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1. 3aranbHa xapaKTEpUCTUKA TEHOMY JIIOJUHU

[Ipoekt posmudpyBanus renomy droauHu (Human Genome Project) OyB
OIHUM 13 HaaMOITHIIIKMX HAyKOBUX MTPoekTiB XX cromitts. Bin TpuBaB 13 pokiB i
3akiHuuBcA 'y 2003 p. [Ipoext MaB Ha MeT1 TOOYAyBaTH 1OCTATHHO TOYHY I'€HETUUHY
KapTy (3 KpokoMm 2-5 cM), oTpuMaTu nmociigoBHIicTh 3 mipa nap ocHoB JIHK,
11eHTU(1KyBaTH T€HHI1 MOCIIA0BHOCTI, BU3HAYUTH FT€HOMHI Bapialii. ¥ pe3ynbrari
BUKOHAHHS IIPOCKTY noOy/ioBaHa reHETUYHA KapTa 3 KpokoM y 1 ¢cM, oTpumaHi
nocaioBHOCTI 99,9 % eyXpoMaTHHOBUX JIIITHOK TEHOMY 3 TOYHICTIO 99,99 %,
OTPUMAHO 15 tuc. noBuux kJIHK Ta ineHTH1K0BaHO OJ1M3bKO 3 MITH HYKJIEOTHU/IIB,
110 BapitotoTh y reHoMax moauau (SNP - single nucleotide polymorphism).

Tpaauiiiino TeHOM JTIOMHY MPEICTABIISIOTH K CYKYITHICTh TTOCITIIOBHOCTEH
JIHK 22 ayTocoMm 1 aBOx crareBux xpomocoMm X Ta Y. He3Baxkaroun Ha BEIUKUiA
po3mip reHoMy (mpuOnu3HO 3,2 MJpI Hap OCHOB), BEPXHS OI[IHKA KUIbKOCTI
OLIKOBUX I€HIB Y TEHOMI JIIOAMHU He nepeBulye 25 Tuc (1eHTudikaiis BCiX reHiB
PHK € nocuth ganexoro BiJi 0CTaTOYHOro 3aBepiieHHs). OCTaHH1 BepcCii KaTanory
OLIKOBUX I'€H1B JIIOJJUHH BKJIFOYAIOTH OJIM3bKO 2 1 THC. OUIKOBUX I'eHIB 1 4 THC. T€HIB
PHK (octanHs oIliHKa € HamleBHO 3aHWKEHOIO). 3arajibHa JOBKHHA KOTYHOUHX
JUISIHOK T€H1B AOPIBHIOE MPUOIN3HO 34 MJTH 1ap OCHOB, TOOTO CTaHOBUTH 1,2 %
renoMy. CKJIaIHIIIUM € BU3HAYEHHS 3B 3Ky MK TEHHHM JIOKYCOM, TTPOIYKTOM i
(EHOTHUTIOM, SIKUW BIH MOKE 3yMOBIIIOBATH.

[{omo mitoxoH apiansHOi JIHK mroamam, reHoM MITOXOHIPIM TpeacTaRICHHIA
kibeBoro Mosiekynoro JJHK po3mipom 16 tuc. 569 nap ocHOB 1 MicTUTb 37 reHiB:
reHH OUIKIB, iK1 OepyTh y4acTh B OKMCHOMY (ochopuntoBanti, 2 renu pPHK 122
reun TPHK.

