Cemenn MemiiekeTTik MeauiuHa YHUBEPCUTETTI
MoJiekyJaaJbIK 0MO0JIOTHA KIHE TeHEeTHKA Kadeapachl

COX "

qHCcKpunuua. Ipaunciuayusy

\\ \_\.
- “\.

4

o~

N
- . - ‘\\ -
- - B - w—
e S T R
? - ~ .
‘;‘;t\‘:-,-‘&‘ —
lam =
~ B .
b
-

v~1 A > = 1‘ ‘/"
‘ - '/ﬂ /"
= -~
Za\@
XL
\ A

‘ "

\)

/|




* Kipicne
e Herisri 0esim
1. Tpancxkpunyus
2. Tpancnayus
 KopbITBIHBI
e [MaiigajaHbLIFAH d1e0ueTTEP




e ['eHeTHKA FBUIBIMBI KAPACTHIPATHIH TYKBIM KyalayIIbUIbIK ITCH
©3reprillTIKTIH 0apibIK 3aHABLUIBIKTAPHI aJaMFa J1a TOH OOJIbIN
ecenreneal. CedbeO1 o1 1a TIpmIIKTIH O1p TypiHe (Homo
Sapiens) kaTaabl. TYKbIM KyaJlayIbUIBIFBI MEH ©3T€PTIIITIT]
»KarbIHAH aJlaMHBIH 0acka KaHyapJjapAaH auTapJbIKTan
©3reIIEIIr )KOK. bopiHie A€ TYKbIM KyalalThIH KaCUET
YPITAKTaH-YPIAKKa XpOMOCOMa KypaMbIHJ1a O0JIaThIH TEHAEP
apKbUIbI OCPLIII OTHIPaabl. AJTAMHBIH >KaHyapJap1aH
albIPMAaIIbLIBIFbl OHBIH CAaHAIBUIBIFBI MEH €KIHII CUTHAJIBIK
’KYMECIHIH (CHCTEMAaChIHbIH) OOJaThIHABIFbIH/IA, COFaH
\MJIAHBICTEI OHBIH CBHIPTKEI OpTara OeriMIeny MYMKIHJIT Je
s e ‘ ~ MOJI OOJIBITI KeJIe]Ii.
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e Tpanckpunums (7arT. transcriptio — KaiiTa KeIipir
’azy) — Tipi kacylajaparbl puOOHYKJIECUH
KBIIIKbUIBIHBIH OMOCUHTE3 MPOIIEC.
On ne3okcupuOoHyKIIeruH KbIKbLIbl (JJHK)
MaTPUIIACKIH/IA KYPEIi.
Tpanckpunuus ajieHuH, TyaHUH, TAMUH YKOHE IIUTO
3UMHHIH KaiTananOansl Tizoerines TyparbiH JIHK
MOJIEKYJIaChIH/IaFbl TEHETUKAJIBIK aKMapaTThIH 1CKe
aCybIHBIH OIpIHIII Ke3€H1. TpaHCKpUMIISI
apHaiibl JIHK >xone PHK nmonumepasa depmeHTi
apKbLIbI Kypeal. Tpanckpumniusa HoTwxkecinae PHK
MOJIEKYJIAChIHBIH MOJIMMEpII1 T130er1 Ty3uaeal. by
T130ek JIHK MosekynachlHbIH KOIIipiiareH Oeiriae
KOMILJIEMEHTapPJIbl 00JIaIbl.

