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TEMA 1
NPUHLUIN OPTAHI3ALIIl TEHOMY JIIOJJUHU

Ilumanus ona o0b62co8openHs:

Crpykrypa JAHK.

CTpykTypa XpOMaTHUHY.

XpOMOCOMH JIIOJIMHH.

BapiaGenpHicTh reHOMY JIIOJTUHM. Mexani3mMu BUHUKHEHHS

il

BapiabEIbHOCTI T€HOMY JIFOJMHU.
5. [Ipuknaau 3axBOpPIOBaHb, acOIIMOBAaHUX 3 BapiaOEIbHICTIO TE€HOMY.

OcHo6HI mepMiHU ma NOHAMMAL.

Boomnesi 36’a3ku — cinaOki HEKOBaJeHTHI B3aemojii MK aromoMm [imporeny,
10 MPHUETHAHUN 10 €JIEKTPOHEraTMBHOIO aToMy, sK Hampukian, OKcUreH 4u
Hitporen, (us rpyma € JOHOPOM BOJHEBOTO 3B’SI3Ky) Ta €JIEKTPOHEraTHBHUM
aTOMOM 1HIIOI XIMIYHOI TPYNH Ta MOJIEKYJU (aKLUENTOp BOJAHEBOrO 3B S3KY).

Docghooueghipnuit 36'a30x — KOBAICHTHUN 3B’SI30K, IO YTBOPIOETHCS MIXK
docdatHoro Tpymow oxHoro Hykieotuaa Tta OH-rpynoro mnpu  3’-atomi
MEHTO3U 1HIIOTO HYKJICOTHA.

Hykneomuo — ctpykrypuuii kommoHeHT (Monomep) JIHK ta PHK wmomekyi.
KoxkeH HyKIJI€OTH]T CKJIAJa€ThCsl 3 TPhOX YACTHH: a30THUCTAa OCHOBa (aJICHiH,
ryaHiH, IIUTO3WH, THUMIH abo ypauwi), IyKpy-neHTo3n (pubo3za ado
ne30kcupr003a) Ta 3anumKky ¢GochOpHOi KUCIOTH.

JAHK (0e30kcupubdonykneinosa Kucioma) — MaKpoOMOJIEKyJa, IO CKJIAIA€ThCS
3 JBOX AaHTHUIIApaJieIbHUX TMOJIMEPHUX JIAHIIOTIB, SIKI YTPUMYIOTHCS pa3oM 3a
paxyHOK BOJIHEBUX 3B’SI3KIB MIDXK ix MOHOMEpaMu —
Ne30KCUpUOOHyKiIeoTHAaMu. [lepBUHHUN HOCIH Te€HETHYHOI 1H(OpMaIli.

Iloosiitna cnipany — ctpykrypHa opranizaiis Mmojekyiau JIHK, B skiii nBa
aHTUNapaJieJbHl TOJIHYKJICOTHIHI JIAHIIOTH, 3’€IHAHI 3a PaxyHOK BOJHEBHX
3B’SI3KIB MDK TapaMd a30THUCTHUX OCHOB, B3a€MHO3AaKpY4Y€Hl OJMH HaBKOJO
OJTHOTO.

Komnnemenmapnicmes — XiMiuyHa CHOPITHEHICTh MK a30THCTUMU OCHOBaMH
JAHLIOTIB HYKIJIETHOBUX KHCJIOT, LI0 € pEe3yJbTaTOM YTBOPEHHS BOJHEBUX
4



3B’SI3KIB MK HUMHU. € TIATPYHTSM ISl CHApIOBAaHHS OCHOB MIXK JIAHIFOTaMU
noagiitHoi cmipani JIHK (A-T ta G-C mapm), a Takox mix maHioramu JIHK
ta PHK mnporsrom ekcmpecii reHiB y KIITHHaX Ta TMpPUd BUKOPUCTAHHI
METOJMK MoJIeKyJsipHoi Triopuau3zamii (A-U ta G-C mapm).

Cmekinz-63aemo0ii — TUN HEKOBAJICHTHHX B3a€MOJIA MDK MapaMyd a30THCTHUX
OCHOB, 10 3a0e3meuyroTh cradimizaiiito noasiHoi cmipam JHK. Mictsare nBa
KOMITOHEHTH: TigpodoOHI B3aeMoiii Ta BaHIEPBAaIbCOBI B3aEMOMII MIXK
napamMu a30THCTHX OCHOB.

Xpomamun — xomiuiekc Mojekyn JIHK Tta acomifioBannx 3 Hewo OLIKiB
(TicTOHM Ta HEriCTOHOBI OIKM), W0 3a0e3neuye KommakTHy ykiaaaky JHK
IpoTAroM iHTepdasu B sSApax €yKapioTiB.

Hykneocoma — xiio4oBa CTPYKTypa, TNOB’si3aHa 3 OpraHi3alliel0 XpOMATHHY B
A/lpax €yKapioTiB, IO CKJIAJA€TbCd 3 OKTaMepy TICTOHOBUX MOJEKYN (Y4OTHpHU
napu KopoBux rictoHoBux OutkiB — H2A, H2B, H3 ta H4), HaBkono sikoro
Hamorana moJiekyna JIHK, nosxwunoro 145 m.H.

T'icmonu - rpyna OUIKIB, L0 XapaKTEpU3YIOThCS BHCOKHUM MO3UTHBHHUM
3apsanoM, Ta OepyTh ywacth y HykieocomHomy (H2A, H2B, H3 Tta H4) Tta
HagHykineocomHomy (H1) piBHsSIX opranizaiii XpoMaTHuHY.

Ilemenvni oomenu JIHK — cTpyKTypHO-(YHKIIOHAJbHUN pIBEHb OpraHizaiii
1HTep(}a3HOrO XPOMATHHY, IO TOJIArae y 3akpiluieHHl («3asKOpEeHH1») BOX
kiamiB monekynmun JHK 3a pgomomororo simepuux OunkiB. dopmyBanHS Ta
peopraizaiisi METSIBPHUX JIOMCHIB TICHO TIOB’S3aHI 3 aKTHBAII€l0 Ta
penpeciero TpaHCKpHIIi, perviikamiero ta pernapamiero JJHK.

Eyxpomamun — ninsHKA XpOMaTHHY, IO € C1a00 KOHJECHCOBAHWMHU B TIEPiOA
iHTepdasu 1 cnabo npodapOoByrOThCS crenudiuHUMUA OapBHUKAMH, MOPIBHSHO
3 IHIIAMH pErioHaMH XpPOMaTHHY. B Takux [iIsHKaX MICTUThCSI OCHOBHA
KUIBKICTh TEHIB.

I'emepoxpomamun — QiISSHKA XpPOMAaTWHY, SIKI € CHJIBHO KOHACHCOBAaHUMH B
nepion iHTepdasu 1, BIAMOBIAHO, 3HAYHO IHTEHCHUBHIIIE TPodapOOBYIOTHCS
cnenuiyHUMUA OapBHUKAMH, MOPIBHAHO 3 IHIIMMU pETiOHaMHU XpoMaTtuHy. B
TaKUX JUISTHKAX MEPEeBaKHO MICTUTHCS HEBEJIMKAa KUIBKICTh T'€HIB.



I'enom — cykynHicte nochigoBHocte JIHK, mo MicTuthcss B TraruioigiHOMy
HaOoOpl TEBHOTO OpraHi3My; BKJIIOYae B ceOe sIK KOAYIOYi, TaK 1 HEKOAyUl
MOCITiJOBHOCTI.

Oononykneomuonuui noaimopghizm (Single nucleotide polymorphism, SNP)
—  OJHOHYKJIEOTHIHA BapiaOCNbHICTP TEHOMY MDK JBOMa UM OuUIbIIE

IHAMBITAMA B MEXaxX KOHKPETHOTO TEHETHYHOTO JIOKyCy. B TeHOMi moauHu
3Haiineno Omm3pko 3 000 000 SNP.

Copy number variation (CNV) — tun BapiaOelbHOCTI T€HOMY, MpPU SKOMY
CIIOCTEPITAEThCS  BIAMIHHICTG Yy  KUIBKOCTI KOIIM TEBHOI IMOBTOPIHOBAHOT
ninsaku JIHK y ocoOuH omgHOTO BHUIY.

Bapiabenvni nykneomuoni mandemui noemopu (Variable number tandem
repeats, VNTR) — BapiaOenbHICTb T'€HOMY, IO TPOSBISAETHCS Yy pi3Hii
KUIBKOCTI KOMIM KOPOTKHUX MoOBTOproBaHuX mnociigoBHocte JIHK (3aBmpoBxkku
Bii 2 g0 20 HYKJICOTHUIIB), SAKI TMPEACTaBICHI Yy BUIUISAAI TaHIAEMHHX
NOBTOPIB, Yy OCOOMH OJHOrO BHAY. HasaBHicTp Takux BaplaOeabHUX
TaHJEMHUX TOBTOPIB CTaj0 TMEpPEeAyMOBOIO s po3BUTKY Meroauk JIHK
(IHrepIpPUHTHHTY.

Pennixauyin /IHK — nponec mnonsoeHds wmonekyn JIHK, mo BigOyBaerbces
nepes; MPOXOPKEHHSIM KJIITHHOIO MITOTUYHOTO YU MEHOTUYHOTO MOJUTY Ta

3a0e3nedye BIATBOPEHHS Ta IMepefadyy TIeHeTH4YHoi 1Hdopmalii Jo4dipHIM
KJIITUHAM.

Mymauii — cTiiiki 3MiHH B CTPYKTypi 4M KiabkocTi moisekyn JIHK.
Penapauia /IHK — CcykynHICTh MpOIECIB, IO CHPSIMOBaHI Ha BUIIPABJICHHS
noMwiok y ctpykrypi JHK, siki BUHUKIM B mpoleci perulkaiii 4d Mg €0
MyTareHHux (aKkTopiB.

Ilpuxnaou munosux 3adau.

1. ®parment ognoro 3 uaniporie JHK Mae HacTynHy HyKICOTHAHY
[MOCJI1IOBHICTb:

5-ACCTAGCTCGCTTATGGCAC-3’

BuszHauTe MOCHIOBHICTh HYKJICOTHAIB Yy KOMILJIEMEHTAPHOMY JIAHIIIOTY.
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@®parment opnoro 3 ujanmioriB JIHK wmae nHactymHy HykieoTuaHy
HOCJI1I0BHICTb:

5-ACCTAGCTCGCTTATGGCAC-3’

3anunnTh CXeMy CTPYKTypu aABoJiaHIoroBoi wmoisekynu JIHK. fka
noBkMHA 1pboro (parmenta? Axoro € wmaca JHK? Cepenns
MOJICKYJIIpHA Maca ojaHoro Hykimeotmnma — 330, a BimcraHb MiK
cycigHiMu mapamu HykiaeotuaiB B moiekyiai JIHK — 0,34 awm.

®parment monekynn JHK wmictute 380 aneHinoBHX HYKJIEOTHIB, IO
ctaHoBUTh 19% Bix 3araJbHOI KiJTbKOCTI. BHW3HauTe, CKUIBKHM B JTaHOMY
dbparMeHTi TUMIAWIOBHUX, TYaHIJIOBUX Ta LUTUAWIOBUX HYKJICOTHIIB.

®parment Mosekynmu JHK wmictute 290 aneHinoBUX HYKICOTHIIB, IO
CTaHOBUTH 15% BiJ 3arayibHOi KiNbKOCTI. BH3HauTe, CKIIBKH B JaHOMY
dbparMeHTi UUTUAWIOBUX HYKJICOTH/IIB.

