ CcHCTeMa METOIIB, IO
3aCTOCOBYIOThCA i oTpuMaHHs KioHoBaHoi JIHK, aGo oTpuManHS TeHETHYHO
IIGHTUYHOTO Matepiajgy y BeJIMKOMY o00csa3l. PoO3pi3HAIOTH KIOHYBaHHS TE€HIB,
MOJIEKYJISIpHE KJIOHYBaHHS Ta KJIOHYBaHHS KJIITHH Ta opraHi3Mmis. [Ipu kioHyBaHHI
reHiB BUAUISIOTH Ta 0arato pasiB KOIMIIOIOTh OKpeMi TeHH KIITHHU. L{to TexHosorio
MO>XHa BUKOPHUCTOBYBATH JJIi OTPUMAHHS BEJIMKOI KUIBKOCTI OLIKa, M0 KOAYETHCS
M reHoMm. Taku¥l migxin € HiHHUM A papmaiiii, 00 A03BOJIAE€ IUTYYHO CTBOPUTHU
HEOOXITHUHN JJI1 OpraHi3aMy OUIOK, SIKIO HOro MPUPOJHUN CHUHTE3 MOUIKOIKEHHM.
[Ipy MonekynsipHOMY KIOHYBaHHI 31IHCHIOETbCS po3MHOXkeHHs Monekyn JIHK y
CKJIaJll BeKTopa, sSkuil € miazMminoro abo ¢garom (DNA cloning). [0 TexHoMOriO
BUKOPUCTOBYIOTh 3 MOJAJbIIMM YyBeleHHSIM kioHoBaHoi JIHK y meBHy kimiTuHy —
Xa3siiHa, HampuKiIaA, y KITHHY KuamkoBoi mnanuuku E.coli, ska mnouunHae
NpOAyKYyBaTH HEBIAacTHUBUMU iii  Outok. Ilepmie mnpakTU4HE  BUKOPUCTAHHSA
pexom6OinanTHO1 JIHK moB’g3aH0 3 OTpUMaHHSIM Yy MPOMUCIOBUX MaclTadax JesiKux
BaxuBux OukiB. Y 1982 p. y CIIA OyB oTpuMaHuil MaTeHT Ha BUPOOHHUIITBO
MEePIIOro Takoro OuIka — IHCYJIHY, SIKMA HEOOXIIHWM JUisi MUTbHOHIB XBOPUX Ha
niaber. Kimonosany pexom6iHanTHy JIHK BHKOpHUCTOBYIOTH TakOX Il OTPUMAaHHS
1HTEp(EpOHIB, BAKIIMH Ta IHIINX (papMalleBTUYHUX IIpenaparis.

KiiTuHHE KJIOHYBaHHS — KIIOHYBaHHS, MPHU SIKOMY BiIOYBAa€ThCS BHUBEICHHS
MONyJNsMii KIITHH 13 OAHIET KIITUHM. B  KITHHHIA iHXeHepli IIHPOKO
BUKOPUCTOBYIOTh METOJIM KIOHYBaHHS. Y BHIAJIKy HPOCTUX OAHOKIITUHHHUX
OpraHi3MiB, 4d TO OaKTepii, YM TO APLKIXKIB, LIEd MPOLEC € AOCTATHHO MPOCTUM.
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Opnak, A1 KJIOHYBaHHS KIITHH 0araTOKJIITUHHHUX OPTraHI3MIB JTOKJIAAA€ThCsl 3HAYHO
OuTbIIE 3yCHIIb — TaKi KIIITUHUA PO3BUBAIOTHCS J1y>KE MOBUIBHO Y 3BUYAITHUX YMOBaX.

