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Lllanosnuti 3006ysavy oceimu!

llepeo moborw cmoims 3axonniowue 3a80aHHI — OCBOEHHS (YHOAMEHMY
cyuacnoi 6ionoeii, i yell HA8YAIbHO-MEMOOUYHUL NOCIOHUK NOKAUKAHUL cmamu
MB0IM HAOIUHUM NOMIYHUKOM Y YbOMY NPOYECi.

Hasuanvno-memoouunuti nocionux «I enemuxa 3 ocnog cenekyii. Yacmuna
1. [umonoeiuni ocHo8U Ccnadko8oCcmiy € Kuouem 00 PO3YMIHHA 2eHeMmUYHUX
MexXauizmie, sKi n1excamsv 8 OCHO8I CNao0Ko80OCMi, MIHAUGOCMI ma 0i002IUHOT
eBoNoOYIL.

Busuenns mamepiany, npedcmasienoco mym, € HeoOXiOHOW 0a3010 O/
DPO3VMIHHS CYYACHUX MemO0i8 CKPUHIHZY MA 0IA2HOCMUKU, A MAKOXiC OJisl y4acmi
Y HAYKOBUX OOCNIONHCEHHAX. 30Kpema, Mu 30cepeduMocs Ha MAaKux HACMYNHUX
onoxax. Monexkynrapna o0cHO8a CNAOKOBOCMI. GUBYUEHHs XIMIuHOI 0)008U
nykaeinosux xuciom ([JHK, PHK), ixnix munis, 6y0osu cena ma yeHmpaibHux
npoyecie oOiocunmesy oOinka (mpanckpunyii, npoyeciney iPHK, mpanciayii).
OcHosu yumozenemuku. OOKIAOHUL PO32150 81ACMUBOCIEN 2eHEMUYHO20 KOOY,
0y008U XPOMOCOM, XPOMOCOMHOI meopii chadKko8oCmi, NOHAMML Kapiomuny ma
Memooi8 YUmo2eHemu4Ho20 O0CALIONCEHHL.

Lleii nocionux cmpykmyposanuu makum YUHOM, W00 MAKCUMATbHO
egheKmusHo opeanizyeamu meoio CamoCcmiuny pobomy y no3aayoumopHuil 4ac:

o Teopemuunuii o6nox. Ilicna euxknady meopemuuno2o mamepiany mu
3Hadew YimKi hopmMyat06aHHs 0151 CAMOKOHMPOJIIO.

o Ilpaxkmuuni 3a60anns ma 3aoaui. Bukonanns 3zaeoanv ma camocmitine
PO36’53aHHs 340y HA BUBYEHI MeMU € KpUMmudHo eaxciusum. Lle ne
NPOCMO CHPUSIE 3aAKPINIEHHI0 OMPUMAHUX 3HAHb, A U PO3BUBAE AHANIMUYHE
MUCTIEHHS, 36epmarodu meoio y6acy HA MOHKOW YUMOJIO2TYHUX OCHO8
CnaoKko80CMmi, AKI € GUHAYAILHUMU ) OIOMEOUYUHI.

o Koumpons. Pecynapna poboma 3 nocibHukom 003601ums mooi
cucmemamu3y8amu 3HAHHA, NIO20MY8AMUCA 00 NPAKMUYHUX 3AHAMb MA
VCNIWHO NPOUmMu NIOCYMKOBULL KOHMPOb.

Buxopucmosyii yeti nocibHuk sxk iHmepaxmueHuil IHCMpPYMeHm: GUusudall,
ananizyi, po3e a3y i nepesgipsil. basxcaemo mo6i ycnixy y euguenHi cenemuxu!



KpuTepii oniiHIOBAHHA BUKOHAHOT0 3aBIAHHA
Koxna tema posnmimy «l'eHetmka 3 ocHoBamm cenekilii. YactuHa 1.
[{uTonoriyAl OCHOBU CITAIKOBOCTI» OIHIOEThCA y 10 OamiB. 3aBmaHHSA €
00OB’SI3KOBI /10 BUKOHAHHS 1 Oaiu, oTpuMaHi 3a iX BHUKOHAHHS BXOIATH Yy
3arajbHy OIIHKY 3 «[ €HEeTHKM 3 OCHOBAMU CEJEKITIi».

Kpumepii oyintoeanns piensa 3HaHb 6UKOHAHUX 3A60AHb

banu Kpurepii orintoBaHHs

9-10 3100yBa4 JIEMOHCTPYE BHCOKHM pIBEHb AaBTOHOMHOCTI Ta TIJIHOOKE
OCMHCJICHHS Marepiairy. 3100yBau 37aT€H apryMEHTOBAaHO Ta BUYEPITHO
MOSICHUTH KOYKEH KPOK 1 BIJITOB1/Ib.

7-8 3100yBay 1€MOHCTPYE MOBHI, IITMOOKO 1HTEIpOBaH1 3HaHHS Martepiany. Yci
7abopaTopHi 3aBAAHHS BHKOHAHO YCHIIIHO, IO MIiATBEPIKYE MIIHY
MPAaKTUYHY MIATOTOBKY. 3700yBad BHSIBIISIE€ 3IATHICTH IO CaMOCTIHHOTO
NIOTIOBHEHHS Ta OHOBJIEHHS 3HaHb, L0 € KIIOYOBUM JJIS I0AAJ]bIIOTO
npodecifHOro pPO3BUTKY. Y BHKIAAI Marepiady MNPUCYTHI OIMHUYHI,
HEKPUTUYHI HETOYHOCTI, SIK1 HE BIJIMBAIOTh HA 3arajbHE PO3yMIHHS TEMHU.

5-6 3n00yBay notpedye 3HaYHOI MIATPUMKH T4 METOJIUYHOTO KEPIBHUIITBA AJIS
CaMOCTIHOIO  BHKOHAHHS  3aBJaHb. llosScHEeHHS  BIOIOBigel €
(parMeHTapHUMHU 1 HE AEMOHCTPYIOTh IUIICHOTO PO3YMIHHS MPUYHUHHO-
HACNIJIKOBUX 3B'SI3KiB. Y  BHKOHAHUX pHUCYHKaX € CTPYKTYpHI
HEBIIMOBIIHOCTI, a BIAMOBIAI HAa MUTaHHA — HenoBHI. OAHAK, CTYIEHT
BOJIOZIIE JOCTaTHIM OOCSTOM OCHOBHOTO Marepialy A MPOJIOBKECHHS
HaBYaHHS Ta MalOyTHHOI (PaxoBoi AiSIBHOCTI. BUsABIIEH1 CyTTEBI MOMWIKH Y
MPAKTUYHUX HABUYKAX MOXYTh OyTH YCHIIIHO yCYHEHI 3a JIOTIOMOTOIO
LiJIeCIPSMOBaHOI KOHCYIIbTallli BUKIIaqada

3-4 3100yBay HE 3MII CAaMOCTIMHO BIOPATUCS 3 MOCTABICHUMH 3aBJIAHHIMHU.
Moro BiAmoBii € moBepXoBUMHM Ta (parMEHTAPHHMH, IO CBiTUMTH MPO
MOYaTKOBUH pIBEHb 3aCBOEHHS KJIIOYOBUX KOHULeNIii. J{is ycmimHoro
MIPOJIOBXKEHHA POOOTH HEOOXIAHO CYTTEBO MOMNIMOUTH (yHAaMEHTalbHI
ySBJICHHS TPO MpeIMeT BHUBYEHHsS. PeKoMeHJ0BaHO 30cepenuTucs Ha
6a30BOMY TEOPETUYHOMY MaTepiaii Inepes Mepexo oM 10 NPaKTUYHUX abo
aHaJIITHYHHUX 3aBIaHb

1-2 HaBuuku caMOCTiHHOTO BUKOHAHHS 3aBIaHHS He copMoBaHi. 3700yBay
HECTIPOMOXKHUHN HalaTH Oyb-iKi MOSCHEHHS /0 BUKOHAHOI POOOTH, IO
BKazye Ha IMOBHY BIJACYTHICTh pO3yMIHHS Marepiany. Bukopucranss
TEPMIHOJIOTIYHOTO amapary BIJCYTHE; yCl CIpoOW TOSICHEHb 3BEACHI 10
1o0yTOBOTO PiBHSL.




Pozmin 1.
HYKJIETHOBI KUCJIOTU. BYJIOBA 'EHA
Meta: chopmyBatu raumboke posyminHs JIHK sk Hocis reHernuyHoi iHdopmarii Ta

MaTpUIll CHAaJKOBOCTI, @ TaKOXX BHU3HAYUTU TMPHHLIUIHN CTPYKTYpPHOI Ta (YHKIIOHAIHHOI
opraHizamii reHa; ycBiTOMUTH ()YHIAMEHTAIbHICTh 3aKOHIB MOJIEKYJISAPHOI TE€HETHKH SK

yHIBepcaJIbHOT OCHOBH HTTS Ha 3eMJIi Ta BXKJIUBICTh 3HAHB PO OyIOBY reHa JJIsi pO3yMiHHS

CIaJIKOBUX 3aXBOPIOBAaHb 1 TEHHOI 1HXXeHepii
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IIuTaHHs 1151 CAMOMIATOTOBKM:
XiMIYHUH cKIa] HyKJIeTHOBUX KucnoT. Hykineotun
Binminnocti mixx JIHK Ta PHK (11ykpu, azotucti ocHOBH).
[TpaBuno kommiemenTapuocti ocHoB (s JIHK ta PHK).
Crpyxrypa /JIHK - nepBunHa, BropuHHa (Mozaens YoTcoHa i Kpika)
Tunu PHK (iPHK, TPHK, pPHK) Ta ix ¢yHKIi# y KIiTHHI
BusnauyenHs Ta kinacudikaris rena
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7. Komyrodi Ta HEKOAYIOUI IMOCTiAOBHOCTI
8. bynoBa rena y mpokapiot
9. bynoBarenay eykapior

Teoperuuni BitomocTi 3 TeMu
HyxkJ1eiHOB1 KHCIOTH SBIAIOTHCSA Oi0MONTIMEpaMu, MOHOMEpPAMH SIKUX € HYKJIEOTHIU.
Hyxneotun, B cBOIO 4epry, CKIala€ThCs 3 TPbOX KOMIIOHEHTIB (puc. 1.1):

- azorucTa (HITPOreHBMiCHA) OCHOBA, KA 32 CBOEK XIMIYHOIO CTPYKTYPOIO MOXKE
BIJIHOCUTHCS A0 JIBOX TPYIl - MypuHHU (IBOKUIBbIEBI - aneHiH (A) i1 ryanin (G) Tta
nipuMianau (ogHOKUIBIEB] - UTO3uH (C), TrMiH (T) Ta yparun (U). [Ipu vomy TUMiH
MicTHTbCs TUTbKH B Hykieotuaax JIHK, a ypauun - PHK
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Puc. 1.1 - Cxemaruuna Oy10Ba HyKJI€OTHTY

- TMeHT03a - MOHOCaxapu[, II'ATUBYIJIELEBUN IyKop. B ckian HykIeoTHIiB Moxke
BXOJWTH JIBa BUJIM TIEHTO3 - J€30KcHpuO03a Ta okcupubO3a, 4u MpOCTo, pubo3a.
Hyxmeotnan, [0 Cckiagy  SKMX  BXOJUTH  JE30KCHpHO03a,  HA3WBAIOTHCS
NIEe30KCHHYKJIeOTHM. Hykimeotuam, g0 CKIaay SIKUX BXOAWTH pubo3a -
PUOOHYKIIEOTH/IH.

- (docharna rpyma - 3amuimok opTtopocdaTHOi KHCIOTH, L0 HAAAE HYKIETHOBUM
KHCJIOTaM HeraTUBHUM 3apsij 1 3a0e3mneuye 3B’ 130K MIXK CYCiIHIMU HYKJICOTH/IaMHU.

Hyxiieotniu B HyKJIETHOBUX KHCIIOTaX 3 €IHYIOThCA MK COOOI0 3a JOITOMOTOI0 MIITHUX
KOBaJICHTHHX 3B’S3KiB M1k (hocaTHOIO rpymnoro ogHoro Hykieotuay Ta OH-rpymnoro nenrosu
cycimHpboro Hykieotuay. Llelt 3B’s130k HaszuBaeTbes ¢ocdoaiedipHum Ta GhopMye MIHUI
LyKpoBO-pochaTHU KICTAK, 110 00’ €AHY€E HYKJICOTUIU B MOTIHYKJICOTHTHUH JIAHIIOT.

HanpsiMok naHIfOra HYKJIETHOBOT KUCIIOTH 3aBXK/IM BU3HAYAETHCSI HYMEPAIlI€I0 aTOMiB
BYTJIEIIO MEeHTO3U (pubo3u abo 1e30kcupuOo3m) y ckiaai HykieoTuny. lle Hamae maHmoory
MOJIAPHOCTI 1 € KPUTUYHO BAXJIMBUM JUIsl BCIX MPOIECIB CHAJAKOBOCTI (perurikariii,
TPAHCKPHIILIT Ta TPAHCIIALIT).

e 5' (IT'srp-ipum)-kinenp: Lle Toi KiHels JiaHIfora, e 10 5'-aToMa BYTIEI0 KiHIEBOT
MIEHTO3HU NpueaHaHa BibHA docdaTtHa rpyna (P).

o 3’ (Tpu-mpum)-xinenp: lle ToW KiHeUb daHIOra, e 10 3’'-aTomMa BYIJICHIO KIHIIEBOI
MIEHTO3HM MpUEIHAHA BiTbHA TiIpokcuiabHa rpyna (OH).



Yci nporiecH CUHTE3y HYKJICTHOBUX KHCIIOT BiJIOYBAIOTHCS JIMIIE B OJHOMY HAIPSIMKY:
Bix 5’ mo 3’ (5'—3"). Lle o3Hauae, 1110 HOBI HYKJICOTHIN 3aBXKIH MPUETHYIOTHCS 0 3'-KIHIIA.

Put6onykJeinosi kuciaoru (PHK) e yHiBepcalibHUMH MOJIEKYJIaMH, SIKI BiIpalOTh
KIIFOUOBY POJIb y pealtizaiii reHeTUYHO1 iH(popMallii, BUCTyMmaruu sk mocepeqauku Mix JJHK
(cxoBuiieM iH(popMmarlii) Ta Oinkamu (BuKoHaBIsMH (DyHKIIN). Ha BiqMiHy BiJ ABOCIIpabHOT
JTHK, PHK e, sik mpaBui0, 0 JHOJAHITIOTOBOIO MOJIeKyJ0k0. IcHye Tpu ocHoBHi Tiru PHK, 6e3
SIKUX HEMOXKJIUBUN CHHTE3 >KOJHOTO O1JIKa.

Indopmaniiina (Marpuuna) PHK (iPHK). € daktuuno “pobouoro komi€rw” TeHa.
Oynkuis iPHK - nepenecenns renernyunoi iHpopMmarii 3 sapa (tooto JTHK) qo muromiasmu,
ne Oyne BimOyBartucs cuHTe3 6Oinka. iPHK cinyrye 6e3nocepennboro MaTpuiiero sl CUHTE3Y
noJtinentuAHOoro Janirora. Cuaresyetsess iIPHK B mpomeci TpaHckpumilii Ha OJHOMY 3
naamoriB JIHK. ¥V eykapior nepen Buxomom 3 sapa npe-iPHK mpoxomuts mpomecinr -
KeITyBaHHs, MOJIia/ICHITIOBAHHS Ta CIUIAHCHUHT, B pe3yJIbTaTi sIKOTO yTBOProeThes 3pina iPHK.
Le#t Buxg PHK € Haiibinpmn HecTaOUTPHUM 1 IIBUAKO PYWHYETHCS B IMTOIUIA3MI ITICIIS
BuKoHaHHs cBO€l pynkuii. Bmict iPHK B xnituni cknagae 6musbko 2%.

Tpancnoptaa PHK (TPHK). Bukonye gyHkiiro “nepexianaya’ MOBU HyKJICOTHIIB Ha
MoBy aminokucnoT. TPHK gocrasisie aminokucnoru y micue cunresy Oinka. Koxkna TPHK
MOXK€ TMEPEHOCUTH JIHIIE OJWH BHJ aMIHOKUCIOTH A0 Micug cuHTedy Oinka. TPHK
TPAHCIIOPTYE KOHKPETHY aMiHOKHCIIOTY Ta PO3ITi3HAE BiIMTOBITHUI KOJIOH, 110 BIIOBIIa€ Iii

amigokuciorl. Y kiaitual TPHK ckinagae 6musexo 15%.
A

Puc. 1.2 - Cxematuune 300paxxeHHs BTOpUHHOI (A) Ta TpetunHOi (B) cTpykTypH
TPHK

TPHK cknagaerscs 6u3pko 3 70-80 mykieotumiB. BoHa MICTUTH NIBI BaXKJIUBI IS
(GYHKIIOHYBAaHHS AUISHKUA - aKLENTOPHY IUISIHKY Ta aHTHUKOAOH (puc. 1.2). AkuenTtopHa
TITHKa HEoOXigHa UIss TPUETHAHHS aMIHOKHCIOTH, TPH YOMY JIMIIE OJHOTO BHIY.
AHTHUKOJIOH - 1I€ TIOCTIIOBHICTH 3 3-X HYKJICOTHIIB, 10 € KOMILTIMEeHTapHa 10 kojony iPHK.
3aBIAKH BOJHEBUM 3B’s3KaM, L0 yTBOPIOIOThCA Mk Hykneorugamu TPHK Bona HaOyBae
BTOPUHHOI CTPYKTYpH, IO CXOXKa Ha JHCTOK KOHIONIMHH. BHACIiTOK B3aeMOIIN Mix



HIMHJIbKaMH BTOPUHHOI CTPYKTYPH YTBOPIOETHCSI TPETUHHA CTPYKTYpa - L-moaibHa cTpyKTypa.
TPHK MaroTh Taky BIacTHBICTB K crenudiuHiCTh - ToOTO € MiHiMyM onHa TPHK m1st koskHOT
3 20 aminokucnort. Lle 3abe3nedye TOUHICTh “TIepeKIay’”’ TeHETUYHOTO KOTY.

Pu6ocomanbna PHK (pPHK). € cTpykTypHOIO Ta KaTaJliTHYHOI OCHOBOIO PHOOCOMHU
- MOJIEKYJISIpHI MAaIllMHHU, L0 3AIHCHIOIOTH cuHTE3 Oinka. OCHOBHA (QYHKIIS - KaTawi3
(pubo3uMu) TpUEAHAHHS aMIHOKHCIOT 32 JOMOMOIOI0 HENTHUHOTO 3B’SI3KY 3 YTBOPEHHSIM
noninentuanoro nanirora. pPHK B kiituni MictuThest Haitbinbiie - 10 80%. Y eykapioriB
pPHK cunrtesyerbes B siaepiii, 1€ pa3oM 3 O1IKaMu GOPMYIOTh Maly Ta BEJIUKY CYOOMMHHIT
pruboCcoMH.

Pu6o3umu - monekynu PHK, 1o MaroTh kaTaniTH4HI BIACTUBOCTI Ta MOXYTb [TOBOJIUTH
cebe sk pepmeHTH, TOOTO 3AaTHI KaTanizyBaru OioximiuHi peakuii. ¥ 1989 poui Tomac Pobept
Yek ta Cigai Ontman otpumanu HoOeneBChbKy mpemiro 3 XiMii 3a BIIKPHTTS KaTaTiTUYHUX
BiactuBocteit PHK (prbo3umis).

Oxpim 3a3nadenux PHK icuytots i iHmi tunm PHK, mo OepyTs ydacTs B peryssmii
eKcrpecii reHiB, Moandikamii iHIINX HYKJIETHOBUX KUCIIOT Ta KIIITHHHOMY 3aXHCTIi BiJl BipyCiB.
J1o HUX BITHOCATBHCA (MIEPENTIK HE € BUYCPITHHUM):

- wmaui saaepui PHK (MaPHK / snRNA) - nieHTpanbHi KOMIIOHEHTH CILJIaiCOCOMU —
BEJIMKOTO MOJIEKYJIIPHOTO KOMILIEKCY, SIKUM BIAMOBiJA€ 3a CIUIAWCUHT (BHUATICHHS
1HTPOHIB Ta 31KBaHHA ek30HiB) 3 npe-1IPHK y anpi eykapioTis. be3 MmaPHK nemoxue
yTrBOpeHHs 3pinoi MPHK

- MmikpoPHK (MiPHK / miRNA) - npuiiMae yyacTb y NOCTTpaHCKPUIIIIHIN perymsauii
reHiB. Lli kopoTki (61M3bK0 22 HYKJICOTH/IIB) OJHOJAHITIOTOBI MOJIEKYJIH 3B'SI3YIOTHCS
3 KOMIUIEMEHTapHUMHU AuUTstHKamu 1is0Bo1 1IPHK, mio 3a3Buuait mpuzBOAUTH 10
6smokyBanHs TpaHcisuii niei MPHK a6o ii nerpananii. Bonu BigirparoTh KI040BY pOb
y PO3BUTKY, nu(depeHIiamii KITHH Ta OHKOTeHe31

- MmaJi inTepgpepyroui PHK (siRNA) - 3axuct renomy ta PHK-inTepdepentis. siRNA
3a3BUYail moxoAsaTh BiA aBonanitoroBux PHK (Hampukmian, BipyCHUX) 1 € 4aCTHHOIO
MEXaHi3My KIITHHHOTO iMyHiTeTy. Bonu cnpsmoBytotTs kommiekc RISC (PHK-
IHAYKOBAaHUH KOMIUIEKC BUMKHEHHS) Ha TNOBHICTIO KomiuiemeHTapHi 1PHK, mio
MPU3BOJUTH J0 IXHBOTO PO3IICTUICHHS.

- PIWI-B3aemoairoui PHK (miPHK / piRNA) - npuiimaroTh y4acTh y 3aXHMCTi CTaTEBUX
KJIITHH BiJl MOOUIbHUX TE€HETHYHHUX eJeMeHTIB (TpaHcmno3oHiB). miPHK — me
HaigoBmuit kinac Mmamux PHK (24-31 mykneotun). Bonu mpaiforoTe y KOMITIEKCI 3
PIWI-6inkamu Ta OJOKYIOTH eKcIpecito '"cTpubarouumx TeHiB", 3amo0irarwdu
MOIIIKO/KEHHIO TEHOMY, SIK€ MOJKE Tepe/laBaTHCs HACTYITHOMY ITOKOJIIHHIO

- maJi saepueBi PHK (snoRNA) - npuiiMatoTs yyacTts y XiMiuHii Mmoaugikamii pPHK
ta TPHK (Hampuknaza, MeTriroBaHHS a00 IEPETBOPEHHS YPUANHY Ha IICEBIOYPHUINH).
Ile KpUTHYHO BaXKJIUBO JUTsl MPaBUIILHOI 301pKu pubocoM Ta pyHkuionyBanHs TPHK.