®parment Mosekynmu JIHK wmicture 500 muTHIMIOBHMX HYKICOTHIIB,
o CcTaHoBUTh 22% Big 3araJibHOi KinbKOCTi. BH3HauTe HOBXKUHY
naHoro (Qparmenty? Biactanb MK CyCIAHIMH MapaMu HYKJICOTHIIIB B
montekynm JIHK — 0,34 am.

®parment Monekynmu JHK wmictute 250 ryaHinoBuX HYKJICOTHIIB, IO
cTaHOBUTH 22% Bix 3arajibHOi KiJbKOCTi. BW3HauTe MONEKYJIApHY Macy
naHoro ¢parmenty? CepemHsi MOJEKyJIspHa Maca OJHOTO HYKJIEOTHIa —

330.

®parment wMonekynmu JIHK wictute 17% anmeHimoBuUX HYKJICOTHIIB.
Sxuil BIICOTOK TYaHUIOBUX HYKJICOTHUIIB Y JaHOMY ¢parmMeHTi?

O®parment wmosiekyiu JHK wmicture 17% TUMIAWIOBUX HYKIJICOTH/IIB.
Sxnit BIICOTOK  THMIIWIOBHX, TYaHUTOBUX  Ta AT IMIOBUX
HYKJICOTHIB y JaHOMY (parMeHTi?

B omnomy nanmro3i JIHK wmictutecss 140 apeninoBux, 59 ryaHiJOBUX,
87 tumigminosux Tta 102 IUTUIAIIOBUX HYKJICOTHAIB. Busznaute
noBxuHy paHoro ¢parmenty JIHK. Biacrtane MK cycigHIMH mapamu
Hykneotuais B monekyni JHK — 0,34 uwm.
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10. B omnomy manmio3i JIHK wmictutecs 54 aneHinoBux, 95 ryaHiJIOBHX,
120 TtumigmimoBux Ta 154 [MUTUIWIOBHX HYKJICOTHIIB. BuszHaurte
MoJIeKyJsipHy Macy gaHoro ¢parmenty JHK? Cepenns MonekymspHa
Maca oxHoro Hykieoruaa — 330.

11. Jlosxkwuna mguisaku wmoisekynu JIHK cranoButes 1700 BM. Busnaute
KUTBKICTh HYKJICOTHAIB B JAaHii JuUisHII. Bigcrane Mk cycigHIMH
napamu HykieotuaiB B monekyni JJHK — 0,34 uwm.

12. Jlopxuna pginsaku mosekynn JIHK cranoButh 3400 HM. Busnaute
MOJICKYJIIpHY Macy maHoro ¢parmedTy. CepeaHs MOJEKyJsI[pHa Maca
omHoro Hykieotuga — 330, a BiAcTaHP MDK CYCIIHIMH TapaMu
Hykineotuais B monekyni JHK — 0,34 uwm.

13. ®parment JHK wmae 150 map wnyxneoruaiB. Ckinbku (ocharaux
3QJIMIIKIB Ma€ e (parmeHT?

14. Ckinpku (ocpataux 3amumkiB mae ¢parment JHK, mosxunoo 850

HM? Bijncranp MDK CyCIAHIMU mapamMu HykjgeoTuaiB B mojekyn JJHK —
0,34 am.

15. JIpa manmorn JIHK 3’egnani BogHeBUMHM 3B’sS3KaMH. Bu3HauTe YHCIIO
BogHeBMX 3B’s3kiB B aumgHmi  JIHK, saxa wmictute 42 ajaeHUIOBUX
HYKJICOTHAU Ta 32 TYyaHIIOBUX HYKJICOTHIM.

IIpakmuuna pobooma 1

PoGoTa 3 ejektponHow 6a3zow nanux OMIM (Online Mendelian
Inheritance in Man)

Mema  pooomu:  OsHaitomutucs 3  0Oazor0o  jammx  OMIM.

[IpoananizyBaTii OAWH 3 TEHIB JoauHU (HOTO (PYHKINIIO, JOKATi3alliio, MyTari

Ta

CIIaJIKOBI  3aXBOPIOBAHHS, CHOPUYMHEHI HuMHU). [IpoanHamizyBatu pi3Hi

XPOMOCOMHM JIFOJJMHM BIJIHOCHO KIJBKOCTI TEHIB, JIOKaJII30BaHUX Yy HUX.

[TopiBHATH cTaTeBI XPOMOCOMHM JIOJIMHU, 3HAUTH TICEBJOAYTOCOMHI PETiOHU Y

HHX.



Xio pobomu:

[lepeiith  3a mocunanasaMm  https://omim.org/. O3snaiiomuTHCS 13
3aralbHAMH OMIISIMH OHJIAWH 0a3W JaHUX.

BBectn y psAIOK MONIYKy Ha3By TEHA JIOJAWHU, IO KOAYE TIEBHHA
oimox (manpukian, dystrophin — Outok M’A30BOi TKaHHHH, IO
3a0esneyye 00’€qHAHHS AaKTUHOBHX (PiIaMeHTIB; MyTalii B TEHI
naHoro  OUIKa  TPHU3BOAATH  JO  PO3BUTKY  psIy  CIAIKOBUX
3aXBOPIOBaHb, 30Kpema, MiogucTpodii [lromena).

[lepeliTn 3a TOCWJIAHHSAM, IO BIANOBIAAE HANMOUIBII PEIECBAHTHOMY
pesyapTaty. O3HalloMUTHCS 3  OTpUMaHOW  iHOpMaIli€ IO
cTOCyeThcsl (DYHKIII TeHa, HOro JioKamizaiii, MyTalid Ta CHagKOBHUX
3aXBOPIOBAaHb, IO CIPUYMHCHI HUMH.

[lepeiiTn 3a mocwianaaM https://omim.org/geneMap/#, ne # - ue
no3Hauka xpomocomu (1-22, X, Y). 3anoBHHTH TaOJHIO, €
3a3HAYUTH 3arajbHy KUIBKICTh JIOKYCIB [IJI1 KOXKHOI XPOMOCOMH Ta
NPUKIAAN 3aXBOPIOBaHb, AacoIlIMOBaHMX 3 MyTalllIMH Yy TEHax, III0

pO3TalioBaHl y BIAMOBIIHIA XPOMOCOMI:

Xpomocoma

3arajibHa KLIBKICTH
reHiB/JIOKYCIB

Ipuxkjgaagun 3aXBOPHOBaHb

5. I[J'ISI CTaTCBUX XPOMOCOM 3allOBHUTH Ta6J'II/II_[IO ICEBAOAYyTOCOMHHUX

JIOKYCIB:

I'en/JIoxyc

IMonoxkennss B X-
XpPOMOCOMI

IoJsiokeHHss B Y- 3axBoproBaHH1,
XpOMOCOMI OB’ sI3aHi 3

MyTalissMu B

reHi/JIoKyci

6. 3pobutu 3aranbHUil 3BIT 1O 1H(OpMalii, OTpUMaHId CTOCOBHO

oOpaHOro TreHa JIFOAWHU, Ta KUIBKOCTI TEHIB 1 IOB’S3aHUX 3 HUMU

CHAJKOBUMHU 3aXBOPIOBAHHIMH TIO KOXHIA XPOMOCOMI JIFOJUHHU.

Ipuknaou mMoOynbHO-petimuHe08UX NUMAHD

1. 3 AKUX KOMIIOHEHTIB CKJIAIa€ThCS HYKICOTH?

9



https://omim.org/
https://omim.org/geneMap/

SKHUX
SAKHUX
SAKHUX
SAKHUX
SAKHUX

KOMIIOHEHTIB
KOMITOHEHTIB
KOMITOHEHTIB
KOMIIOHEHTIB
KOMIIOHEHTIB

CKJIaJa€TbCsA
CKJIada€TbCsA
CKJIada€TbCsA
CKJIaJa€TbCsA
CKJIaJa€TbCsA

pUOOHYKIICOTHT?
TI€30KCUPUOOHYKICOTHT?

aJICHUIOBUIA PUOOHYKIICOTHT?
aJICHIJIOBUH JI€30KCUPUOOHYKIICOTHT?

YpaIMJIOBUN HYKJICOTHI?
TUMIJIUJIOBUN HYKIICOTHI?
B3a€MO/III,

W w w wwww

SIKMX KOMIIOHCHTIB CKJIaJa€TbCsA

HEKOBAJICHTHI

N kW

Sx  Ha3WBaIOThHCA SAKI TOJIOBHUM YHHOM
cTabimi3ytoTh moaBiHy croipans JJHK?

9. CKinbKHM TICTOHOBHX MOJICKYJ BXOJUTH IO CKJIATy HYKICOCOMH?

10. CkigpKu THUIIB TICTOHOBHX MOJEKYJ BXOJHUTH JIO CKJIaJy HYKJIEOCOMH?

11. CkiJIbKU XpOMOCOM MICTUTBCA y SJIpaX COMATUYHUX KIITUH JIOJUHU?

12. CkinbKHM XpPOMOCOM MICTHUTBCS y SApax TaMeT JIIOJUHU?

13. fx Ha3WBaIOTHCA AUSIHKA XPOMATHHY, Y SKHX 3HAXOIUTHCS OCHOBHA
JacTUHA AKTUBHHUX TCHIB?

14, fx Ha3uBaAIOTHCS [UISHKA XPOMAaTUHY, y SKUX TMPAKTUYHO BIACYTHI
aKTUBHI TeHU?

15. Ckinbku BOJHEBHUX 3B’SI3KIB YTBOPIOETHCS MIK aJCHIHOM 1 THUMIHOM B
monekym JIHK?

16. CkinbKM BOJHEBUX 3B SI3KIB YTBOPIOETHCS MK TYaHIHOM 1 IIUTO3WHOM
B Mosekym JIHK?

17. SAxuil HyKJIEOTHI € KOMIUIEMEHTapHUM 10 ajeHiHy B moiekyni JTHK?

18. Axuii HyKJIEOTHI € KOMIUIEMEHTapHUM 10 ajeHiHy B Mojekyni PHK?

19. IIlo Take SNP?

20. Sxuit po3Mip (B KITBKOCTI Map HYKJICOTHIIB) Ma€ T€HOM JIOAMHH?

21. SIk  Ha3WBaeTHCA dbepMeHT, 1110 nporiec

noaBoenns JIHK?

22. Mix sAKUMU YacTUHAMH HYKJIEOTHIA YTBOPIOEThCs (ocdoauedipuuii

OCHOBHHI 3a0e3neuye

3B’SI130K?

23. Sk Ha3zuBaeTbesl CyKymHIicTh mochigoBHocTedd JIHK, mo wictutbes y
raruioiJHOMy Ha0opl MEBHOTO OpraHizmy?

24. o Take myramii JJHK?

25. [lo Ttake pemaparis JIHK?
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TEMA 2
MOJIEKYJISIPHI MEXAHI3MH TPAHCKPUIIIII ¥ EYKAPIOT

Ilumanusa ons 062080peHHA:

[Himiamis, enoHramis Ta TepMIHAIS TPAHCKPHUMIT y €yKapioT.

Tunu eykapiotnunux PHK-momimepas.

Perynsiist mporiecy TpaHCKpHIIIT y €yKapioT.

[Ipuknagum 3axBOpIOBaHb, IO AaCOIIHOBaHI 3 TMOPYIICHHSIM TIPOIECY
TPAHCKPHUITLI].

o

OcHo6HI mepMiHU ma NOHAMMS

Tpanckpunuyia — npolec nepeHeceHHs reHeTuuHoi iHpopmamii 3 JHK nHa
PHK, nuisixom cunte3y komiieMeHTapHoi Moisiekyin PHK 13 BukopucranHsm
onnoro 3 janmtorie JIHK sk matpuiii.