KionyBanHsi 0araTokJiTHHHUX OpraHi3MiB 0a3ye€Tbcs HAa TOTUIOTEHTHOCTI
KkIiTiH. KJOHyBaHHA TBapuH — 1€ TpOLEC Nepecajkd TOHOPCHKOIOo siapa y
PELUNIEHTHY KJIITUHY, aKTHUBAaIllsl LbOTO TIOpHUIY 10 MOAUTY, HOTro PO3BUTOK MO3a
OpraHi3aMOM Ta TpaHCIUIAHTAIlll y MaTKy TBApUHU [Js TMOAAJIBIIOTO PO3BUTKY.
KnonyBanus OyBae emOpioHaibHE Ta cOMaTHYHE. SIK KIITUHU—PELUIIEHTH B 000X
BUIAJKaX BHUKOPUCTOBYIOTH E€HYKJIEHOBaHI OOLUMTH (3 BUAQJICHUM SIICPHUM
Mmarepianom). [Ipu emOpioHaIbBHOMY KIIOHYBaHHI JIOHOPaMH SIEP € KIITUHU MOpPYII
a00 0JIaCTOIMCT, a MPU COMATHYHOMY KJIOHYBaHH1 — cCOMaTU4H1 KIITHHU. COMaTUYHE
KJIIOHYBaHHSI — OUIBII MOJIOJMN HAampsMOK MOPIBHAHO 3 emOpioHanbHUM. llepine
YCITIIIHE COMAaTUYHE KJIOHYBaHHS MOB’53aHO 3 oTpuMaHHsAM BiBli [Josi. byna Takox
KJIOHOBaHa TpaHcreHHa BiBIs [lomi, y SIKOoi akTUBHUM TeH (pakTopa 3ropTaHHs KpOBi
JIOJIMHY, TPU LOMY MPOJYKT I[LOTO T'€Ha BUAUISABCS 3 MOJIOKOM. lIpu KiIOHyBaHHI
Ki3 OyJM CTBOpPEHI I'€HeTUYHO MOAM(IKOBaHI TBAPUHH, Yy SIKMUX aKTUBHO IpalIOBaB
TPAHCT'E€H CHUHTE3y JIOJACHKOro TpoMOiHy. TakuM YMHOM, KJIOHOBaHI TPaHCTEHHI
OpraHi3MH MOXYTb CIY>KHTH >KMBUM «(papMarieBTUYHUM 3aBOJIOM», L0 MPUPOTHUM
NUISIXOM  BUpOOJise Ti YW iHImI OlojoriyHo axktuBHI pedoBuHu (BAP), 1
BUKOPUCTOBYIOTbCA Yy Qapmarllii sl JIKyBaHHS T€HETHYHO OOYMOBIEHUX a0o
Ha0yTHUX XBOPOO JIOIUHHU.

Ipupoani i mTy4YHi KJI0HH. Y TIPUPO/I1 € BUMIAJKU KIOHYBaHHS OpPraHi3MiB, B
OCHOBI SIKOTO JIEKUTh HECTATEBE PO3ZMHOXKEHHS IIIIXOM JUICHHS OJHIET KIIITHHHU 200
BEereTaTUBHE (3 Tpynu KIITUH OJHOrO opraHizmy). KinoHyBaHHS pociuH — 1€ iX
BEreTaTUBHE PO3MHOXKEHHS, SIKE HIMPOKO PO3MOBCIOJKEHO Yy MPUPOJl Ta 3JaBHA
BUKOPUCTOBYETHCS JIIOJIMHOIO. Y POCIHMH Ha BIAMIHY BiJl TBApUH MO MIpi iX pOCTY, B
X0/l KIITUHHOI cremianizamii — JaudepeHiiloBaHHd — KIITUHA HE BTPavyaloTh
TOTUIIOTEHTH1 BJIACTUBOCTI, TOOTO, BOHM HE BTpayaloTh 3JaTHOCTI peaji30ByBaTH
reHeTHuHy 1Hdopmalito, 3akiajgeHy B saapi. Tomy nmpakTudHO Oyab-sika POCIMHHA
KJIITUHA, 110 30eperiia B mpoleci AudepeHIlitoBaHHS CBOE SAPO, MOXKE AT MOYAaTOK
HOBOMY oOpranizMmy. Lls 0cOOJUBICTh POCIMHHUX KIIITHH JICKUTh B OCHOBI 0aratbox
METO/11B T€HETUKH 1 CEeNEeKIIIi.

VY npupojli TakoX € BUNAJAKKA KJIOHYBAHHS CCAaBI[IB 1 JIIOJMHU, 1€ YTBOPEHHS
MOHO3UTOTHUX OJIM3HIOKIB — CHPAaBXKHIX KJIOHIB 3 OJHHM 1 TUM € T'€HOMOM, MIO
BUHUKAIOTh TPU PO3AUICHHI OJHIET 3UTOTH Ha paHHIA cTaaii OyacToreHesy.
MOHO3UTOTHI OJM3HIOKK MalOTh OJHAKOBY CTaTh 1 3aBXKIHM CXO0X1 OAUH Ha OJIHOTO.
Binomo Takox, 110 y ccaBLiB, Y TOMY YHCII 1 JIOJUHU Ha CaMUX PaHHIX CTalaisX
PO3BUTKY (110 cTafii 8 GiacToMepiB), 3apOJIOK MOXKe OyTH 0€3 BUAMMUX HETAaTUBHUX
HACJIJIKIB PO3JUJIEHUN Ha OKpeMi Os1acTomepu. 3 HUX MOXYTh PO3BUHYTHCS OCOOUHU
3 JICHTUYHUM T€HOTHIIOM — MOHO3UTOTH1 (OHOSIIEB1) OJU3HIOKH.