- noBri Hekoaywudi PHK (IncRNA) - BUKOHYIOTH CTPYKTYpHY Ta pETyISTOPHY
¢dbyuxkmiro. [e nosri monexkynu PHK (monag 200 HykiieoTHIIB), SIKi HE KOIYIOTH O1I0K.
BoHn MOXyTh perynoBatu ekcmpecito reHiB nusixom Bzaemonii 3 JIHK, MmPHK a6o
OiTKaMu, HanpuKJIaa, Oepydr yyacTb y iHaKTUBAIil X-XpOMOCOMH Y 5KIHOK
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He3oxkcupudonykieinoBi kuciaoru (JHK). Monekyna JIHK 3abe3neuye crabinbhe
30epiranHsa reHeTuuHoi iH(opmarii. JIHK Moke MaTtu mepBHHHY Ta BTOPUHHY CTPYKTYpY.
[lepeunna crpykrypa JHK mpexacrarmsie co0or JiHIMHY TOCHIIOBHICTh HYKIJICOTHIB.
@docdarHi Tpynu OFHHX HYKICOTHIIB ¢GopmytoTh ¢ochomiedipauid  3B’A30K 13
Ne30KcUpr003aMH  IHIIMX TPYI - YTBOPIOIOTH ITyKpOBO-(pochaTHHI KICTAK TNEePBHHHOI
cTpykTypu Mosiekysn JTHK.

BropunHa cTpyKTYypa - 11e MOoABiiHA Cripab, 110 YTBOPEHA IBOMA MOJIIHYKICOTHAHUMHI
naunioramu (puc. 1.3). Moaens BTopuHHOT Oy10BH OyJa 3ampornoHoBana [[xeitmcom Yorcom
ta ®penrcicom Kpikom y 1953 poui. Bigkpurts Bropunnoi ctpykrypu JIHK crano ximidem B
pPO3yMiHHI MexaH13MiB TpaHckpumilii, perutikarii JJHK Ta 36epexxenHi criagkoBoro Marepiaiy.
JiBa nanioru /IHK, 1mo yTBOpIOIOTH BTOPUHHY OyJOBY PO3TAIIOBYIOTHCS Ha3yCTpid OJUH
OIHOMY, TOOTO  5'-KiHEeIb OJHOTrO JaHIfora Oynme BimmoBigatu 3' -KiHIO iHIIOTrO. Taki
JIAHIIIOTH Ha3UBAIOTHCS aHTUTIAPATIETHHIMH.

IyxpoBo-docharna ocHoBa
Hydrogen

Oxygen

Nitrogen

Carbon

© Phosphorus

000 o

Jor groove

Hyxkaeorua

@

Pyrimidines Purines

Jlanmor 1 Jlanmror 11

Puc. 1.3 - Bropunna 6ygosa JIHK

JIBa JaHIIOTH 3B’s3aHi MK COOOI0 32 JOMOMOTOI0 BOJHEBUX 3B’ S3KiB MK a30THCTUMHU
OCHOBAMH JIBOX CYCIJIHIX JIaHIUIOTIB. JIQHIIOTW CIipajbHO 3aKpydeHi HABKOJIO CHUIBHOI oOci
(puc. 1.4). 30BHI po3TaIIoByeThCs TiApodiTbHUNA IIyKpoBO-hochaTHHI KicTAK, 1 riapodoOHi
a30THCTI OCHOBU 000X JIAHIIOTIB po3TamioBaHi BcepenuHi. [loasiiiHa ciipanb poOUTH BITOK 13
KpokoM 10 map HyKJI€OTH/IIB. III0 BKJIIOYAE JIB1 OOPO3EHBKI - BETUKY Ta Maly, 0 € BAXJIMBUM
JUIS IPUETHAHHS PETYISATOPHUX OUIKIB.

[TepBunna ctpyktypa JJHK 3a6e3neuye peamnizamito reHeTnuHoO1 iHGOpMaIlii, a BTOpUHHA
- 11 crabumizarito Ta 30epeKeHHSI.
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base pair

51

Vol

sugar base

phosphate

Puc. 1.4 - Cxemaruune po3ramryBanss ABox janmtoriB JJHK onuH BintHOCHO 01HOTO Y
BTOPUHHIN CTPYKTYpi

IpuHIMI KOMIUTIMEHTAPHOCTI - (yHIaMEHTAIBHAN TPUHIIAIT MOJICKYJISIpHOT GioJorii
Ta MOJIEKYJISIDHOI I'€HETHKH, L0 OIKCY€ B3aEMOJII0 MDK HYKJIEOTHJAMU B HYKJIETHOBHUX
kuciortax. B 1950 poui Epsin Yaprad¢ BcranoBus, mo B monekyini JJHK kinpkicTs afgeHiny
JOPIBHIOE KUIBKOCTI THMIiHY, @ KUIBKICTh IIUTO3MHY - KUIBKOCTI TryaHiHy. B mpomy i
3aKJIFOYAETHCS MPUHIIMIT KOMIUTIMEHTAPHOCTI, 32 SIKUM a30TUCTI OCHOBH YTBOPIOIOTH BOJHEBI
3B’S3KH MK C00010, 1110 3a0e3Meuye CTabUIbHICTh Y (QYHKI[IOHYBaHHI MOJIEKYJI. 3T1THO LbOTO
MPUHLMITY IYPUH 3aBXAU 3B’ SI3yE€ThCA 3 MUPUMIAMHOM. AJIEHIH 3aBXJIU YTBOPIOE 3B SI3KH 3
TUMIHOM, TyaHiH 3 nuto3uHoM. B PHK HaBmpotu azneHiHy 3aMicTh THMIHY CTa€ ypamui.
[IpyHIMI KOMIUTIMEHTApHOCTI JIEKUTh B OCHOBI MPOILECIB peIUIiKalii, TPaHCKPHUIILIi,
TpaHcsnii, penaparii. Lleit npuHmn 3abe3neuye TOYHICTh Mepeiadi FreHeTHYHOT iH(opMartii.

Buxonguu 3 npunnuny komiutimentapHocti (A=T, 1I=I'), cyma ageHiHy Ta ryaHiHy
JOpIBHIOE cyMi TUMiHY Ta uTo3uHY A+I" = T+L, To6T0 (A+T) + (I'+L) = 100%. Lle#t Hacninok
3 IPUHIUITY KOMIUTIMEHTAPHOCTI CHpaBeyIMBUI TiIbku it Mosekyau JJHK.

I'en - pminsaka JIHK, sxka Hece iHdopmaiiiro, HEOOXITHY JII CHHTE3Y OJIHOTO
¢byHKIIOHANBHOTO MpoAaykTy. Llum mpoaykTtoMm Moxke OyTtu abo momimenTtun abdo
¢ynkuionansHa monekyna PHK (TPHK, pPHK, miPHK Tomio). To6T0, MOXHa naTu HacTynHe
BU3HAUEHHS, I'€H - OCI1JOBHICTh HYKJIEOTH/IIB, 1110 TPAHCKpUOY€eThCs B €AMHY Mosiekyty PHK
1 Koztye 6150k abo ¢pyHkuionansHy PHK.

IcHye kinpka miaxo/iB y Kinacugikarii TeHis:

- 3a THUIIOM CHHTE3YEMOTO IPOIYKTY - IPOTETHKOIYI0U1 FeHH (KOAYIOTh MOJINEeNTHIN) Ta
rean PHK (xonyroTh pisHOMaHiTHI ¢pyHKUioHanbHi Tniu PHK)

- 3a ¢QyHKII€ - CTPYKTypHI (koxaytoTh mporeinn uu PHK, mo BUKOHYIOTH NEBHY
¢yHKIiI0O Yy MeTaboii3Mi) Ta peryisTopHi (KOAYIOTh (akTop TpaHcKpumuii abo
perynstopui PHK)

Jlo ckimamy mpoTEeTHKOMYI0UOTO TeHa BXOIATh HE TUTBKU KOAYIOYl AUISTHKH, TOOTO Ti, SIK1
KOJIyIOTb aMIHOKHCJIOTHY TOCIHIJIOBHICTh modinentuay. CydacHa MoOJEKyJspHa O10J10Tis
PO3IJIIAE IEH K KOMILUIEKCHUN MOAYJIb, O CKIAAAETHCS 3 PEryJIATOPHOI Ta KOAYHYOi YaCTUH
(puc. 1.5).
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VY3aranbHeHo Oy0BY reHa eyKapioTa MO>KHa 300pa3uTH HACTYITHUM YHHOM:

[Tpomorop—TSS—Jlinep(5'-UTR)—Crapt-konon— Ex3onu/IaTporn—Cron-kogoH—
Tepminarop«—TES«Tpeiinep(3'-UTR)«—

IIpomotop (Promoter) - 1me Kiro4YoBacTapToBa [iISHKA, PO3TAIIOBaHA TEpen
Koayrodoro yactuHoro. Jlo Hei mpuennyerbcs pepment PHK-momimepasa ta iHmi Oinkw,
HeoOXigHi st movatky Tpanckpunuii (cunre3y PHK). [Ipomotop Bu3Havae micue cTaprty i
HANPSMOK 3YMTYyBaHHS reHa. [IpoMoTop ckianaeTbes 3 ACKUIBKOX JIECATKIB - KiJIbKOX COTEHb
HYKJICOTHIIB B 3aJEKHOCTI Big reHy. lle mMOCHIIOBHICTH TeEpel TOYKOK IMOYaTKOM
TPaHCKPHIIIIi, 0 BignoBigae 3a nmocaaky PHK-monimepasmu.

[IpoMoTOp mpokapioT Mae MpocTiiry OyAOBY 3a MPOMOTOPH €yKapioT Ta MICTATH ABI
KpUTHYHHX o0nacTi - -10 mykneotun (paxyHok Bix TSS) mictute TATAAT (6okc IIpibHOBA)
BiZlirpae poiib y 3B’s3yBaHHS o©-(akTopa Ta -35 HYKJIEOTHJ KOHCEpBAaTHBHA JIJISHKA.
[ocnimoBHicts -10 H. Ta -35 H. MOXXe BapiroBaTH Ta BU3HAYAaTH TOHKI Bapialii y ekcrpecii
TCHIB.

VY eykapioTiB mpomMoTop Mae crenudiyHy KopoBy udacTHHY (core). KopoBa uactunHa
IIPOMOTOpA €yKapioTiB BIJICYTHI KOHCEHCYCHI MOCIIIJOBHOCTI. Y O1IbIIOCTI MPOTETHKOLYOUUX
reHax eykapioriB Mictutbcsi TATA-60kc, po3ramoBanuii -30 H., aie Moke BapitoBaTH. 3 ILI€I0
TUISTHKOIO 3B’ SI3YI0ThCs 0a3asibHi (PaKTOpPH TPaHCKPHMIIii (aHATOT G-(hakTopa MPOKapioT)

Promoter Terminator

— ——

g K
3" —5'
.|'| "-"

¢ =
o transcriptional '
S start site 1

#
¥
i

¢
rEtart Coson EROD COON
J X

5.'

{

v
=
= |
==

' LITR

Puc. 1.5 - Cxema OynoBua reHa

TSS (Transcription Start Site, Touka noyaTky TpaHcKkpuuii) - e crnenudiyHe micie
Ha naHio3i JIHK, ne mounHaerbcs TpaHCKpHMLis, 110 Mo3Havyae movyarok cuHresy PHK.
Tobrto, e 1 mykneorun, 3 sxoro PHK-momimepasza moumnae cuate3 PHK. 3naxomutbes
BcepeauHi a00 Bipasy Micis MPOMOTOpa. 3aBxau mo3HavdaeThes sk +1 H. [mentudikamis TSS
Ma€ BUpILIATbHE 3HAYCHHS JUIS PO3YMIHHSI CTPYKTYpPH T'€HIB, peryJsuii ekcrpecii reHiB Ta
CTBOPEHHS Pi3HUX 130()OpM TPAaHCKPHUIITIB.

Jlinep (5'-UTR, 5'-Untranslated Region, 5’-Hexoaywoua AiasiHKa) - 3HAXOIUTHCI MK
TSS ta crapr-kogonom (AUG). BaxnmBa i mnpueaHaHHS puUOOCOMH Ta perymsmii



13

Tpancisanii. Hekoayrouuit yuactokx mosiekynu iPHK, sikuii po3tamoByeThes repes Koayruoro
MOCITIIOBHICTIO Oifika. BiH Bifirpae BaXUIMBY POJIb Yy PETYJIAIIl TPpAaHCIALII, BIUTMBAIOYHM Ha
CTaOUTBHICTD, JIOKaMi3amiro Ta epeKTHBHICT, cuHTe3y Oinka. Y 5'-UTR wmictiartees pizHi
PEryJISTOPHI €IEMEHTH, SIKI B3a€MOIIOTH 3 OUIKaMU Ta IHIITMMH MOJICEKYJIaMH i1 KOHTPOIIO
ekcrpecii reHiB. 5'-UTR MiCTUTB MOCTIIOBHOCTI, 110 3B'S3yIOTh PUOOCOMH, a TAKOK CIIEMEHTH,
0 KOHTPOJIIOIOTH IMOYaTOK Ta IMIBUAKICTH TpaHchsamii Oinka. Crpykrypa 5'-UTR moxe
BIUMBaTU Ha criiikicte MPHK 1o gerpamamii, mo TakoX mo3HayaeTbesi HA piBHI eKcrpecii
oinka. Jleski mocmimoBHOocTi B 5'-UTR MoxyTh Bu3Hauatu wMmicue3HaxomkeHHss MPHK
BCEpeMHI KIITUHH, BINTMBAIOYM HA CHHTE3 OLIKIB y mMeBHUX KoMmrapTtmeHTax. 5'-UTR moxe
dhopmyBaTH CKJIaJHI BTOPHUHHI CTPYKTYpH (HANpUKIAJ, IINWIbKK), SKI € BOKIUBHUMH IS
PEryJISIIii TPAHCIISIII].

CTapT-KOAOH - II¢ KOJIOH, IO KOAY€ IEepIry aMiHOKHCIOTY MaiHOyTHBOIO MPOTEIHY.
Crapr-xonoH - ne xonon AUG, mo koaye aMiHOKHCIOTY MeTioHiH. Lle € yHiBepcaabHUM
CHTHAJIOM IHIAI] TPaHCIISIIT.

Ex30HH - KOIyr04i JUISTHKY TeHA, MICTATh T€HETUYHY iH(OpMaIlito, sKa 3aIHIIAEThCS Y
3piniit iPHK 1 iine Ha TpaHcsito (eKcnpecyeTbes).

InTponu - ninsuka JIHK, sika € wacTuHOIO T'eHa, MpoTe, HE MICTUTH iH(opMmarii mpo
aMIHOKHUCIIOTHY TIOCHIIOBHICTh, TOOTO € HEKOAYIOYOI YAacTUHOIO TeHa. [HTpoHU
PO3TAIIOBYIOTHCS MiXK €K30HaMH, TpaHCKpHOyIoThcs B npe-iPHK, a motiMm Bupi3aroThes mia
gac mponecunry npe-iPHK. HasBHicTh iHTPOHIB B T€HiI € XapaKTEpHOIO PHCOI TE€HOMY
€yKapioT, y IpOKapioT KOAYI04a YacTHHA € O€3MepPepBHOIO Ta HE MICTUTH IHTPOHIB.

CTon-koa0H (KOJOH TEepMiHAIli TpaHCHSIIl) - 1€ KOJOHHW, IO CHUTHATI3YIOTH IPO
3aBEPILCHHS CHHTE3Y MOJINENTHIHOTO JIaHIoTa. Jlo cTaHgapTHUX CTOM-KOAOHIB BITHOCSITHCS
UAA, UAG, UGA. IM y Tabnuii reHeTHYHOTo KOy HE Bi/NOBifa€ ’O0JHA aMiHOKHCIOTA i
KoJau pubocomMa JOXOAWTH 10 Takoro koaoHy, HoBa TPHK He mnpuHOCHTH XOAHY
aMIHOKHCIIOTY, TO II€ iHIIIIO€ JUCOoIialiio puOOCOMHU Ta 3aBEpPIICHHS CUHTE3Y MOJINEeNTH IA.
[Ile cTOM-KOAOHU HOCATH HAa3BYy HOHCEHC-KOJOH dYepe3 Te, IO HE KOAYITh >KOJHOT
aMIHOKHUCIJIOTH.

Tpeiinep (3’-UTR, 3'-Untranslated Region, 3’-Hexoaywoua ainsiHka) - 1e AUISHKA
Hekoytouoi JIHK, 1o ciigye oapa3zy micis cTon-ko10Hy. MICTUTB pErysiTOpHI TUISTHKH, 10
BIUIMBAIOTh Ha MOCTTpaHckpumnuiiHy oopoOky 1PHK, 11 momiageHutoBaHHS, JoKali3aliio y
KJIITHHI Ta CTaOUIbHICTh. Tpelep MICTUTh CaliTH 3B’SI3yBaHHS 3 PETYJIATOPHUMU OLTKaMu Ta
MiPHK, 1o MoxyTh 3HIMKYBaTH TpaHCIHALII 4M, B3araii, BUKiIMkatu aerpanamito iPHK B
LIUTOILIA3MI KIIITUHU.

TES (Transcription End Site, Touka kiHns TpaHckpunumii) - 1e crnemnudiyaa
nociinoBHicTh Ha MaTpulli JJHK, sika curnanisye npo kiHenp Tpanckpuniii ta 3smymrye PHK-
noiimMepasy BHBUIBHATH MmoWHO cuHTe30BaHui PHK-tpanckpunt 3 JIHK. Ili curnamm
TepMiHallll € BUPIIATBHUMU 175 (GOpMyBaHHS TpaHCKpPHUITOMA, 3a0e3MeueHHs TOYHOI
eKcIpecii TeHIB LUISIXOM BHU3HAUEHHS MEX TIeHIB Ta BIUIMBY Ha CTaOUIbHICTh 1 (PyHKIIIO
oTpuMaHux Mojekys PHK.

Tepminatop - wmicue, ne PHK-momimepasza Big'eqnyerbcs. CHiulbHO 3 HPOMOTOPOM
TEPMIHATOP JOIMOMArae PEryIIoBaTH EKCIPECi0 TeHa, KOHTPOIIOIYW IMOYATOK 1 KiHEIhb
CUHTE3Y MOro IPOIYKTY.
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['ern mpokapioTHuyHUX opraHi3miB (OakTepiii Ta apxeil) MalOTh 3HAYHO MPOCTIIITY Ta
KOMIIAKTHINIy OpraHi3aIlil0 TOPIiBHAHO 3 eyKapioTaMM. IXHA OynoBa ONTHMIi30BaHa s
mBUIKOI Ta e(heKTUBHOI ekcrpecii (cuHTe3y Oinka). 'ooBHA 0COOIMBICTH MTPOKAPIOTUYHUX
TCHIB € BiJICYTHICTh iHTpOHIB. Koyroda yactuHa reHa € 6e3nepepBHO0. Y cs iHdopMallis, 1o
TpaHCKpUOY€EThCs, 0/ipa3y cTae 3pinoro iPHK i BUKOpUCTOBY€EThCS TSl CHHTE3Y O1TKa. 3aBAsIKU
IIOMY CIUIAWCHHT 5 TIPOKapioTiB, SIK MPaBUJIO, HE BiAOyBaeThcs. [ pynu reHiB, siKi KOIYIOTb
(hepMeHTH, 110 MPAIIO0Th Pa30M B OJTHOMY METa0OJIIYHOMY IIISAXY, YaCTO 00'€THAHI B € TUHUI
(hyHKIIIOHAILHUNA OJIOK, SIKMM HA3MBAETHhCS onepoH. OCKUIbKU MPOKApPIiOTH HE MArOTh S7Apa,
TPAHCKPUIIIIS Ta TPAHCHAIIS BIIOYBAIOThCS MalXe OAHOYACHO y IUTOIUIa3Mi. PuGocomu
MOXYTh To4aTH cuHTe3yBaTH Oinok Ha S5'-kinmi 1IPHK me mo toro, sk PHK-momimepasa
3aBepmUTh cUHTE3 3'-KiHIs. 1g "3uerneHicTs" € KIF0YOBUM (DaKTOpOM IIBHUJIKOI ajamTarii
MIPOKAPiOT JI0 3MiH CEpEAOBHUIIA

IIpakTuyHi 3aB1aHHA 3 TEMH
Po3p’si3anns 3apa4 3 remu “HykiieinoBi kuciaoru. bynosa rena”
Jlnst po3B’s3aHHA 3a/1a4 MOTPIOHO mMaM’sITaTW KOHCTAHTH, TOB’si3aHi i3 Oym0BOIO Ta
(bYHKIIOHYBaHHSIM HYKJIETHOBHX KHCIIOT:

Onun BuTok JTHK — 10 map nykiaeoruais
JoBxuHa ognoro Hykiaeoruay B Janui3i HK — 0,34 um
Hosxuna sutka IHKa — 10 nykiaeoruais * 0,34 HM (10BKMHHM OJHOTO HYKJICOTHY) =
3,4 um
MouJekyasipHa Maca HykJeoTuay — 345 r/moab
MouekyJasipaa maca amiHokuca0Ta — 120 r/moab
Hyxneoruau yreoprowts komiiiMentapui napu (A-T(U), C-G)
Mi:x A ta T yrBoproernbcs 2 BogHeBHX 3B’3KkH y ABoX JaHmworax JTHK, mizk Cta G -3
Mpasuiao Yapradda (nasa JHK):

1. cyma HykiaeoTuaiB A = cymi Hykiaeoruais T

cyma HykjaeotruaiB C = cymi Hykiaeoruais G
2. (A+G) = (T+O)

3ABJIAHHSI 1. Po3p’sa3aHHs 3a1a4 Ha BU3HAUEHHS MacH Ta 1oBxkUHH pparmenta JJTHK

3anauva. [[insHka rera eykapiora mictuth 900 nmap Hykiaeorunis (1m.H.). Bigomo, mo 15
TUISTHKA MICTUTh OJUH IHTPOH JOBXKWHOIO 150 HYKIEOTHIIB, SIKUWA BUAATSETHCS i 4Yac
crutaiicuHry. TpaHCIsLis MOYMHAETHCS 3 MEPIIOTO KOJOHA.

a) Busznaure noBxuny cuntezoBanoi npe-iPHK (y nykieorngax ta Hm).

b) Buznaure nosxuny 3punoi iPHK micns crinaiicunry (y HykiaeoTuaax Ta HM).

c) Busnaure macy reny, 3 sikoro cuntesyBaiacs iPHK

Po3B’s13annda 3agaui.
a) [Ipe-iPHK (nmepBuHHMI TpaHCKPUIT) CUHTE3YETHCS TUIBKH 3 oAHOro janmora JJHK

1 Ma€e TOBXHHY, 10 IOPIBHIOE TOBXHHI IIbOTO OHOTO JIAHIIOTA.

Hoexuna npe-iPHK (nyx:n.) = JloxkuHa rena (m.H.) = 900 HyKJICOTHIIB
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st o6umcinenns nosxunu npe-iPHK nmotpiGHo 3ramatu, 1o BiACTaHh MK CYCITHIMU
HyKJeoTuamMu B ogHosantorosii PHK cranoButs npubnusno 0,34 M.

Horxwuna npe-iPHK (am) = Jloxxuna npe-iPHK (ayxi.) X 0,34 aM/HyKJI.
Hoexuna npe-iPHK (am) = 900 x 0,34 aM=306 aHM

Binnmoginb a: nosxuna npe-iPHK 900 nykneorunais ta 306 Hm

b) 3pina iPHK yTBOproeThCs micisi CIJIaCHHTY, TOOTO Micisl BUJAICHHS HEKOTYFOUHX
JISTHOK — iHTPOHIB.