OHK-
marpuua
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Tpanckpunuus yil Ke3eHHEH TYPaabl:




» JIHK MomekymacbiH1a TpaHCKPUIIIUA OacTalaThIH Kepre KaKblH
typran JIHK MonekynacbiHaa HYKJI€OTUATEPIMEH, TPOMOTOPMEH,
PHK-nmonumepaszanbiy OailnaHbICybIMEH OacTanajbl. bipiHil
1. HYKJICOTHU/ITIH TPAHCKPUIT CUHTE31HE KIPETIH Xep1 ""dacTay
HYKTecC1" femn aranaabl. MyTaHTThl OaKTepUsIIap ibIH T€H
TPAHCKPUIIIUACHIH 3€PTTETCHIE TPOMOTOPIbIH Y3bIHBIFBI 30-60
AKYIT HyKJICOTUATEPICH TYPATHIHABIFBI aHBIKTAIAbl. CUTHAJIIBI
TaHy KbI3MeTIH 10 >K.H. aTKapaabl, OHbIH OPTAJIBIFBI OacTay
HYKTeCiHEeH 10 *.H. IaMachIH/Iail KallbIKThIKTa 00J1aabl. MbIcan
YUIIH TJII0KO3a OIEPOHBIHBIH IPOMOTOP HYKJICOTHATEPIHIH,
pPETTLIIT] XKoHE OacTay HYKTeCl (A) KENTIPUITeH.
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e DuioHranus (Ti30eKTIiH y3apybl). Curma-
cy00eItik (hepMEHTTEH OOJIIHIN MILIFBICEIMEH, MUHUMAJIJIBIK
(bepMEHT TPaHCKPUIILMS NPOIECIH kaaracThipa oepenl. JTHK-

2. Mmatpuiana Ty3unin xxarkad PHK Ti30eri y3apa Oepemni. depmeHT
DJIOHT AL JIHK mMonekynachIHbIH OOMBIMEH KYpel, Ty3uIn )katkad PHK
e T130€eriHiH HyKji1eoTuATIK pertiiiri JIHK MomnekynacsiMen

aHBIKTaJaJIbl. DJIOHTAIIMSIHBIH €H YJIKEH KbUIJaMIbIFbI O1p
cekyHaTa 50 HyKJICOTH/ IIaMachiHIai T130€KKe Kipeal. bip reHHeH
kentereH PHK keiripmecin anaapi.
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e Tepmunanus (cunre3ain askraiaybl). PHK Ti36erinin y3apyst JJHK
MOJICKYJIAChIH/IaFbl asKTayIIbl HYKJICOTHUATEPTE KETKEHIIIE Kype Oepei.
OpnaHn keiiiH ¢hepMeHT HyKJIeoTUATep/ Ti30ekke Kiprizoeiiai, PHK JIHK-
Mmatpunaaan oeminin meiraapl. A JIHK Ti36ekTepi 61pirin KaJIbIIThl KOC
cnupaib Ty3uieal. Tpanckpumniusabl TokTararbid JIHK MonexkynachiHarsl
HYKJICOTUATEP TEPMUHATOP JIETT aTaiajbl.
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e TpaHcassuus— MOJUICITU TI30ET1HIH
rengeri uPHK Heri- 31H11€ aknaparka cai
Ty311yl. TpaHcsamnus 0onamiak 0eJ10KKa TOH
nPHK-Ha xa3pliraH HyKJI€OTUATEP Ke3€eT1H
TY31JeTiH OeIOKTap/IbIH aMHH
KbIIIKBLIAPBIHBIH KE3€T1HE aliHaAJIAbIPaIbl.
byn xymbicka n”PHK-Han
0acka pubdbocomanap, TPHK, amunoarun
CHUHTETa3ajap, OeJI0KTaH
TYpaTbIH UHUITAAIWS, SJIOHT AU JKOHE
TepMHUHaIMs PaKTopJapbl KOCBUIFaH Kypaei

KypaMm/Jiap KaTbIHACadbl.




1. Uaunuanus

wehi.edu.au




MNMepBbIK 3Tan MHULMaLMK
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" MPHK
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Tpancnsauus nHALIMAIAYIIBI KEIIEHHIH TY3UTy1HEH OacTaiajbl.
Nuunyanmaysl KeeHHIH KypaMbl: pudocoManbIH ki Oipiiri 40 S; MPHK;
amuHoanmn-TPHK 5 prbocomMaHbIH YIIKeH OipIiri.