PHK (puoonykneinosa kKucioma) — THI HYKJIEIHOBOI KHUCIIOTH, MOHOMEpPAMU
akoi € puOoHyKJIeoTUIU (MICTATH 3aNUIIOK (GOCPOPHOT KUCIOTH, IYKOP-
pubo03y, a TaKOX OJHY 3 YOTHPHhOX a30oThcTuX ocHoB — A, G, C ym U). Ha
Binminy Bin  JIHK, PHK € mnepeBaxkHo onaHOnaHIOroBow. Buaisiors
nekinbka tumiB PHK, cepen sikux — pubocomansna PHK (pPHK), matpuuna
PHK (MPHK), tpancnoptna PHK (TPHK) Ta pizHOMaHiTHI Maii perysisiTopHi
mosnekyin PHK.

Ilpomomop — cneuudiuna perynastopHa mnociaigoBHicte JHK, 3 skoro
3B’s13yeThesi PHK-monimepasa mpu 1Himiamii TpaHCKPUIILIIi.

PHK-nonimepaza — depment, mo xkartamizye cunre3 wojiekynn PHK Ha
matpui JJHK B mporeci Tpanckpwumiiii.

PHK-nonimepaza I — eykapiotnuna PHK-nmomimepaza, mo karamizye
TpaHCKpuMIlio Oinbinocti reHiB pPHK.

PHK-nonimepaza II — ecykapiotnuna PHK-nomimepaza, mo xkaramizye
TPAHCKPUMI[II0 OUIKOBUX TEHIB.

PHK-nonimepaza IIlI — eykapiotuuna PHK-monmimepasza, mo karamizye
tpanckpumniiito reHiB TPHK Ta nmeskux renis pPHK.
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Enxancep — perynstopna mociuigoBHicts JHK, 3B’sa3yBanHsS 3  sKOIO
NPU3BOJUTH 0 aKTHBAIll (ITOCHJICHHS) TPAHCKPHWIILIi BiJMOBIAHUX TEHIB.

Caiinencep — perynsropHa nocnigoBHicte JHK, 3B’s3yBaHHS 3 SIKOIO
MPU3BOJAUTEL 0 TPUTHIYEHHS (1HT10yBaHHS) TPAaHCKPHIILII BIJIMOBIIHUX T€HIB.

Hekooywuun (mampuunuii) aaunyioe — nadmor JHK, mo cuoyxuts
MaTpULICI0 TPU TPAHCKPHMINi, a HOro MOCHIAOBHICTh € KOMIUIEMEHTapHOIO
MIOCJIIIOBHOCTI HOBOCHHTe30BaHOro jaHmiora PHK.

Kooyrouuii (3micmoenuit) nanuyrwe — nanigor JIHK, mocmimoBHICT SIKOTO €
IIEHTUYHOIO IIOCJIIIOBHOCTI HOBOcHHTe30BaHoro JjaHmora PHK. 3mictoBuuii
JAHLIOT € KOMIUIEMEHTApHUM MATPUYHOMY JIAHITIOTY.

Ex30nu — xomytoui (3MICTOBH1) NUISHKH €yKaplOTHYHHMX TeHiB. HykieotuaHa
MOCTIAOBHICTh IIUX JUITHOK Hajaall TPAHCIIETBCS B aMIHOKHCJIOTHY
MOCJIIOBHICTh OUIKIB.

Inmponu - Hexonyroul (0€33MICTOBHI) JAUISHKM — €yKaplOTMYHUX TEHIB.
HyxkieotnaHa mocmigoBHICTh ITUX JUISHOK BHUPI3A€ThCSA B MPOIEC CIUIAMCUHTY
1 HE TPAHCIIOETHCA B aMIHOKHUCIOTHY TOCIIJIOBHICTh O1JIKIB.

Iniyiayia mpanckpunyii — CyKyNHICTb TOMAIM, NOB’SI3aHUX 3 AKTUBALIEIO
PHK-nonimMepasu Ta 3amycky OpoLecy TPaHCKPHIILII BIAMOBIAHOIO T'€Ha.

Enoncayia mpanckpunyii — etan TpaHCKPUIIi, Ha SKOMY BIJOYBa€ThCs
BrnacHe cuHTe3 moisiekynu PHK na marpumi JTHK.

Tepminauia mpanckpunyii — CyKYIHICTh TOJiM, MOB’SI3aHUX 3 3aBEPIICHHIM
cuntedy mojiekyau PHK Tta poszOupannsm PHK-mosiMepasHoro Komiuiekcy.

Tpanckpunyinni  ¢gaxmopu — rtpyna JIHK-3’s3yBanpHUX OUIKIB, 110
B3a€EMOJIIIOTh 13 crnenudiunuMu nociaigoBHoctamu  JHK  (mpomortopu, iHm
pEeryisiTOpHI  €JIeMEHTH) 1 TakuM YMHOM  3a0e3MeuyloThb  PEryJssiiio
TPAHCKPUNLIi PI3HOMAHITHUX TEHIB.
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llpuxknaou munosux 3adau:

1. 3araimpHa Jg0BXkHHA eykapiotuyHoro TreHa craHoButh 290000 map
HYKJICOTUIB. Bu3HauTe KUIBKICTh HYKJICOTHIB KOJYIOUOi YaCTHUHU
reHa, Ko 1HTpoHW ckianarTh 49%, a perynsaropHi ememeHTH — 10%
B1JI 3arajibHOi IMOCIITOBHOCTI HYKJICOTH/IIB.

Aneopumm po3e’asysanns
EykapioTHuHi TeHM CKJIaJaloTbcs 3 TPbOX KOMIIOHEHTIB:  PEryJIATOPHI
CJIEMEHTH, I1HTPOHU (HEKOJYyIOul MJUISHKM) Ta €eK30HH (BJacHe, KoJIyoua
yacTMHa TreHa). B jgaHiidi  3amavl  IHTPOHM Ta PETYJATOPHI  €JIEMEHTHU
CTaHOBJIATh CcymMapHO 59% Big 3aranmpHOi KUIBKOCTI HYKJICOTHIIB TEHA.
BianoBigHo, €K30HM (KOAyrO4a 4YacTHMHA T'eHa) CTaHOBUTH:

100% - 59% = 41%.
3Hal0YM YacTKy KOJYIOUOi 4YacTUHU TeHa y % Ta 3arajbHy JOBXKHHY T€HA,
MOKEMO 3HAWTH KUIbKICTh HYKJICOTH[IIB KOJYIOUOi YACTUHU TEHA:
290000 * 41 / 100 = 118 900 HykICOTHMIIB.
Bionogion: 118 900 HykII€OTHIB.
2. ®parment monexkynn MPHK Mae HacTymHy mOCIHITOBHICTS:

5’-UUACGAGACCGAUCAGCAUUA-3’

Hanumnite nocninoBHicTe MatpuuHoro janupora JHK, mo komye 1o
mosekyiny MPHK.

3. ®parment monekynn MPHK Mae HacTymHy mOCIITOBHICTS:

5’-UUACGAGACCGAUCAGCAUUA-3’

Hamumnite mocnigoBHicTh 3MicToBHOro mnanirora JIHK, mo komye mro
monekyny MPHK.

4, ®parmeHT koxyroyoro Jadiora JIHK mae HacTynmHy mocCiigoBHICTB:
5S’>-TATGAATGAGTAAACGTG-3’
Hamumnite nocnigoBuicte PHK, mo cunaTE3ye€ThCS Ha HBHOMY.
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5. ®parment Hekonytouoro yanuipra JIHK mae HacTynHy mHOCHiOBHICTS:
5’-TATGAATGAGTAAACGTG-3’

Hamumrite nocmigosHicth PHK, 1110 cHHTE3y€ThCsI Ha HBOMY.

Ilpaxmuuna poboma 2
Pobora 3 ejnexkrponnnvu 6azamm ganux NCBI Ta Uniprot

Mema po6omu: O3HailomuTucs 3 0a3zaMHM JaHUX aMIHOKHUCIOTHUX Ta
HYKJICOTUJIHUX TOCIIIOBHOCTEH, PI3HOMAHITHUMH OHJIAWH-ITHCTPYMEHTAMH IS
aHal3y [HX MociigoBHOcTel. [IpoanamizyBaTk oguH 3 OUIKIB JrOAWHH (HOTO
aAMIHOKUCIIOTHY  TOCHIIJIOBHICTh, (DI3UKO-XIMIUHI XapaKTePUCTUKH, (PYHKIII,
JIOKaIi3allilo, acoliiioBaHl 3aXBOPIOBAHHS, HYKJICOTHUIy TOCIIOBHICTh T€Ha,
10 WOTO KOJY€, HOTO pO3TalllyBaHHS, KUIBKICTh €K30HIB Ta 1HTPOHIB).

Xio pobomu:

1. Bigkputu craptoBy ctopinky UniProt — pecypc, 1o A03BOJIS€ IIyKaTH

Ta aHaJi3yBaTH aMIHOKMCJIOTHI IMOCJIIJOBHOCTI OlJIKIB, -
http://www.uniprot.org.
3nificauTd momyk Oinka (Hampukiian, insulink — ropMoH menTHIHOI

MPUPOIH, IO PEryJII0O€ KOHILIEHTPALIIO TIOKO3M B KPOBI; MOPYIICHHS Y
perymsiii ekcrnpecii JaHOTO TEHY TMPU3BOASITH JI0 PO3BHUTKY IEBHUX
TUMIB  I[yKpoBOro  jaiabeTy), oOpatu  OAHy 31  3HAHACHHUX
nociaigoBHOCTeW (Hampukian, mociaimoshicts P01308, INS HUMAN),
03HAMOMHUTHUCH 3 1H(POPMAIIEI0 MO0 OOpaHOTO OljKa.

2. Bigkputn crtopinky BLAST - iHCTpyMeHT, 110 [JO3BOJIIE€ IIyKaTH
FOMOJIOTIYHI ~ JaHOMY  OUIKY  aMIHOKHCJIOTHI  TOCHIJOBHOCTI 1
BUpiBHIOBaTH iX - https://www.uniprot.org/blast.

BBectu igentudikarop mocaigoBHocti (Hampukian P01308) abo camy
nociuiioBHicTh  y  Qopmari  FASTA, Bukonatu «Run BLAST».
O3HallOMUTHCHh 3 OTPUMAHUMHU PE3yJbTaTAMHU.

3. Ilepeiitu Ha craptoBy cropinky NCBI — oaun 3 HaiimoryxHIimmx
IHTEpHET- PEecypcCiB, SKUNH MICTUTh 0a3zy HYKJICOTHUIHHX MOCIiIOBHOCTEH
(GeneBank), 6a3y crarteii B raiy3i Oiojorii Ta meaunman (PubMed) ta
Oarato ixmoro - http://www.ncbi.nlm.nih.gov/.
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Binkputu posain Genes&Expression — Gene, BBeCTH Yy IOJIE€ IOIIYKY
Ha3By Oilka 4M TeHa, 1o Horo koxaye (Hampukian, insulin), oOpatu
reH JIIOAWHU 1 MpOaHaNi3yBaTH OTPUMAaHI JaHi.

4, 3nmiiicHUTH BCl OmMcaHl omeparlii 13 Oyab-SKUM O1JIKOM JIOJUHH.