Hossxuna 3pinoi iPHK (myxin.) = JloBxuna npe-iPHK — JloxxuHa iHTpoHIB
Hossxuna 3pinoi iPHK (ayxi.) = 900 mykin. — 150 maykit. = 750 HyKI€OTUIIB

Hna oOumcnenns posxkuHu 3punoi iPHK morpiOHO BpaxyBatu, IO BiACTaHb Mixk
HyKseotuaamu B ogHoantorosii PHK cranoButs npubmmsno 0,34 M.

Hoesxuna 3pinoi iPHK (am) = osxuna 3pinoi iPHK (ayxim.) x 0,34 am/HyKI.
Hosxwuna 3pinoi iPHK (am) = 750 x 0,34 am = 255 um

Binmogins b: noexuna 3pinoi iPHK cxmagaro 750 Hykneotumiis i 255 am

c¢) Jns obGuncinenHss Macu reHa HeoOXiTHO OOYMCIUTH CyMapHy Macy HYKJICOTHIIB B
o6ox naniorax JIHK. To6To n0 cknany ogHoro reny BxoauTh aBa janutora JJHK, ix macu 1
noTpiOHO BpaxyBaTH. Jlyis oOuYMCIIeHHS NMOTPIOHO MpUrajaTé KOHCTAHTY, IO Maca OJHOTO
HYKJIEOTUJY B CEpEIHbOMY CKJIafae O6Jau3bKo 345 r/Moib.

1. OGuuCIIOEMO 3aralibHy KUIbKICTh HYKJICOTH/IIB B OJTHOMY JIAHIIFO31:

N (KimbpKicTh HyKI€OTHAIB) = | (TeHa m.H.) x 2

Kinpkicts HykaeotuaiB = 900 x 2 = 1800 Hyksie0TH1IB

2. OO6uuCII0EMO Macy T'eHa y I/MOoJIb
m (rena) = N (mykieotui) X345 r/Moib
m (rera) = 1800%345 r/mons = 621000 r/mMob

Bigmosiak c¢: Maca rena ckiagac 621000 r/mMons

3agayi 1A caMOCTiiiHOT0 PO3B’A3aHHSA:
1.1. Sxmo nomxuHa TeHa cTaHOBUTH 1200 map HYKJIEOTHAIB, 1 BiOMO, IO
TpaHCKpHUOY€EThCS JIUILIE OJIMH JIAHLIOT, sika JoBxkuHa yTBopeHoi MPHK (B Hykneotunax)?
A. 2400 nyxieoTuniB
b. 400 nykneotuais
B. 1200 nyxneotuaiB
I'. 600 nykneoTnmiB

1.2. ®parmeHT rena eykapiora MmictuTh 1200 HykneotuaHux mnap (m.H.). Busnaurte
noBxuHy 1poro ¢parmenra JJHK y nHanomerpax (Hm). Ta macy uporo ¢parmenra JJHK y
I/MOJIb.

1.3. Monekyna JIHK mae momsipay macy 331200 r/monb. BusHaute 3arayibHy KiJIbKICTh
HykseotuaiB y i monekyni JJHK ta nosxuny miei monexynu JIHK y Hanomerpax (HM).
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1.4. Toexuna ¢parmenta asocmipanbaoi JJHK cranoButs 680 HM. Bu3Haute 3aranbHy
KUTBKICTB TIap HYKJICOTHIIB (1.H.) y iboMy (pparmenti JIHK Ta macy niporo ¢pparmenta [JHK y
I/MOJIb.

1.5. dinsauka xpomocomuoi JJHK mae momsipay macy 414000 r/mons. BusHaute 3aranbHy
KUTBKICTh map HykJeoTuAiB (m.H.) y mik aumgami JIHK ta mosxuny miei ainsaku JJHK y
HaHOMETpax (HM).

3ABJAHHS 2. Posp’s3aHHS 3a7ad Ha MPUHIUI KOMIUTIMEHTApHOCTI (TPaBHIIO
Yapradda)

3agaua. ®parment aeocmipansHoi JJHK ckinamaerscs 3 450 map HykjJIeoTHAIB (IL.H.).
Binomo, 110 BigcoTkoBuii BMicT ryaHiny (G) y 1iit MoJeKyi cTaHOBUTDH 24%.
a) Busnaure 3aranpHy KiTbKICTh HYKJICOTHIIB Y MOJIEKYITI.
b) Buznaure BiICOTKOBHI1 BMICT KOKHOTO HYKJICOTUTY.
c¢) Busnaure kinbkicTh HykineotuaiB uto3uny (C), ageniny (A) ta tuminy (T)
OKpEMO.

Po3B’s13anus 3agaui.

a) BusHadeHHs 3aranbHOi KITBKOCTI HYKJICOTHIIB y Mosekyini. Momekyma JIHK e
JIBOJIAHIIOTOBOIO, B YMOBax 3a/adyi naHo, 1o aoexkuHa ¢parmenty JJHK ckianaerses 3 450
II.H., TOOTO KOXXEH JIAaHIIOT CKiataeThes 3 450 HYKIEOTHIB, TO Bech (pparMeHT Oyzie MaTh
KUTBKICTh HYKJIEOTH/IIB OJJTHOTO JIAHI[IOTa, IOMHOXEHY Ha 2.

3aranpHa KUIbKICTh HYKIL.=KIIbKICTb I1.H.X2
3aranbHa KUIbKICTh HYKI.=450%2=900 HyK1€0THAIB

Binnosiap a: 3aranpHa KUTbKiCcTh HyKJIeoTHIIB Y hparmenTti JTHK - 900

b) Jlns BU3HAUEHHS B1JICOTKOBOTO BMICTY HYKJIEOTHIIB MOTPIOHO 3rajaTu HpaBHJia
Yapradpa (A=T ta G=C) ta Hacninok 3 Hporo (A+T) + (G+C) = 100%

1. Kinbkicts nuro3uny (C) nopiBHIOE KUTbKOCTI ryaHiny (G):
C=G=24%

2. Cymy A i T mu 3naitaemo 3a popmynor (A+T) + (G+C) = 100%:
A+ T=100% — (G+C)
A+ T =100%—(24%+24%)
A+ T =100%—-48% = 52%

3. KinbkicTts afeniny (A) gopiBHioe kinbkocTi TuMIHY (T). Mu 3Haemo, mo cyma A
ta T nopiBHIOE 52% 1 KUIBKICTh IIMX HYKJIEOTHUIB CKJIA/Ia€ PiBHI YaCTKH, TOOTO 52% moTpiOHO
PO3IUTUTH Ha 2:

A+T =52%

A=T=52%=26%
Bignmosiae b: C=24%, A=26%, T=26%

¢) BusHnaueHHs KIJTbKOCTI KOKHOTO BUAY HYKJI€OTHTYy. KiTbKICTh BH3HAYAEMO, MHOXKAYH
3arajbHy KUTbKICTh HYKJICOTH/IIB HA BiIMOBIAHMIA BiICOTOK (Y BUIJISIII JECSITKOBOTO IPOOY).
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1. Kimpkicte G Tta C. B momepeaHboMy pO3B 3Ky BCTAaHOBJICHO, IO KuIbKiCTh C
nopiBHIOE KimbKocTi G Ta cknamae 24%. [lecstkoBuii npob 24% nopisaroe 0,24:
G=C =900x0,24 = 216 HyKICOTHIIB
2. Kimpkicte A Ta T. B momepenqHboMy po3B’si3Ky BCTAHOBJIEHO, L0 KUIBKICTH A
nopiBHIOE KimbkocTi T Ta ckmamae 26%. [ecsatkouit npod 26% nopisHioe 0,26:
A=T=900%0,26=234 nykneoTuau
3. Ilepesipka: 216+216+234+234=900

Binnosines ¢: G = 216 nykneorunis, C = 216 nykineoruais, A = 234 nykieotumais, T =
234 HyKIICOTU/IIB

3agadi AJag caMOCTIHHOI0 PO3B’A3AHHA:

2.1. Y dparmenTti nsonanutoroBoi JIHK BusiBaeno 150 tuminoBux (T) HyKI€OTHAIB.
3arapHa KUTBKICTh HYKJICOTHAIB Yy IIboMy (parmenti ctanoBuTh 1000. BusHauTte KiIbKicTh
aneHiHoBux (A), ryaniHoBux (G), uuto3unoBux (C) HYKJI€OTHIIB.

2.2. Bigomo, mo vactka ageHiny (A) y nBocmipansHoMy ¢parmenti JJHK cTaHoBUTH
28%. Busznaure BigcorkoBuii BMicT T, G Ta C y uiit monekym JJHK.

2.3. ®parment rena JJHK mae noexkuny 102 am. Bimomo, mo Ha ageHiH (A) mpumnanae
20% Bix 3aranbHOi KUTBKOCTI HYKJIEOTHIIB. BU3HauTe 3arajibHy KiJbKICTh Map HYKJICOTHIIB
(m.H.) y 1bOMy (parMeHTi Ta KiJbKiCTh ryaHiHOBUX (G) HYKJICOTH/IIB.

2.4. ®parment asonanitoroBoi JJHK mae nosxuny 136 um. Bizomo, mo Ha ryasin (QG)
npunagae 30% Big 3araabHOl KITBKOCTI HYKJICOTHIIB. BuU3HauTe 3araibHy KUIBKICTH Tap
HyksIeoTuiB (m.H.) y upboMmy ¢pparmenti IHK Ta kinekicte TumiHOBHX (T) HyKkieoTHIIB Y
¢dparmenTi. Ckutbku yparmioBux HykieoTuaiB (U) mictutume iPHK, cunTe3oBana 3 1poro
(dparmenTa, K110 BOHA Koritoe obuasa nanmoru JJHK mo uep3i?

2.5. Monekyna JJHK wmictute 150 map HykneotuaiB (I.H.). Bimomo, mo KUIbKICTh
ryaHiHoBuxX (QG) HyKJIe€OTHIiB CTaHOBUTH 60 oauHMIL. Bu3Haure 3aranbHy KUIBKICTb
HYKJIEOTUAIB Y MoJeKy, KulbKicTh C, A Ta T HyKI€OTHAIB OKpeMO Ta BIACOTKOBUN BMICT
KO>KHOTO HYKJIEOTHUTY.

3ABJIAHHS 3. Po3B’si3aHHs 3a7ady Ha BU3HAYEHHS KITBKOCTI BOJHEBHX 3B’SI3KIB Y
¢parmenti JJHK

3agaua. [{ursaka JIHK cknanaetscs 3 500 map nykiaeoruais (1m.H.). Bizomo, 1o 3 Hux
150 map € A-T napamu. OGUUCTITH 3arajibHy KiJIbKICTh BOJHEBHMX 3B'SI3KIB Yy 11iif MOJIEKYi

Po3p’si3anns 3aaayi. 3aragbHa KUIBKICT Map HYKJIEOTH 1B ckiafgaeTbes 3 A-T map 1 1'-
L1 map. 3a ymoBoto 3aiaui Biomo, mo autgaka JJHK cknanaerses 3 500 m.H., 3 sskux - 150 m.H.
napu A-T
Kinbkicts G-C nap = 3aranbpHa KUTbKicTh 11.H. — KinbkicTs A-T map
Kinpkicte G-C map=500—150=350 map

BukopucToBy€eMO 3HaHHS PO THITH BOJAHEBUX 3B's13KiB: Mik A Ta T — 2 Bo/IHEBI 3B'sI3KH,
MK G ta C — 3 BOIHEBI 3B'SI3KU.

N (BoxHesi 3B’s13kn) = (2XA-T map) + (3x G-C nap)
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N (BomneBi 3B’s13k1) = (2%150)+(3%350)
N (Boguesi 38’s13ku) = 300+1050
N (BomneBi 3B’ s13k1) = 1350
BinnoBiab: 3aranbHa KiIbKICTh BOJHEBUX 3B's13KiB y 1bomMy ¢parmenTi JJHK craHoBUTH
1350 3B'13KiB
3agayi 1151 caMOCTiHHOro po3B’sI3aHHSA:

3.1. ®parment asocnipanpHoi JIHK mictute 3aranom 1500 mykneorumaiB. Bimomo, 1o
BMicT TyaHiHy (G) craHoBuTh 20% Bix 3aranbHOi KUIbKOCTI. Bu3Haure 3araibHy KUIBKICTH
BOJIHEBUX 3B's3KiB y IboMy ¢parmenti JJHK.

3.2. Jlinsaka reHa mae MossipHy macy 276000 r/moinb. Bigomo, mo BoHa MicTuTh 160
nykieotuaiB T. BusHaure 3aranpHy KiNbKiCTh BOJHEBUX 3B's3KiB y IboMy (pparmenti JTHK.

3.3. Jlano mocnigoBHicTe oxHoro naHiora ¢parmenta JIHK: 5~ ATGCCGTAGT-3".
BuszHaure moCiiIOBHICT KOMILIEMEHTapHOro JsaHmoora. OOYHCIITh 3araibHy KiTbKICTh
BOJIHEBUX 3B'SI3KIB y IbOMY JIBOCIIIpAIbHOMY (pparMeHTi.

3.4. ®parment JJHK cxnanaetses 3 300 nykneotuanux nap. Bizomo, 110 ciBBiHONIICHHS
KUTBKOCTI TyaHiHOBHX HyKJeoTuaiB (G) mo tuminoBux HykieotunaiB (T) mopisaioe 2:1.
Busnaure 3araibHy KiJbKiCTh BOJHEBUX 3B'A3KIB Y IIbOMY (PparMeHTi.

3.5. ®parment [IHK mae nosxuny 170 aM. Bigomo, mo yactka G-C map cranoButs 60%
BiJl 3araJIbHOT KiJIbKOCT1 HYKJICOTUIHUX Nap. Bu3HauTe 3araiabHy KiIbKICTh BOJHEBHUX 3B'SI3KIB
y IIbOMY ()parMeHTi.
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Pozmin 2.
TPAHCKPUIIIIS

Merta: copmyBaTu rmOOKe po3yMiHHS TPAHCKPHUIIIIT SIK KJIFOUOBOTO €TaIly peai3amii

reHeTHYHOi iH(popMallii, BU3HAYUTU CTPYKTYypHI €JIEMEHTH Ta KIHIIEBI HPOAYKTH ILHOTO
nporecy. YCBiIOMUTH TOYHICTD 1 CKIaHICTh MOJEKYISIPHUX MEXaHi3MiB, 110 3a0€3MeUyI0Th

nepeaady CnajaKoBOCTI, Ta HEOOX1IHICTh PEryJISIii TpaHCKPHUMIIii A1 qudepeHttiamii KIiTHH 1
(yHKIIIOHYBaHHSI OPTaHI3MYy.

e

Cnucok peKoMeH/10BaHMX JIzKepeJI:

1.Color Atlas of Genetics, 3rd edition, revised and updated. — Thieme Verlagsgruppe,
2006. — 496 p.

2. Human Molecular Genetics / T. Strachan, A. P. Read. — 5th ed. — New York : Garland
Science, 2019. — 776 p.

3. Molecular Biology of the Gene / J. D. Watson, A. A. Baker, S. P. Bell, [et al.]. — 7th
ed. — New York : Pearson, 2014. — 886 p.

4. Thompson & Thompson Genetics in Medicine / R. L. Nussbaum, R. R. Mclnnes,
H. F. Willard. — 8th ed. — Philadelphia : Saunders, 2016. — 656

5. Turnpenny P.D., Ellard S., Cleaver R. Elements of Medical Genetics, 16th
Edition. — Elsevier, 2020. — 448 p.

6. baza nmammx Pubmed crateit 'y  OlomoriyHMx — KypHamax
https://pubmed.ncbi.nlm.nih.gov/

7. Hemunos C.B., bepaumes I'./l., Tormuiii H.M., Yepunenko K.JI. 'eneruka:
niapyunuk. — K.: @itoconionentp, 2007. —411 c.

8. 3amopoxkan B.M., baxxopa FO.1., [lleBenenxoBa A.B., HecnokoBa M.M. Meanuna
reHeTuka: mapydnuk. — Oneca: Onec. aepx. mea. yH-T, 2005. — 260 c.

9. Hikonaituyk B.I. 30ipHuk 3anau 3 reneruku: HaBu. mociOHUK ISl CTY[. BY3IB.-
VYxropoa: b. b. Hans, 2001 . — 176 c.

10. Hikonaituyk B.I,, BakepuuM.M. TI'eneruka: minpyd. Ais BHIL.HABY.3aKJI. -
VYxropon, I'paxnaa, 2013.- 504 c.

11. TIomorait6o B.M. IlerpymoBA.B. I'enetuka monunu: Hapuanbuuit nocionuk.- K.:
Axanewmis, 2014. — 278 c.

12. CuBono6 A.B. I'eneruka: Ilinpyunuk. — K.: BugaBuudo-nomnirpadiyauii 1estp
"KuiBcekuii ynisepcutet", 2008. — 320 c.

13.  Tompkuit B.M. T'eneruka: Iligpyunuk nns crya.0ion.cmern.yH-TiB.- Opneca:
Actponpunr, 2008.- 712 c.

14. ITogusutucs Bixgeo https://www.youtube.com/watch?v=xZJFY31GBrE
15.IToguButHCs Bigeo https://www.youtube.com/watch?v=xZJFY31GBrE&t=3s

ITuranns aas CaMOHiIlFOTOBKI/I:

Tpanckpurniis

Etanu Tpanckpuniiii (iHimiamis, eJIoHTaris, TepMiHaIlis).
IlenTpasibHa 10rMa MOJIEKYJISIPHOI Oi010Ti{

Marpuunwii Ta koayrouunii Janior JJHK.


https://pubmed.ncbi.nlm.nih.gov/
https://pubmed.ncbi.nlm.nih.gov/
https://pubmed.ncbi.nlm.nih.gov/
https://www.youtube.com/watch?v=xZJFY31GBrE
https://www.youtube.com/watch?v=xZJFY31GBrE&t=3s
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5. Tlpouecunr iPHK (kermyBaHHs, MoiaieHUTFOBaHHS, CIJIAHCHHT).
6. AnbTEepHATHUBHUM CIUTACHHT

Teoperuyni BizomMocTi 3 TeMu

Tpanckpunuis - 11e 11e IepIIri eTamn peaizallii FTeHeTHYHOI 1H(popMallii, i 9ac SKoro
crmaakoBa iH(opMmartis, o MiCTUThCS B mociigoBHOCTI HykieotuaiB JIHK, nepenucyerscs Ha
nociigoBHIicTh HykineotuaiB PHK. Tpanckpumniiis BinOyBaeTbes 3a yuactio ¢pepmenTa - PHK-
noJiimepasa.

ITin gac Tpanckpuniii oaun 3 manmiorie JIHK BukopuctoByeThes sk maTpuid. Llei
JAHLIOT HA3WBA€THCS MATPUYHMM. Bin € xommiuimentapaum ao iPHK, mo cunTe3yerbcs.
[IpoTriie)kHUN JIAHITIOT HA3WBA€THCA KOAYKWYHM - BiH € imeHtmunuMm 1o iPHK, mio
CHUHTE3Y€EThCS, 32 BUKJIFOUEHHSM TOTO, [0 3aMiCTh THMIIUJIOBHX HYKJICOTHIIB HA BiIOBITHUX
micusax iPHK cratots ypanmiosi Hykieotunu (puc. 2.1).

ARNA
polyrexose

Cod'\‘ng shvond

s yd

ONA

Templode stvond

Codivaoy sheand
RNA nER .

Terwplode Steand

Puc. 2.1 - Cxematnune 300pa’keHHS IPOLECY TPAHCKPUIILIIT

TpaHckpumis NPOXOIUTh B TPU €TaIlu:

I - inimianisi. BinOyBaeTbces po3mni3HaBaHHS TPOMOTOpPA (MiClsl IOYATKy TPAHCKPHUIILT)
PHK-nonimepa3oro. YTBOpEeHHS TPaHCKPUMILIHHOTO KOMIUIEKCY. Biumarae uncneHHux O1IKiB -
3araibHUX (PaKTOPIB TPAHCKPHUIILIT.

II - eronranisa. Cunre3 iPHK na matpuni JJHK 3a npuHIunom KoMmiiMeHTapHOCTI.

Il - Trepminanisa. Ilpounec Tpanckpumnuii 3ynuHseTbes, sk TiIbkn PHK-momimepasa
3yctpivaeThes 13 austHkoro JIHK, 1mo Ha3uBaeThest TepMiHaTOp.

HocTTpancasiniiina o6podka. Y eykapioTiB B IpOLECI TPAaHCKPUIII CHUHTE3y€EThCS
npe-iPHK (nepBuHHMI TpaHCKpUIIT), sIKa L€ HE TOTOBA 10 CHHTE3y Oinka. B momampmiomy
BOHa Mae neptBoputucs Ha 3puty iPHK B mporueci moctrpancisniinmoi o6podku, mo oyae
BUKOpHUCTaHAa nJisi cuHTe3y Ounka. I[loctrpaHcmsiiiina o0poOka BKIIIOYa€E KEIMyBaHHS,
CILIAMCHH, TOJIiaICHITIOBAHHS.

KenyBanns (capping) 3axirodaeTbcsi B TOMY, 1o Ha 5-kiHeub npe-iPHK nomaerscs
MoOU(IKOBAaHUN TyaHUIOBUH HYyKiIeoTHI (7-MeTmiryaHo3uH). Lle HEoOXigHO sl 3axucTy
1PHK Bix po3nany ¢pepMeHTaMu g1pa Ta HUTOIUIA3MHU, TPAHCIIOPTYBAHHS 3 s/Ipa B IUTOILIA3MY,
€ TOYKOIO MPUKPITUICHHS PHOOCOMHU Ta, TAKMM YHHOM, 1HIIIAIT TPAHCIAIII.
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Exon Intron Exon
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Puc. 2.2- CxemaTnuHe 300pa>keHHS TIPOIIECY BUpi3aHHS iHTPOHIB i3 mpe-iPHK

Cnuaiicunr (splicing) - ne mporec BUJaJIeHHS HEKOAYIOUMX JAUISHOK (IHTPOHIB) Ta
3’€IHaHHS KOAYIOUHMX TUISTHOK (€K30HIB). IHTpOHM HE HecyTh KOAyrouoi iHpopmarii, Tomy
npucyTHicTb X B 3pinii iPHK npussena 6u 1o cuHTe3y HedyHKIIOHAIBHOTO OIKY (puc. 2.2).
Oxpim ToroO, cruaiicuHr oxHiei i Tie camomo mpe-iPHK wmoxe BimOyBarucs pisHHMH
crnocobaMM 3 YTBOPEHHSIM pI3HHX 3putuxX TpaHckpuntiB. Lleil mpouec Ha3uBaeTbes
AIbTEPHATHBHUM CIUIACHHTOM. B #0oro pesynbpTari 3 OJHOTO T€HY MOXE yTBOPIOBATHCS
KUJIbKa OIIKOBHMX MPOAYKTIB. TakuM 4MHOM, OpPraHi3M Marouu BiJIHOCHO HEBEJIHMKY KUIbKICTb
TCHIB CHHTE3YBaTH BEJUKY KUTBKICTh OUTKY (pHc. 2.3).