COHBIMEH MHUITHAJIIAYIITBI KEMIeHHIH TY311y peTTiIIrI:

1) MPHK pubocomanbIH Killl cyOOipIiriMeH KOMIIJIEMEHTAPIBIK MPUHITATIKE
colikec OailylaHbICa/Ibl, ECKEPETIHI PUOOCOMaHbBIH P —CcalThIHAA Op yaKbITTa
MPHK —npin AV konoHBI Kenen,

2) MPHK —np1H AYT KO0HBIHA, METHOHWH aMUHKBIIITKBUIBIMEH OalIaHbICKaH
TPHK-HBIH aHTHUKOIOHBI KEIII KaaFaHaabl. AFHU CUHTE3 METHUOHHUH
KBIIIIKbUIBIHAH OacTanabl JIETEH CO3.

3) PubocoMaHbIH YJIKEH CyOO1pJIiri Keim KOChLIaIbl.

Ocplnaiiia )KyMbICKa JalbIH pUOOCOMa YIibIM/Taca/Ibl.
TpaHCHSAUSAHBIH KEJIECl CaThIChl: aMUHOKBIIIKBUIIBIH OeJICeHIIPLTY1
(axtuBanus) TPHK-ra tipkemnyi.
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HopysI3 cunTe31 ypaiciHig Heri3ri aredT poaid TPHK monexynanaper arkapanpl. TPHK-Fa
MOJUIICIITUATEPIE OIPIKIIEH TYPHITT aMUHOKBIIIKBLIAAD JKaIFaHaIbl. AMUH KbIIIKbLIIAPbI
e371epiHiH KapOokcuaik yiibiMeH TPHK MonekymnackiHa Kochblna OTBIPBIN, OSICEHI]
sHeprus Oail Typre aiiHanaael. SIFHN aKTUBALMSIaHAIbI OJI ICTE€H aMUH KBIIIKbUIAAPHI 63
O€TIMEH MENTUATIK OalIaHbIC TY3€ allajJbl )KOHE MOJMICHTUATEPIl CUHTE3ACYTe
MYMKIHJIIK TyaJibl J€reH co3.bys1 akTuBalus Mpo1eci-HopybI3 CUHTE31HE KAKETTI KE3€H,
ce0e01 00C aMUHKBIIIKBUIAAPHI TTOJUMEITHATIK TI30€KKE TIKeeH JKanFaca alaMaiabl. Oci
KeJIe JKaTKaH MOJUMNEITHATIK TI130€KKE Ao COJI aMHMH KBIIIKbLUIBI KOCBUTYBI KEPEKTITT aMHH
KBIIIKBIJIbIHA OaiiJIaHbICTHI eMec, OHbI Tipken anFradH TPHK monekynaceiaa Toyenmi
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* Pubocomaga noJIuIeEnTUATIK
TI30€KT1H ©CY1 —3JIOHTalys YIII TYPJIi
KEKEe caTbUIapiaH TYPaThlH UK
peTiHAe KapayFra 0onasbl.

e AMUHKBIIIKBUIBIMEH OaliIaHbICKAH
TPHK xoMmiemMeHTapibl NPUHIIATIKE
colikec (aHTUKOAO0H-K010H) MPHK

MEH OaliyiaHbICaJIbl Ja pubocomara
Kipeal. AMUHKBIIIKBUIMEH
Oaiinanbickad O1piHmn TPHK, MPHK
OOMBIMEH >KBUDKBII PUOOCOMAaHBIH
NENTUIBIbI OPTaJbIK P —y4yackeciHe
OPHBIFA/Ibl, AJ1 aMUHKBIIIKBIJILIMEH
Oannanrickad exigmi TPHK
aMHUHOIIAJI HEMeCce A OpTaJIbIFbIHA
OeKIHE].
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* YiniHIIi carbl, COHFbI,-TEPMHUHAIIUS TPACAANUSHBIH
AAKTAJIYbI.