[Ipy BereraTMBHOMY PO3MHOKEHHI 1 NpHU KJIOHYBaHHI CHAJKOBUN MaTepial
(reHH, XpOMOCOMHM) HE PO3MOJAUISIOTHCS IO TMOTOKAaX, fAK Yy pas3l CTaTeBOIo
PO3MHOEHHSI, a 30€piraroThCs y MOBHOMY CKJIJIl TPOTITOM OaratboX MmokojiHb. Bei
OpraHi3Mi, 110 BXOASATH O CKJIaay KJIOHA MalOTh OJJHAKOBUN M'€HOTHUI 1 (PEHOTUIIOBO
HE PO3PIZHAIOTHCS MK COOO0I0.
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B mpomeci  audepeHiitoBaHHS ~ KIITUHU  TBapuH,  M030aBISIIOTHCA
TOTUIOTEHTHOCTI, 1 B I[bOMY, OJHA 3 CYTTE€BUX BIIMIHHOCTEW iX BIJ] POCIMHHUX
k1iTiH. CaMe B I[bOMY € TOJIOBHA MEPEIIKO/Ia JIJIsl KIOHYBaHHS TOPOCINX XPeOETHUX
TBapHH.

[TyuyHe KIOHYBaHHS — 1€ CTBOPEHHS JIIOJIMHOIO 1AEHTUYHUX (T€HETUYHO
OJIHAKOBHUX 3 MATEPUHCHKOIO) KOMiHd KJIITUH abo opraHi3aMiB 0e3 iX CTaTeBOro
PO3MHOXKEHHSI.

TepaneBTH4YHe KJIOHYBAaHHS i IOr0 NEPCNEKTHBY B MeAMUMHI. [CHYIOTh /1Ba
PI3HOBUJIM KJIOHYBaHHSI JIIOJUHU: PENPOAYKTUBHE KIOHYBaHHS 1 TepareBTUYHE.
PernponykTuBHE KJIOHYBaHHS JIIOJUHU Tiependayae, M0 1HAMUBIA, KU HApOJUBCA B
pe3yNbTaTi KJIOHYBAHHS, OTPUMYE IM'd, TPOMaJSTHChKI MpaBa, OCBITY, TOOTO, BCE SIK
3BUYAlHI JIIOAW. AJle Take KIOHYBAaHHsS NOTpeOye BHUPILIEHHS BEJIMKOI KUIBKOCTI
€TUYHUX, PENIriiHUX 1 OPUIAUYHUX [poOieM. bBinblIiicTe JepkaB  CBOIM
3aKOHOJJAaBCTBOM 3a00POHUIIN PO3POOKH 3 PEMPOTYKTUBHOIO KIIOHYBaHHS JIIOJJUHU.

TepaneBTruHe KIOHYBaHHS Iepeadavae, MO PO3BUTOK €MOpIOHA JIOJIMHU
3ynuHsA€ETbCA A0 14 110 1 mojaiblill BUKOPUCTOBYETHCS AJIE OTPUMAHHS CTOBOYPOBHX
KJIITHH. 3aKOHOJABL1 0aratbox KpaiH MoOOIOI0THCS IO Jeraii3allisi TepaneBTUYHOIO
METO/y KJIOHYBAaHHS NpPHU3BEIE IO IMEPEXO]ly B PENPOAYKTHBHE, MPOTE B JEAKHX
kpainax (CLIA 1 BenukoOpuTaHisg) TepaneBTUYHE KJIOHYBAHHS JI03BOJICHO.
TepaneBTruHe KIOHYBaHHS KJIITUH JIIOJAWHM BHUKJIMKAaE HAyKOBUH I1HTEpec cepen
BUEHUX 1 MEJIMKIB, TOMY IO OTpUMaHI ILJISXOM KJIOHYBaHHS CTOBOYpPOB1 KIIITHHH,
HeuepeHIioBaH1, 1 MOXKYTh MEPETBOPIOBATHUCS HAa KIITHHHU MOTPIOHUX TKaHWH. B
pe3yiabTaTi KJIOHYBAaHHS OTPUMYIOTh T€HETHYHO 1ACHTUYHI KJIITHHU TAIli€eHTa, 1 iX
TpaHCIUIAHTAlllsl HE TpHUBEAE JO0 TICTOHECYMICHOCTI 1 HE moTpedyBaTuMme
3aCTOCYBaHHSl IMYHOJENPECaHTIB (Tpenapartu, AKi MePelKoKalTh BIATOPTHEHHIO
nepecayKeHUX OPraHiB UM TKAHWH) Ta IHIIHUX NOOIYHUX €(PEKTIB.