Anepua renomna JIHK mrogumuu opranizoBana y xpomocomu. HopmabHuit
XPOMOCOMHU I HAO1p IFOJIMHU CKIIAJA€ThCs 13 46 XpoMocoM: 22 map ayTOCOM 1 mapu
craTeBUX XpoMocoM (XX y kiHOK Ta XY y 40i0BiKiB). PiBHOMIpHO modapOoBaHi
MeTadazH1 XpOMOCOMH JTIOJUHU 32 PO3MIPOM 1 MOP(DOJIOTIEIO MOAUISAIOTHCS Ha CiIM
rpyn (MO3HAYAIOThCS JTATUHChKUMH JiTepamu Big A 10 G). s Ouabin TodHOL
imeHTH KA XpOMOCOM Ta iXHIX CrerpIIHAX TUISTHOK 3aCTOCOBYIOTH CITETliabHI
METOIU ,Z[I/I(l)epCHHII/IHOFO 3a0apBIICHHS XPOMOCOM, sIK1 0a3yI0ThCS Ha BI/IKopI/ICTaHHl
MEeBHUX OapBHUKIB 1 Mpoleayp TomepeaHboi oOpoOkM  mpemnapartis.
Haiinommpenimum metonoMm nudepenuiiHoro mnodapOyBanua € weron G-
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3a0apBJIEHHS, SIKUM 103BOJISIE OTPUMATH XPOMOCOMHU, HEPIBHOMIPHO no¢apOoBaHi
o JOBXKMHI. MaIOHOK YepryBaHHS TEMHHX 1 CBITJIMX CMYT € YHIKaJbHUM JIs
KO’KHOI Tapy TOMOJIOTTYHUX XpomocoM. [likaBo, 110 TeMHiI Ta CBITII CMYTH
acorliiioBani 3 autstHKamu, 30aradeHuMu Ha AT- 1 GC-mapu BiAMoBigHO (TOOTO,
BIZIMTOBITHO, 3 TCHOMHHUMH 30HaMH, 30aradeHIMH Ha MOO1JTbHI €JTIEMEHTH Ta KOTyodl
nociioBHOCTI). [IpakTH4HO TaKy caMy KapTHHY YepryBaHHs cMyT Jqa€e Meton Q-
3a0apBiieHHs (0a3y€eTbCs HA BAKOPUCTaHHI (DITyopeceHTHIX OapBHUKIB). MastoHOK
cerMeHTIB rpu R-3a0apBieHH1 € TPOTHIICKHUM JI0 TAKOTO, IO CIIOCTEPIraeThCs MpU
G- 1 Q-3abapmieHHsx: R-mosutuBHI cmyru BianoBigawTth GC-30aradyeHum
TUISTHKAM TEHOMY.

IcHyroTh TakoXk MeTomu nudepeHIiiHoro 3a0apBiaeHHS, M0 JT03BOJISIIOTH,
HaIlpUKJIaj, BUSBIATH LIEHTPOMEPH Ta MEPULEHTPOMEpHUI retepoxpomarut (C-
3a0apBiIeHHS) a00 s/IeplIeBl OpraHi3aTopy - MICIlA JIOKali3aiii KjiacTepiB reHiB
pPHK - (AOP-3abapBrieHHs), siKi 3HAXOAATHCA y JIOAUHU B JIIJISHKAX BTOPUHHOI
MEePETSHKKU KOPOTKUX TIIICYeH aKpOIEHTPUUHUX XpOMOocoM (xpomocomu 13-15, 21 1
22). Pe3ynbratu aHanizy reHoMy JIOAMHU CBIIYaTh MPO HAI3BUYAWHO BHCOKY
nonioHicTk nocaigoBHocteit [JHK y pi3HUX 1HIMBIAYyMiB: BiAMOBIAHO OCTAHHIM
OIlIHKaM, OyJb-sfKl JBI JIIOAUHUA € 1JEHTUYHHUMHU 3a HYKJICOTHIHUMHU
MOCiIOBHOCTSIMH Ha 99,5 %, TOOTO BCSl CYKYMHICTb Pi3HOMAHITHUX ()EHOTHIIIB Y
JIOAVHU 3yMOBIIOEThCS BapiatlisiMu Tuibku 0,5 % renomy. [lepmmmu, 1mie 3a10Bro
1o nosiBu MetoniB cekBenyBaHHs JIHK, Oynu onucaHi BapiaHTH T€HOMY JIFOJIMHH,
K1 XapaKTEPU3YIOThCS 3MIHOIO KIJTBKOCT1 M CTPYKTYPH XPOMOCOM.
3aXBOPIOBAHHSIMHU, ajie TeTEPOMOP(]13M TOMOIIOTTUHHUX XPOMOCOM (HASIBHICTh Y HUX
CErMEHTIB, K1 BIIPI3HAIOTHCA 32 PO3MipoM, Mopdooriero abo 0coOIMBOCTIMU
3a0apBiIeHH) HE 000B’I3KOBO MOB’ I3aHU I 3 TATOJIOTIYHUMU 3MIHAMH (HDEHOTHITY i
JOCTaTHBO YAacTO 3yCTPIYAETHCS B JIIOACHKIM momymsii  (XpOMOCOMHHIA
noxiMopdi3m). Taki Benrki TeHOMHI 3MiHH, 1110 TOPKarOThCA mociigoBHocTel [JTHK
pPO3MIpPOM MOHAJ 3 MJIH Map OCHOB, BU3HAYAIOTh K MIKPOCKOMIYHI CTPYKTYpHI
BapiaHTH.