5. 3pobuTtH 3araJibHUN 3BIT. aMIHOKHCJIOTHA IIOCTIOBHICTh Ol7Ka; HOro
Gb13UKO-XIMIUHI ~ XapaKTepUCTHKH; (YHKINI; JOKamizamis B  MeXax
KIIITUHYU; acOIilOBaHI 3aXBOPIOBAHHSA;, TOMOJIOTM B IHIIMX OpPTaHI3MIB,
HYKJICOTHTHA IIOCJI1 JOBHICTH reHa, 110 HOro KOJIYE; HOro
po3TamnryBaHHS, KUIBKICTh €K30HIB Ta IHTPOHIB; THNH KIITHH Ta
TKaHWH, B SKUX JaHUWA TE€H TPaHCKPHUOYETHCS.

IIpuknaou mMoOyIbHO-petMmUH2O8UX NUMAHD

1. Silxa PHK-nmomimepasa BianoBigae 3a CHHTE€3 OUIKOBHX TE€HIB Yy
eykapior?

2. Slka PHK-momimepasa BiamoBigae 3a cunrte3 reHiB TPHK y eykapior?

3. Slka PHK-momimepasza BiamoBigae 3a cuHTe3 Ounbinocti reHiB pPHK y
eyKapioT?

4. SIx Ha3UBA€THCSI MOYATKOBUM €Tall TPaHCKPUMIi?

5. Sk Ha3MBaE€THCA 3aKIIOUYHHUI €Tan TPAHCKPHIIIIII?

6. Illo cuHTe3yeThCA MPOTATOM TPAHCKPHUIIIIIi?

7. Sk Ha3WBAIOTHCS KOMYIOUl JUISHKU €YKaplOTUYHUX TeHiB?

8. SIx Ha3MBaIOTHCSA HEKOMYIOYl MIISHKK €YKaplOTMYHUX TEHIB?

9. fx Ha3uBaeTbca Tpyma OUIKIB, MO Oepe ydacTb y PErymsliii mporecy

TPaHCKPUIILIIi?

10. flx  Ha3uBae€TbCs  OCHOBHHMM  ()epMEHT, 10 KaTami3ye MpoIec
TPAHCKPUTIIIi?

11. Sk Ha3uBaeTbcs MiNsiHKa mepBUHHOrO 3B's3yBaHHs PHK-momimepasu 3
JIHK mpu inHimiamii TpaHCKpUmii?

12. Slx  na3zuBaeThcs  peryistopHa auinka JIHK, mo  migcumioe
e()EeKTUBHICTh TPAHCKPHUIIIIII, 3HAXOISUUCh Ha JesAKid, 4YacTo 3HAuHIMH,
BiJICTaHI BiJl TIPOMOTOpPY?

13. flx  nHasuBaerbcs  perymaropHa  autsaka  JIHK, 1mo  3HMKYye
e(deKTUBHICTh TpaHCKpumiii abo B3aram 1Hri0ye ii, 3HAaXOAA4YUCh Ha
NesKid, 4acTo 3HA4yHIN, BIICTaHI BiJ TMPOMOTOPY?

14. SIx MeTuIOBaHHS TICTOHIB B MeXax TeHa Oyje BIUIMBAaTH Ha MPOIEC
TPAHCKPUTIITIi?

15. Sk ameTwirOBaHHS TICTOHIB B MeXaxX TeHa Oyjie BIUTMBATH HA TIPOIEC
TPAHCKPHUIILIi?
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16. Sx wmermwmoBanns JIHK B mexax rena OyJe BIUIMBaTHU Ha TMPOLEC
TPAHCKPHUIILIi?

17. Sk neameTwiIIOBaHHS TICTOHIB B MeEXax TreHa OyJae BIUIMBaTH Ha
MpoLIeC TPAHCKPHUIIIi?

18. YV TpaHCKpUNIIIHHO aKTMBHOMY XpOMATHHI TICTOHW alleTHJIbOBaHI YU
JealeTUIbOBaHi1?

19. Mo take marpuunuit nanigor JJHK?

20. o Take xomyroumit janmror JTHK?

21. o Take TpaHC-(hakTOp PETYJSIil TPAHCKPHITIIIi?

22. Illo Take 1uc-eIeMEHT PeryJisiii TPaHCKPHUITIi?

23. Illo Take ek30H?

24. o Take iHTpOH?
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TEMA 3
MNPOLHECHUHI' MOJIEKYJI PHK

Ilumanus ona o0b62co8openHs:

1. Eraniu mponecunry eykapiotnununx MPHK: kenmyBaHHs, criialicuHT,
MoJIlaJICHITYBaHHSI.

2. ANbTepHaTUBHHMM CIUTAMCUHT, TPAaHCCILIANCHHT.

IIponecnar TPHK Ta pPHK.

4. Tlpukinanyu 3axBOpIOBaHb, MO TMOB’A3aHI 3 TOPYIICHHSIM MPOILIECUHTY
PHK.

w

OcHo6HI mepMiHU ma NOHAMMAL:

Ilpoyecunz — mipoliec M03piBaHHHS MOIEpeAHUKIB eykapioTuuyHux PHK
3 yYTBOPEHHSM (PYHKIIOHAIBHUX MOJIEKYJI. BinOyBaeTbCs OJHOYACHO 3
MPOXOJ/IPKEHHAM TPAHCKPHIIIIIi.

Kenysanna — nepumii eran npouecuHry eykapiotnynux MPHK, npu
AKoMy BiOyBaeTbca Moaudikamis 5° — KIHIS MOJEKYJId 3 YTBOPEHHSM Tak
3BaHOTO «Kemy» (XiMi4Ha Tpupoaa MoAaudikalii — 7-MeTHITyaHiH).

Cnaaiicunz — eran npouecunry MPHK, mnpu sxomy BinOyBaeThcs
BUpI3aHHS IHTPOHIB Ta 3IIMBaHHS €K30HIB, B pe3yinbrari MPHK crae komiero
JUIIE KOJIYKYOi YAaCTUHU TEHA.

Anvmepnamusnuil chaaiicunz — TIpOIIEC, MPU SIKOMY 3 OJIHIET 1 Tiel X
mosiekynu npe-MPHK  BinOyBaeTbcst yTBOPEHHS JEKUIBKOX PIZHHX —3pUTHX
MPHK, 3a paxyHOK BHUpi3aHHS Pi3HOI KUJIBKOCTI 1HTPOHIB.

Tpanccnnaiicunz — 06’ennands B ckiaal MPHK ex30HIB pi3HMX TeHIB.

Pubozumu — wmonexynu PHK, sxi BucTynmaroTh B SIKOCTI KaTaiai3aTopiB
npu mnepediry MeBHUX OI10JOTIYHUX mpoleciB. Hampuknan, ManeHbKi siepHi
PHK npu cnnaiicunry, pubocomansui PHK npu Tpancnsmii.

Cnaaiicocoma — KOMIUIEKC, IO YTBOPIOETHCS Ha MEXI IHTpOHA Ta
€K30Ha, sKkui cknagaerecsa 3 npe-MPHK, wmanenskux saepaux PHK  Ta
JOTIOMDKHHUX OU1KiB. 3abe3mneuye MpOXOMKEHHS CIUTACHHTY (MajeHbKl sAepHI
PHK nitoTh sik kaTamizatopu).
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Iloniaoeninygannn — eranm TPOIECUHTY, TPH SKOMY A0 3’-KIHIA
monekynn MPHK mpuennyerbcs «momiA-xBict» - mocminoBHicts 3 100-200
aJICHIJIOBUX HYKJICOTHIIB.

5’- ma 3’ — Hempancavosaui Oinanku — NUISHKA B 3pUIIA MOJIEKYJI
MPHK, mo posramoBani MK KOAYIOUOI YAaCTHHOIO 1 «kemom» (5’
HETPaHCIbOBAHA [UISHKA) Ta MDK KOIYIOUOK0 YAacCTHHOIO 1 «IOJI1A-XBOCTOMY
(3° — mwHerpaHciabOoBaHa AUIAHKA). He TpaHCHIOIOTBCS B aMIHOKHCIOTHY
MOCIOBHICTh NMPU CHUHTE31 OljKa.

llpuxknaou munosux 3adau:

1. ®parment konyrouoro nanmrora JIHK mneBHoro OinkoBoro reHa Mae
HACTYMHY MOCIIIOBHICTD:

5-TGCTGGCCCTCTGGGGACCTGACCCGGCCCAGGCCTTTGTGA
ACCAGCACCTGTGCGGCTCCCACCTGGTGGAAGCTCTCTACC-3

@parment  3putoi  monekynn MPHK  nganoro rema Mae  Taky
HOCIIOBHICTb:

5’-UGCUGGCCCUCUGUGAACCAGCACCUGUGCGGCUCCCAC-3

BusHauTe, CKUIbKM 1HTPOHIB MICTUTh JAaHMM (parMeHT reHa. Hanumntsb
iX TOCIHIIOBHOCTI.

Aneopumm po3e’a3yeanHs
Konyrounit nanmor JIHK — me Toi saHIfor, mOCHIAOBHICTh SKOTO €
1IEHTUYHOIO TOCTIJOBHOCTI HOBOCHMHTe30BaHoro Jjanimiora PHK (3a BunsTKOM
HYKJIEOTHJIa ypauuiy, 3amicTb gkoro B Mojekym JIHK Oyne tumin). Takox
naniror JIHK, na Bigminy Big 3putoi monekynu PHK, mictuts mocmigoBHOCTI
IHTPOHIB.
B nmaniéi 3amadi HaBeneHO JBI MOCIIIOBHOCTI: Koayroworo maniora JJHK (3
1HTpoHaMu) Ta 3piyioi mosekyau PHK.
[TopiBHIOEMO JB1 MOCIIIOBHOCTI (BpaxoByrouu, 0 yparuia B Mmojekymn PHK
BinnoBimae Tuminy B Moiekym JIHK. 3naxomumo cmiBmamiHHS — Ta
PO301KHOCTI:
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Kooywuuii nanure /[HK:
5-TGCTGGCCCTCTGGGGACCTGACCCGGCCCAGGCCTTTGTGA
ACCAGCACCTGTGCGGCTCCCACCTGGTGGAAGCTCTCTACC-3

mPHK:
5’-UGCUGGCCCUCUGUGAACCAGCAcCCcUGUGCGGCcuccecAe-»

Takum umnHOM, 1B maunstHKM B mojekym JIHK chiBmagaroTh 3 MOCTIAOBHICTIO,
a Bl — He cmiBmanaoTb. OTke, KUIBKICTh IHTPOHIB B JaHOMY ¢parMeHTi — 2.
Ix mocmizoBHOCTI OyayTh HACTYIHI:
5-GGGACCTGACCCGGCCCAGGCCTTTG-3°,
5’- CTGGTGGAAGCTCTCTACC-3".

Bionogiowv:2 iatponu; 5’>-GGGACCTGACCCGGCCCAGGCCTTTG-3’;
5’- CTGGTGGAAGCTCTCTACC-3".

2. ®parment koxyrouoro janmipora JIHK meBHoro OuTkoBoro reHa wae
HACTYIIHY TOCJIOBHICTD:

5-TGCTGGCCCTCTGGGGACCTGACCCGGCCCAGGCCTTTGTGA
ACCAGCACCTGTGCGGCTCCCACCTGGTGGAAGCTCTCTACC-3

@parment  3putoi  monekynn MPHK  nganoro rema Mae  Taky
HOCJIOBHICTb!

5’-UGCUGGCCCUCUGUGAACCAGCACCUGUGCGGCUCCCAC-¥

Busnaute, CKITbKM €K30HIB MICTUTH JaHMid (PparmMeHT reHa. Hanumnith
1X TOCI1ZOBHOCTI.