DNA
RNA
[ Alternative Splicing 1
1 2 3 4 5 1 2 4 5 1 2 3 5
MRNA  sisieisinialiuisiolivniniiebfolsiiisisisioiiiy -t E e e ) e A s —— A
Translation Translation Translation

Protein A Protein B Protein C
Puc. 2.3. - AnpTepHaTUBHUIN CIUTAHCHHT

HoaiagenimoBanus (polyadenylation) - mpouec nmpuennanus ao 3-kians npe-iPHK
JIOBrOr'0 JIAHITIOTA 3 aJICHUTOBUX HYKJICOTHIIB, BIIOMUN sK momi(A)-xBicT.  DyHKIisA
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MoJTiaICHUTIOBaHHA 3aKimovaeTbest y 3axucti iPHK Bin pyitHyBaHHS epMeHTaMH, TPAaHCTIOPT
iPHK 3 sanpa, posniznaBanHio pubocomamu iPHK, BIuiMBae Ha cTaOUIBHICTD Ta Yac XKHUTTSA
MOJICKYJTH Y IIUTOILIa3Mi.

TpaHckpuIIis € HepIIMM KPOKOM Y IIPOIIECi eKCIpecii TeHiB, 10 3a0e3neuye peaizaiito
reHeTu4HOi iH(Mopmarllii. OCHOBHA POJIb TPAHCKPHIIIIII MOJIATAE Y ITEPETBOPEHHI T€HETUYHOTO
koay Ha QynkuionansHy monekyny iPHK. Monekyna JIHK 3naxoauThes B sizipi 1 HE MOXe
HOT0 MOKMHYTH Ta 3a0€3MeUnTH CUHTE3 Oi1ka 6e3mocepeiHbo. ToMy HEOOX1THHM MTOCEPETHUK
Mmix seproto JIHK ta murormasmoro. [{um mocepennukom € iPHK, mo cTBOproeTbes B
nporeci Tpanckpunmii Ha Matpumi JHK. Takum ymnom JIHK 3amummaerbcs B sapi, 1o
MiHimi3ye 11 nomkopxkenHs. [1ix yac Tpanckpumnuii BigOyBa€eThCsl TOHKA PETyJIsLis eKcIpecii
TCHIB, 10 3a0e3Me4yI0Th aIalTallilo JI0 IMIBUIKOILUIMHHUX YMOB 30BHIIIHBOTO CEPEIOBHIIA.
OxpiM TOro, aNbTEPHATUBHUN CIUIAMCHHT JO3BOJISIE€ 30UIBIIATH  KUIBKICTH  3PUIHX
TPAHCKPHIITIB 3 OJIHOTO T'CHA.

IIpakTu4Hi 3aBJaHHS 3 TEMH
Po3p’si3anns 3a1a4 3 temu “Tpanckpunuin”
s po3B’s3aHHsS 3a7a4 MOTPIOHO Mam’sATaTH KOHCTaHTH, MOB’s3aHi 13 OyJOBOIO Ta
(GYHKIIOHYBaHHSIM HYKJIETHOBHX KUCIIOT:
HyxkJiieoruau yreopoors komiiiMmentaphi napu (A-T(U), C-G)

3ABJIAHHSI 1. Po3B’si3aHHs 33729 HA TPAHCKPHIIIIIIO:

3agaua. Ha gingnni JIHK, mo xoxye nentun, BinOyBaeTbes TpaHckpumniis. Kogyroumii
gannor /JITHK mae nactynny nocnigosHicts: S'"ATGCCGGTTAAG-3'.
a) Hanmumnite nocniioBHiCT, MaTpuuHoro ganmora J[HK.
b) Hanmumrite mocnigoBHicTs cuaTe30Banoi iPHK.
¢) CKUIbKY ypauuJI0BUX HYKJIeoTHAIB Oyze mictutH 1151 iPHK?

Po3p’sa3anns 3aaaui.

a) B 3amaui gana mocnifoBHICTh Komytouoro mnanmrora JIHK 1 moTtpiOHO Hamucatu
MOCIIIJOBHICTh MAaTPUYHOTO. J{J151 IbOTr0o MOTP10HO 3aCTOCYBATH MPUHIUI KOMIUTIMEHTAPHOCTI,
TOOTO HAaBOPOTH aJeHiHy (A) B npyromy nanurory JJHK 3asxau postamoyerbes tTumin (T),
HaBipotu uto3uny (C) - ryanid (G). OkpiM Toro, noTpiOHO BpaxoByBaTH HANPSMOK CUHTE3Y
nanirora JIHK: Bci mporecu B JIHK 3aBxnu BinOyBaroThes B HampsiMKy Bing 5’ mo 3'. JIBa
nanioru [IHK € anTunapanensHi oauH 0gHOMY, TOOTO, SIKIIIO OAWH JIAHIIOT Ma€ HAIPsIMOK
Bix 5’ 1o 3', TO MaHIIOra HABMPOTH HHOTO OyJe MaTH HaMpPSAMOK Bif 3’ 10 5'.

Konytounit nanmor (5'—3") 5S'-ATGCCGGTTAAG-3
Matpuynuii nanmor (3'=5') 3'-TACGGCCAATTC-5

Ak Bxe Oyno 3a3HadeHo, Bci npouecu B JIHK BinOyBaroThest Bim 5’ 1o 3, BIAMOBIIHO,
OTpHUMaHy MOCJIiJOBHICTh HOTPiOHO 3aMKCcaTH B IPABUILHOMY HAIPSIMKY, 00 B TAKOMY BUIJISIII
BoHa 3amucana 3aaom Hanepen 3’ - TACGGCCAATTC - 57

Bignosiab a: MaTpuuHuil JaHIIOT Mae HacTynHy nociifgoBHicTh 5'- CTTAACCGGCAT -3’

b) iPHK cunresyerbcss Ha marpuuHomy nanmory JIHK. Ilocnigosnicts iPHK €
KOMILJIEMEHTAPHOI0 JI0 MAaTPUYHOTO JIAHIIOTA 1 iJeHTHYHOI0 O KOAYIOUOro JIaHIora (3a
BuHATKOM 3aMinu T Ha U). B 3agadi gana nocnigoBHICTh Koayrouyoro snaniiora JIHK, omxe
nociigoBHicTs IPHK Oyzae imenTrdHa naHiii mocCmiOBHOCTI, Jmiie 3aMmicTh TuMiny (T) Oyae
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Mmictuta ypamui (U). SIx6u B ymoBax 0yJio JaHO MAaTPUYHUMA JAHITIOT, TO B IIbOMY BUIIAJKy MU
OU BUKOPUCTAJU MPUHIIUI KOMITTIMEHTAPHOCTI.

Konytounit nanior (5'—3") 5 -ATGCCGGTTAAG- 3
iPHK (5'—3") 3’ -AUGCCGGUUAAG-%

Binnosins b: 3' - AUGCCGGUUAAG - 5’

¢) Jliist po3paxyHKy KiJIbKOCTI yparuiaoBu3 Hykineotu1iB B iIPHK Ham notpiOHo 3anucatu
ii mocmioBHicTh (ii OTpUMaNy B MomepeHbOMY 3aBJIaHHI) Ta MPOCTO MOPaxyBaTH KUIbKICTh
ypauuny (U):

iPHK (5'—3") 33 -AUGCCGGUUAAG-Y%

Kinpkicts ypauuny (U) B ganiil mocmiIoBHOCTI - 3

Bianosinke c: 3

3amaui 11 caMoOCTiiHHOI0 PO3B’SI3aHHA:

1.1 KopucTyroounch IEHTPaIbHOIO JOTMOI MOJEKYJsIpHOi Oionorii, BHU3HaUTe
nocnigoBHicTh 1IPHK, mo yTBopuThCS B pe3ynbraTi Tpanckpuriii HacTynHoi autstaku JTHK
(xomyrounmii naniror): S'"AATGCCTAGCT-3"

A. 5-UUACGGAUCGA-3’
B. 5-AUGCCTAGC-3’

B. 5'-UUGGCGGAUCG-3'
I'. 5-AAUGCCUAGCU-3'

1.2. Sxmo marpuunuil nanuror JIHK mae mocaimoBhicte 5S'“GATCCGATT-3', sxa
nociinoBHicth iIPHK Oyne cunTe3oBaHa? 3BepHITH yBary Ha HEOOXIIHICTh 3alucy Y
IIpaBUIILHOMY HanpsMKy mosekyiau JJTHK

A. 5'-AAUCGGAUC-3’
b. 3'-UUCGGUAUC-5’
B. 5-GGATCCAAT-3’
I'. 5-AAUCGGATC-3’

1.3. Jlana mnocnigoBHicTh MarpuuHoro madimora JIHK: 5'-GATCCGA-3'. Ckinbku
ypaIMIOBUX HYKJI€OTH B Oye B yrBopeHiit MPHK?
Al

b.2
B.3
I.4

1.4. BcraHoBiTh ocTiioBHICTH MaTpuyHoro JaHmora JIHK, skmio BizoMa nociioBHICTh
cunte3oBaHoi iIPHK: 5"-UAACGAUCG-3'. 3BepHiTh yBary, 110 BiIOBiIb MOTPIOHO HAaaTH
3 ypaxyBaHHIM MPaBUIBHOTO HanpsiMKy Monekynu JJHK.

A.3-ATTGCTAGC-5'
B. 5-ATTGCTAGC-3’
B. 3'-UUGCAUCAG-5’
I'. 5-CGATCGTTA-3’

1.5. lano ¢parment koayroudoro jnaniora JJHK y rakomy 3amuci: 5~ GATTACAAT-3'.
SAxa nocaigosHicTs iPHK Oyne cunTezoBana?
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A. 5'-CUAUGUUAC-3’
b. 3'-CUAAUGUUA-5’
B. 5"-GAAUAUGUC-3'
I'. 5-CUAAUGUUA-3’

3ABJIAHHSI 2. Po3B’si3aHHs 3a/1a4 HA MIBUIKICTh TPAHCKPHITIIIT

3apava. Y wiituHi O6akTtepii (mpokapioTra) BiZOYBAETHCS TPAHCKPHIIIISA I'eHa, [0 Mae
noxuHy 1500 mykneorumnux map. IlBunakicte pyxy PHK-nomimepasu cranoButh 50
HYKJICOTHUIIB 32 CEKYH]TY.

a) Busnaure vac (y cexyHaax), HeOOXiJHHUN AJIsl TIOBHOI TPAHCKPHIILIi I[bOTO TEHA.

b) Ckinekn PHK-monmimepaz MoXXyTh OJHOYACHO pyXaTHUCA MO LBOMY TeHY, SKIIO
BiJIOMO, 1110 M’k HUMHU Ma€ OyTH BijcTanb He MeHmie 100 HykieoTHmiB?

Po3p’s3anns 3aaaui.

a) Tpauckpunuis — ne cunre3 PHK na onnomy 3 manmroris JIHK. Tomy nomxuna
cunte3oBanoi PHK popiBHioe nomxkwmui omuHoro manmiora JIHK, ToOGTo kimbkocTi
HYKJICOTHIHMX NIap reHa.

JHosxnna MPHK = noB >xuniMaTpuunoro naniora JJHK

Hoexxuna MPHK=1500 nykneotusis

Po3paxyHok "acy TpaHCKpHIMLII:
Yac=/losxxuna MPHK / IlIBuaKicTs TpaHCKpUMIIiT
Yac=1500 nyxi / 50 nyki./c.=30 c

BinnoBiab a: yac Tpanckpumiii - 30 ¢

b) YV npokapioTiB MOXJIMBa MyJIBTHUIUTIKALIS TpPaHCKpUIii, koiau Kimpka PHK-
moJIiMepas pyXxaroThCsi IO OHOMY TeHY OAHOYacHO. [l BU3HAUEHHS JOCTYITHOTO MPOCTOPY
JUIE MYJIBTUIUTIKALIHHOT TPaHCKPUMIT HEOOXIHO 3HATH JOBXKMHY MAaTpPHULI JUIsI CHHTE3Y,
T00TO reHa. Bona nopiBatoe 1500 nHykneotuaiB. Ockiibku MK (pepMeHTaMH NMOBUHHA OyTH
BigcTaHb He MeHme 100 HykJIeoTHIIB, MOKHA MpUITyCTUTH, 1o KoxHiH PHK-monimepasi
(BKJIFOYHO 3 MIHIMQJIHHOIO BIJTLHOIO JUTSTHKOIO 32 HEt0) moTpioHO 100 HYKIICOTH/IIB IPOCTODY.

Kinpkicte mommepaz=MiHiManbpHa BijcTaHb Ha depmeHT/[loBkMHA TreHa

(HYyKI1.)
Kinpkicts momimepas=100 nyki. 1500 aykr.=15

Ile o3nauae, mo xomu nepma PHK-nomimepasa npoiine 100 HykieoTHIIB, HACTYIIHA MOXKeE
NPUEAHATUCS HA MOYaTKy reHa, 1 Tak ganmi. Ha Bciit poexkunHi 1500 HyKJI€OTHIIB MOXeE
0JIHOYACHO po3MicTUTHCS 15 hepMeHTiB.

Binnosiap b: wmakcumanpaa KimekicTh PHK-momiMepas, mo MoxyTh 0JHOYAcCHO
pyxarucs 1o resy 15
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3agadi JJIs caMOCTIilHHOI0 PO3B’A3aHHA:

2.1. VY ximituni npokapiora cunte3 iPHK BinOyBaeThes 31 mBuaKicTIO 40 HYKJICOTHIIB HA
cexyHay. Skmio rer mictuth 2000 map HyKJICOTHIIB, CKITbKU Yacy (y CeKYHIaX) 3HAT00UTHCS
JUTSl HOTO TIOBHOI TPAHCKPHITIIIi?

2.2. Eykapiotuunuii ren mae gosxkuny 3600 m.H. Binomo, mo PHK-nonimepasa cunresye
npe-iPHK 31 mBuakictio 30 HyK1€0THiB Ha CeKyHy. Bu3HauTe yac (y XBWIMHAX 1 CeKyH/ax),
HEOOX1THUM JIJIs1 TOBHOT TPAHCKPHITIIIT [IbOTO TEHA.

2.3. Cunres iPHK y npokapioTu4Hiil KIiTHHI, 110 KOAy€e 01710K 3 450 aMiHOKHCIIOTHUMU
3anuIKkamMu, TpuBas 15 cexynn. (Bpaxyiire, mo ans cunatesy iPHK moTpiGen cron-komoH, ane
HEe BpaxoBYHTe yac Ha iHiIaIliio Ta TepMiHalio). Buznaure nosxuny cuntezoanoi iPHK (y
HYKJICOTHIaX ) Ta CEPEIHIO MBUKICTh TPAHCKPUIILIi (Y HYKJICOTHAAX HA CEKYH/Y).

2.4. PHK-nonimepasa pyxaeTbcs 1Mo reHy 3i mBHIKICTIO 40 HYKJICOTH/IIB HA CEKYHY.
IToBHa TpaHCKpHILisS LBOrO reHa TpuBaia 1,5 XBUaMHU. BuszHaute NOBXKUHY CHHTE30BaHOI
PHK (y Hykieotngax) Ta JOBXKHMHY I'€Ha y II.H. Ta y HM.

2.5. IIpe-iPHK eyxkapiora cuaTesyBanacs 3a 80 cekyH1. BoHa MicTUTh 3 iHTPOHHU, KOYKEH
3 AKUX Mae 1oBxuHY 500 HykieotuaiB. [IIIBUAKICTh TpaHCKPUIILIT CTAHOBUTD 25 HYKJIEOTHIIB
Ha CeKyHJy. BusHaure 3aranbHy a0BxkuHY cuHTe3oBaHoi mnpe-MPHK (y Hykieotnnax),
nosxuny 3pinoi iPHK micns cnnaiicunry (y HykJIeoTHaax), CKUIbKU KOJOHIB MICTUTH 3pijia
MPHK (6e3 ypaxyBaHHS CTOI-KOJJOHA)

3ABJIAHHSI 3. Po3B’s13aHHS 3a/1a9 Ha CTUTAMCHUHT

3agaua. ['en X ckiagaerbes 3 5 €K30HIB. Y pe3ysbTaTi allbTEPHATUBHOTO CIIACHHTY
MOKYTh YTBOPIOBATUCS OLIKH, IO MICTATh Taki KOMO1HaLlli €K30HIB:
e BapianT 1: Ex3onu 1-2-3-4-5
e BapianTt 2: Ex3onu 1-2-4-5
e BapianT 3: Ex3onu 1-3-5
a) CKUIbKM IHTPOHIB y noyaTkoBiil npe-iPHK?
b) Ckinpku pi3HUX TUIIIB OLIKa MOXe OyTH CHHTE30BaHO 3 11bOI'0 I'€Ha, BPaXOBYIOUH
HaBeJIeH1 BapiaHTH?
c) SIkuit eK30H € 000B'I3KOBUM JJIsl BCIX TPHOX BapiaHTIB?

Po3p’si3anHs 3a1aui.

a) BusnauenHs kinpkocTi iHTpoHIB y npe-iPHK. VY reni uepryrorbcst Koayroui TUTSTHKH
(ex30HM) Ta HeKoAyroul NUISHKU (1HTpoHHU). KimpkicTh 1HTpOHIB y modatkosiit mpe-iPHK
3aB)KIU Ha ONMHUIII0 MEHIIA, HIXK 3arajabHa KUIBKICTh €K30HIB.

Kinpkicth iHTpoHIB=K1JIbKICTh €K30HIB—1
KinpkicTh iHTpOHIB=5—1=4
Mix E1 1 E2, E21E3, E3 1 E4, E4 1 ES 3HaxoauThcst Mo OTHOMY 1HTPOHY.

Bignosinb a: y npe-iPHK 4 inTponu

b) BusHaueHHs KUIBKOCTI Pi3HUX THIMIB OiKa. ANbTEpHATUBHHUM CIUIACHHT J03BOJISIE
CHUHTE3YBaTH KUIbKa pi3HUX OUIKIB (130(hopM) 3 OAHOTO T'eHA, BKIIOYAIOUN a00 BUKIIOYAIOYN
neBHI ek30HU. [l po3paxyHKy KUIBKOCTI YCiX TEOPEeTHYHO MOXIIMBUX 130)0pM MU
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BpaxoByeMmo, 110 E1 Ta E5 € 060B's13koBuME (BoHM MatoTh OyTH B kKoxkHiK 1IPHK), a mpomMixkHi
ex3onu (E2, E3, E4) MoxxyTh OyTH a00 BKJIIOYEHI, a00 BUKITIOUYCHI.
1. BusHaueHHs BapilaTUBHHMX €K30HIB - BapiatuBHUMU € E2, E3 Ta E4 (Bcboro 3 ex30HM).
2. BwusHaueHHs KUIBKOCTI BapiaHTIB Ha KOXEH ek30H: KoxeH BapiaTUBHUI €K30H Mae 2
MOXJTMBOCTI: BKJItOUeHHs (1) abo BukitoueHHs (0).
3. ®opmyna s KiabKOCTI 130popMm:
Kinbkicth i30popm=2"
Jie N — KUTBKICTh BapiaTUBHUX €K30HIB.
KinbkicTs i30opM=2°=8 BapiaHTiB
8 Teopernuno MoxximBux BapiaHTtiB: (E1 Ta ES 3aBxnu npucythi; 0 = BuximoueHo, 1 =
BKJTFOUYEHO)

BapiaHt

Ne E2 E3 E4 KombGinauis

1 1 1 1 E1-E2-E3-E4-E5 (BapiaHT 1 3 ymoBH) ‘
2 1 1 0 E1-E2-E3-E5

3 1 0 1 E1-E2-E4-E5 (BapiaHT 2 3 yMOBH) ‘
4 0 1 1 E1-E3-E4-E5

5 1 0 0 E1-E2-E5

6 0 1 0 E1-E3-E5 (BapiaHT 3 3 yMoBM) ‘
7 0 0 1 E1-E4-E5

8 0 0 0 E1-E5 (HaiikopoTLumi) ‘

Binnmogiab b: MoxnuBi 8 BapiaHTIB TPAHCKPHUIITIB 3 JAHOT MOCIiTOBHOCTI

¢) Busnauennsa o0oB's3k0oBoro ex3oHy. OOOB'I3KOBUM (KOHCTHUTYTUBHUM) €K30HOM €
TOM, KM MPUCYTHIN y MOC1I0BHOCTI BCiX cuHTe30BaHuX BapianTiB iPHK (i, BiamosigHo, ycix
O1JIKIB).

BapianT 1 BapianT 2
(E1-E2-E3-  (E1-E2-E4-  Bapianr 3 [IpucytHiit y

Ex3on E4-ES) ES) (E1-E3-E5)  Beix?
El v v v Tax
E2 v v X Hi
E3 v X v Hi
E4 v v X Hi
ES v v v Tax

HpoaHaﬂi3yeMo HAaSIBHICTh KOXKHOI'O CK30HY B TPbOX BapiaHTax:

OO0OB'I3KOBUMH €K30HAMHU, 1110 BXOJATH IO CKJIaay BCiX Tphox 130dopm, € Ex3on 1 Ta
Ex30H 5. OckinibKy B 3aBAaHHI 3aIIUTYETHCS PO AKUU €K30H, M MOKEMO BKa3aTu 00HIBa.

Bignmosiae ¢: O0oB'13x0oBuMHU ek30HaMmu € Ex30H 1 Ta Ex30H 5.
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3agauvi U1 CaMOCTIIHOIO PO3B’A3aHHSA:

3.1. Ten Y mae 4 exzonu. Ixui nosxunm: Ex3on 1=300 myxneorunis; Exzon 2=150
HykineoTuaiB; Ex3zon 3=240 nmykneoruniB; Ex3zon 4=360 HykneoTuaiB. ANbTEpHATHBHUI
CIUTAliCHHT y PI3HUX TKaHWHAX Ja€ Ba OLTKH:

e binok A: Exzonu 1-2-4
e binok B: Exzonn 1-3-4

Busznaute kibkicTh aMmiHOKHCI0T y binky A Ta binky B. (He BpaxoByiite cTomn-

KOJIOH). Bu3HauTe, Ha CKIIbKK HYKJIeOTHIB pi3HAThCs ixHI MPHK (6€3 cTon-ko10HIB).

3.2. [Ipe-1PHK rena mae 3aransny gosxkuny 1500 nykneorunis. [licns crmaiicunry 40%
HYKJICOTUIB OyIi0 BunaneHo. Busnaure nosxuny 3pinoi iPHK (y Hykineotnnax) tTa BusHaure
MaKCUMaJbHY KUIbKICTh aMiHOKHUCIOT y OiKy, cuHTe3oBanoMmy 3 1iei MPHK. (BBasaiite, mo
3pima MPHK moBHICTIO Komye OUIOK, BKIIIOYAIOUM CTapT-KOAOH, aJieé BUKIIOYAIOYH CTOI-
KOJIOH).