VY nporeci aHanizy HyKJICOTUAHUX TOCTIAOBHOCTEHN JIFOJMHU Oy BUSIBIICHI
yrcieHH1 "ApiOHOMacITabHI" BapiaHTH TEHOMHUX MTOCIIIIOBHOCTEH, PO3MIp SIKUX
He mepesuinye 1 Tuc. map ocHoB. [Ipubmuszuno 80 % Ttakmx JIHK-BapianTiB
NPEACTABICHO Yy BUDIAI MNOOAMHOKUX HykjIeoTuaHux 3amiH (SNP). 3a
MPUOJIM3HAMH OIlIHKAMHU B JIIOJACBHKIM MOMYJIsAIii OAHAa HYKJICOTHJHA 3aMiHa
3ycTpiyaetbcss Ha koxkHi 300 wykneorugHux map. Kpim  SNP  go
"npidbHOMacIITaOHUX" BapiaHTIB TEHOMY BITHOCSATb HEBEJMKI JIEJeI, Ay TLTIKAIlii Ta
1HBepcCii, Bapiallii KIJIbKOCTI MIKpO- Ta MiHicaTeliTHUX noBTOpiB. SNP 1 apiOHi
nepeOy0BU CIIOCTEPITalOThCs TAKOK Yy MITOXOHP1aIbHOMY T€HOMI.

Ha nmouarky XXI crtopiuusi Oynu po3po0sieH1 HOBI MIIX0AU €()EeKTHBHOIO
aHaJi3y CTPYKTYpH T'€HOMY, SIKi JO3BOJIFUIM BHUSBUTH Bapiaimii HYKJICOTHIHUX
MOCJIIIOBHOCTEH, 110 MaOTh MPOMIKHY JOBXKUHY MK | THC. Ta 3 MJIH map OCHOB.
Taki reHOMHI BaplaHTH OTPUMAJId Ha3By CYOMIKPOCKOIIIYHUX CTPYKTYPHHUX
BapiaHTiB. CyOMIKpOCKOIIYHI CTPYKTYpPHI BaplaHTU B OCHOBHOMY IpECTaBJICHI
iaBepcisimu Ta CNVs (Copy-Number Variants) - BapiaHTaMu 3a KUTBKICTIO KOTIIH
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€JIEMEHTIB MOCJI1I0BHOCTI MOPIBHIHO 3 "eTanoHHUM reHomoM". HuH1 ommcano
JEK1UIbKA COTEHb CyOMIKPOCKOMIYHUX CTPYKTYPHUX BapiaHTIB.