3. ®parment koxytroudoro Jjanuipora JHK mneBHoro OulkoBoro reHa mae
HACTYIIHY MOCIIJJOBHICTb:

5-TGCTGGCCCTCTGGGGACCTGACCCGGCCCAGGCCTTTGTGA
ACCAGCACCTGTGCGGCTCCCACCTGGTGGAAGCTCTCTACC-3
B nanomy ¢parmeHTi HasBHI 2 IHTPOHWU:
5’-GGGACCTGACCCGGCCCAGGCCTTTG-3?,
5’- CTGGTGGAAGCTCTCTACC-3’.

Hanumrite nocninoBHicTh 3puioi Monekyian MPHK.
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llpakxmuuna poboma 3

Iomyk exk30HIB Ta IHTPOHIB B MeKaX MOCJIiJOBHOCTI
€yKAPIOTHYHOI0 TeHAa

Mema pob6omu: O3HAUOMHUTHCS 3 OHJIAWH-THCTPYMEHTAMM Jis MOUIYKY

€K30HIB Ta IHTPOHIB B MeXaxX [OCIIJOBHOCTEH €yKaplOTHUYHUX TEHIB.

[IpoanamizyBaTli TOCTITOBHICTh OJAHOTO 3 TEHIB JIIOJWHW, BCTAaHOBHUTHU

KUTBKICTh €K30HIB Ta IHTPOHIB y HBbOMY, Ta iX IOCIIiJIOBHOCTI.

1.

Xio pobomu:

Binkpuru CTapTOBY CTOPIHKY 0a3n  JaHMX NCBI -
http://www.ncbi.nlm.nih.gov/.

Binkputu posmin Genes&Expression — Gene, BBecTH y TOJ€ MOIIYKY
Ha3By OUIKa IIOAMHU YHM T'eHa, 0 HOro Koaye (Hampukian, tyrosinase —
OolUH 3 (DepMEHTIB, MO 3aISHUM y TMEPETBOPEHHI aMIHOKUCIOTU THUPO3UH
y MeJIaHIH; MyTalili B JTaHOMYy T€Hl MNPU3BOAATH 10 PO3BUTKY CIIaJKOBOIO
3aXBOPIOBAaHHS aJIb0iHI3M), O3HAaHOMHUTHCS 3 iH(OPMAIEI0 WIOAO JAHOTO
reHy — WMOro Jokami3alis, KUIbKICTh €K30HIB.

2.
3.

akrownE

3HalTH MOCHIAOBHICTh reHy Ta Horo 3pinoi MPHK d¢opmari FASTA.
Binkputu cropinky iHcTpymeHnTy BLAST, mo mgo3Bossie  mrykatu
TOMOJIOT1YHI JTAaHOMY Gl aMIHOKHCJIOTH1 IIOCJIIIOBHOCTI 1
BUpiBHIOBaTH iX - https://blast.ncbi.nlm.nih.gov/Blast.cqi.

Brectn y BianoBigHl mosist mochigoBHocTi reHa Tta MPHK Tuposunasm.

[IpoBecTn BUpIBHIOBaHHS MOCIITOBHOCTEM.

[IpoananizyBaTu, SKi JUISHKA TIOCHIZIOBHOCTI T€Ha € TOMOJOTIYHHMH
ninsakaMm  nocainoBHocti MPHK  (BimmoBimaroTh ek30HaM), a skl He
CHiBNaAa0Th (BIAMOBIIAIOTH THTPOHAM).

3aiicHUTH BCl OMNUCaHl omeparii 13 OyJIb-IKUM TE€HOM JIIOJUHHU.
3poOUTH 3BIT CTOCOBHO KUIBKOCTI €K30HIB Ta IHTPOHIB B MEXax
oOpaHOro reHa Ta HAaBECTH I1X ITOCIITOBHOCTI.

Ipuknaou mMoOyIbHO-pelimuUH208UX NUMAHb!

[Ilo Take mpouecunr PHK?

ITepepaxyiite eranu npouecunry MPHK.

[Ilo Take kemyBanHs Monekyian PHK?

[Ilo Take crutaiicuHr moJekyau PHK?

[Ilo Take momiameHuryBaHHs Mosiekyiaun PHK?
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6. BxaxiTh GyHKIT «Kemy».

7. BkaxiTh QyHKII mom-A XBOCTa.

8. Sxi QyHkuii (GyHKIII0) BUKOHYIOTH PHOO3UMU?

9. fdkorw € XiMiYHaA MPUpPOAA «KEIy».

10. SIxi HYKJIEOTHIM BHUKOPHCTOBYIOTBHCS B TIPOIIEC] MOJIIaJCHITYBaHHS?

11. o Take aJbTEPHATUBHUM CILUIAMCHHT?

12. o Take TpaHCCIIaNCUHT?

13./lk  Ha3uWBaeThCS  MpOILEC  BHUPI3aHHA  HEKOAYIOUMX  JUISHOK 13
nepBuHHOrO TpaHckpunty MPHK?

14. Sxkuii  HyKJIeOTHJ TepeHocuThcss Ha 5’-xiHens MPHK  mpm i
KEIyBaHHi?

15. Sflka MOCHIAOBHICTh HYKJIEOTHAIB YTBOPIO€TbcA Ha 3’-kiHii MPHK?

16. SIxoro € xiMiYyHa TpUpPOAA KaTali3aToOpiB, BiA SIKUX 3aJeXaTh PpPeakiii
crraricnary  MPHK?

17. SIx nasumBaerbcs moiekyna PHK, mio mae kartamiThyHi BJIaCTHBOCTI?

18. Jle 1 xomm 3aiicHO€ThCs TiporiecuHr MPHK?

19. fx Ha3uBaeThCcs OUIKOBO-HYKJIETHOBHIM KOMIUJIEKC, B MeXax SKOIro
3aiicHIOEThCS crutaricuar MPHK?
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TEMA 4
MOJIEKYJIAPHI MEXAHI3MU TPAHCJALIL ¥ EYKAPIOT

Ilumanus ona o0b62co8openHs:

. I'eneTnynuii koj. BIacTUBOCTI TE€HETUYHOTO KOJIY.

. Imimiaris, emoHraris Ta TEpMIHAIIS TPAHCIAIIT y €yKapioT.

. IocTTpancnsamiitni Mmoaudikaii O1IKIB.

. Perymsuist mpouiecy TpaHCHALli y eyKapioT.

[Ipuknagu 3axBOplOBaHb, 110 AacOLIMOBaHI 3 TMOPYLIEHHAM MpPOIECy

gA wWN P

TPaHCJIALII.
OcHo6HI mepMiHU ma NOHAMMAL:
Tpancnauyin — npoliec CUHTE3y MoJeKyiau Oinka Ha Marpuii MPHK.

Iniyiayin mpancnayii — TIpoIleC BMI3HABAHHSI CTapTOBOTO KOJOHY
(AUG) na w™PHK, mnpuenHanHs Tyaud JABOX CYOOJWHHIIL pPHOOCOMH Ta
3aBaHTa)XeHHS  iHimiatopHoi amiHoamwi-TPHK  (Merioniny) g0  P-caiity
pudboCcOMHU.

Enoncayia mpancnayii — eran TpaHCHAlll, Ha SKOMY BiIOyBa€ThCs
BJIaCHE CHHTE3 MoJieKyJu Oinka Ha Marpuui MPHK.

Enonzauitinuil yukn — Tpolec BIi3HABaHHS BIJMOBIAHOK aMIHOAIIWII-
TPHK ueprosoro komony Ha MPHK, npuennanHs BiamoBigHOI aMiHOKHCIOTH
70 TENTUAWIBHOTO JIAHIIOTa Ta MOJANbIIe TEPEeMIIIeHHs PUOOCOMU Ha OJHH
KOJIOH BTIEpE]I.

Tepminayia mpancnayii — TpoleC BII3HABAHHS OJHOTO 3  CTOI-
KOJIOHIB, PO3’€JHAHHS JBOX CYOOJMHHIIbL PUOOCOMHM Ta 3aBEPILICHHS IPOIIECY
TPaHCIISIIII.

I'enemuynuit k00 — BIANOBIAHICT MIDXK TOCIIIOBHICTIO HYKJICOTH]IIB
Mosekyau MPHK Ta mociigoBHICTIO aMIHOKHMCIOT y MOJIMEHTHI.

Bupooscenicmo cenemuunozo Kooy — BIACTUBICTb T€HETHYHOTO KO.Y,
KOJIM Maibbke BCl aMIHOKUCIOTH (32 BHHITKOM METIOHIHY Ta TpuUNTO(aHy)

KOJYIOThCS OUNBINE HIXK OJHUM KOJOHOM.
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OoHno3naunicmov 2eHemu4HO20 K00y — BIACTUBICTh T€HETUYHOTO KOJY,
KOJIM KOKHMHA KOJIOH BHU3HAYA€ JIUIIE OAHY aMiHOKHCIIOTY.

Yuisepcanvnicme 2enemuunozo kody — BIaCTUBICTh TE€HETUYHOTO KO,
KOJIM Yy BCIX OpraHi3MiB OJHAKOBI KOJOHM KOAYIOTHh OJHI 1 TI X
AMIHOKHCJIOTH.

Kooon — tpumner nykineotuniB monekynn MPHK, skuit komnye onny
aMIHOKHCIIOTY.
AnmuxoOoon — TPUILUIET HYKJIECOTHAIB B MeXaX AaHTUKOIOHOBOI MeTi

TPHK, mo xommiementapuuii no komony MPHK, skuii komye BianmoBigHy
aMIHOKHCJIOTY.

Cmon-ko0onu — TpuruieTH HykieoTuniB B Mojekym MPHK, sxi He
BIMOBIOAIOTh JKOMHIM aMIHOKHCIOTI, a HATOMICTh € CHUTHaJaMH 3aKIHYEHHS
nporecy tpancsnii (UAG, UGA, UAA).

Pamka 3uumyeanna — TIOCIIJOBHICTh HYKIECOTHAIB BiJ CTapT-KOJOHY
(AUG) mo omHOro i3 CTOI-KOIOHIB.

Axkmueauyisn aMiHOKUC10mu — poI1IEC pUeTHAHHS
ageHo3uHMoOHOdocdhaTry 10  MOJEKYJd  aMIHOKHCIOTH 3a  JOIOMOTOIO
dbepmenty aminoami-TPHK-cunTerasm.

Aminoayun-mPHK — xomimiekc wmonekynn TPHK 3 koBanmeHTHO
MIPUETHAHOIO JI0 HEl BIJAMOBIIHOK aMIHOKHCJIOTOIO.

Hlaneponu — tpyna OiNKiB, 10 3a0€3MEUyIOTh CTBOPEHHS HEOOXITHUX
YMOB JJisl IIBUAKOTO MOILIYKY ONTUMAJbHOI MPOCTOPOBOI KOH(opMallii OiIka.

Ilpuxnaou munosux zadau:
1. 31 CKUIBKOX aMIHOKHUCIOT Oyjae CKJIagaThcs TOJMINENTH,  SKUH
YTBOPUTHCS TIpU  TpaHchAmii  naHoi mocmigoBHocti MPHK  (Bkazani

TakoX 5°- Ta 3’— HETPAHCIHOBAHI IJISHKH):

5’-CUGGCCCGUCUAUGGAACCAGCACcCUGUGCGGCU
CCCAUGACUGGCCCUCUGACCAGCACCUGU-3
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Kopucryrouncs TaOnMIEI0 TEHETHYHOrO KOAY 3allUIliTh TMOCIIIOBHICTh
aMIHOKHCIIOT B JAHOMY MOJIICITHII.