JUisi  «TepaneBTUYHOrO KIIOHYBAaHHS» BHKOPHUCTOBYIOTb METOJl CTBOPEHHS
KIITUHHUX KYJbTYpP-TPAHCIUIAHTATIB, IKMM MOJIATAE Y IEPEHECEHH] A/Ipa COMAaTUYHOT
KJIITUHU TalieHTa (H., WKIpHUX Q16pobnactis, aiMpouuntiB) B oouut. Ilicnsa Takoi
PEKOHCTPYKIIiT sSAp0 HaOyBae TOTHUIMOTEHTHOCTI 1 BU3Ha4Yae (opMyBaHHsS eMOpioHa,
SAKUN HA MOYATKOBUX CTAAISIX PO3BUTKY MOKE OyTH BUKOPUCTAHUM NJIsi CTBOPEHHS
KyJbTYypH €MOpIOHAJIbHUX CTOBOYPOBHMX KIIITUH, $KI MAalOTh SJICPHUNA TEHOM
namieHta. Ha emOpioHanbH1 cTOBOYpPOB1 KIITUHU J1IOTh IHIYKTOPAMH - PEYOBHUHAMH,
10 BUKJIMKAIOTh CIPSIMOBaHy audepeHiianio kiitud. Hanpukian, B KapAioOMiOLUTH
JUIsL  BIIHOBJIGHHS TMOUIKO/JXKEHOTO Miokapay abo B CEKpeTOpHi OeTa-KIITHUHU
ocTpiBlIB JlaHrepraHca, siKi CHUHTE3YIOTh IHCYNIH. Po3poOjeHi 1 MpOJIOBKYIOTh
PO3POOIIATHCS 1HIIT METOAM OTPUMAHHS KYJIbTYp CTOBOYPOBUX KIIITHH, HAPUKIIA, 3
BUKOPUCTAHHSAM TEXHOJOr1i TeHEeTHYHOI Moaudikailii reHoMa, a TaKoX METOAU
J1arHOCTUKH 3 BUKOPUCTAHHSAM PI3HOMaHITHUX MapKepiB.

VYenimHo — mpoBeleHl  eKCHEPUMEHTH MO  KJIOHYBAHHIO — MaKak-pe3yc
aMmepukaHCbkUMU yuyeHuMHU (JLMenr 1 iH., HamioHanbHMIl LEHTP JOCIIKEHb
npumatiB B M. OperoH), mo BKa3ye Ha MOTEHUIAHY MOJIMBICTb IEPEHECEHHs
TEXHOJIOT1i TpaHCIUIaHTalli saep Ha moauHy. OTpuMaHO JBI MakKaKU-pe3yC B
pe3yibTaTi MEepeHeceHHsl sjep OJacToMepiB 3 paHHIX eMOpioHIB. 3Ba)karoyu Ha
3HAYHY CXOXICTh (P1310JI0T1i 1 TEHETUKH Y JIFOJMHHU 1 PELITH NPUMATIB [l BUBYEHHS
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MPOLIECIB perporpaMyBaHHsl T'€HOMAa, PO3BUTKY KIOHIB, SK TMiJ Yac MPOTIKaHHS
BariTHOCTI, TaK 1 B NOCTHATAJIbHMM MepioJ 1 iX eMIreHeTUYHid CcTaOLILHOCTI
HEJIOACHKI MPUMATU MOXKYTb CIY>KUTH ONTUMATIBHIIIOK MOJEIIIO.

B TpaBni 2013 poxy 3aiiiCHEHO TepaneBTUYHE KJIOHYBaHHS KJIITHH JOPOCIOi
moauHu. KioHoBaHi eMOpiOHaNIbHI CTOBOYpPOBI KIIITUHU JIIOJUHU, JXKEPEIOM IS
SKUX CTaJu KITUHU gopocioi moaunu. Lllyxpat Miraninos (kepiBHUK JTOCTIIKEHbD 3
OperoHcpbKOoro HallOHAIBHOIO LEHTPY AOCHKEeHb mNpumartie), me B 2007 pori
OTpUMaB CTOBOYpOBI KIITHHM eMOpioHa Makaku. BiH 3anmpornoHyBaB HOBUN METOJ
BUPOOHHUIITBA CTOBOYPOBUX KIITHH JUIsl TAIEHTIB 3 MOMIKOJKEHUMHU abo
HE3/I0POBUMM OpraHaMM 1 TKaHUHaMH. Taki CTOBOYpPOBI KJIITHHH MOXYTh
pereHepyBaTd 1 3aMilllaTH TMOWIKOXKEH1 KJIITUHHU, TOJIMNIIYBAaTH CTaH MIpH
nomupeHux xopoOax mroaeil. HI.MitaninoB 1 HOro Kojeru BHUKOPUCTOBYIOTH
TEXHOJIOT1I0 TIEPEHECEHHs si/ipa KIITUHU. BueHi MosICHIOIOTH, 1110 1€ HE KJIOHYBaHHS
moauHu, B OperoHi mpocTo 3acTOCYyBajld METOAW KJIOHYBaHHSA, ISl OTPUMAHHS
CTOBOYpOBHX €MOpIOHAIBHUX KIITHH Ha 0a3l JOHOPCHKOI SUICKIITUHHU 1 KJIITUHH
HIKIpYM TalieHTa. Y pe3yldbTaTi BAANOCS BHUPOCTUTH €MOPIOH, 3 SIKOTO B3SUIH
CTOBOYpOBI1 KJIITHHHU.