[Ipyn pocmimkeHH! 1HAWBIAYaJbHUX T€HOMHUX Bapialliii OCHOBHY YBary
npuausitotb SNP ta  iHmuM "apiOHoMacmiTaOHUM" TEHOMHHMM  BapiallisiM.
BBaxkaeThcsi, 1m0 caMe€ BOHU 3YMOBIIOIOTH PI3HOMAHITHICTh (HDEHOTUIIOBUX
BapiaHTIB, a TaKOX MOXYThb OyTH BIAMOBIMAJLHUMH 32 CXHJIBHICTH J0 JEIKUX
xBopoO 3a aii HecnpusTIMBUX PakTopiB cepeAoBuina. O4eBUAHO, IO OLIbIA
yactrHa "ApiOHOMacITaOHUX" Bapialliil CIOCTEPIraeThCs B HEKOMYIOUHX JUISTHKAX
reHOMY (SIKUX ITPOCTO 3HAUHO O1JIbIIIE), 1 TaK1 Bapiallli He BIJIMBAIOTh HA CTPYKTYPY
ounkiB. Tomy aHami3 B OCHOBHOMY 30CEpE/DKYIOTh Ha €K30HHHMX BaplaHTax,
0COOJIMBO HA HECHHOHIMIYHUX HYKJICOTHUIHUX 3ami-HaX. [IpoTe, HaKOmU4yroThCS
JaH1 PO POJib CHHOHIMIYHHMX 3aMiH 1 3aMIH Y HEKOAYIOUMX JUISTHKAX Yy JESIKHX
(EHOTUTIOBUX MPOSBAX.

Kpim ycranosneHHs 3B’ 13Ky nojiimMopdizm - penorumn, "npidbHomaciitadH:"
Bapiallii reHOMY BUKOPUCTOBYIOTHCSI JIJIsl TOTPEO MEAMYHOI TeHeTUKH (TP BUSIRIICHI
HOCIIB PEIECUBHUX MYTAHTHUX TEHIB), MOMYALIMHOT TEHETUKU JIIOAMHU
(BU3HAYEHHS CHOPIAHEHOCTI MDK TMOMYJALISAMHU JIOJEeH) 1 CyIOBO-MEIUYHOL
€KCIIepTU3U MPU BCTAHOBJIEHI OCOOMCTOCTI a00 OaThKIBCTBA (Y LILOMY BHUIIQJIKY
[IMPOKO BUKOPUCTOBYIOTH IMOJIIMOP(]13M 32 MiH1- Ta MIKPOCATEII THUMHU JIOKYCaMH).
MiHi- Ta MiKpOCATeIiTH € rinepsapiabelbHHUMI TaHIEMHMMH ITOBTOPAMHM. IXHS
PI3HOMAHITHICTh HACTUIBKM BHCOKA, IO KOXKHA JIOJMHA (KpIM MOHO3WTOTHHX
OJM3HIOKIB) Ma€ 1HAWBITyaIbHIH HAO1p BapiaHTIB JaHUX MTOCIIJOBHOCTEH. 3a ITMMHU
Ha0oOpamMu OJHY JIIOJIMHY MOKHA BIIPI3HUTH BIJl 1HIIOI TaK caMo JIETKO, fK 1 3a
BIIOMTKAMU TaJbI[iB, TOMy METOAWKA 1MeHTHdIKAIii 0COOMCTOCTI 3a MiHI- Ta
MIKpOCaTENITHUMU MOBTOpaMu oTpuMania Ha3By JIHK-dinreprnpunTunry.

Tok, MOBTOPIOBAJIbHI MOCIIOBHOCTI y TEHOMI JIFOJIMHU MOKHA 00’ €/THaTH B
KiTbKa TPYII:

- BucokouactotHi moBropu (carenitHa [JJHK)

- Ilomipni yacTOTHI TOBTOPHU (MaJOKOMiMHI TOBTOPH)

- IuBeproBani moBTOpPHU

- MiHi Ta MiKpocaTeIiTHI TIOBTOPH

Caremitna JJHK — me mocmimoBHicTh 3 5-5000 m.H. siKa MOBTOPIOETHCS
M1UTBHOHM pa3iB 1 YTBOPIOE KJIACTEPU MEPEBAKHO Y IEHTPOMEPHHUX Ta TEJIOMEPHUX
TUTSTHKAX XPOMOCOM.

[ToMipHI 4acTOTHI MOBTOPU HE YTBOPIOIOTH KJIACTEPIB Ta YEPryHOThCA 3
YHIKaJIbHUMU TOCI1TOBHOCTSIMU.