Aneopumm po3e’a3yeanHs
BpaxoByroun To# (akT, 1mo B MeXax HaBEICHOI MOCIIIOBHOCTI BKa3zaHi
TakoXX 5°- Ta 3’- HETpaHCIBOBaHI IUISHKH, CIIOYATKYy IOTPIOHO 3HAWTH
B Hil craproBuii komon AUG, 3 SKOro BiIacHe pO3MOYNHAETHCS
TpaHCsIIis nociigoBHocTet MPHK:

5’-CUGGCCCGUCUAUGGAACCAGCACCUGUGCGGCU
CCCAUGACUGGCCCUCUGACCAGCACCUGU-3

[Ticns 1pOro, KOPHUCTYIOUKUCH TaONMIEID TE€HETUYHOIO KOOy, 3aluCyeMO
MOCTIAOBHICTh  BCIX  aMIHOKHCIIOT, 10 KOAYIOTHCA  BIJAMOBIIHUMU
TpurieTaMu B AaHid mociimoBHocti MPHK, moku He Oyzae 3HaiineHuit
OIMH 3 TphoX MOXIMBUX cTom-KogoHiB — UAA, UAG a6o UGA:
AUG - Met

GAA - Glu
CCA - Pro
GCA - Ala
CCU - Pro
GUG - Vval
CGG - Arg
CUC - Leu
CCA - Pro

UGA - cron-koaoH

OTxe, TMOCHIIOBHICTh aMIHOKHUCIOT B JaHOMYy IOJINeNnTHai Oynae
HACTYTHOO:

Met-Glu-Pro-Ala-Pro-Val-Arg-Leu-Pro
BignoBigHO, ToJnenTHA CKIagaeTbes 3 9 aMIHOKHCIIOT.

Bionosiob: 9 aminokucnor, Met-Glu-Pro-Ala-Pro-Val-Arg-Leu-Pro
. @OparMeHT  MOJINENTUAHOrO  JaHIfora OuUIKa  IHCYJIHY  JIFOJIMHU
cknagaerbess 13 10  aMIHOKHMCIIOT, pO3MILIEHUX Y  HACTyIHId

ITOCJTI JOBHOCTI:
Val-Glu-GIn-Cys-Cys-Thr-Ser-lle-Cys-Ser
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1)

2)

3anuite MoxuMBY OynoBy ¢parmenta MPHK, mo € marpunero ans
CHUHTE3Yy JAHOTO (parMeHTa MOJIEKYJH IHCYNiHY?
3amuinite OynoBy ¢parmenta JIHK, mo xoxye many MPHK?

binmoxk  ckmamaersca 31 287  aMiHOKHMCIOT. BwusHaute  BIOHOCHI
MOJICKYJISIpHI Macu OllKka Ta TeHa, SKUW Horo koaye (cepeaHs maca
onniei aminokucinot — 110, mykneoruma — 330).

Jlo ckmagy Oinka BxomuTh 500 amiHokucnoT. Busnaute AOBXMHY Ta
MOJIEKYJSIpHY Macy TeHa, SKHH WOro Koaye (cepemHs MOJCKyJsIpHa
Maca opHoro Hykieoruna - 330, BiACTaHb MiX CYCIAHIMU TapamMu
HykieotuaiB B monekyini JJHK — 0,34 uwm).

Monekyna MPHK wmae BigHOCHY MonekymsipHy macy 68310. Busnaute
KUIBKICTh aMIHOKHUCIIOT Ta BIIHOCHY MOJICKYJISIpHY Macy Oinka, 1o
cuntesyetbcsi Ha 1l MPHK (cepemns maca opHi€l aMiHOKHCIOTH —
110, mykaeoruga — 330).

Monekynsapaa Mmaca Oinmka 95 000. BusHaute mOBXKMHY Ta KUIBKICTh
HykieotuaiB 'y MPHK, mo € marpuiero ajisi CMHTE3y AaHOTO OljiKa.

Hinsuka MPHK, mo € marpumero mis CUHTe3y IIeBHOTO Oijika, Mae
HACTyIHY OYJIOBY:

5’- UAUGGAACCAGCUACCGCAACCUGUGC-3’

1) 3anuInThk MOCTIIOBHICTh aMiHOKHCIIOT JaHOTO OijKa.

2) Sk 3MIHUTBCS CKJIaj OilKa, SKIIO IMiJ BIUIMBOM ONPOMIiHIOBAHHS
MDK JIECSITUM 1 OJIMHAMAISTUM HYKJICOTHJIaMH B 3MICTOBHOMY JIAHITIOTY
JHK, mo xonye many MPHK, BOynyeTthcs Hykieotun A?

3) Sk 3MiHUTBCS CKIaj Oiika, SKIIO ITiJT BIUIMBOM OIPOMIHIOBAHHS
I’ ITHAAISMTAN  HYKJIeoTHa B 3MmicroBHOoMy admiory JIHK, mo xomye
nany MPHK, Oyne 3aminenmii Ha nHykineotua G?

Maca neBHoro eykapiotuunoro Oinka — 25300, a goBkuHa reHa, SKUN
oro xomye — 3060 HM. Bwu3HauTe 4YacTKy HYKJICOTHIB, IO
MPUMAIAI0Th Ha KOAYIOYWl Ta HEKOJYHYl TOCIHITOBHOCTI TeHa (cepemHs
MOJIEKYJIIpHA Maca opfHiei aminokuciotd — 110, a BigcTtane MK
cycigHiMu mapamu HykjeotudiB B monekyni JHK — 0,34 um).
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Aneopumm po3e’a3yeanhs
3Haroudn  Macy OUIKa Ta CEepeAHI0 MOJEKYJIApHYy Macy  OfHiel
aMIHOKHCJIOTH  MOXKEMO  BCTaHOBHUTH 31  CKUIBKOX  aMiHOKHCIIOT
CKJIAIA€THCH JTaHWU OUIOK:

25300/110 = 230 amMiHOKHCIIOT.

AHQJIOTIYHO MOXKEMO BCTaHOBUTHU 3arajibHy KUIBKICTh Tap HYKJICOTHIIB
reHa, IO KOJAy€ MAaHUW OUIOK, 3HAIOYM MOro 3arajbHy [OBXKHHY Ta
BIJICTAaHb MDK CYCIAHIMH mMapamu HykiaeoTuaiB B Monekyni JIHK:

3060/0,34 = 9000 m.H.
OCKIIBKM OJTHIM aMIHOKHCIIOTI y TOCIIJIOBHOCTI I'eéHa BIAMOBIA€ KOJOH,
0 CKJIAJA€EThCI 3 TPhOX HYKJICOTH]IIB, MOXEMO OOpaxyBaTH KiJIbKICTh
HYKJICOTHUJIIB Yy TE€Hl, IO MpUIAJae Ha KOAYHYl NOCHiIoBHOCTI. Jlis
I[OTO TIOTPIOHO TMOMHOXXHTH KUTBKICTh aMIHOKHCIOT y OuTKy Ha 3:

230*3=690 myxkneoTumin
TakuM YHHOM, YacTKa HYKJICOTHJIB, IO NPHUIATAI0Th Ha KOAYHOYl
MOCTIAOBHOCTI TeHa OyJe HACTYIHOIO:

690/900*100% = 7,7%
BignoBigHO, YacTKa HYKJICOTHU/IB, IO TMPHUIAJAI0Th HAa HEKOAYHOYl
MIOCJIIJIOBHOCTI T'€Ha CTaHOBHTH:

100%-7,7% = 92,3%.
Bionoiob:  xomywoui mMOCHiAOBHOCTI TeHa — /,/%; HeEKomyrodi
rnmociigoBHocTl reHa — 92,3%.

9. bera-nanmror Oinka TeMOrIoOiHYy CKiamaeTbess 3 147 aMIHOKHCIIOT.
CKUIbKM KOJQYHOYHMX HYKJIEOTHAIB 1 TPUIUIETIB BXOAUTH 1O CKJIAQy TEHa,
0 KOJYy€ JaHWM JIaHIIOT TeMOrjIo0iHy?

IIpakmuuna poboma 4

AHai3 3MIH y TPETHHHIH CTPYKTYpi OlLIka nmpu 3amiHi 4mM
BHJIYYCHHI NMEBHOI aMIHOKHMCJIOTH

Mema pobomu: BUKOPUCTOBYIOUM OHJIAWH-IHCTPYMEHTH Ta 0a3u JaHUX
npoaHadizyBaTH BIUIMB 3aMIHM 4YM  JieJielli TEBHOI  aMiHOKUCIOTH B
MOCJIIIOBHOCTI OUIKa JIOJWHUA HA HOrO0 TPETUHHY CTPYKTYpY.

Xio pobomu:

1. Bigkputu craproBy cropinky NCBI: https://www.ncbi.nlm.nih.gov/
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https://www.ncbi.nlm.nih.gov/gene/7157

3MIMCHUTH TOLIYK TeHa MEeBHOro Oika JIOAWHMA (Hampukiag, pS3 —

OUIOK, IO BIJITpa€ KIIOUOBY POJb B PEryJiAlii KIITHHHOTO IUKIY Ta

aKTHUBAIlll amomnTo3y, MOPYIICHHS B EKCIpecii MTaHOrO TEeHa 4YM MyTarlil

y HBOMY YacTO  HIPU3BOIATH 1O PO3BUTKY PIZHOMAHITHUX THIIIB

3M0SIKICHUX MyXJauH). 3HaitH nocaigoBHicte MPHK mis manoro Oinka

y ¢opmati FASTA.

2. IlpoBectn  TpaHcmamiro  3HaWgeHoi  mocmigoBHocti  MPHK  y
aMIHOKHCIIOTHY  TIOCHIIIOBHICTh OiKa 3a  JOMOMOTOI0  OHJIAiH-
inctpymenty http://insilico.ehu.es/translate/.

3. OOpatu BapiaHT MPOAYKTY, WO HAWOUIbII WMOBIPHO BIJMIOBIIAE
OUIKy, SKUM aHami3yeThcs (MEepeBakHO 1€ Oyne HahWOuibima 3a
pO3MIpOM HemnepepBHA MOCHIAOBHICTh, SIKa OTPMMaHa B pe3yJbTari
TpaHciii). [lepeBiputy, uM AIMCHO L€ Tak 3a JOMOMOTOI0 CEpBICY
BLAST - https://www.uniprot.org/blast ~ (mpoBectn  momIyK
TOMOJIOTIYHUX  MOCTIZOBHOCTEW  JI0  3HAMJIEHOT  aMIHOKHCJIOTHOL
MOCTIAOBHOCTI, Y  BHUIAJAKY  BIAMOBIAHOCTI  ii  OUIKy,  sSKUH
aHAJI3y€ThCS, CTYIIHb CIiBnagiHHg (romosorii) Oyme 100%).