@emnine Ilpocnep (HaBapcbkuit yHiBepcutTeT, IcmaHis) BIA3HAYUB, IO BXKE
ICHY€ IHIIUWA MPOCTHM 1 JEIIeBHM METOJ CTBOPEHHS TOTUIIOTEHTHUX CTOBOYPOBHX
KJIITUH, SIKUI OyB po3pobiiennii HobemniBchkuM JiaypeatoM C.SMaHakoro.

TexHonoriss mnepeHeceHHs HEe3HAuHOi KIIbKOCTI LMTOIUIa3MU BIJ] OOLMTY
3JIOPOBOTO JIOHOPA B PEUMIIETHY SUIEKIITUHY MAlll€HTa B JTAaHWK Yac MiJIIa€ThCs
aKTUBHIN KPUTHUIl Yepe3 MOXKIUBY JIUCPEryJslio y B3aeMoBigHocuHax Mk JJHK
anpa 1 MiToxoHapid. HeratuBHuil e(hekT reHeTUYHOr0 XUMEpU3My MOXke OyTu Iie
CWIBHIIIUM MPHU TOTAIbHIN 3aMiH1 OTOYEHHS LUTOMJIa3MH KapioIulacTa 1 BUSSBUTUCS Y
BUIJISI/II MOPYIIEHb PI3HOI IPUPOAM SK y MPEHATANIbHUI Mepiof OHTOTEeHEe3y, TaK 1
TICTISl HAPOHKEHHS OpPTaHI3MY.

CrBopeHHst emopionanvhux cmogoyposux knimun (EC) BimkpuBarmTh
BEJIMYE3HI MOKJIMBOCTI JUJIsl JIIKyBaHHS 0aratboX 3aXBOPIOBAaHb, IOB'I3aHUX 3
JIEreHepalli€l0 MEeBHUX THITIB KIITHUH, BTPATOK (YHKIIA TKAHWH 1 LUIUX OPraHiB.
Minbiionn JroAeil 'y  BCbOMY  CBITI  CTPaXKIalOTh  HEWpojAereHepaTUBHUMU
3aXBOPIOBAHHAMM, TAKUMHU SIK XBopoOa Anbureitmepa 1 [TapkiHcoHa, niaGeT 1 apTpuT,
CHI/, iHdapkT 1 1HIII 3aXBOPIOBAHHS, SIKI MOXYTh OyTH BWJIIKYBaHi 3a JOIOMOTOIO
3aCTOCYBaHHS KJIITUHHUX TPAHCILJIAHTATIB.