3.3. Jlano nBa i3odopmu Oinka (Z1 Ta Z2), CHMHTE30BaHi 3 OJHOTO TE€HA MUIIXOM
aNbTepHATUBHOTO crlaiicuHry. binok Z1 mictuth 150 amiHoKuCnOT, To1 sk binok Z2 MicTuTh
130 aminokucnot, ockineku B Horo iPHK BincyTHilt oguH ex30H. Ha cKiIbkH HYKJIEOTHAIB
kopotiia MPHK Z2 nopiBasiHo 3 Z1 (6€3 ypaxyBaHHs CTOI-KOJI0HIB)? SIKy (yHKIiOHAJIbHY
pOJIb MOXE€ BHUKOHYBATH BIJICYTHIH €K30H, SKIIO BigoMo, mo binok Z1 3B's3yerbcs 3
MeMOpaHoto, a binok Z2 € pozunnauM y ruroruiasmi? (IoscHits y 1-2 peyeHHsX)

3.4. Eykapiotuunnii re Mae 1800 nap mykneotusis. Moro TpaHCKpUMLifHUIT IPOTYKT
(npe-iPHK) mae nosxuny 1800 nykneoruais. Ilicns craiicunry 3pina iPHK mae nosxuny
1000 myxneotuaiB. CKUIbKM HYKJIEOTUAIB Oyino BHpi3aHO (y BHUIVIAIl IHTPOHIB) MiJ 4ac
crutaiicuary?  CKiUIbKH aMiHOKHUCIOT OyJe MICTUTH O1UIOK, CHHTE30BaHUI Ha OCHOBI Ili€l
MPHK? (BpaxyiiTe, 1110 cTON-KOJIOH HE KOAYE aMIHOKHCIIOTY)

3.5. Ilpe-1PHK rena mae 3aranpHy noxuny 1200 myxneotuais. Ilin yac crnmaiicuary
Oyno Bupaneno 30% HykneoTuaiB. TpaHCALis MOYMHAETBCA 3 epuIoro kojxoHa 3pinoi iPHK
1 3aKiHYy€eTbCcSd Ha CTom-KojaoHI. Busnautre nomxkwuny 3pinoi iPHK (y Hykmeotmmax) ta
MaKCUMaJIbHY KUIBKICTh aMIHOKHUCIIOT y OinKy, cuHTe3oBaHoMy 3 wiel iPHK. (Bpaxaiire, mo
3pina iPHK noBHicTio KOAye 010K, BKIIOYAIOYH CTAPT-KO/I0H, aJle BUKIIOYAI0UH CTON-KO/I0H).
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Pozmin 3.
TPAHCJIALIA
Meta: cdopmyBatH TIAMOOKE PO3YMIHHS TPaHCIAIIT SK TIpolecy NepeBeACHHS

reHeTudHoi iHopmarii 3 mocnigoBHocti HykineoTuaiB (iPHK) y mocnigoBHICTh aMiHOKHCIIOT
(OiyOK); BH3HAYUMUTH KJIFOYOBI MOJICKYJISIPHI MAIIMHUA Ta €Tamd, HEOOXIAHI Ui CHUHTE3y

NOJINEeNTUAHOTO  JIAHIIOTa;  YCBIAOMUTH  (PyHIaMEHTaJbHICTh Ta  yHIBEpCAJIbHICTDH
TEHETHYHOT0 KOAY SIK MOBH, IO 00'€HYy€ BCe KMBE, Ta CKJIAQIHICTh OlOCHHTE3y OilKa sK
OCHOBH JJ1s1 (DYHKITIOHYBAaHHS KJIITHHH 1 CIIAJIKOBOCTI.

1.

Cnucok peKoMeH/10BaHMX JIzKepeJI:

1.Color Atlas of Genetics, 3rd edition, revised and updated. — Thieme Verlagsgruppe,
2006. — 496 p.

2. Human Molecular Genetics / T. Strachan, A. P. Read. — 5th ed. — New York : Garland
Science, 2019. — 776 p.

3. Molecular Biology of the Gene / J. D. Watson, A. A. Baker, S. P. Bell, [et al.]. — 7th
ed. — New York : Pearson, 2014. — 886 p.

4. Thompson & Thompson Genetics in Medicine / R. L. Nussbaum, R. R. Mclnnes,
H. F. Willard. — 8th ed. — Philadelphia : Saunders, 2016. — 656

5. Turnpenny P.D., Ellard S., Cleaver R. Elements of Medical Genetics, 16th
Edition. — Elsevier, 2020. — 448 p.

6. baza nanux Pubmed crateit 'y  OlomoriyHMx — KypHamax
https://pubmed.ncbi.nlm.nih.gov/

7. Hemunos C.B., bepaumes I'./l., Tormuiii H.M., Yepnenko K.JI. 'eneruka:
niapyunuk. — K.: @itoconionentp, 2007. —411 c.

8. 3amopoxan B.M., baxopa 1O.1., [lleBenenxoBa A.B., YecnokoBa M.M. Meanuna
reHeTuka: mapydnuk. — Ongeca: Oxec. aepx. mea. yH-T, 2005. — 260 c.

9. Hikonaituyk B.1. 30ipHuKk 3anau 3 reHetuku: HaBu. mociOHUK ISl CTY[. BY3IB.-
VYxropoa: b. b. Hane, 2001 . — 176 c.

10. Hixonatuyk B.l., BaxepnuM.M. I'eneruka: migpyd. [Jid BHII.HABY.3aKJI. -
VYxropon, ['paxnaa, 2013.- 504 c.

11. TIomorait6o B.M. IlerpymoBA.B. I'enetuka monunu: Hapuanbuuit nocionuk.- K.:
Axanemis, 2014. — 278 c.

12. CuBono6 A.B. I'eneruka: Ilinpyunuk. — K.: BunaBHuvo-nomirpadiyauii neHTp
"KuiBcekuii yniBepcutet", 2008. — 320 c.

13.  Tompkuit B.M. T'eneruka: Iligpyunuk nns crya.0ion.cmer.yH-TiB.- Opneca:
Actponpunr, 2008.- 712 c.

14. Bineo “HyxkneinoBi kuciotu’” https://www.youtube.com/watch?v=xZJFY31GBrE
15. Bigeo “bynoBa rena” https://www.youtube.com/watch?v=sECcWd5ctiQ

ITurannsa aas CaMOHiIlFOTOBKI/I:

Tpancnsamis Sk apyruii eTan peanizallii reHeTHIHOi 1HpopMartii

2. T'eHeTHuHUN KOOI

3.

BracTuBOCTI TeHETHYHOTO KOy


https://pubmed.ncbi.nlm.nih.gov/
https://pubmed.ncbi.nlm.nih.gov/
https://pubmed.ncbi.nlm.nih.gov/
https://www.youtube.com/watch?v=xZJFY31GBrE
https://www.youtube.com/watch?v=sECcWd5ctiQ
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[Tonsartsa npo aminoammi-TPHK-cunTeTaszn
Yr1Bopenus aminoanuia-TPHK

CtpykTtypa pudbocomu

Cranii Tpancsmii

Binkpura paMmka 34MTyBaHHS

®© N b

Teoperuyni BizomocTi 3 TeMu
Tpancasiiss — 11e Apyruid, 3aBepiiabHUN eTan peaizailii reHeTnyHoi iHdopmartii
(puc. 3.1), KWW 3aKIIOYAETHCA B CHHTE31 OUIKa (MOJIMENTHIHOTO JIAHIIOTa) HAa OCHOBI
MTOCJTIIOBHOCTI HYKJICOTHIIB, 3ako1oBaHo1 B iH(opmartiiiniin PHK (iPHK).
[Tig gac TpaHcusLii 3M1HCHIOETHCS "TIepekiiaa’ FreHeTUYHOTO KOAY 3 ""MOBU HYKJICOTUIIB"
(mocnigoBuicts MPHK) Ha "MOBy amiHokucioT" (rmociinoBHICTh 6inka). [Ipomec BinOyBaeTbes
Ha puOOCOMax, sIKi € BETUKUMHU MOJICKYJISIPHIMH MallTHHAMH, PO3TAIIOBAHUMH y IIUTOILIA3Mi

KJIITHHU.
[ LI O O A T T T T O I I |
~L DNA
TY‘&V\SCV-\?'\‘\ on RANA
Vo
DA
— Tronscvipt
(RNA)

!

Het Tl Sec  folypeptide

Trans\okion

Puc. 3.1 - LlenTpanpHa 1orMa MoJIeKyJIsIpHOT 010J10T1i

Jlnst 3a0e3meveHHsl TOUHOTO Ta IBUJIKOTO CHHTE3Y Ol1ka HeoOX1aHa 371aro/pkeHa poboTa
TPbOX OCHOBHHX KJaciB Mojekya PHK:

e iPHK, ska cinyrye matpuuero (1HCTPYKIII€IO), 110 MICTUTh KOJOHU — TPHUIUIETH
HYKJIEOTHUIB, SIKI BU3HAYAIOTh MOPSA0K JJOJJaBaHHS aMiHOKHCIIOT.

e pPHK, sika € KaTamiTUYHOIO Ta CTPYKTYpHOIO ocHOBOIO pubocomu. Came pPHK (sik
pu6031M) BIIIOBIIA€ 32 YTBOPEHHSI MENTUIHUX 3B'SI3KIB MK aMIHOKHCIOTaMH.

e TPHK, sixa BUKOHYe ponb amantepa abo "mepekinanaua". Koxkna TPHK mepenocurts
ceun(piyHy aMiHOKHMCIOTY 1 Ma€ aHTHUKOJOH — TPHUIUIET, SIKUM KOMILJIEMEHTapHO
posmizHae koj0H Ha MPHK

ITix gac Tpancnswii abctpakTHa iHdopMariis, mo 36epiraerbesa B JJHK, neperBoproeTsest
y (yHKITIOHAJIbHI O17IKH, SIK1 € OCHOBHUMH BUKOHABIISIMH BCiX JKUTTEBHX IMPOIIECIB Y KIIITHHI

I'eneTuHUMIi KO — 1€ cUCTEMa MPABWII, 3T1AHO 3 IKUMHU TOCIIOBHICTh HYKJICOTH/IIB
y wmonekyni iPHK mnepeBomutbest (TpaHCIIOETHCS) y TOCHIIOBHICTh aMIHOKHCIOT ¥
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nonenTuAHOMY JaHiory (0inky). Lle yHiBepcanbHUN CIIOBHUK, KM 3a0e3medye TOUHHI
"mepekiian” reneTnyHoi iHGopmartii (puc. 3.2).

Second letter

c G

uuU UCU) UAU UGU u

b uuc:}Phe Ucellie - UAC}Tyr UacJors |
UUA}Leu UCA UAA Stop UGA Stop| A

UUG UCG | UAG Stop|UGG Trp | G

CUU CCU) CAU } His | CGU u

cuc CCE CAC Sele C

= Il cua [MY | cca [PTO AAYgln | CCA AIG | A
£ | |CUG, elc)) CAC CCE G
@ AUU ) ACU AAU AGU U
i | o|AUC file [AcC | aac 1Asn [ade Jser | &
AUA | ACA AAA}LYS AGA }Arg A

AUG Met [ACG) |AAG AGG G

GUU GClh GAU}ASp GGU u
elGuc |, |6ccl,. [GAC GGC |y | C
GUA GCA }Glu GEAI[EY A

GUG GEE) GAG GGG G

Puc. 3.2 - Tabnuiisi reHETUYHOTO KOAY

BracTuBOCTI TEeHETUYHOTO KOJY:
TPHUILIETHICTD - KO)KHA aMIHOKHCIIOTA KOJY€THCS MTOCI1JOBHICTIO 3 TPhOX HYKJIEOTH/I1B
(A, U, G, C), sxa Ha3uBaeThcsi KOAOH. OCKUTBKH iCHY€ 4 pi3HI OCHOBH, BOHU MOXYTh
yTBOpUTH 4°=64 MOMIMBMX KOAOHHM. L[pOro GLIBII HiX JOCTATHBO, OO 3aKOLYBaTH
20 craHAapTHUX aMiHOKHUCIIOT
OJHO3HAYHICTH (cHenu@IYHICTB) - KOKEH OKPEMUI KOJOH 3aBXK /11 KOIY€E JHIIE OJHY
neBHy amiHokucioty. Hanpukian, komon AUG 3aBau KoJIy€e aMIHOKHCIIOTY METIOHIH
(abo cimyrye cMTHAJIOM CTapTy), 1 HIKOJW HE KOJYE KOIHOI 1HIIOT aMIHOKUCIIOTH
BHUPO/KEHICTh (HAUTMIIKOBICTD) - OJTHA aMIHOKHCIIOTa MOKE KOTYBaTHUCS KIIbKOMa
pi3HUMHU KoJloHaMHU (10 6 KOJOHIB). Ha/uMIIKoOBICTh T€HETUYHOTO KONy 3abe3mneuye
3aXMCHUN MexaHi3M. SIkmo BiaOyneTbcs MyTalis (3MiHa OJHOTO HYKJICOTHAA) Y
BHUPOJKCHOMY KOJIOHI, BOHA MOK€ HE 3MIHHTU aMIHOKHCIOTY B OUIKY, IO 3HUXKYE
HEraTHUBHI HACIIIKU MyTalll

Third letter
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- 0Oe3mepepBHICTH Ta HeMePeKPUBHICTH - KOJOHU 3UUTYIOThCS O€3MepepBHO, OAMH 32
0JIHMM, 0€3 MPOMYyCKiB 1 0€3 MPOMDKHUX HYKJICOTHIiB. KOKeH HYKIICOTH BXOIUTH JI0
CKJIa/ly JIMIIE OAHOTO KOJOHY.

- yHiBepcaJIbHICTh - T€HETUYHHN KOJ € OJHAKOBUM ISl BCIX JKMBUX OpPraHi3MiB 3a
BUKIIFOUCHHSIM MITOXOHJIPIAJIBHOTO TEHOMY, SIKHH Ma€ BIAMIHHOCTI ISl KUTBKOX
KOJI0HIB. L{e € mpssMUM JOKa30M CHITBHOCTI TTOXO/KSHHSI BCHOT'O KHBOTO.

Pub6ocoma - 1ie ckiaziHa MaKpOMOJIEKYJIIpHA CTPYKTYpa, o GyHKIionye sk "dpadpuka
JUTsl CHHTE3Y OUKa (MOIMEenTHAHOTO JaHIfora) Ha OCHOBI iH(dopmartii, 3akogoBanoi B iPHK.
Bona cknagaerbcs 3 611kiB Ta pPHK. KoxkHa pubocoma ckiramaeTbes 3 IBOX OCHOBHUX YaCTHH,
SIKI B HEAKTUBHOMY CTaHi ICHYIOTh OKpEMO 1 30HMparoThCs JIMIIE I MMOYaTKy TpaHcusmii. Y
MOBHICTIO 310paHiii pubocoMmi € TpH TUISTHKH, K1 3aiiMaroTh Mosiekynu TPHK mig gac eramis
enonranii (puc. 3.3):

1. A-Caiit (aminoaumnbpHui) - "BXigHui" caiit. Bin mpuiimae HoBy aminoammi-TPHK
(TPHK i3 mnpuenHaHO aMiHOKHCIOTOK), AHTHKOJOH $KOi KOMIIEMEHTapHO
BiJIMTOBiAa€ MOTOYHOMY KoJ10HY iPHK.

2. P-Caiit (mentuaunehuii): Lle "uenrpanbumii" caifr. Bin ytpumye TPHK, no sxoi
MPHUETHAHO 3POCTAIOUUN TOTINENTHIHUHN JIAaHIIIOT.

3. E-Caiir (Buximumii, exit): Ile "Buximuuil" caiit. BiH THUM4YacoBO yTpuMye
ne3ammiboBany TPHK (Ty, mo Bignana cBOO aMiHOKHCIIOTY), MEpPEeA TUM SIK BOHA
3QUIIATE PUOOCOMY 1 TOBEPHETHCS A0 IMTOIUIA3MH JUISI TPHETHAHHS HOBOI
aMIHOKHCJIOTH.

*
€
Polypeptide chain
(e
Risme p / @ Awino o6id

E Yl
<7 T ARNA

mRNA

Codown
Puc. 3.3 - Cxemaruuna O6ynoBa pubocoMu

Etanu Tpancasuii. Tpaucsmis - e UKITYHAA Tpolec, SKUi MOKHA TTOIITUTH Ha TPU
OCHOBHI (ha3u: iHimiaIioo (MOYaToOK), EIOHTAIli0 (ITOIOBXKEHHS ) Ta TEPMIHAIIIO (3aBEPIICHH).
Bci eranu Bi0yBaroThCs B HUTOIIa3M1 Ha pubocomi.

Inimianisn - 3a0e3neuye NMpaBUIBHUN CTapT MPOIECY CHUHTE3Y OUIKA, MO0 KPUTHIHO
BaYKJIMBO J1JIs1 30epekeHHs paMKH 3unTyBaHHs. Sk Tuibku 1IPHK notpamnnse B nuromnasmy, 3
HEIO 3B’s3Y€ThCS MaJla CyOOIMHUIIA pUOOCOMU Ta 3HaxX0auTh cTapT-KoaoH (AUG). Jlo Craprt-
KOJIOHY NIpUEAHYEThCS crieniaibHa iHiniatopaa TPHK, mo Hece amMiHOKHUCIOTY MeTioHiH (a0
¢dopminmerionin y nmpokapioT). L{s TPHK 3aBxnu 3aiimae P-caiit (mentuauinbamii) pubocomu.
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Jlo 1HIIIATOPHOTO KOMIUIEKCY MPUETHYETHCS BENHMKA CyOOAMHHIT puOOcOMH, (HOpMYyHOUH
MOBHOIIIHHY (DYHKIIIOHAJIBHY MOJIEKYJISIPHY MaIlIUHY

Pamka 34uTyBaHHS - 116 KPUTUYHO BOKJIMBHIA KOHIICTIT Y MOJICKYJIAPHINA O10J10T11, IKUI
BHU3HAYae, K MOCIIIOBHICTh HYKJICOTH B Y Moieky:ni iPHK (MaTpwuii) rpynyerbes B KOTOHU
(TpumneTn) mig yac Tpancisuii. Le, mo cyTi, cnoci6, skuM pudocoma "yuTae" reHeTUYHHA KOJI.
OCKiNbKM T€HEeTUYHHUH KOJ € TPUIUIETHHM 1 HENepeKpHUBHHM, pUOOCOMa MOBHHHA NOYATH
3YUTYBaHHS 3 aOCOJIOTHO TOYHOTO MicHs 1 JOTPUMYBATHUCSA MOCTIIOBHOCTI '"HO Tpu
HYKJICOTHAH" aX JO CTOI-KOJOHY. yJb-sika mocuigoBHicTh MPHK TeopeTtmyHo mae Tpu
MO>KJIMBI paMK{ 3YMTYBaHHS, 3aJI€KHO BiJl TOTO, 3 SIKOTO HYKJIEOTHAY (IEPLIOro, IPYroro uu
TPEThOr0) MOYHEThCS YnTaHHs. [IpaBuibHa paMKa 3UYMTYBaHHS BU3HAYAETHCS CTAPT-KOJAOHOM
(AUG) na iPHK. Pubocoma 3aBxau 1HiliI0€ TpaHCMito, BcraHoBIoloun AUG sk nepiuit
KOJI0H. TOoYHEe BCTAaHOBIICHHS PAMKHU 3YUTYBAaHHS € a0COJIOTHO HEOOXiHUM. 3CyB JIMIIE Ha
oJvH a00 JIBa HYKJICOTUIM MMPU3BOIAMUTH JI0 MOBHOTO 3MIIICHHS BCIX HACTYIMHUX KOJOHIB.

Myranii 31 3cyBom pamku (Frameshift Mutations) Haif011bII PYHHIBHUI THIT TOYKOBUX
MyTaniii. Bonn BUHMKArOTh BHACIIIOK iHCepwii (BcTaBKK) ab0 nernenii (BuaaIeHHs ) OHOTO Y1
JIBOX HYKJICOTHAIB y KOIYyIOUii mociifoBHOCTi.Taka 3MiHa MOBHICTIO 3MIHIOE CEHC YCIX
HACTYIHUX KOJIOHIB (MICCEHC), SIK MPaBWJIO, HIBUAKO MPU3BOJAAYU JO MEPEAYACHOTO MOSIBU
CTOI-KOAOHY (HOHCEHC) 1, BIAMOBIHO, CUHTE3y HE(QYHKIIOHAIBLHOTO, PI3KO CKOPOUEHOTO
Oinka.

tRNA binds to
matching codon

mRNA is shifted forward,
exposing a new codon

The polypeptide is
linked to the new amino acid

Puc. 3.4 - Cxemartuune 300pakxeHHsI eJOHTallil

Enonrauis - BitOyBa€eThCs MOCIIOBHE T01aBaHHS aMiIHOKHUCIIOT BIATIOBIHO /10 KOJIOHIB
1PHK (puc. 3.4). Ha A-caiitT pubocomu npudyBae HactynHa amiHoauun-TPHK, anTukomoH skoi
KOMIUIEMEHTAapHO BiAnoBigae motouHomy kogony MPHK. depmeHTatnBHa axkTHUBHICTH
BenuKkoi cybomunauii pubocomu (siky 3abesmeuye pPHK, mo gie sk pubo3um) katamizye
(¢hopMyBaHHSI TENTUIHOTO 3B'SI3KYy MiX aMIHOKHUCIOTOO Ha A-caliTi Ta 3pocTarouum
MOJINENTUIHUM JIaHIIOroM Ha P-caifti. [Ticns yTBOpeHHs MeNTHIHOTO 3B 3Ky aMiHOKHUCIOTA
B A-caiti Bim’emnyerbcs Binm TPHK. PubGocoma 3pilicHioe pyx Ha OAuH KOJOH (TpH



33

Hykiaeotuan) y3norkx MPHK y nHampsvmky 5'—3’. 3pocrarounii NOJIMENTHIHWA JTaHIIOT
nepemintyerbesi 3 A-caiity Ha P-caiir. JlesanunmeoBana TPHK (Ta, mo Bigmama cBoro
aMIHOKHCIIOTY ) iepecyBaeTbes Ha E-caiit. TPHK 3BinbHs€eThCs 3 E-caiiTy, 1 UK TOYHMHAETHCS
3HOBY.

TepMminamisi - curHaizye Mpo 3aBepIICHHS CHHTE3Y MOJINENTHAHOTO JIAHIIora Ta Horo
BUBUIbHEHHs. Pubocoma nocsirae omgHoro 3 Tpbox crom-koaoHiB (UAA,UAG,UGA),
po3zramoBanux Ha iPHK. Cromn-komon He po3mizHaeThcs xoaHoro TPHK. Haromicts g0 A-
CalTy NpHENHYIOTHbCS (akTopu BUBLIbHEHHS (OU1KM). dDakTOpu BUBUILHEHHS KaTali3yIOTh
riaponi3 3B'a3ky MK ocTaHHIM kojgoHoM TPHK Ta moninentuaauM naHIrorom. 3BUIBHEHHUI
MOTINENTH BITOKPEMITIOETHCA BiJl prbocomu. Pubocoma posmamaeTbesi Ha BEIUKY Ta Mally
cyOOIMHUIIL, SIKI TOTOB1 pO3MOYaTH HOBHI IUKII CHHTE3Y.

IIpakTuyHi 3aBJaHHA 3 TEMH
Po3p’si3anns 3aaa4 3 temu “Tpanciasuin”
3ABJIAHHSI 1. Po3B’si3aHHS 3371249 HA TPAHCIISAIIO

3anpaua. Jlano pparment matpuunoro naunirora JIHK (sikuit € matpuiiero st CHHTE3Y

iPHK):
3'-TAC-GCT-GTA-ACG—-ATT-CCA-5’

a) 3anumiTh nocaioBHicTh cuHTe30BaHoi iIPHK y Hanpsamky 5'—3'.
b) BuzHnaute aMiHOKUCIIOTHY MOCIiIOBHICTh MOMIMNENTUY, TOYNHAIOYH 3 CTAPT-KOAOHY 1 J0
CTOI-KOJIOHY (SIKILIO BiH €).