Jorri gucneprosani moBTopu (5000-7000 m.H.) oOMexeH1 3 000X OOKiB
npsmumu ioeropamu (300-600 m.H.).

KopoTki aricneproBaHi mOBTOPH AKTUBHO TPAHCKPUOYIOThCS SIK KOMITOHEHTH
IHTPOHIB 200 SIK CAMOCTIHI €JIEMEHTH.

[HBepTOBaHI MOBTOPHU CKIIAAIOTHCS 13 ABOX 1ICHTUYHHUX KOMIM JOBKUHOIO
300 m.H., pO3TaIIOBaHUX y 3BOPOTHIM MOCIIIOBHOCTI CTOCOBHA OfHA OTHOI Ha
BIJICTaH1 BLJ HYJIS 10 A€CSATH TUCSY I1.H. BoHU cKaatoTh 10 5% reHoMy, 1 He MeHIIe
TPETUHU 3 HUX € TaJiHIPOMaMHU, 110 BXOISATH JI0 CKJIATy PETYISITOPHUX EIEMEHTIB
TeHOMY.
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MiHi- Ta MiKpOCATENITHI MOCIIIOBHOCTI — 11€ PO3CIsiHI 10 TEHOMY KOPOTKI
TaHJIEMHI1 TTOBTOPH.

2. TaHaeMHO MOBTOPIOBaHI1 MOCIIIOBHOCTI

OCHOBHUM KJIaCOM TaHJIEMHO IIOBTOPIOBAHUX IOCHIIOBHOCTEH €
nentpomepra JIHK. Haiibinbimn po3noscromkenuit Tun nentpomepuoi JHK — ne
anpdoinma JHK. I cermenTn marors nossxuny npuomusso 170 m.u. Ii omuami
YTBOPIOIOTH PSAIH, TOBXHUHA AKUX BiJ 250 T.M.H A0 5 MJIH M.H. 1 BOHH CKJIaJai0Th
npu6im3Ho 3% renoma. BeepeauHi onHOro psiy OBTOPH HE1ICHTHYHI, BOHU TPOXU
BIZIPI3HAIOTHCSA, 1 MIDK XpOMOCOMAaMH I11 BIAMIHHOCTI I1ie cyTTeBimIi. [lenTpomepHa
JHK yTBOpIo€e 1EHTpOMEPH, 5Kl € CKIAJHUMHU yTBOpeHHsAMH, 0 okpim JIHK
MICTSTh OUTKH KIJIBKOX THITIB JI0 SIKUX ITPUETHYIOTHCS HUTKU BEpETEHA MOALTY i
gac TMOLITY.

TaHIeMHO MOBTOPIOBAHI MOCIIIIOBHOCTI 3HAMICHI TAKOXK B TEJIOMEpax, IO
pPO3TAIIOBYIOTBCS HA  KIHIAX XPOMOCOM. Y  JIIOAMHU  TEJIOMEPHUMH
nocainoBHOCcTsIMHU € GGGTTA, B pi3HUX XpOMOCOMaxX BOHU TOBTOPIOOTHCS B 250
no 1500 paszi. OcrtanHiMm yacom TenomepHa JIHK mnpuBeprae yBary uyepes
3HAWJCHUM 3B’ S3KOM MK CKOPOYECHHSM TEJIOMEp Ta CTapiHHSAM. ¥ COMATHYHHUX
KJIITUH Ta Y KyJIbTyp1 KJIITUHU MalOTh OOMEXEHY 3AaTHICTb JJI1 PO3MHOXKECHH I Uepe3,
y TOMY YMCIIi, 1 CKOpOUYeHHs TenoMep. OJHAK Y 3apOKOBUX (CTATEBUX ) KIIITHHAX, 1
CTBOJIOBUX KJIITHUHAX Ta y JEAKUX PAKOBUX KIITHUHAX € (PEPMEHT TeIoMepasa,
31aTHUM BITHOBJIIOBATH TEJIOMEPHI MOCIIJOBHOCTI, sIKI 3a HOro BIJACYTHOCTI
CKOpOYYIOThCA mif dac koxkHOi perutikamii/[HK. Temomepasza 1ie He3BuuaitHumit
dbepMeHT sikuii ckinanaeTbes 3 ABox komnoHeHTiB: PHK ta 6imok. Came PHK ciyrye
MaTpPHUIIEIO JUIsl BIIHOBJIEHHS BTUPAYEHUX TEIOMEPHHUX IMOBTOPIB.