[Iporno3yerbcesi, 1m0 HAMOUIBII MOIIMPEHI 3aXBOPIOBAHHS HEBAOB31 MOXYTb
OyTH BHJIIKOBHUMH 3 BIIPOBAXKEHHSIM KIIITUHHOI Tepanii. MeToau TepaneBTUYHOIO
KJIIOHYBaHHS J103BOJISIIOTh YHUKHYTHM IMYHHOIO BIITOPTHEHHS TpPAaHCIUIAHTATIB,
ockiibku EC kimiTMHM MaioTh Takud ke TeHoM. Husbka e(eKTHUBHICTb
TpaHCIIAHTAIIll S7ep HE BaXKIIMBA JJIs 3A1MCHEHHS KJIITUHHOI Teparii, OCKUIbKU s
OTPUMaHHS muii  EC KJIITUH JIOCTaTHBO OJTHOTO abo JEKUTBKOX
nepeaiMIUIaHTaliiHuX eMOpioHiB. Po3risijgaeTscss mUTaHHS NpPO BUKOPUCTAHHS SIK
LUTOIUIACTA EHYKJIEHOBaH1 SHUEKIITUHA TBapHH, HANpPUKIAJ, BEJIHUKOI poraTtoi
Xyano0u, fKi TATPUMYIOTH peati3allilo TeHEeTHYHOr0 Marepially sjipa JIOJACHKOT
COMATHYHO1 KJIITUHU A0 CTafli S-J€HHOro eMOpioHa.
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[lepcieKTUBHMI HANPSMOK OJIEpXKaHHS CTOBOYPOBUX KIIITUH — BUKOPUCTAHHS
NynoBUHHOI  KpoBi.  IlymoBuHHa  KpoB  BIAIrpae  Ba}XJIMBY  pOJb Y
BHYTPIIIHBOYTPOOHOMY PO3BUTKY TUTUHU. BOHA, MPOXOA4H MO CyMHAX MYTIOBUHH,
3a0e3nedye Malloka KUCHEM 1 HEOOXIIHMMHM TOXXMBHMMH pedoBuHaMu. [licns
HApOKEHHS AUTHHHM JIIKap Mepepidye MynoBUHY, B AKIM 3a3BuYail 3anumaerbes S50-
150 mn nmynoBuHHOI KpoBl. Came ISl KpOB, 3aBISKH HAasIBHOCTI B Hill CTOBOYpOBHX
KJIITUH, CTa€ LIHHUM MaTepiajioM Uil JIKyBaHHS OaraThoX XBOpoO. I sikiio paximie
MyNOBUHHA KPOB PAa30M 3 IyHNOBUHOIO YTHUJII3YBAJIUCS OJIpa3y K MICHs IMOJOrIB, TO
ChOro/IH1 0aThKM BCE yYacTille 30epiratloTh ii cTOBOYpOBI KIITHHM, 1100 3a0e3mednTu
CBOTO MaJllOKa TMEpPCOHAJIBHUM 3alacoM JIKYBaJIbHOIO MaTepially Ha BHIAJOK
3aXBOPIOBAHHS.

Brnepiie JikyBaHHST CTOBOYPOBUMH KIIITHHAMH IYHOBHHHOI KpOBI OyIio
3actocoBaHo B 1988 pomi y @panuii. Choroani ned NnpupogHUd marepiall BiKe
aKTUBHO BUKOPHUCTOBYETHCS Y BCbOMY CBITI. Tunbku 3a mepmri Tpu kBaprtaiu 2013
pOKy y cCBITI 3aiiicHeHo Omm3bko 5 500 3acTocyBaHb CTOBOYpPOBHX KIIITHH
MyMOBUHHOI KPOB1 3 METOIO JIiKyBaHHs. Jlikapil Ha3MBalOTh MYNOBUHHY KPOB PLAKUM
30JI0TOM MEJUIMHU, @ BYEHI — HaWOLIBIIOI ICTOPIEI0 YCHIXy Yy cdepl KIITUHHHUX
TEXHOJIOT1H. Y BCbOMY CBITI, 30KpeMa B YKpaiHi, BUBYEHHS BJIACTHBOCTEH
CTOBOYPOBHX KJIITUH ITYIOBUHHOT KPOB1 HE MPUITUHSETHCS.

Crnig po3MeKOBYBaTH MOHSATTS PENPOYKTUBHE KIOHYBaHHS Ta TEPANEeBTHUHE
(MenuuHe) KJIOHYBaHHs. Pe3ynbraTtoM penpoyKTUBHOTO KJIOHYBAHHSI € CTBOPEHHS
HOBOT JIIOJIMHM, SIKa € TEHETUYHO 1IEHTUYHA 1HIIIN JIOJChKiN icTOoTl. TepaneBTruHe
KJIOHYBaHHS CTaBUTb 3a METy HE HApOPKEHHS HOBOI JIIOJMHU, a JIKyBaHHS
BaKKOXBOPHUX JIIOJIEH 3a JI0MOMOT0I0 CTBOPEHHS CTBOJIOBUX a00 3apOAKOBUX KIIITHH,
SKI TMOTIM BHUKOPHUCTOBYIOTBCS JIJIsl 3aMillleHHs Oyab-skux TkanuH. OOH Bimxununa
iHiniaTuBy CIIA moBHICTIO 3a00pOHUTH KJIOHYBaHHA. TakMM YMHOM IOPUIUYHO B
0aratboX KpaiHax 3aJIMIIAETHCS MOMKJIUBICTh EKCHEPUMEHTYBATH 1 TPOBOJUTH
TepaneBTUYHE KIOHYBaHHS.