Po3B’si3anns 3aaaui.

a) Tpauckpuniiss BiAOyBaeThbcsi Ha MaTpuyHomy naHirory JIHK 3a mpuniunom

koMmruiementapHocTi, e A B JIHK Bignosinae U B iPHK, T Bianosinae A, G Bianosigae C, 1 C
Bignosigae G. iPHK cuntesyerhes y HampsiMky 5'—3'.

Martpuunwnii nanmtor JJHK 3'-TAC-GCT-GTA-ACG-ATT-CCA-5’
1IPHK 5'-AUG—-CGA-CAU-UGC-UAA-GGU-3'

Bignosiak a: iPHK mae mocaigosuicte 5'—AUG—-CGA—CAU-UGC-UAA-GGU-3'
b) Jns Bu3HAYCHHS AaMIHOKHCIOTHOI TIOCIIJOBHOCTI IOJINENTHAAa HAa OCHOBI

HykseotuHo1 nociainoBHocTi iIPHK motpiOHo ckopucratucsa tabnunero “T'enernunuit kox”
(puc.). Tpancusnis nounHaeTbes 31 crapT-ko0HY (AUG) 1 3aKiHUYy€THCSI Ha CTONM-KOHOHI
(UAA,UAG a6o UGA). IToTpi6HO MOIITUTH TOCIITOBHICTh HA KOJJOHH:
5'-AUG-CGA—CAU-UGC-UAA-GGU-3’

Jam ckopucratucs Tabmuuero “I'eHeTnyHMil Ko Ta 3HANTH BIAMOBIIHICTH KOJIOHA Ta
aMIHOKHUCJIOTH:

AUG— Met (Methionine, Ctapr)

CGA— Arg (Arginine)

CAU— His (Histidine)

UGC— Cys (Cysteine)

UAA— Stop

GGU— He tpancmoerbes yepe3 CTon-KoaoH

OTpumaHa aMiHOKHCIIOTHA MOCIIIOBHICTh Oy/1e MaTH HACTYITHUHN BUTJISI:
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iPHK 5'-AUG-CGA-CAU-UGC-UAA-GGU-3’
O110K Met — Arg — His — Cys
Binnosiap b: aminokuciaorHa nociigoBHicth Met — Arg — His — Cys

3agauvi U1 CaMOCTIIHOIO PO3B’A3aHHA:
1.1. CuHTe30BaHMI MOMINENTH] Ma€ TOCIioBHICTE: Met — Cys—Val—Pro.

BuxkopucroByroun Haitbinen GC-6arati kogoHu (3 HaiOUTbIIOK KUTbKicTIO G 1 C), BU3HAUYTE
nociigoBHicTh IPHK (5'—3'). Busnaure nmociiioBHicTh Koayrouoro snaniora JJHK (5'—37),
sxuit Bignosigae il iPHK.

1.2. Omun 3 nanmroriB mosekynu JIHK Mae Taky HyKI€OTHAHY MOCIHIJOBHICTH Yy

HanpsMKy 3'—5'" (MaTpUyHUI JIAHIIOT):
3'-TAC-GAA-CGC-ATG-CGA-TCC-5'

JUs cMHTE3y MOTINENTHIHOTO parMeHTa KIIiTHHA MOOLTi3yBaia micTh Mojekys TPHK
3 HACTYIIHUMHU aHTUKoJoHaMu (mocnigoBHICTh noBiibHA): CGA, UCC, GAA, AUG, UAC,
CGC. Buznaure nocninoBHicTs iPHK (5'—3') Ta mocaiioBHICTh aMiHOKHCIIOT Y TMOMIMENTH/I.
Busnaure, B kit TouHii nmocnigoBHocTi 1i micte TPHK (3a ixHiMu antukogoHaMu) OyayTh
MOCIITOBHO HAAXOAUTH 10 GYHKI[IOHATBHOTO LIEHTPY prubocoMu

1.3. dinsaka monexkynu JIHK mae HacTynmHuit BUTIISII:

I marmror IHK  5'-GCT-TAG-CCA-AGT-TAC-CGC-GTA-AAT-3’

II manmror JIHK 3'-CGA-ATC-GGT-TCA-ATG-GCG-CAT-TTA-5’

BceraHoBneHo, 110 MOJMIMENTHA, SKUHA KOIYETbCA MLI€I0 JUISIHKOIO, MAa€ HACTYNHY
MOCTIIOBHICTh aMIHOKUCJIOTHUX 3aiumkiB: Tupo3un — AnaHiH — Cepin — TpeoHiH —
Acnaparii. Busnaure, sikuii 3 ABox nanuoriB (I uu II) € koxyrounm?

1.4. Nano ¢parment matpuyHoro naniora JJHK, skuit € ma6ionom 11t cuHTe3y
1PHK:
3'-GCA-TAT-CCG-ACT-GGG-TTC-5'
3anuuite nocaigoBHicTh cuHTe30BaHoi IPHK (MPHK) y nanpsimky 5'—3'. Buznaure
aMIHOKHCIJIOTHY NOCIIZIOBHICTb MOJIMENTUAY, 1110 cuHTe3yeThes Ha il iIPHK, mounnatoun 3
nepmoro crapT-kooHy (AUG) 1 A0 CTON-KOAOHY (SKIIO BiH 3yCTPIYa€ThCs).

1.5. dparMeHT NOMINENTHIHOTO JIaHIfora Mae nociinoBHicTh: Acn—Jlic—IIpo—Tpe.
Busnaure ogny 3 MoxknuBux mocmigoBHocter iPHK (5'—3'), mo komye meii ¢parmenr,
BUKOPHUCTOBYIOUH KOJIOHM, SIK1 MICTSTh HalOULIblry KuUIbKICTh A Ta U (craOkimn KOJOHM) Ta
ncninoBHicTh aHTHKOA0HIB TPHK (y Hanpsamky 3'—35'), ski mociiioBHO NpUEAHYBAIUCS 10
prubocoMu ISl CHHTE3Y IIHOTO parMeHTa.

3AB/IAHHS 2. Bu3zHaueHHs paMKU 3UUTYBAaHHS

3agaua. /lana mocniOBHICTh HYKJICOTUIIB
ATGGCCCTGTGGATGCGCCTCCTGCCCCTGCTGGCGCTGCTGGCCCTCTGGGGAC
CTGACCCAGCCGCAGCCTTTGTGAACCAACACCTGTGCGGCTCACACCTGGTGGA
AGCTCTCTACCTAGTGTGCGGGGAACGAGGCTTCTTCTACACACCCAAGACCCGC
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CGGGAGGCAGAGGACCTGCAGGTGGGGCAGGTGGAGCTGGGCGGGGGCCCTGG
TGCAGGCAGCCTGCAGCCCTTGGCCCTGGAGGGGTCCCTGCAGAAGCGTGGCAT
TGTGGAACAATGCTGTACCAGCATCTGCTCCCTCTACCAGCTGGAGAACTACTGC
AACTAG

Kopucryrouucs cepicom https:// www.ncbi.nlm.nih.gov/orffinder Bu3naure Bigkputy
paMKy 34MTYBaHHS Ta MOJIMENTH]I, 0 KOJIy€E JaHa HyKJICOTHIHA ITOCIIiJOBHICTb.

Po3p’sizanns 3agaui. Jlusaka nocmigoBHocti JIHK, mo Hece indopwmariro mpo
aMIHOKHCIJIOTHY TOCIIJJOBHICTh OiJIKa — 1€ «BIAKpHUTa pamKa 3uuTyBaHHA», Open Reading
Frame (ORF). s Buznauenns ORF nepeiiiTe 3a mocuiaHHsM.

KormiroiiTe mociOBHICTh y BiAMOBigHE moe (puc. 3.5).

Open Reading Frame Finder

ORF finder searches for open reading frames (ORFs) in the DNA sequence you enter. The program returns the range of each ORF, along with its
protein translation. Use ORF finder to search newly sequenced DNA for potential protein encoding segments, verify predicted protein using newly
developed SMART BLAST or regular BLASTP. O R F f .

inder

This web version of the ORF finder is limited to the subrange of the query sequence up to 50 kb long. Stand-alone version, which doesn't have query
sequence length limitation, is available for Linux x64

Examples (click to set values, then click Submit button)

rica plasmid pWES-1. genetic code: 11; 'ATG' and alternative initiation codons. minimal ORF length: 300 nt

de: 1, start codon: "ATG only’; minimal ORF length: 150 nt
Enter Query Sequence

& Enter accession number, gi, or nucleotide sequence in FASTA format:

ATGGCCCTGTGGATGCGCCTCCTGCCCCTGCTGGCGCTGCTGGCCCTCTGGGGACCTGACCCAGLCE
CCTTTGTGAACCAACACCTGTGCGGCTCACACCTGGTGGAAGCTCTCTACCTAGTGTGCGGGGAACG
CTTCTTCTACACACCCAAGACCCGCCGGGAGGCAGAGGACCTGCAGGTGGGGCAGGTGGAGCTGGG]
GGCCCTGGTGCAGGCAGCCTGCAGCCCTTGGCCCTGGAGGGGTCCCTGCAGAAGCGTGGCATTGTGG
AATGCTGTACCAGCATCTGCTCCCTCTACCAGCTGGAGAACTACTGCAACTAG

¥  From: To:

— Choose Search Parameters - Y- —

¥ Minimal ORF length (nt):[ 75 |

Puc. 3.5 - Inurepdeiic cepBica 1151 MOIIYKY BIIKPUTOI paMKHU 3UUTYBAaHHS

Buninite HaiiioBHly paMKy 34UdTyBaHHS y cmucky (puc. 3.6), mo0 mnoGauuTu
aMIHOKHUCIIOTHY MOCIIiIOBHICTb, 1110 TPAHCIIOETHCS 3 HET (JTiBOpYyY Bif ciucky). Binmosias Ha
3amady i OyJe HaiioBIIa aMiHOKUCIIOTHA TIOCTIAOBHICTD (3aliC aMiHOKHUCIIOT 3/iiICHeHMI 3a
MDKHApPOJHUM OJTHOJIITEPHUM MMO3HAYEHHSI CHMBOJIAMHU JIATUHCHKOTO andasiTy)
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< ORFfinder submitting page > Help
Open Reading Frame Viewer

Sequence
ORFs found: 2 Genetic code: 1 Start codon: "ATG' only

21~ | Find: v by a @ i I A Tooks ~ | L Tracks» 2 7 -
m |20 £ 48 |58 @ 78 |88 |28 120 |ue 1ze 130 |48 jisa 158 176 (180 130|260 (210 220 (230 [24@ [5G (260 [270 280|230 |30 (318|320 333
[0y ORFEinder_10.17. 173755525 1 GRS
>
. S S S M R 2

B {8 2o |3 40 o |sa o [se %8 oo |uo 120 130 |40 5o 150 [i7e 182 150 260 (210 220 230 |40 |2 260 7R |2e0 250 fsee (310 |3z 333
1:1.333 (333 nt) " £ Tracks shown: 2/3
Six-frame translation...

ORF1 (110aa)  Display ORF as.. m Mark subset..  Marked: 0 | Download markedset  as [ Protein FASTA v

>leljoRF1 Label Strand Frame Start Stop Length (nt | aa)
15 LALLALHGPDPAAAFVNQHL CGSHLVEAL YLVCGERGFFY
DLQVGQVELGGGPGAGSLQPLAL EGSLOKAGIVEQLCTSIC ORF1 <1 333 333110

1
ORF2 - 2 296 147 150 49

Puc. 3.6 - OTpumanmii pe3ybTaT NOMIYKY BiIKPUTOT paMKH 3YUTYBaHHS.

Binnosins:MALWMRLLPLLALLALWGPDPAAAFVNQHLCGSHLVEALYLVCG
ERGFFYTPKTRREAEDLQVGQVELGGGPGAGSLQPLALEGSLQKRGIVEQCCTSICSL
YQLENYCN

3agadi 119 caMOCTilHHOI0 PO3B’AA3aHHA:
2.1 lana mociiIoBHICTh HYKJICOTH/IIB

CCTGCAGGTGGGGCAGGTGGAGCTGGGCGGGGGCCCTGGTGCAGGCAGCCTGCA
GCCCTTGGCCCTGGAGGGGTCCCTGCAGAAGCGTGGCATTGTGGAACAATGCTGT
ACCAGCATCTGCTCCCTCTACCAGCTGGAGAACTACTGCAACTAG

Kopuctytouncs cepBicom https://www.ncbi.nlm.nih.gov/orffinder Bu3Haure BiIKpUTY

paMKy 3UUTYBaHH Ta HOJ'Iil'IeHTI/II[, IO KOAY€ NaHa HYKJICOTUHA HOCJ'IiI[OBHiCTB.

2.2. JlaHa MOCH110BHICTh HYKJIEOTH/IIB
ATGGTGCACCTGACTCCTGAGGAGAAGTCTGCCGTTACTGCCCTGTGGGGCAAGG
TGAACGTGGATGAAGTTGGTGGTGAGGCCCTGGGCAGGCTGCTGGTGGTCTACC
CTTGGACCCAGAGGTTCTTTGAGTCCTTTGGGGATCTGTCCACTCCTGATGCTGTT
ATGGGCAACCCTAAGGTGAAGGCTCATGGCAAGAAAGTGCTCGGTGCCTTTAGT
GATGGCCTGGCTCACCTGGACAACCTCAAGGGCACCTTTGCCACACTGAGTGAGC
TGCACTGTGACAAGCTGCACGTGGATCCTGAGAACTTCAGG

Kopucryrouucs cepBicom https://www.ncbi.nlm.nih.gov/orffinder Bu3Haute BigKpHUTY

paMKy 34MTYBaHHS Ta MOJIMENTH]I, 10 KOAYE JaHa HYKJICOTHIHA TIOCIITOBHICTD.

2.3. Jlana mocmiJOBHICTh HYKJICOTH/IIB
ATGGCTACAGGCTCCCGGACGTCCCTGCTCCTGGCTTTTGGCCTGCTCTGCCTGCC
CTGGCTTCAAGAGGGCAGTGCCTTCCCAACCATTCCCTTATCCAGGCTTTTTGAC
AACGCTATGCTCCGCGCCCATCGTCTGCACCAGCTGGCCTTTGACACCTACCAGG
AGTTTGAAGAAGCCTATATCCCAAAGGAACAGAAGTATTCATTCCTGCAGAACC
CCCAGACCTCCCTCTGTTTCTCAGAGTCTATTCCGACACCCTCCAACAGGGAGGA
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AACACAACAGAAATCCAACCTAGAGCTGCTCCGCATCTCCCTGCTGCTCATCCAG
TCGTGGCTGGAGCCCGTGCAGTTCCTCAGGAGTGTCTTCGCCAACAGCCTGGTGT
ACGGCGCCTCTGACAGCAACGTCTATGACCTCCTAAAGGACCTAGAGGAAGGCA
TCCAAACGCTGATGGGGAGGCTGGAAGATGGCAGCCCCCGGACTGGGCAGATCT
TCAAGCAGACCTACAGCAAGTTC

Kopucryrouuces cepBicom https://www.ncbi.nlm.nih.gov/orffinder Bu3Haure BigkpuTy

paMKy 34MTYBaHHS Ta MOJIMENTH]I, [0 KOJIY€E JaHa HyKJICOTHIHA ITOCIIiJOBHICTb.

3ABJIAHHS 3. Po3p’s3anHs 3a1a4 Ha TpaHchsiro 3 Frameshift Mutations
3anauva. Jlano ¢pparmenT matpuunoro jganirora JJHK:
3'-TAC-AAG-CCC-GAT-TTT-ATC-5’

VYHacminok mytanii BijmOynocs BuaajdeHHs Hykieotuaa C 3 apyroro xomony CCC
(Tperiii TpUIUIET).

a) 3anmumIiTe nociinoBHicTh MyToBaHoi iPHK (5'—3’).

b) BuzHauTe HOBY aMiHOKHUCIIOTHY MOCTiOBHICTb. [10SICHITE, UM BILTMHYJIA MyTallis Ha
TepMiHaIIiF0

Po3B’s13anns 3agaui.

a) Cnowarky 3anumemo mociaigoBHicts JJHK micns BunaneHHs. 3BepHITh yBary, 1o
BuaneHHst C MpU3BOJUTH A0 3CYBY BCIX HACTYIHUX HYKJICOTU/IIB.

JHK (6e3 myTanii) 3'-TAC-AAG—CCC—GAT-TTT-ATC-5’

JHK (3 myramieo) 3'-TAC-AAG-CCG—ATT-TTA-TC-5'

3anucyemo nocainoBHicTs IPHK, mo yrBoputhes 3 mytosanoi JIHK
JHK (3 myraniero) 3'-TAC-AAG-CCG-ATT-TTA-TC- 5’

iPHK 5'-AUG-UUC-GGC-UAA-AAU-3’

Binnosiap a: iPHK micas myramii 5'-AUG-UUC-GGC-UAA-AAU-3’

b) Cnouatky BHM3HauMMO, sKUW OUIOK MaB OyTH cuHTe30BaHHM. Busznauemo
nocnigoBHicTh iIPHK 3a mpuHIIMIIOM KOMITTIMEHTapHOCTI Ta aMiHOKUCIIOTHY OCTiOBHICTD 32
Tabiunero “T'eHeTnuHMl Kox~’

JHK (6e3 myTamii) 3'-TAC-AAG—CCC-GAT-TTT-ATC-5’

iPHK 5'-AUG-UUC-GGG-CUA-AAA-UAG-3’

01510K Met — Phe — Gly — Leu — Lys

Tenep Bu3HauMMO 010K, 1110 Oy/1€ CHHTE3yBaTUCS MiCIs MyTallii
JHK (3 myrariero) 3'-TAC-AAG-CCG-ATT-TTA-TC-5'
iPHK 5'-AUG-UUC-GGC-UAA-AAU-3’
O1710K Met — Phe — Gly

[Ticis myTarii 4epe3 3cyB paMKH 3YHTYBaHHS YTBOPHBCS IMEPEIYaCHUI CTOIM-KOJOH B
CepelMHl TOCIIOBHOCTI 1 OUIOK, IIO CHUHTE3Y€ThCS BUUIIOB YKOPOYEHHM, IO Mae
BiJIoOpakaTucs Ha oro GyHKIIOHYBaHHI.

Bignosiab b: 6inok micas myTauii cuHTe3yeTbes ykopodeHuM Met — Phe — Gly
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3agadi JJIs caMOCTIilHHOI0 PO3B’A3aHHA:

3.1. Mano kopotkuii pparment MPHK:
5'-HAY-AVYI-YHA-THA-YI'A-AVIL-3'
[TpumycTiTh, 110 BHACTIIOK 30010 puOOCOMa po3MoYyana TPAHCIALIK HE 3 MEPIIOTro
HYKJICOTHIA, a 3 JIPYroro A i MpoJOBXKHIA 3YUTYBAaHHs.3alUIIITh HOBY PaMKy 3UHTYBaHHS.
Bu3HauTe aMiHOKHCIIOTHY TOCIIIOBHICTh CHHTE30BAHOTO MOJIIIEITHILY.

3.2. Jano ¢parmenT matpuyHoro nanimora JIHK:
3'-TAC-GGT-TTT-GCA-AAA-ATC-5’
Bracminox mytanii mix apyrum G ta T y xononi GGT (apyruii Tpurier) BinOymnacs
BcTaBka Hykieornaa C. 3anumite mocnigoBHicTh MyToBanoi iPHK (5'—3'). IlopiBHsiite
aMIHOKHUCIIOTHY MOCII0BHICTh MyTOBAHOTO O1JIKa 3 OPUTiHATBHOIO (SIKIO O MyTalii He OyJ10).

3.3. Jlano ¢parmenT matpuanoro janirora JIHK:
3'-TAC-ATT-CGA-GGG—TTC-ATC-5’
VY npyromy tpureti (ATT) BinOynocs Bumanenus Hykiaeotuai T ta T (mepmux aBox
HYKJICOTHIIB). 3anumiiTe HOBY nociigoBHicTh iPHK Ta 11 Ko/10HM, TOYMHAI0YH 3 MIiCIIs MyTaIlii.
Bu3HauTe HOBY aMiHOKHMCIIOTHY MOCIIIOBHICTh (pparmeHTa.

3.4. OpuriHaibHUN MONINENTH]I MaB MOCHiI0BHICTE: Met—Ser—GIln—Arg. MyToBaHmii
MOJIIMENTHA Ma€ MocTiAoBHICTh: Met—Ser—Tyr—Asp—Arg.
Binomo, mo opurinansna iPHK nmocninoBHicTs, mounnatoun 3 AUG, Oyna:
5'-AUG-UCU-CAA-CGG-UGG-3’
Myranis BinOynacs mixk Ser (UCU) ta Gln (CAA). Busnaure, sika came MyTarlis
(BcTaBKa YM BUJAJIEHHS, 1 IKOTO HYyKJI€0THAa) BinOynacs B opuriHanbHii iIPHK nocnigosHoCTI.
3anumiThe, Sk 3MiHuIacs nochinoBHicTk 1IPHK micnms myTarii.

3.5. lano ¢parment matpuunoro nanirora JJHK:

3'-TAC-GAA-TTG-GCG—-ATT-ATC-5'

BinOynucs aBi myrtarii: BctaBka Hykieotuaa G micns A y komoHi GAA (mpyruit
TpUIUIET) Ta BuAajeHHA Hykieotuna G 3 komoHny GCG (uerBepTuid TpuIieT). 3aluiliTh
nmocnioBHICTh MyToBaHoi iIRNA Ta 1i komoHu. Bu3HauTe aMiHOKHCIOTHY MOCHITOBHICTb.
[TosicHITH, UM BiAHOBUJIACS paMKa 3UMTYBaHHS B KiHII (parMeHTa.
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Po3znain 4.
XPOMOCOMM SIK OAUHUII CITAJJKOBOCTI. KAPIOTHII

Mera: chopMyBaTH CHCTEMHE PO3yMIHHS XPOMOCOM SIK MaTepialbHUX HOCIIB TCHIB,
BU3HAYHUTHU iXHIO XIMi4HY OpraHi3allito, IWHaMIKy MPOTATOM KIITHHHOTO ITUKIY Ta OCHOBHI
XapaKTePUCTUKH KapiOTHUILY; YCBIIOMHUTH (yHIAMEHTAJIbHE 3HAYCHHS BUBYEHHS XPOMOCOM
JUIE  PO3YMIHHSI CHAJIKOBOCTi, TCHETHYHOTO 370pOB'Ss Ta JIarHOCTUKA XPOMOCOMHHUX
3aXBOPIOBaHb, MIAKPECITIOIOYHN €IHICTh CTPYKTYPHHUX MPUHITUIIIB Y Pi3HUX 010JI0TIYHUX BUIIB.

CnHcoK peKoMeHI0BAHMX JIKepeJ:
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2006. — 496 p.

2. Human Molecular Genetics / T. Strachan, A. P. Read. — 5th ed. — New York : Garland
Science, 2019. — 776 p.

3. Molecular Biology of the Gene / J. D. Watson, A. A. Baker, S. P. Bell, [et al.]. — 7th
ed. — New York : Pearson, 2014. — 886 p.
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14. The International System for Human Cytogenomic Nomenclature (ISCN 2020) / L.
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[IUTOTEHETHYHOT HOMEHKJIATYPH )

15.ITonuBuTHCH BlZIEO “Xpomocomu. Kapiotumn”
https://www.youtube.com/watch?v=aocewDUW 6eU

16.ITonuBurHCH BIZIEO “XpomocomMHa Teopis cnaakKoBocTi”
https://www.youtube.com/watch?v=yKNckv8tATU
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IInTanng njg caMoOniAroTOBKHU:

Bu3HayeHHsI XpOMOCOMH Ta XPOMAaTHHY.