4. TlpoBecTH TONIYK BIIKPUTHX PAMOK 3YMUTYBaHHS B MeKaxX 3HAHACHOI
nocimigoBHocti MPHK  3a  ponmomororo cepicy ORFfinder -
https://www.ncbi.nlm.nih.gov/orffinder/. OGpatu pamky 34uTyBaHHS,
0 HaWOUIbII WMOBIPHO BiAMOBIAa€ OUIKYy, SKAW aHAII3yEThCS
(mepeBaxkHo 11¢ Oyae HaWOLIbIIA 3a PO3MIPOM IOCIIIOBHICTh, SKa
OTpMMaHa B PE3yJbTaTl MOIIYKY BIAKPUTHX pPAMOK 3YUTYBAaHHS).
[lepeBiputn, um mdilicHO 1e Tak 3a jgomomoroio cepsicy BLAST
(interpoBano jo cepicy ORFfinder). BcranoButH, ska pamka
syutyBanHs (1, 2 ym 3) Tta skui sanmor JIHK (mpsamuit um

3BOPOTHIN) BIAMOBIAAa€ OUIKY, IO aHANI3YEThCA;, SKUU PO3MIp JaHOL
pamku  3uuryBaHHsA?  [lopiBHSATM  3HaiieHy  aMIHOKUCJIOTHY
MOCJIIJIOBHICTh 13 MOCIIJIOBHICTIO, OTPUMAHOK0 Yy MYHKTI 3 (IIPOBECTH
BUPIBHIOBaHHS 3a Jormomorow cepsicy BLAST).

5. IloObynyBatu TpUBUMIpPHY MOJEIb OlTKa HAa OCHOB1 3HaiIeHOL
aMIHOKHCIIOTHOI TIOCIITOBHOCTI 3a jgomoMororo  cepBicy SWISS-
MODEL.: https://swissmodel.expasy.org/interactive.

6. OOpatu OiNSHKY TPETUHHOI CTPYKTypu Oinka (B Mexax OTPUMAaHOI

TPUBUMIPHOT MOJEJi), BCTAHOBUTH sIKa aMIHOKHCJIOTa 3HaXOHAUTHCS Yy
JaHOMY TIOJIOkKeHHI (Hampukiaa, Val216).

7. B Mexax aMiHOKHCIOTHOI TMOCTIAOBHOCTI, OTPUMAHOI y MYHKTI 3
3aMiHUTH OOpaHy aMiHOKHCIOTY Ha iHmi amiHokuciotu (Leu, Phe,
Arg, Asp, Glu) abo B3aram BuumanuTH. Bukopucrath oOTpUMaHi
MOM(DIKOBaHI  aMIHOKHMCJIOTHI  MOCTIJOBHOCTI Uil MOOYAOBHU
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TPUBUMIPHUX MoOJielell Oilka 3a JOIMOMOIOI0 cepBicy SWISS-
MODEL - https://swissmodel.expasy.org/interactive.
[TopiBHATH OTpuMaHi TpuUBUMIpHI Moneni Oinka. IIpoanamizyBatu, Sk

aMIHOKHMCJIOTHI 3aMIHA YW JeJielliss T[EeBHOI aMIHOKHUCIIOTH B
MOCTIOBHOCTI OUIKa JIFOJWHM BIUIMBAIOTh Ha HOT0 TPETHHHY
CTPYKTYDpY.

OObpatn Oynp-sSKMid 1HIIMA OUIOK JIOAMHA Ta MPOPOOUTH 3 HUM YCi
BUIle3a3HayeHl  aii  (mpoaHamizyBaTH  MIHIMyM 5 3MiH B
aMIHOKHCIIOTHI ~ TOCTiAOBHOCTI). 3poOMTH 3BIT MO OTPUMaHUM
pe3yabTaTaMm.

IIpuknaou mMoOyIbHO-peUmMUH208UX NUMAHL!

1. Sk Ha3zuBaeThCs mpollec cuHTEe3y Oinka Ha matpuii PHK?

2. Cxinpku icHye TtumiB TPHK?

3. CuHTe3 TMEeNTUIHOTO 3B’A3KY 3IIACHIOETHCS IIISXOM  TEPEHOCY
aAMIHOKHCIIOTH Ha TOJIIMENTHJI, 110 3pOCTa€, Y HABMAKHU?

4. 3 gK0i aMIHOKHUCJIOTH MOYHMHAETHCS CHUHTE3 Oiyika?

5. SIk Ha3WBaeTbCs BIJMOBIAHICTD MK TOCHIJIOBHICTIO HYKJICOTHAIB Y
MPHK Ta mocnioBHICTIO aMIHOKHUCJIOT B OUIKY?

6. Illo Take OJHO3HAYHICTH N'EHETHMYHOTO KOIY?

7. SIxy ¢yskuito BukoHyroTh TPHK?

8. Illo Take KomOH?

9. IIlo Take aHTHKOJIOH?

10. IlepepaxyiiTe BIACTUBOCTI T€HETHMYHOTO KOJIY.

11. fxy dynkuiro BukonytoTs pPHK?

12. Slx =~ wasuBaeThcsi  (pepMeHT, MmO  3a0e3medyye  MpUETHAHHS
aminokucinoru g0 TPHK?

13. Sxuii TpUIUIET BIJINOBIJAA€ CTAPTOBOMY KOJOHY? SIKy aMiHOKHUCIIOTY
BIH KOAYy€E?

14. Ckinbku 1CHY€ CTOI-KOJOHIB?

15. SIxi TpumIeTH T€HETUYHOro KOAY € CTOI-KOJAOHaMu?

16. CkiibKM ICHy€ CTapTOBHUX KOJOHIB?

17. ki TpumniaeT TreHEeTUYHOro KOJy € CTapTOBHUMH KOJIOHAMH?

18. Sxi € Tpu caiitu pubocomu, 3 sKUMU 3B’s13yeTbcsi TPHK?

19. fka monexyna PHK mepeHocuTbh aMiHOKHMCIOTH 10 pubocomu?

20. CkinbKy PI3HUX aMIHOKHUCIOT BXOJIWUTH JO CKJIaTy O1IKiB?
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TEMA 5
CYYACHI MOJIEKYJAPHO-BIOJIOT'TYHI METO/IH, IO
3ACTOCOBYHOTBHCA AJIsA JTATHOCTUKHU 3AXBOPIOBAHD

Ilumanus ona o0b62cosopenHs:

1. Ammmigikamis JJHK.
2. Knonysanusa JIHK.
3. INomimepa3na nauiroroBa peakiis. Tumu T1JIP.
4. JIHK-Giouimm.
5. CexsenyBanns JIHK Tta 6inkiB.
OcHo6HI mepMiHU ma NOHAMMAL.
Ilnazmioa — HeBenuka nupkyisipHa wojekyida JIHK, mo icHye B

MPOKAPIOTUYHIN KIITUHI, OKPEMO BiJl OaKTEepialibHOI XPOMOCOMH.

Bexmop — wmonexyna JIHK, mo micturh oOMexxeHuid HaOlp TeHIB, 1 Yy SKy
BOyn0BYI0Th (pparment JHK, sikuii 1iKaBUTH AOCIITHUKA.

Pecmpuxkma3zu — GepMEHTH KJIacy CHAOHYKJEa3, SKi 3MIHMCHIOIOTH PO3pi3aHHS
o6ox nanmroriB JJHK y cnemudiunnx caitax. [IIupoxko BUKOPUCTOBYIOTHCS B
MOJIEKYJIIPHO-01070TIYHUX JOCIIIIKEHHSX.

Tpaucopmauyia oOaxmepianvhux KiimuH — TIEPEHECEHHS BEKTOpa 3
BOynoBaHoro Mojiekynoro JIHK, ska mikaBuTh, 10 KIIITHHH.

I'env-enexkmpoghopes — meron posainenus moisekyn JHK, PHK um 6inkiB Ha
OCHOBI 1X pO3MIpIB, IO 3yMOBIIOE PI3HY MIBUAKICTb pPyXy NI A€
CJIEKTPUYHOTO CTPYMY.

Amnnigpikayin /IHK — mpoiiec CyTT€BOro 30IIBIICHHS KUTBKOCTI Komii (10
JEKUTbKOX MUIbHOHIB  komii) meBHoro ¢parmenty JIHK 3a paxyHok
Oaratopa3oBoi perutikauii JaHOTO (parMeHry.

Knonysanna J/IHK — t1ipoliec CTBOPEHHS 1JEHTUYHUX KOIMIM  TEBHOTO

bparmenty JIHK (mepeBaxkxHo TeHa) B MeXax UyXOPITHOTO TEHOMY
(Hampukitan, OGakTepiaIbHOI TIIA3MIJN).
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IHonimepasna nanurocoea peakuyia(Il/IP) — wmetonuka i amroiidikarmii
¢parmentiB JIHK, mio mossirae y moBTOpIOBaHHI LMKIIB JeHATyparlii, BiAmamy
npanmMepa ta JAHK-3anexnomy cunrtesy JIHK.

Kinvkicna nonimepasna naumyiozosea peaxuin  (Takox Bigoma, sk IIJIP B
peallbHOMY 4aci) — MeTOoJuKa, 10 0a3yeTbCsd Ha MPOTOKOJI MOJIMEpa3HOl
JAHIIOTOBOT peakiiii, ajie J03BOJSE€ BiJCIIAKOBYBAaTH Mporpec amintidikamii
miueHoi monekynmu JIHK mpotsrom mporenypu I1JIP.

IUIP i3 360pomnow mpauckpunuiero — mMoaudikamis I[1JIP, ska mo3Bossie
amrutigpikyBatu pparment PHK. B xomi nmanoi meTonuku (parMeHT MOJIEKYJIU
PHK cnouyatky nepeTBopioloTh y (pparMeHT oaHodaHIoroBoi moisekyiau JIHK
B IpolLecl peakuii 3BOPOTHOI TPAHCKPWMINI, MICJIA YOro MpPOBOJATH
amrtipikamico AaHOi MOJEKYJIM 3a JIOMIOMOTOK CTaHAAPTHOTO MPOTOKOIY
[1JIP.

JITHK-o0iouinu (mikpoapei) — TEXHOJIOTis, W0 mependadyae 3aKpITUICHHS
HEBEJIMKHUX 3a po3MipoM MiueHux (parmentiB JIHK um omniroHykieoTuaiB Ha
NEBHOMY  TBEpAOMY Hocli  (cyOcTpari), 3  MOXIIMBICTIO  MOJAIBIIOTO
BUKOPUCTAHHSA TaKUX CTPYKTYp Ui 1leHTU(]iKalii HasgBHOCTI creuu(iuHux
dparmentiB JJHK un PHK (manpukman, mpu anamizi ekcropecii reHiB).

Cexgenygannsa — rpyna METONIB, IO JO3BOJIAIOTH BCTAHOBUTU HYKJIEOTHIHY
MOCJIIJIOBHICTh HYKJIETHOBUX KHUCJIOT YM aMIHOKHCIIOTHY IOCHIJIOBHICTh OLJIKIB.

Clustered Regularly Interspaced Short Palindromic Repeats (CRISPR) -
rpyna nocmigoBHoctedr JIHK B Mexax mpokapioOTMUHHUX TEHOMIB, IO
noxoasate Binm JIHK OGakrepiodariB Ta BHUKOPUCTOBYIOTHCS Jii BU3HAYEHHS Ta

3HUILIEHHS MO10HUX [MOCJI1JIOBHOCTEN JIHK npu 1H}eKIIHIX
3aXBOPIOBAHHSIX.