OTxe, KIITHHHA 1H)XXEHEpisd Ta KJIOHYBaHHS OPraHi3MiB Ha Cy4acHOMY eTali
PO3BUTKY MOJIEKYJISIPHOI 010J10T11 MalOTh 3HAYHI1 YCITIXH 1 MEPCIICKTUBU NMPAKTUIHOTO
3aCTOCYBaHHSl B CEJIEKIli, TOCIIOJAPCTBI Ta MPAKTUYHIA MEOUIMHI. AJie ICHYIOTb
MEeBHI MpoOJeMH, sIKI MOB’sI3aHl 3 HEJOCKOHAIMMHM METOAMKAMH KIOHYBaHHS, SKi
MaloTh HU3bKY €()EeKTUBHICTh T4 HETOUHICTh MPOTHO3YBaHHS OJEP>KaHHS HEOOX1THUX
KJIOHIB. BUHMKaIOTh TaKOX €TUYHI, IOPUAMYHI Ta COLIabHI MpoOJieMH, 0COOJIHUBO
CTOCOBHO KJIOHYBaHHSI €MOpIOHIB JIIOJIMHU 3 METOI0 OJIepKaHHS TEPANeBTUUHOIO
Marepiany. 3po3yMuio, IO 3 4YacoM, B MalOyTHbOMY METOAMKU KJIOHYBaHHS
OpraHi3MiB 1 KJIITHUH yJIOCKOHAJIATHCS 1 JIIOJCTBO MPHUIE A0 BUPIIICHHS HE TUIBKU
HAyKOBUX, a i €ETUYHUX Ta COL[IAIbHUX MPOOIIEM.

Xix podoru:

3aBaannsa 1. BuBuntu 0coOIMBOCTI KJIOHYBaHHS OPraHi3MiB Ta KJIITHH.
3aBaanna 2. 3aCBOITH 3HAUEHHS TEPANEBTUYHOO KJIOHYBAHHS 1 HOTO MEPCHEKTUBH B
MEIUIMHI Ta papmarii.
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TecToBiI NUTAHHSA:
1. Caiit pectpukiii, abo cail'T BOy0BYBaHHS (KJIOHYBaHHS) — 11€:
a) BII3HaHA PECTPUKTA30I0 HYKJICOTU IHA MOCIITOBHICTh B Mojiekyii JIHK
0) reH;
B) OIEPOH;
I') BEKTOD;
1) MidueHa aBoxiaHIorona aiisaka JJTHK.
2. Pexom6inanTHa JIHK — me:
a) ogHomaxiroronsa JIHK;
0) neonanirorosa JJHK;
B) mryuyHa mosekyna JIHK, sika ckinanena 13 ¢pparmentis pizaux Buais JJHK 1 He
ICHyI04a B IPUPO/1
r) neonanitorona JJHK icayroua B mpuponi;
n) onnonanirorora JIHK He icHyroda B mpupo/i.
3. TorinorentHi CK — 11e:
a) KJIITUHM, 110 37aTHI Ha/IaBaTH MOYaTOK yCIM THUIIaM KJIITHH OpPTaHi3My
0) crnemiarizoBaHi KIITHHH;
B) CIICI[ialli30BaH1 KJIIITHHH ILIO/1a
r) HeaudepeHIiioBaH1 KJIITUHY, HE 3/IaTHI 10 CAMOOHOBJICHHS;
1) KJIITUHA HEPBOBOI TKAaHUHU
T') BIpHOT BIJMIOBI/II HEMA€E
4. CTtoBOYpOBI1 KJIITHHH — LIE:
a) HecIeIiajai3oBaHl KIITHHHU, K1 3JaTHI 0 HEOOMEKEHOIO0 MITOTHYHOI'O
MOAUTY;
0) Hecmeliaai3oBaH1 KJIITHHY, 3/1aTHI 10 0OMEXEHOTO MITOTUYHOTO MOALTY;
B) HECHeIiadi3oBaHl KJIITHHH, 110 JAlOTh MOYAaTOK HOBUM KJIITHHAM IIPU
(dbopMyBaHH1 TKAHUH
I') Cremiari3oBaHi KIITHHH;
1) BIpHO a) +B).
5. YHINOTeHTH1 cTOBOYPOB1 KIITHHU — LIE:
a) TOMEPEIHUKH TUIBKH OJHOTO THUIY KIITHH, IO 3JaTHI 0 OOMEXEHOTo
MITOTUYHOTO MOALTY;
0) momepeaHUKH TUIBKM OJHOTO THUNY KIITHH, IO 3AaTHI 10 HEOOMEXEHOTO
CaMOOHOBJICHHS
B) 3/1aTHI1 HaJlaBaTU NIOYATOK yCIM THUIaM KJIITUH OpraHi3My;
I') MONIEPETHUKHU JAEKUTBKOX, ajie He YCIX THUIIIB KJIITHH;
1) CTOBOYPOBI KJIIITHHH TIEY1HKH.
6. [Ipuknaan cToBOYpOBHUX KIIITHUH Y JIFOAUHHU:
a) emiTesii roHam;
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0) 6azanpHUl map enigepmica XpeOeTHUX;

B) KJIITUHU KICTKOBOT'O MO30KY CCaBIIIB, 3 IKUX YTBOPIOIOTHCS KIITUHHU KPOB1
T') 3UTOTA;

1) BC1 BapiaHTH BIPHI.