@yHKIiT XpoMocoM (30epiranHs, perutikaiis, po3noaii reHeTHYHoi iH(popmartii).
["'omomoriuH1 XpOMOCOMH Ta ajieIbHI TCHH.

Cratesi Ta ayTocoMu

BynoBa xpomocomu (CeCTPUHCHKI XpOMAaTH/IU, IIEHTPOMEPA, KIHETOXOP, TEIIOMEPH ).
BuBuenHs 6yJ10BH XpOMOCOM Ha Pi3HHUX CTAisIX KIITUHHOTO IIUKITY.
XPpOMOCOMHA TEOPisl CIIaAKOBOCTI

BusnauyeHHs KapioTHiLy.

Imiorpama (cxemMaTuyHe 300paKeHHS KapiOTHITY).LlToreHeTMYHMI aHani3

10 KninivuHe 3HaueHHs KapioTUITyBaHHS (BHSIBIICHHS XPOMOCOMHUX MYTAITii)

11. FISH-3a0apBieHHs

© 00N LA W~

Teoperuuni BizomMocTi 3 TeMu

Xpomocomu (BiJl TPEIBKUX CIIB chroma — KONip Ta soma — TiI0) OyJau BIEpIIe
omucani y 1870-x pokax Banerepom dneminrom. [Ipote, BiH naB iM Ha3By “xpomaruiun’”. Y
1888 poui ['enpix Baitngep BBiB TepMiH “XpomMocoMu™ AJist CTPYKTYD SAPA, IO YTBOPIOIOTHCS
nig yac noginy kmtuH. Y 1901-1902 poui Enmyna Vincon ta Yontep CarToH momiTwiv
3B’S30K MDK YCIAaJKyBaHHSM XpPOMOCOM IIiJl Yac TOAUTY KIITHH Ta TOBEAiHKOIO
MEH/IeNE€BCHKUX (PaKkTOpiB crmagkoBocTi. OCTaTOUYHO MPOAEMOHCTPYBAB pOJb XPOMOCOM Y
cnagkoBocti Tomac MopraH, OOrpyHTYBaBIIM XPOMOCOMHY TEOpPiI0 CIaIKOBOCTi. BiH
MOMITHUB, L0 NTepeaya 6110ro KoJIbopy O4Yel y caMOK OB’ s3aHa 13 epeaueto X-XpoOMOCOMH.
Kensin bpimxkepc BIAKPUB HEPO3XOHKEHHS XPOMOCOM IIij] Yac MEH03y Ta IMOB’s3aH1 13 UM
3MiHa O3HAK.

XpoMocoMu caMoOBiJIBOprOIOThCs B mpoueci perumikamii JJHK Tta came xpomocomu
PO3MOAUIAIOTHCS MIXK JOUIPHIMH KIIITHHAMU IiJ] Yac MOAUTY KITHH 1 3a0€3MeuyoTh 3B 430K
MIDXK TTOKOJIIHHSIMH.

XpoMOCOMHA Teopis CaJKOBOCTI

3riIHO XpPOMOCOMHOI TeOopii CIagKOBOCTI, T€HH pO3TAlllOBaHI Ha XPOMOCOMax Yy
JTiHIMHOMY NOpSJIKY, 1 caMe XpoMOcOMM € (i3MUHUM CyOCTpaToM Iepenadi CHaJKoBOI
1H(popMallii BT 6aTbKIB A0 HAILAKIB.

I'enn nokamizoBaHi Ha xpomocoMax. ['eHeTwuHi (akTopu (reHH) € CTPYKTypHUMH
OJIMHUIIMHU, PO3TAIIOBAaHUMH JIIHIHHO y MEBHMX JIOKycaX (MICISIX) B3JOBXK XpOMOCOM,
YTBOPIOIOUM TpynH 3ueruieHHs. KigbKiCTh Tpyn 34eryieHHs BiANOBiAAa€ KUIBKOCTI map
TOMOJIOTTYHUX XPOMOCOM JaHOro Buay. Uepes HasBHICTh rpyn 3ueruieHHs 11 3akon Mennens
(3aKOH HE3aJIEKHOT'0 YCIaIKyBaHHs 03HAK) MOXKE MaTH OOMEKEHHsI, HE3AJIEKHO PO3XOAATHCS
JUIIEe T1 TE€HHW, L0 JIeKaTh Ha PI3HUX XPOMOCOMaX, TOOTO BIAHOCATHCSA O PI3HHMX TIpYIl
3YETICHHS.

3uerieHHs € He a0comoTHUM. OOMIH IJITHKaMU MIX TOMOJIOTTYHUMH XPOMOCOMaMHU
(KpocHHrOBep) MiJ 4Yac MeHo3y NPHU3BOAUTH O PEKOMOIHAIii T'eHiB 1 MOpYIIye MOBHE
3derieHHs. YacToTa KpOCHHTOBEPY MK JBOMAa I€HaMH MPOIOPITiiHA BIACTaHI MIXK HUMH Ha
XpOMOCOMI.

XpOMOCOMH 3HAXONATHCS B TOMOJOTIYHUX Tmapax. CoMaTW4yHl KIITHHU MICTITh
JTUIIIOITHUIA Hablp XxpomocoM (2n), J1&é XpOMOCOMH ICHYIOTh Y TOMOJIOTIYHUX Mapax. Oaux
XpoMOcoMa 3 KOXKHOI Imapy yCIaJKOBYEThCS BiJl MaTepi, a Ipyra — Bija OaThKa.

CnankoBi GakTopu MeHaemns OSCHIOETbCS MEXaHI3MOM MOBEIIHKM XPOMOCOM IIiJ] 4ac
Meriosy. Il 3akoH Mennens (3aKOH PO3MICTUICHHS) TOSCHIOETHCS  PO3XO/KCHHIIM
TOMOJIOTIYHUX XPOMOCOM (2 OTKe, 1 aenbHUX reHiB) mig dac aHadasu | meiio3y. III 3akoH
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Menzensi (3aKOH HE3aJEKHOTO YCHaJIKyBaHHS) MOSICHIOETHCS HE3AICKHUM PO3XOJKEHHSIM
HErOMOJIOTIYHUX XPOMOCOM TIiJI Yac MEHO03y.

I'omoJsoriuni XxpoMocoMu — 1€ Tapa XpOMOCOM, SKi YCHaJKOBYIOTbCS BiJl KOXKHOIO 3
0aThKiB 1 MalOTh OJHAKOBY IOBXHHY, OJHAKOBE PO3TAIIyBaHHS IIEHTPOMEP, a TOJIOBHE —
MICTSITh T'€HH, 1110 KOAYIOTh OJHI i T1 caMi 03HaKH (T€HH PO3TaIllOBaHi B OJHAKOBHUX JIOKYCaX).
VY 6ibIIOCTI OpPTraHi3MiB, IO PO3MHOXKYIOTHCS CTATEBUM IILJISIXOM, KIITHHH (KPIM CTaTEBUX) €
murioinaumu (2n). Lle o3Havae, 1m0 BOHU MICTATH JB1 KOMii KOKHOTO TUITY XpoMocoMm. OHa
XpoMocoMa y mapi ycraJKoBaHa BiJ marepi (depe3 simexnituHy). [Hma xpomocoma y napi
yCIaJKOBaHa Bij O0aThKa (d4epe3 crepmMaTo30in).

XpomatuH - e komiuieke mosiekyn JJHK ta 6inkiB-rictonis. Monekyna JIHK namorana
SK Ha KaTyUIKd Ha OUTKU-TICTOHHU - HyKJIeocoMu. HaBKOJIO KOXKHOI HYKJI€OCOMH MOJIEKYJIa
JHK pobuts 0au3pko 1,65 06eptu. KoMmnakru3oBanuii XpoMaTUH HOCUTh Ha3By XPOMOCOMM.
To6T0, 3 xiMiyHOi TOYKH 30py 1 XpomaruH, 1 xpomocomu € JIHK Tta Oinku-ricronu. Ane
BIJIPI3HAIOTHCS CTYIIEHEM KOMITaKTH3AIIii.

XpoMocoMHu - 11e BUCOKOOpraHi3oBaHa CTPYKTypa, 1o ckianaerscs 3 JAHK Ta 6inkis.
Bona € nHociem cmagkoBoi iH(opmarii Ta 3abe3nedye TouHe 30epiraHHs, perUIiKaiio i
PO3MO/IiJI TEHETHYHOTO MaTepially Mmij Yac MoAUTy KIITHHU.

PiBni kommakTu3amii xpomarumny. Kommaktusamis XpoMaTHHYy — II€ CKJIQTHUI
OaraTopiBHEBUI TMpoliec, HEOOXIAHUU ISl YMakoBKH mpubnu3Ho aBox MerpiB JHK y
MiKpocKomiuHe sapo KmiTHHU. CTyniHb YNMAaKOBKM BHU3HAYa€, Yd AaKTUBHUH TEH, YM BiH
MOBYA3HUI, 1 JOCATAE MAKCUMYMY IIi]1 Yac MOALTY KIIITUHU (puc. 4.1).

I piBens - noggiina coipans JTHK (nmanmror JIHK) - HaliHmkumii piBeHb OpraHi3ariii.
Monekyna JIHK icuye y ¢popmi mpaBo3zakpydeHoi moABIHHOI cripati. JiaMeTp 2 HM.

AT T ], Jlanmior JTHK

vee 2, Hyki1€0COMHMI

3. Conenoinuuii

woen 4. TleTIILOBHE

w [rom 5. JlOMeHHMI

S—gm T, 6. XpomMocomHuii

Puc. 4.1 - PiBHI KOMIIakTH3a1lii XpOMaTHHY

II piBens - Hykneocomuuii - JJHK HamoTyeThes mpubimsno Ha 1,65 06epTu HaBKOJIO
TiICTOHOBOT'O OKTaMepy (KOMIUIEKCY 3 BochbMU TicToHOBHX O1nkiB H2A, H2B, H3, H4). Koxxna
tTaka omuHMIs (rictoHoBuit oktamep + JIHK) HaszuBaeThcs Hykieocomoro. Hykneocomu
3'ennani ninkepHoro JIHK, mo naranye namucro. Hiametp - 10 aM.

III piBeHb - COJICHOTTHMIA - HYKJIEOCOMHA HHUTKA (3aBAsSKku nii rictoHy H1 Ta iHmmx
OUIKIB) 3TOPTAEThCSl y CIIPAJIbHY CTPYKTYpY (CoyieHOin). Y TakoMy BUIJISII XpPOMaTUH
Haifuactime mepebyBae B sApl KIITHHU MiA yac iHTepdasu (MK HoaiiamMu) i € 6a30BOIO
(hopMor0 T TPAaHCKPUIIIIMHO HEaKTUBHUX AUIIHOK. [iametp - 30 HM.

IV piBenb - memiboBuili - ¢iOpuia, 1m0 yTBOpWJIacs Ha COJIGHOITHOMY piBHI,
MPUKPITUTIOETHCS 10 cKadoay (6110K), 1m0 opranizoBye (Gidpunu y netii. Jiamerp 300 HM.

V piBeHb - JOMEHHHMH - T€TJII CKPYYYIOThCS 1 OPraHi3OBYIOTh XpOMAaTUH Y
¢dbyukmionaneHi fomeHu. Jliamerp 700 HM.
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VI piBeHb - XpOMOCOMHUH - ETIII MAKCUMAIBHO CIIPaii3yIOThCS Ta KOHACHCYIOThHCS 3a
JIOTIOMOTOFO CHEIIaIbHUX OLTKOBUX KOMILUICKCIB, TAKMX SIK KOHACHCHH. lle HaiiBUIIUi piBEHB
YIAKOBKM, XapaKTepHUil ans meradasu, KOJIU XpOMOCOMH HaOyBalOTh CBO€i KIIACUYHOI,
MAIMYKOINOAI0HOT (JOPMH 1 CTAIOTh BUIMMHUMH Y CBITJIIOBUI MiKpockorl. [liameTp xpomocoMu
- 1400 um.

BynoBa xpomocom auHamivHa 1 KapAWHAIBHO 3MIHIOETHCS TPOTATOM KUTTS KIITHHU.
BuBueHHs 1MX 3MiH J103BOJISIE 3pPO3YMITH MEXaHI3MHU 30€piraHHsi, perumkaiii Ta TOYHOTO
pO3MOJIITYy TeHETHYHOTrOo Marepiany. HailiOinbln BHBUEHOIO Ta BIOPSAIKOBAHOK € OyaoBa
XpOMOCOMHM Ha cTaAil MeTadas3u, KO BOHA MAKCUMAaJIbHO KOHJICHCOBAHA.

XpOMOCOMH CKJIAJIAI0THCS 3 HACTYITHUX CTPYKTYPHUX KOMIOHEHTIB (puc. 4.2):

Kopotke

nneue

Lenrpo-

mepa Xpomarngu
Losre Tenomepw
nneue

Puc. 4.2 ——By,Z[OBa XPOMOCOMHM

- XpOMAaTH/JM - JI0 OJIUTY KJIITUHU KOKHA XPOMOCOMA CKJIA/IA€ThCA 3 JIBOX 1IEHTUYHUX
Hutok JIHK (xomiif), siKi Ha3MBarOThCS CECTPUHCHKUMHU Xpomartujaamu. Bonu
yTBOpPIOIOThCA B S-¢azi iHTepda3u B pesynbrari npouecy perutikamii JJHK. Oxna
xpoMarua € ogHiero moJiekysor JIHK, mo HakpydeHa Ha OUTKH-TICTOHU. XpOMOCOMa,
IO CKJIAJA€ThCs 3 JBOX XPOMAaTH[, Ha3MBA€ThCS d-XpoMocomoro. Xpomocoma, IO
CKJIQ/Ia€ThCS 3 OJIHIET XpOMATHUIU, HAa3UBAETHCS S-XPOMOCOMA.

- [eHTPOMepH - MEpPBHHHA MEPEeTSIKKa, sKa 3'€IHy€ CECTPUHCBHKI Xpomaruau. Bona
cKkianaeTses 3 noproproBanux nociigoBHocrer JJHK (carenitha JIHK) 1 € xputuuno
BOXIIUBOIO U1 pyXy XpoMmocoM. LleHTpomepa aiuTh XpoMaTHAM Ha IJIedi.
PozranryBaHHS LIEHTpOMEpH € MOCTIMHMM Ta crnenupiyHUM s KOXXKHOTO BHIY
xpomocoM. [Toso)keHHs LIEeHTpOMEpU BUKOPUCTOBYETHCS /sl Kiacudikallii XpoMOcoM

(puc. 4.3).
Cynyrunx kﬂgﬁ::c
/s /s
eKTPOMEDS
doore
naeye
1 2 3

4
Puc.4.3 - Bunu xpomocoMm: 1 - akporieHTpHyHa, 2 - CYyIyTHHKOBI, 3 -
cyOMeTaleHTpu4Ha, 4 - MeTalleHTpUYHA

MeTaneHTPUYHI - IIEHTPOMEpa AUIMTH XPOMATHIy MPAKTUYHO HA PiBHI IjIedi, TOOTO,
po3TaIoByeThCs Maibke nocepeanti. CyoOMeTaueHTPUYHI - IEHTPOMEpa TPOXHU 3MIlIeHa Bif
CepelMHU JI0 OJHOTO i3 KpaiB, TaKMM YHHOM OJIHE TIUIeYe TPOXH JOBIIC 3a IHIIE.
AKPOUEHTPUYHI - IIEHTpOMEpa 3MillleHa MPAKTUYHO Ha KiHEIb XpPOMAaTH/IU, TAKUM YHMHOM
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OJlHE IJIeYe JIy>Ke KOPOTKe, iHIIe - qoBre. CymyTHUKOBI - MalOTh BTOPUHHY LIEGHTPOMEPY,
YacTUHA IIJIeYa, SKa BiJ/IiJIeHa BTOPHHHOIO IIECHTPOMEPOIO Ha3UBAETHCS CYIyTHHUK.

KiHeTOX0p - OUTKOBUN KOMILIEKC, KUl (GopMmyeThcsi B oOnacTi HeHTpoMmepu. Bin
CIIyTy€ MiCLIEM MTPUKPITJICHHS HUTOK BEPETEHA MOALTY, SIKi PO3TATYIOTH XPOMOCOMH JI0
MIPOTHJICIKHUX TIOJIFOCIB KIIITHHU 1111 9ac aHadaszu

TeJIOMePa - KiHIEBI MIJITHKA XpOMOCOM. BOHU CKIIaIarOThCs 3 HEKOIYFOUHX, BEITHKOT
KUTBKOCTI TTOBTOproBaHux nociinoBHoctedt JIHK. Hanpukian, Tenomepa q0auHu - 1€
¢parmenTr TTAGGG, mo MNOBTOPIOETHCS OMM3BKO TPHOX THCAY pasiB. Temomepu
3aXMINAIOTh KIHI[I XpOMOCOM BIiJl Jerpajailii, 3JIUTTS Ta € BAKIUBHM (akTopoM
cTapiHHs KJIITUH (perutikaTiuBHe crapinis). [Ipu koxHomy noasoenni JIHK Tenomepa
BkopouyeTbesa Ha 50-100 m.H. | B sikuiice MOMEHT Tenomepa Oy/ie HaCTUIbKH KOPOTKa,
0 710 Hei He 3MO)Ke MPUEIHATHCS PEIUTIKaTMBHA MAaIIMHA 1 MOJBOEHHS XPOMOCOM
Oinb1e BinOyBaTHcs He Oyze. Lle HazuBaeTbes mimit ['eiidiika - oOMexeHa KiabKICTb
MOJIBOEHB XPOMOCOM, a BiJIIOBiJTHA, 1 TIOALIIB KJIITUH, HACTAE PEILUTIKATUBHE CTAPIHHS
KIITUH. [ coMaTnyHuX KIITHH JTroAuHu diMiT [efidaika ckinanae 50-55 noainis. B
CTOBOYpOBUX Ta T€HEPAaTUBHHUX KIITHHAX € (epMEHT TejoMmepasa, siKii Jo0yIoBye
TeJIoMepy MICHs KOXKHOTO MOJLTY, TOX L1 KIITHUHU HEe MatoTh Jimita ['eli¢uika.

Bynosa xpomocom Ha pi3HHX CTajifiX KJIITHHHOIO HUKJIY. BynoBa XxpoMocoM €

JTUHAMIYHOIO 1 3a3HAa€ KapJUHAIBHUX 3MIH IPOTSATOM KHTTEBOTO IUKITY KIITHHU (puc. 4.4).
CrymiHp KOHJCHCAIlil XpOMAaTWHY BHU3HAYA€E, YM MOXE KIITHHA 3YUTYBATH TCHETUYHY
iH(popMmarito (inTepdasa), Yu BOHA TOTYETHCS J0 TOIUTY (MITO3/MEH03).

Xpomocomu
Konaenconani, /\llekouuenconani,
abo cmipaJizoBani abo necmipaJizoBani

Merada3za mitosy Intepdasne aapo

Puc. 4.4 - IlopiBHSHHS XpOMOCOM B pi3Hi ()a3u KJIITUHHOTO IIUKITY

B inTepdasi renernunuit Marepian icHye y (opmi XpoMaTHHY — Jy>K€ TOHKHUX 1

PO3CIIa0IeHUX HUTOK, II0 PO3TAIIOBaHI B s/ipi. XpOMaTHH MEPEBAKHO 3HAXOTUTHCS Ha PiBHI
30 am ¢16pmm a6o y popmi pozcnadnerux merens (300 am). Oxpemi XpoMOCOMHU HEBUIUMI Y
CBITJIOBUM MIKPOCKOT, OCKUIBKM BOHH J€KOHJCHCOBaHI. MakcuMmanbHa TpaHCKpPHUMIliiiHA
aktuBHIcTh (cmHTe3 PHK), a B S-mepioni BimOyBaerbes pervrikamis JIHK, BHacmigox voro
KO)KHa XpoMOcOoMa IMOJABOIOEThC (puc. 4.5). Jlo mporo XpoMocoMH CKJIAanucs 3 OJHi€l
XpOMaTuId, TOOTO OyiIM S-XpoMOCOMaMH, MICisA S-Tepioly XpOMaTHUIN TOBOIOIOTHCS 1 S-
XpOMOCOMHU CTal0Th D-XxpoMocomMamu, TOOTO CKIaIAal0ThCS 3 TBOX CECTPUHCHKHX XPOMATHU/I.
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Go Gmo
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B e G‘IIeEiozl inTepdan
Re”
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Mertaga3sni xpomoco

T TeTHYHHH
G2
IMocTcMHTETHYHMI nepiox inTepdazu

S
DNA synthesis

nepioza intepgazu
KuiTunnuii nuka

Puc. 4.5 - 3miau Oy10BU XpOMOCOM MPOTATOM KIIITUHHOTO IIUKITY

[Tix yac moainy KIITHHH BiTOYBa€ThCS MaKCHUMallbHA YIIAKOBKA TEHETUYHOTO MaTepiaiy.
B npodasi mounHaeTbes cmipaiizalis Ta KOHACHCAIS XpOMaTHHY. XPOMOCOMH TOCTYIIOBO
CTal0Th BUJUMHUMH SIK OKpeMi CTpYKTypH. B MeTadasi nocsaraerscss MakcuMalibHa KOHIEHCallis
(1400 vM pgiamerp). XpoMOCOMH € HalOUIBII KOPOTKMMM Ta TOBCTUMH, IIO POOUTH iX
171ealbHUMU U1 BUBYEHHSA. YITKO BUAHO JB1 CECTPUHCHKI XpOMATU/IH, 3'€THAHI LIEHTPOMEPOIO.
XpoMocoMH Ha IBOMY €Tali BHKOPHCTOBYIOTHCS U KapiOTHITyBaHHS, OCKUIBKA MOXHA
TOYHO BU3HAUUTH po3Mip, (GopMy Ta Miclie po3TallyBaHHsS LEHTPOMEPU KOXKHOI XPOMOCOMH.
B anadasi BigOyBaeThCsl MOJLT LIEHTPOMEPH 1 CECTPUHCHKI XpOMAaTUIIU PO3’€AHYIOTHCS Ta
pyXaroTbcs A0 NPOTUIEKHUX NOMIOCiB. 3 D-XpoMOCOM BOHU 3HOBY CTaIM S-XPOMOCOMAMHU.