CRISPR/Cas  mexnonozin  —  miaxig, 1O  JO3BOJSIE  pelaryBaHHS
MIOCJTI JIOBHOCTEH T€HOMHOI JAHK, 3a ZOIIOMOT OO BUKOPUCTAHHS

nociigoBHocTelt CRISPR Tta imyHonoriunmux OinkiB Cas.
llpuxknaou munosux 3aday:

1. 3aranpHa AOBXHMHA TeHa TEBHOro Oinka iHTepecy cranoButh 14900 map
HYKJIEOTHIB, 3 SKHX IHTPOHHM ckiagaiote (1%, a perymnsaTopHi
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enemeHTd — 8% BiJ 3arajibHOi MOCIIIOBHOCTI HYKJICOTHAIB. I3 CKIIBKOX
aMIHOKHCIIOT CKJIAJIA€ThCS OUIOK, IO KOAYETHCS IIUM TeHOM?

byno iHgykoBaHO eKCHpeciro JaHOTO TeHa Ta BHIUICHO IIJTLOBUHN
oinok. Jlam Oyno mpoBeAeHO eNeKTpodOpeTHYHE PO3AIICHHS BUIAIICHUX
OinkiB  (BKIrOYWaroudn  OUTOK  IHTEpecy) 3a  JOIOMOTOK  Tellb-
elekTpodope3y B TOJiaKpuiIaMigHOMYy Tremi. bymo BUKOpHCTaHO Mapkep
MOJICKYJIIPHUX Mac, IO BKIOYae Taki macu: 25, 35, 45, 60, 75, 100,
140 Ta 180 k/la.

300pa3iTh CXeMaTHYHO O4YiKyBaHy enekTpodoperpamy, nae B 1-ii
JOPIKIIL pO3CTAaBTE B TPABHILHOMY TOPSAIKY KOMIIOHEHTH MapKepa
MOJICKYJIIDHUX  Mac TakK, SK BOHM T[IOBUHHI  pyXaTuci Ipu
enekrpodopesi, a y 2-id mopikui — cMmyry, sika Oyae BiamoBigaTtu
OlIKy 1HTepecy (BIAHOCHO MapKepa MOJICKYJISIPHHUX Mac).

Jns po3paxyHKy MOJIEKYJISIPpHOI Macu OlJKa Ha OCHOBI KUIBKOCTI
aMIHOKHCIIOT BHUKOPUCTOBYHTE YCEpPEIHEHY MOJICKYJSIpHY Macy OJHIET
aMIHOKHCIJIOTH, o cTtaHoButh 110 [la.

. Jlimiitamii  pparment JJHK posmipom 3 THCS4l map HyKICOTHUAIB Mae
JBa CAWTH PECTPHUKIi pecTpukTasw Smal Ta OoguH CalT pecTpHKIi
pectpuktazu  ECORV. Smal pospizae nanuii ¢parMeHT y caTi MK
985 1 986 maporo mHykieotuaiB Ta y caiti Mk 2038 Ta 2039 maporo
HykieotuniB. ECORV po3spizae meit ¢parment y caiti mix 1722 i
1723 mnaporo HykieoTuAiB. SIki po3mipu (¢GparMeHTIiB yTBOPSATHCS TpHU
po3pizanni manoi mojyekynaun JIHK okpemo Smal Ta ECORV, a Takox ix
cymimmio. 300pa3iTh CXEMaTUYHO PECTPUKIINHY KapTy (parmeHta
JIHK, na skifi mokaxiTh BIJCTaHI B TapaxX HYKJICOTHIIB MDK calTamMu
po3pizanns Smal ta ECORV.

[Ticms aBTOMAaTH30BaHOTO IIMKIYy CCKBEHYBAaHHS IICBHOTO Tc¢Ha 3a
JIOTIOMOT 010 (byopeclieHTHO MIYEHHX
TUe30KCUHYKIeoTUunTprudocdaris, enexkTpodeporpama BijloOpaxkae
MOCHIJIOBHI ~ TIKH  HACTYNMHHUX  KOJBOPIB:  YEPBOHUW,  YEPBOHHUIA,
YOPHHUH, 3CJICHWH, 3CJICHWHM, CHHIA, YOPHUN, 4YCPBOHUM, 3EJICHUH,
YOpHUM, CHUHIA, CHUHIA, CHUHIH, 3€JICHUN, YOPHHM, UYCPBOHUH,
3€JICHMH, 3CJICHUH, CHHIH, 3€JICHUH, YEPBOHUM, YOPHHUH,
YEpBOHUM, YOPHHM, CHUHIN.

ko MpOorpaMHe 3a0e3neYeHHS KOMI'toTepa BiJIoOpaXkae
¢mroopodpopu Bim  ddATP  3enermmm, ddCTP  cunmim, ddGTP
gyopauM, a OdTTP - wdepBoHmM, TO sika Oyne MOCI1JOBHICTD
HYKJICOTUIB  JOCIII)KYBAaHOTO perioHy (B HampsMKy Bifg 5’-KiHIISA
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10 3-kinng) ? s OTpUMAaHOT IMOCJI1IOBHOCTI 3aUIIITh
MOCIIOBHICTD KOMILIEMEHTapPHOTO JaHIora JTHK Ta
nocmigoBHictb MPHK, ska Ha HBOMYy CHHTE3y€TbhCA.

4, byno BuUIIIEHO TIeBHUW HeBigomud nentua. Jlsg  BCTaHOBJICHHS
HOro  MoOCHiIOBHOCTI  OyJi0  3A1MCHEHO  HACTYNMHI  KPOKM Ta
OTpUMaHi pe3yJbTaTH:

(1) BwusnaueHo aMIiHOKHCJIOTHHWHA CKJAJ 33 pPaxyHOK IPOBEICHHS
rizponmizy B mpucytHocti 6M  HCL: Ala, Arg, Gly, 2 Met,

Lys, Ser, Val;
(2) OOpoOka XIMOTPHUIICHHOM - BiICYTHIiCTh e{eKTy;
(3) OOpobka miaHoreH OpomimoM — OTpUMaHO TpH (parMeHTH,

0 CKIAJaloThCs 3  HACTymHUX  amidHokumcior: a) Ala, Gly,
Lys, Met; b) Met, Val; c) Arg, Ser;

(4) OOpoOka  TpPUICHHOM -  OTpPUMaHO TP  (parMeHTH, IO
CKJIQIal0OThCSI 3 HACTYHHX aMiHOKHCIIOT: a) Ala, Gly, Lys;
b) Arg, 2 Met, Val; c) Ser

(5) OOpobOka MAHCWIXJIOPUAOM — OTPHUMAHO Bl MomudikoBaHi
aminokuciiotu: Dabsyl-Gly; Dabsyl-Lys

(6) OOpoOka kapOOKCHIIENTHIA30l0 A — BIIIICIUVICHO aMIHOKHCJIOTY

Ser Big pemTH TMOJINENTHIHOTO JIAHIIOTA.
BpaxoByroun, 1m0 XIMOTPHUIICMH  3M1MCHIOE  pPO3ILICIUIEHHS  MENTUAY
no KapOOKCHWIBHIM CTOpOHI aMiHOKHcIOTHUX 3anmumkiB  Phe, Tyr,

Trp; TpuncuH - 1O  KApOOKCWIBHIA  CTOPOHI ~ aMiIHOKHCIOTHHUX
saymmikiB ~ Lys, Arg; 1wmiaHoreH Opomig - 10  KapOOKCHIBHIN
CTOPOHI aMIHOKHCJIOTHOT'O 3aJTUIIKY Met; JTAHCUIIXJIOPHU/T
MoAu(pIKye Ta BIAMICIUIIOE aMIHOKHMCIOTHI — 3aJUIIKH, 10 MAarTh
BUIbHY aMIHOTPYTY, a kapOokcumentugaza A BIJIIIETUTIOE
aAMIHOKHCJIOTHUH 3aJIUIIOK, SIKUH 3HAXOIUTHCS Ha C-KkiHm1
nenTuay, BCTAHOBITb, 3aITAIIITh MTOCTIJOBHICTh BHUIIJICHOTO

nentuay B HamnpsMKy Bil N g0 C-KiHIS MOJEKYJIH.
Ilpakmuuna poboma 5
indip mnpaiiMepiB AJas mNoJiMepa3HOl JIAHLIOIOBOI peakuil

Mema pobomu:. o3HaioMHTHCH 3 iHCTpymMeHTOM  Primer-BLAST.
3nificHuTd  migdip — mpaliMepiB  3a  JOMOMOTOK  JAHOTO  1HCTPYMEHTY
JUIS  TPOBENCHHS TMOJIMEpPAa3HOl JIAHIIOTOBOi  peakmii st  aMrntidikanii
OJHOTO 3 TEHIB JIIOJUHH.
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Xio pobomu:

1. Bigkputu CTapTOBY CTOPIHKY NCBI
(http://www.ncbi.nlm.nih.gov/). Ilepetitu g0 posminy DNA&RNA —
Nucleotide  Database, BBectu y  moje  IOIIYKy  Ha3By  I€Ha
(mampuknan, BRCA2 —  06inok, sAKud  KOAYEThCS  JaHUM  T'€HOM
3aMiSHUM Yy TpoIecax permapailii  JBOJAHIJIOTOBUX  PO3PUBIB  MOJICKYJIH
JIHK; wmytamii B 1OMy T€HI acoImiiioBaHi 3 PO3BUTKOM  CIIaJKOBHUX
BapiaHTIB paKy Tpylaed Ta sS€4YHHMKIB), B3HAWTH IIOCIIJOBHICTh TI€HA
BRCA2 monunu, mnepeditu y ¢dopmar FASTA.

3. O6patu OIILIIO «Pick Primersy». byne 3I1ACHEHO
IIEpEHAIPABIICHHS Ha CTOPIHKY IPOrpaMu Primer-BLAST
(http://www.ncbi.nlm.nih.gov/tools/primer-blast/).

4.  Os”ailoMuTHCh 3  ONIISIMM  TpOrpamM, 3  MapamMeTpamu
mpaiimMepiB  Ta  HpoaykTy  amriumridikamii, ski  MOKHa  3amaBath. Y
HaNIIPOCTIILIOMY BUIIAJIKY, HE 3MIHIOIOYH napameTpis, IIPOCTO
HaTucHyTH "Get primers" BHHM3Yy CTOpPIHKH.

5. JlouekaTtuch pe3yJbTaTiB 1 MpoaHamidyBaTH iXx. OOpatu oaHy
napy TpaiimepiB. 3amucaTd  MOCTIJOBHOCTI  MpaiiMepiB, iX mapameTpu
1 JIOBXUHY OYIKYBAaHOTO TMPOAYKTY amrutiikaiii.

6. 3gificamtun  Bci  omucaHi omepamii 13 OyOp-SIKHM TE€HOM Yy
reHOM1 JIFOAWHHU, O(GOPMUTH BIAMOBIIHUN  3BIT.

Ilpuknaou MmoOynIbHO-pEeUMUH208UX NUMAHD.
[llo Take mmasmiga?

[Ilo Take BekTOp?
1 BU 3Haere tunu [1JIP?

B e
N
=
(S

Ax Ha3uBaOThCA  (pepMeHTH, 10 3JaTHI  PO3Mi3HABAaTH  IEBHUM
caut y JHK 1 «po3spizatu» iioro?

[3 sKxoi mIASHKM TUTa3MITW  PO3MOYMHAETHCS 11 perTikamis?

[Ilo Take BekTOp?

7. SIx Ha3WBa€ThCA BBEIEHHA IUJIA3MIJIHOTO BeKTopa Yy OakrepiaiabHy

o o

KIIITUHY?
8. Ilo Take xJIHK?
9. llo Take mpaitmepu? g YOro BOHM BHUKOPUCTOBYIOTHCS?
10. Ilo Take ammmidikamis JIHK?
11. o Take CeKBEeHyBaHHS?
33


http://www.ncbi.nlm.nih.gov/
http://www.ncbi.nlm.nih.gov/tools/primer-blast/

12.
13.
14.
15.

Ski
1o
st

BHU
TakKe

goro BukopuctoByerbcss CRISPR/Cas rtexnosmoris?

TaKe

3HA€TE METOJIU CEKBEHYBaHHS?
JIHK-Giouinm?

kionyBanHs JIHK?
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