7. Hlnsxamu OTpUMAaHHA KJIITHH IJIA TCPAINICBTUYHOT'O KIIOHYBAHHA €:

a) OTpUMaHHs T€HETUYHOr0 MaTepiay;

0) oTpuMaHHs eMOpPIOHAIBHUX CTOBOYPOBUX KJIITHH 3 eMOPIOHIB;
B) BBEJICHHS BEKTOPHOI MOJIEKYJIN Y KIITUHY-PELUITIEHTA;

I') IepecayKeHHs siIep COMAaTUYHUX KIIITUH JOPOCJIOr0 OPraHi3Mys;
1) BipHO 0)+T)

8. KommiroBaHi (260 HamiBCTOBOYPOBI) KIITHHH — 1IE:

9.

a) monepeaHuIll AudepeHIiioBaHUX COMAaTUYHUX KJIITHH, € CIeliali30BaHUMH,
ajnie MeHI audepeHIiiioBadi Ta 3[aTHUMHU JI0 AKTUBHOTO TOJILTY

0) cremiarizoBaHi KIITHHH;

B) HE3[IaTH1 10 aKTUBHOTO MOJLIY;

r) HeaudepeHIHoBaH1 COMaTHUYHI KIITHHH;

1) nudepeHIiioBali COMaTUYHI1 KIIITHHHU.

31aTHICTh OpraHi3MiB JO BIJIHOBICHHS BTPAUY€HHX YaCTUH Tijda 3a PaxyHOK

KOMMITOBAHUX KJIITHH I€:

a) OTpUMaHHs T€HETUYHOI0 MaTepiay;

0) oTpUMaHHs eMOpPIOHAIBHUX CTOBOYPOBUX KJIITHUH 3 EMOPIOHIB;
B) BBEJICHHS BEKTOPHOI MOJIEKYJIN Y KIITUHY-PELUITIEHTA;

I') perexepartis

1) IepecaKeHHs siiep COMAaTUYHUX KIIITUH JOPOCIIOrO OpraHi3My.

10. Sxi 3 croBOypoBux kiiThH (CK) mpu KIOHYBaHHI 3/1aTH1 YTBOPIOBATH OpraHi3zm?

1.

a) TorimorentHi CK

0) YuinorentHi CK;

B) nosinoreHTH1 CK, a6o emOpionanbHi CK;

r) perionanbHi CK;

1) comarnuHi CK.

Ha sikux mpuHIMnax reHHoi iHKeHepii 0a3yeThcsl reHHa Tepartis?
a) Ha OTPUMAaHHI TEHETUYHOTO MaTepialy;

0) Ha BKJIIOUEHHI OTPUMAHUX I'€HIB Y TEHETUYHY CTPYKTYPY, KA PEIUIIKY€eThCS
aBTOHOMHO;

B) Ha BBEJICHH1 BEKTOPHOI MOJIEKYJIH Y KIITUHY-PEIUITIEHT;

r) BipHO a+0+B

1) BipHO a+0.

12. BracTuBicTh TOTUIIOTEHTHOCTI JIJIsl eMOpI1OHATBHUX KIIITUH JIFOJIUHH 30€pIraeThes

H0:
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a) 4-KJIITUHHOT CTaIii;
0) 8-KIITHHHOI CTaii;
B) 14-KIiTHHHOI CcTaIii;
r) 32-KIITUHHOI cTaali
1) S6-KIITUHHOT cTail.
13. B ocHOB1 CTBOpEeHHSI pEKOMOIHAHTHUX TJIa3MiJl € €TaIu:
a) pectpukiis — pa3pizands monekynu JJHK Ha dparmenTu;

0) 3muBaHHA — (¢parMeHT C MOTPIOHUM TEHOM BKJIIOYAIOTh B IUIA3MIAM Ta
3IIMBAIOT 1X;

B) TpaHcopmarllis — BBEACHHA PEKOMOIHAHTHHX IUIa3Mil B OakTeplaibHi
KJICTUHH;

I') CKpIHIHI — BiAOIp cepeia KJIOHIB TpaHC(OpMOBaHUX OakTepiid TakuX, B SIKUX
M1a3MiJy MaloTh MOTPIOHUI JTIOIUHI T'eH;
1) BC1 BapiaHTH BIpHI
14. CToBOYpOBI KIIITUHU JUISTHCS Ha!
a) nouipui CK;
0) KOMMITOBaHi (HaMiBCTOBOYPOBI);
B) BipHO a) +0)
r) nudepeHiioBaHi COMaTUYHI KIITHHY;
1) creriaaizoBaHl, He 3JaTHUMU JI0 aKTUBHOTO TIOJILTY.
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