CrareBi xpoMmocomu Ta ayrocomu. HaGip XpoMocoM y siJipi KIITHHU MOAUISETbCA Ha
JIB1 KaTeropii 3aJeXXHO BiJ] IXHbOI POJIl Y BU3HAUEHHI CTaTi. AyTOCOMM — II€ BCl XpOMOCOMH,
KpiM cTaTeBUX. BOHHM BIJINOBINAIOTH 3a YCHAJKyBaHHsS OUIBIIOCTI O3HAaK OpraHizMy, He
MOB'SI3aHUX 0€3MOCepPEAHBO 3 BU3HAYCHHSAM CTaTl. Y JIIOAUHU IUTIIOIIHUM HaOlp MICTHTH 22
napu aytocoM (Bix 1-i 1o 22-i), 110 craHOBUTH 3arajioM 44 XpoMOCOMHU. AYyTOCOMH 3aBXK/IU €
TOMOJIOTTYHUMU (MTAapHUMHU) K y YOJIOBIKIB, TaK 1 y *iHOK. CTaTeBi XpoMocoMu — 1ie napa
XPOMOCOM, SIKa HeCe I'eHH, 1110 BU3HAYAIOTh CTaTh OPraHi3My. Y JIIOJIMHU Ta O1IbIIOCTI CCaBLIiB
nmo3HavyarThes K X Ta Y. CTaHOBUTS JIMIIE OJHY APy Y AUII0ifHOMY Habopi. JKiHKH1 MatoTh
nB1 romosoriyni X-xpomocomu (XX) - romorameTHa cTath. YoIOBIKM MatOTh OJHY X- Ta OJTHY
Y-xpomocomy (XY) - rereporamMeTHa cTaTh.

VY camok oaHa X-XpoMOcOMa € HEAKTHBHOIO NPOTATOM >KUTTS Ta 3HAXOAUTHCA Yy
KOHJIeHCOBaHOMY BUTJIAI. [{e Ha3uBaeThCs crareBuil XxpomaTuH, abo Tibie bappa (puc. 4.6).
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Female Male

Puc. 4.6 - Tinbue bappa y aapi kmitTuHu

KapioTun - 11e cykynHicTh XpOMOCOM, XapaKTEPHUX AJII COMAaTUYHOI KIITUHU MTEBHOTO
BUJYy OpraHi3MiB. BiH € yHIKaTbHUM JUIS KO)KHOTO BHJY 1 BKIIIOUA€ B ce0e HE JIHMIIE KUTBKICTh
XpoMocoM, aie i ixHi Mopdooriuni o3Haku. KapioTun onucyeThes y BUTIISAL CXEMU, B AKiH
XPOMOCOMH pO3TAIIOBaHI TapaMH B Psiji O AOBXKHHI (imiorpama).

Kapiotumn onucyetbcest 3a TpboMa OCHOBHUMHU HapaMeTpaMu, sIKi € CTaO1TbHUMHU JUTSI BCIX
3JI0pPOBUX MPEACTABHUKIB OJTHOTO 010JIOTIYHOTO BH]TY:

- KUIBKiCTh XpPOMOCOM - 3arajibHa KUTbKICTh XpPOMOCOM Yy TUILIOiAHOMY Habopi (2n). ¥
JIOAWHYU, HAIPUKJIAA, e 46 XpoMocoMm, a Kapiotun npo3odinu - 8. KimiTuHI MOXYTh
MICTUTH ranJioiHuii HaGip XpoMocoM - Habip XPOMOCOM, B IKOMY KO’KHA XpOMOcOMa
npejcTaBieHa oAMH pa3. ['amnoinHuii HalOlp HepeBaXHO MaroTh CTAaTEBl KIIITUHHU.
[To3Hauaerbess n. JAunuioinHuii Habip XpoMocoM - MoJBiMHMIA Habip XpoMocoM, B
SIKOMY KO’XKHa XpOMOCOMa Ma€ mapy - TOMOJIOTIYHY XpoMocomy. [uroinauii Habip
XPOMOCOM MaroTh COMaTH4HI KIiTUHU. [lo3HauaeTbes 2n.

- MopdoJiorisi XpoMOCOM - BH3HAYAETHCS PO3TALIYBAaHHSAM IEHTPOMEPH Ta THIIOBUM
pO3TallyBaHHSAM XPOMOMEPHUX Ta MDKXPOMOMEPHUX IUISIHOK IPU BUKOPUCTAHHS
TUepeHLIHHNX METOI1B 3a0apBIEHHS.

- PpO3MipH XpOMOCOMH - IOB)XMHA XPOMOCOMH € CTAJIOK0 XapaKTEPUCTUKOIO.

KapiorunyBanusi - MeTOJ UMTOICHETHKH, SKUH J03BOJIsSIE Bi3yali3yBaTh Ta
kiacugikyBatu XpoMocoMu. [l JOCHiKEHHS KapiOTUILy BUKOPUCTOBYIOTH KJIITHHH, SIKi
JUIATHCS, OCKUIBKH JIOCIIJKYIOTBCSI XPOMOCOMY Y CTafil MeTada3u KIITUHHOTO TOJUTY, KOJIU
BOHU € MaKCHMaJbHO KOMITaKTH30BaHi. Lle KJIITHHM KICTKOBOrO MO3KY, eMOpioHa, MyXJIMH,
CTaTeBUX 3aJ103, OJTHOSAJEPHI JICHKOLUTH KPOBI.

Brnepire mopaxyBatu Ta onmucaTd KapioTHIl JOAUHU 3Morau y 1956 pomi JIxoit Tio 1
AnbOept JleBaH. 3 IbOrO MOMEHTY IIUTOT€HETHYHI METOAM CTaJIM HEBiJI'€MHOIO YaCTHHOIO
PYTUHHOI KJIIHIYHOI MpPAaKTHUKU Ta JAlarHOCTUKH. Y 1959 poui OyB omnucanuil mnepmuit
XPOMOCOMHHU cuHIpoM - cunapom Jlayna. XK.JIexeH nokasas, 1110 IPUYUHA CHHIPOMY - OJTHA
3aiiBa xpomocoma. Ha Toit MOMEHT He OyJI0 BCTAaHOBJICHO, sIKa came, ajie OyJjia BCTaHOBJIECHA
HasIBHICTbH 3aiiBOT XPOMOCOMH.

VY 1960 pomi Ha xoHbepeHtii y [denBepi Oyna npuitHsATa JeHBEPIBChKA Kiacudikarlis
xpomocoM (puc. 4.7) B Kapiorpami JIIOAWHH, A€ XPOMOCOMH B 3aJIe)KHOCTI BiJl PO3MIpY Ta
po3ramtyBaHHI meHTpoMep noaunsiid Ha 7 rpyn (A - G). Ilpore, 3acTocoByBaimcCs B ITii
METOAMIII PYyTHHHI MeToau (apOyBaHH:, 3a SKUX BCS XpoMOcoMa Oyia OJHOTO KOJIbOpY, HE
MOXJIMBO OYyJIO PO3PI3HUTH YITKO KOXKHY Mapy XpOMOCOM B TPYIIi.
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I'pyna 300paKeHns XPOMOCOM XapaKTepHCTHKA XpOMOCOM
Besuki
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Puc. 4.7 - Kapiorpama 310poBOT0 40JIOBiKa, B IKiif XpOMOCOMU 3a0apBlIeHH] PyTUHHUM
METOJIOM. B MpsSIMOKYTHHKY TTOKa3aHi CTaTeBl XPOMOCOMH 3JI0POBOI JKIHKH

VY 1971 poui Ha [Tapu3sbkiii koHdpepenuii Oyna npuitHATa MiXKHapOIHA Kiacuikaris
ISCN (International system for Cytogenetic Nomenclature) 3 BHKOpHUCTaHHAM
nudepentiinoro ¢apoyBanas (puc. 4.8), sKe JAI0 B OCHOBY CY4YacHOI ITUTOT€HETHYHOT
HOoMeHKJIarypu. Judepenuiiine ¢papOyBaHHs 103BoJs€ TUGEPEHIIIIOBATH AUISHKUA T€HETO Ta
ey-XpOMaTHHY Y BUTJISIAI XPOMOMEPHUX Ta MIKXPOMOMEPHHX JIJSHOK. Po3TamryBaHHs IHX
JUISHOK € CTalloI0 XapaKTepUCTHKOIO JUIsl KOXKHOI Hapu TOMOJIOTIYHHX XpoMocoM. IcHye
Oararo BapiaHTiB audepeHIiiinoro 3abapsienns, aine abapsieHHs GTG a pomomororo
6apBHHKa PomaHOBChKOT0-1'1M31 BBa)Ka€ThCs CTAHJAPTHUM.
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Puc. 4.8 - A - kapiorpama 310pOBOTO YOJIOBIKa 3 BUKOPUCTAHHAM U (PEPEHIIITHOTO
3abapBieHHs; b - igiorpama kapioTumy JIOAUHU
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KapiotunyBanus - ne ¢pyHIaMeHTaTbHUN MIarHOCTUYHUN 1HCTPYMEHT y MEAMIIMHI Ta
TCHETHIl, OCKUIBKM BiH JI03BOJISIE€ Bi3yaJbHO OLIHUTH KUIBKICTH 1 CTPYKTYPY XPOMOCOM,
BUSBHBIIM 3HA4YHI T'e€HETUYHI nopyuieHHa. KapioTunyBaHHsS € HE3aMiHHUM B J1arHOCTHII
XPOMOCOMHHMX CHHJPOMIB JIOJAWHHU (3MiH KUIBKOCTI XpOMOCOM - aHEYIUIOiAii) - CHHIPOM
Hayna, cungpom TepHepa, cunapom KiaiiHdenpTepa, Tomo. 3a JOMOMOTOI0 BHBYCHHS
KapiOoTUIy CTa€ MOKJIMBHM BHSBICHHS 3MiH y OyZOBI XpOMOCOM - TpaHCIJIOKAIIiH, JIeserii,
1HBepCii, IHCepIliN (neTaybHilIe IuB. po3ail “MinnuBicTs”). KapioTunyBaHHS 3aCTOCOBYIOTH
Ha eTarli JIaHyBaHHS BariTHOCTI - JJOCIIJDKYIOTh MaliOyTHIX OaThKiB, B SKOCT1 IPEHATAIILHOTO
CKPUHIHTY, 11 BCTAHOBJEHHS JiarHo3y, B OHKOJIOTii (HampuKiIal, BUSBICHHS
¢inanenshiicbkoi XpOMOCOMH, SIKa € pe3yJIbTaToM TpaHciokamii 9 Ta 22 xpomocom t(9;22),
KPUTHYHO BAXJIMBO B JIIarHOCTHII XPOHIYHOTO MIEJIOICHKO3Y.

IlnToreHeTH4YHA HOMEHKJIATYPaA - 11€ CTAaHAAPTU30BaHA CUCTEMA [T03HAUEHb IS OIIUCY
XPOMOCOMHHMX HaOOpiB, IO BKJIIOYAE KUTBKICTH XPOMOCOM, IXHIO CTPYKTYpPY, a TaKOX yci
BUSBIICHI aHOMAJTii, TaKi sIK YUCIIOBI a00 CTPYKTYpHi 3MiHU. BOHA BUKOPUCTOBYE CHMBOJIHU Ta
CKOpPOYEHHS JJIsl TOYHOTO JOKYMEHTYBaHHS KapiOTHUILY JIFOJUHH Ta IHIIMX BUIIB, TO3BOJISIOUN
OIMCYBATU HOPMaJIbHI KapioTUNH, Hanpukiaz, 46,XX s xkiHku ta 46,XY 171 4oJI0oBiKa.

3anuc B IUTOTEHETHYHIM HOMEHKIIATYPi Ma€ HACTYHUH dopmat (puc. 4.9):

[Homep xpomocomu| [miiede] [Homep paiion|[Homep cmyru]. [Homep cyocmyru]

JloBre 1uiede XpOMOCOMH TIO3HAYAETHCSI OYKBOIO (, KOPOTKE - OYKBOIO P, XpPOMOCOMHI
abepauii MO3HAYalOTh JIOJATKOBUMM cHUMBoJaMH. PalloHM HyMmepyroTbCcsi apabCbKUMU
uudpamu Bii LEHTPOMEPH.

Hamnpukiman, 7q22.1 6yne 3Haunt 1 cybcmyra 22 cMyru paiioHy 2 JOBTOro ruieda 7
XPOMOCOMH.

== Teclomere (pter)

— 223
Region 7p2 { n2 g

Cytogenetic Banding Nomenclature
parm—
Region 7p1l

Chromosome 3- This region of the
chromosome is called 3p22

37 2
1 ]\ ! Region 7q1{

1 This region of e
centromere—+ the chromosome e -
1 is called 3p22.1 Region 7q2

2 garm-—

earm 3 This region of the Iy
queue :
chromosome is called 3p21 21 ]

4

Region 7q3 3
5

q telomere_ E

"qgtel" 3 <—Telomere (qgter)

Puc. 4.9 - CxemaTuuse BigoOpaxeHHS HI/ITOFGHGTI/I'—IHO'I' HOMEHKJIATypH BIATOBIIHO JI0
International system for Cytogenetic Nomenclature

Band 7p13 within region 7plin
the short arm of chromosome 7

—

p telomere—

"ptel" 3
pte 44— Centromere

p-arm
"oetit

N

A S b-band 7q22.1 within band
7922, region 7q2, in the long
arm of chromosome 7

B npuitaariii  International system for Cytogenetic Nomenclature pe3ynbraTi

KapiOTHITYBaHHS 3aIMCYIOTHCS HACTYITHUM YHHOM
[kinbkicTh XpomMocoM], [cTaTeBi XpoMocomu], [ocob1uBOCTI]

Hanpuknan:

46, XX - pe3ynbTaT 3arajibHa KiJIbKiCTh XpOMOCOM 46, CTaTh KiHOYa, 0OCOOIUBOCTEH HE
BUSIBJICHO.

47, XX +21 - pesynbTar 3arajibHa KUIBKICTH XpoMocoMm 47, cTaTh KiHOYA, BUSBIICHO
3aiiBy 21 xpomocomy (Tpucomis 21 xpomocomu - cuapom JlayHa).
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OCHOBHI IUTOT€HETUYH] [T03HAYEHHS:

CHMBOJI 3HAYCHHS
- BTpaTa XpoOMOCOMH
+ JI0JTATKOBA XPOMOCOMa
/ PO3JILIISAE KIITHHHA 200 KIIOHH
del enenis
der He30alaHCcOBaHa TPaHCIIOKAIlis
dup TyTUTIKAITis
mar MapKep XpOMOCOMH
t TpaHCIOKaITis
ns THCEpIIis
nv 1HBEpCis

MouJiekyJasipHuii HUTOreHeTHYHHUIT MeTox - riopunuzanis in situ FISH (Fluorescence
in situ hybridization). Mae nepeBaru Haj KaplOTUIIyBaHHSIM B TOMY, IO JUIS JOCIHIJIKEHHS
HOiAXOJATh OyIb-AKi KIITHMHH 3 iHTep(da3HUMH SApaMM, 1LI€ CYTTE€BO CKOPOUYY€e€ TEpMiH
BUKOHaHHS nociipkenns. Jlo HepomikiB FISH-meromy cmin BigHecTd Te, MO0 BIH HE Ja€
iH(popMalLio po Bech KapioTun. Meroauka nepenbauae BukopucranHs JIHK-3onnis 1 B
pe3yabTati OyIyTh JIUIIE Ti MITKU 0 MIEBHUX AUISTHOK XPOMOCOM, sIKi BUKOPHUCTOBYBAJIUCS B
nociiykenHl. FISH-meTton moxe naTu yTouHioouy iH(GOpMaLiio MO0 KIJIBKOCTI MEBHOI
XpOMOCOMH, a00 HasBHOCTI MEBHOI JUISHKM Ha XpomocoMi. KapioTumyBaHHS MOXHa
BUKOPHCTOBYBATH, KOJIM MH HE 3HAEMO, M € maroiorisi. A mis Bukopuctanus FISH-meromy
NOTpiOHO MaTH TiNoTe3y (HANPHUKIIAJ], HASBHICTh MO3aillU3MYy 3a IIEBHOI XPOMOCOMOIO).

A A A
a-1 a-2 a-3

Puc. 4.10 - IIpuknan Bukopuctanus FISH-merony B 1iarHOCTUIN COMITHUX ITyXJTUH.
3ouxa 1p/19q: a-1 menenist noxycy 1p32 , a-2 HOpMaNbHHUN CHTHAJBHHU TMaTepH (KIITHHA JIIBOPYY) Ta
nenetist roxycy 19q13 (kiiTiHa ipaBopyd), a-3 HOpMaJbHUI curHaIbHAN matepH (Abbott Molecular),

IIpakTnyHi 3aBIaHHSA 3 TeMH
3ABJIAHHS 1. InTepriperaiist pe3ynbTaTiB HUTOT€HETUYHUX aHATI31B

1.1 BHachmigok IUTOT€HETHUYHOTO aHalli3y IJI0Ja YOJOBI4Oi cTaTi (aMHIOLIEHTE3)
BHSIBJICHO, 10 BiH Mae He 46, a 47 xpomocom. JlogaTkoBow € xpomocoma B 18-i mapi
(Tpucomist 18). 3anumniTh IUTOreHETHYHY (OPMYITy, LIO BIANOBIZA€ IILOMY KapiOTHILY
(Cunnmpom EnBappca).
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1.2. Jlikap-TeHEeTHK JiarHOCTYBaB MAIlI€HTI]I CHHJIPOM "KOTSYOTr0 KPHUKY", BUKJIUKAHHMA
BTPATOIO0 YAaCTHHM (JIEJCIi€l0) KOPOTKOro Imieda 5-1 Xxpomocomu y niisHI pl5.2. 3aranbna
KUIBKICTh XpOMOCOM HOpMajibHa. 3alMIliTh IUTOTeHETUYHY (OpMyIy, IO ONUCYE Lei
KapioTUN KiHKH.

1.3. Bam HajaHO HACTYNTHUN HUTON€HETUYHUH 3aIUC:
47, XXX
Busnaute 3aranbHy KUIBKICTH XpOMOCOM Ta CcTaTh ocobu. HasBiTh cuHApOM, SKHiA
BiMoBiae 1ik Gopmyii.

1.4. V xi"ku giarHoctoBaHO TpucoMis X-xpomocomu (Cuaapom motpiiiHoi X). Lle
O3Hayae, MI0 3aMiCTh JBOX X-XpOMOCOM BOHAa Ma€ TpH X-XpOMOCOMH. 3allUMITh
UTOTEHETHYHY (OpPMYITy, IO BiANOBIIA€ I[bOMY KapiOTHUITY.

1.5. Yomnoik wmae Cungpom KiaiindensTepa, [Kkuil COpUYMHEHU HASBHICTIO
J0JaTKOBOT X-XpOMOCOMH. 3alulIiTh IUTOTEHETUYHY (HOpMYITy, IO OMHCYE Iei KapiOTHII
(BKJIFOYHO 3 BU3HAYEHHSM 3arajbHO1 KIJIbKOCTI XPOMOCOM)

3ABJIAHHSI 2. BuBueHHs LUTOT€HETUYHOT HOMEHKJIATY P!

2.1 Mano mo3navyenHs nokycy rera: Xp2l.1l.IloscHiTh, e came (Ha sKiii XpoMocomi,
SAKOMY TLJIeYi, B SIKOMY pailOHi Ta CMy31) pO3TalllOBaHUH I1eii JOKYC.

2.2. Bam HanaHo no3HavyeHHs JoKycy: 9q34.1. IloscHiTh, e came po3TalloBaHUM e
JIOKYC, BKa3aBILIM HOMEP XPOMOCOMH, IJIeue (JJOBIe Uu KOPOTKE), HOMEP paliOHY, HOMEP CMYTH,
HOMeEp CyOCMYyTH.

2.3. HeoOxigHO 3amucatu JIOKyC T€Ha, KM po3ramoBaHuii Ha 17-i XpoMmocomi, Ha
JIOBroMy Iuiedi, y paiioHi 1, y cmy3si 2, y cydocmy3i 3. 3anuiiiTh IUTOT€HETHYHY KOOPJIUHATY
1b0ro JoKycy y ¢opmari ISCN.

2.4. HeoOxinHO 3amucaTd JIOKYC I'eHa, SIKMH po3TamoBaHuil Ha 1- Xpomocomi, Ha
KOPOTKOMY IljIeul, Y paioHi 3, y cMy31 6, y cyocmy3i 1. 3anumiiTe TUTOreHETUYHY KOOPAUHATY
11b0ro JIoKycy y ¢opmari ISCN.

2.5. Bam HagaHo mo3HaueHHs JOKycy: 6q23. IlosicHITB, 1e came po3TalloBaHHUM e
JIOKYC, BKa3aBIlIM HOMEP XPOMOCOMH, IIJIeye, HOMep pailoHy Ta cMyru. YoMy B IbOMY 3amuci
BiJICyTHS cybcmyra?

3ABJIAHHS 3. BuBuenHs kapiorpam

3.1. Ha pucynky 4.11 300paxena xpomocoma. Ilo3Haure OCHOBHI ii CTPyKTYpHI
KOMITOHEHTH
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Puc. 4.11 - Bynosa xpomocomu
1-
2.
3-
4 -

3.2. Ha pucynky 4.12 300pakxeHO KapiOTHIl JIOJUHU. Bu3HauTe KiIbKICTH XpPOMOCOM,
HAsIBHICTH BIJIXWJICHH Ta CTATh
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Puc. 4.12 - Kapiotun ntoauHu

3.3. Ha pucynky 4.13 npezacrasieHi ABi iaiorpaMu - JOAWHA Ta mummnanie. Ha o6ox
KapioTumax BuiilieHa (0OBeleHa) JII0JChKa XpoMocoMa 2 Ta BIAMOBIAHI JIBI XpOMOCOMHU
mumnanse (y myUMIIaH3e BOHU € OKpeMUMH ). Bi3HauTe OCHOBHY CTPYKTYpHY BIIMIHHICTh MIXK
KapiOTUIIOM JIFOJMHHU Ta IIUMIIaH3e, 1110 BiJo0OpaXkeHa Ha MAIIOHKY (IpUYHMHA Pi3HOT KUTBKOCTI
xpomocoM). Sky came cTpykTypHy MyTtamito (y TepmiHax ISCN) utrocTpye yTBOpeHHS
JOJCHKOT XPOMOCOMH 2 y TIPOIECi €BOMIONIi? 3amuIIiTh KapiOTHII YOJIOBIKA-IIMMIIAaH3E 3a
dhopmymnoro ISCN
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B s g XPpOMOCOMHU JIFOTUHH
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Puc. 4.13 - [giorpamu Jr0uHU Ta IMIMMIIAH3E

3.4. OnumiiTh KapioTHII JIIOJIMHU, 300pakeHuil Ha pucyHky 4.14. BuzHaute ctaTh 0cOOM

3anumIiTe UTOreHeTHYHY (OpMYITy I[bOT0 KapioTuiry. Ha3BiTh CHHIPOM, liarHOCTOBaHUN Ha
OCHOBI I1i€] MOHOCOMI].
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Puc. 4.14 - Kapiotun mtoauau

3.5. JlomaniHs Kilika Mae HOpMalbHUI AUI0inHuii Habip xpomocom 2n=38. Ii kapioTun
CKJanaeThes 3 18 map ayrocoM Ta onHi€l mapu crateBux xpomocoM (XX abo XY). V kora
(camig) 3 migO3por0 Ha Oe3rIiaas OyJo MPOBENEHO NUTOTCHETUYHHMU aHami3. BuzHaute
3arajgbHy KUIBKICTH XPOMOCOM Yy IbOTo KoTa (puc. 4.15). Busnaurte, sika yuciaoBa aHOMaTist
CTaT€BUX XPOMOCOM BHsBIIE€HA. 3amUINITh LUTOTCHETHYHY (opMyiy, 110 omucye Ien
KaplOTHII, BUKOPUCTOBYIOUH 3arajbHONPHUIHATY HOMEHKIIATypy (3a aHaJOTIE0 3 JIFOJAUHOIO)
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