» Pubocomamarsl aMrUHOALIMI OpTaJibIFbIHA (A ydacKecl) CTOI-
kagouaapabiy 01p1 (YAA; YAIL'; YT'A) kenrenae HopybI3
3. cuHTe31 ToKTaiabl. Ockl xaraaiiga TPHK opHbIH, COHFBI
TPHK MeH cuHTE3/1e/IreH HOpYyhI3 apachiHAarbl OaliIaHbICTHI
TUIAPOJIM3ICUTIH HOPYBI3-(DEPMEHT anMacThipaabl. Pubocoma
MPHK nan axxwipamn, eki cy0O0ipiikke biabIipaiibl. COHFBI
TPHK na 6ocan muronnasmara KauThIIl opaiaibl.
CuHTEe3/1e7ITeH HOPYbI3 SH/I0IIIa3MAJIBIK TOPFa HEMECE
[ATOIUIa3Mara TYCII, Ka)KETT1 KYPbIJIbIMFa e 00JIaIbl.

TepmuHanus










JIHK-na “xa3putran’ (koaTaaraH) TYKbIM Kyallay Typalibl TeHeTHUKaIbIK aknapaT PHK
MOJIeKyJlackiHa Oepuiei Ae, aKybl3 OMOCHHTE31 (TPAHCIISIINS) HOTUKECIH/IE aKybI3
MOJIeKyJallapbl KYPhUIBIMBIHAH KOpiHic Ta0aabl. [ eHeTukanbiK akmaparthid JJHK-1an
PHK apkpUibl HOMUIIENITUATEP MEH aKybI3[apra TaChIMAJIIAHYbI SKCIIPECCUS HEMECE
I'ennepain kepinyi aen atanaasl. JIHK-HbIH 0acka ['enaepain OeICeHIUIITH peTTEeUTIH
OedikTepiH perreyir ['enaep aen araiiabl. Perreymi [enaep 6acka MoJeKyaaaapMeH
OpEKETTEeCEe OTHIPHII, COJI JKACYIIaaFbl aKybl3 CHHTE31HE ocep eTeal. [ eHHIH MaHbI3bI
KaCUETTEPiHIH Oipl — OJapAbIH KOFapbl TYPAKThUIBIFBIHBIH (YpHaKTap OOMbIHIA
©3repMEYIIIIT) TYKbIM KyaJlaFbIlll ©3repiCTepre — MyTalUsiFa YIIbIpay
KaOUIETTUIINMEH YIJIeCIMIUTITI. byJl KacueT TaOuru CyphINTalyIblH, OHBIH
HOTHXKECIHE OPraHU3MAEP ©3rePrilITITIHIH HET131 O0JIbIN Ta0bLIa b

* AJaMHBIH F'€HETHUKAJIBIK 0ObEKT PETIHAET1 €peKIeNirT — OHbIH I€HETUKAChIH
CPTTEY/Il KUBIHAATAThIH KONTEreH KalIIbUIBIKTap O0ap. Omap: )KbIHBICTHIK KaFbIHAH
REII-MICIN >KETIIETIH/IT1; op 0TOAChIHAH TapaluThIH YPIIAK CAHBIHBIH a3IbIFbI;
pJIBIK ¥pn bIH TIPLIUTIK OPTAChIH TEHECTIPYAIH MYMKIH €MECTIT1, XpOMOCOMa
>aHbIHBIH KOTl T PbIH/IBIFBI, aJ1aMFa TOXKIpUOE JKacayra O0JIMaUTHIHABIFBI )KOHE
) -y
—‘— any SIK 5— aJaMHBIH KEHOIp TYKbIM KyaJlaThIH KACUETTEPiHIH
DY '—:-

\ y .41'--*’ 61J16T1‘ &- -KYJIKBIHBIH J1aMBIIT KQJIBIITACybIHA KEJIEPT1 KeJATIPETIH

BUTIBIK, HOOIE iv FIMIK CUAKTBI QJICYMETTIK TEHCI3A1KTIH OOIAThIHIbIFbL.
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