Jlesiki 1HIIN KJIacH TaHAEMHO IMOBTOPIOBAILHHUX MOCITOBHOCTEH — 11€ TCHH
st Hekonyrounx PHK. HaiiOimbin BiioMuMu 3 HUX € TeHU TSI PUOOCOMAITBHOL
PHK. B renomi JitoiuHY € 11’ SITh TPYN TaKUX FEHIB, KOKHA 3 SIKUX MICTUTH 011151 60
Komiii. BoHu po3raiioBaHi B KOPOTKHUX IIJIeYaX aKPOIIEHTPUIHUX XpoMocoM 13, 14,
15, 21 Ta 22. i knactepu a1 pPHK pazom 3 kigbkoMa J0AaTKOBUMH J1ISTHKAMA
JIHK otpumanu Ha3BYy SAPUILIKOBUX OPraHi3aTopiB, TOMY IO KOXKEH 3 HUX MOXKE
YTBOPUTHU SIAPUILIKO, IO PO3TAIIOBYEThCS Y sapi. IcHye Ounbin Hixk 80 THUMIB
pubocoManbHUX OUTKIB. BOHU CUHTE3YyI0ThCS y LIMTOIJIa3Mi Ta MITPYIOTh B SIAPO, JIE
3B’s3yt0Thes 3 pPHK, sika yTBOproetbest B aapi. Kpim Toro y 360pii pudocom
npuiMaroTh y4acTh HeBenndki Hekkonytodli PHK kinbkox Tumis. B xpomocomi 1
pO3TAlllOBaH II€ OAMH KJIACTEpP TAaHJAEMHUX IMOBTOPIB YIS 1HIIOTO BaXKIMBOTO
KOMIIOHEHTY pubocom — 5S-pPHK.

3. JucneproBaHi NOBTOPIOBaH1 MOCIIIIOBHOCTI

JlucneproBaHi MOBTOPIOBaH1 MOCIIJOBHOCTI 3a3BHUYail PO3TAIIOBYIOTHCS B
TeHOMI OKPEMO, a HE KJIacTepaMHu. 3TiAHO 3 pO3MipaMHu iX MOAUISIOTH Ha /1Bl TPYTIH:
noBri (LINE) ta kopotki (SINE). O0OuBa kiiacu 11e pyxomi (MOOLIbH1) TeHETHUYHI
€JIEeMEHTH, 110 MalTh  Ha3By  PETPOTPaHCNO30HU.  DyHKIIIOHYIOUHIA
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PETPOTPAHCIIO30H 3/1aT€H PO3MHOXKYBATH caM cebe, ab0 MoAiOH1 MOCA0BHOCTL
PerpoTpancno3oHr MOXKYTh BUHUKATHU SIK PETPOBIPYCH.

OaHuM 3 HaMBaXJIUBIIIMX KJACIB JIMCIIEPrOBAaHUX MOBTOPIOBAIBHUX
nocaigoBHocTelt € LINE-1 abo rpyna L1, sika npeacTaBieHay reHOMi JIOJUHU Y
kinpkocTi 10 500000kormii Ta ckinagae mpuomusHo 15% Bchoro reHomy. butbicts
enemeHTiB L1 1e ckopoueHi KoIii MOBHUX ONUHUIIb, JOBKHUHA IKUX CKIIagae Ol
5000 m1.H., mpoTe Kinbka TUcsy eneMeHTiB L1 Marots moBHi noBxuny. Tiabku 40-50
3 HHUX (PYHKLIOHYIOTh, BOHH KOIYIOTh KUJIbKa OLIKIB, K1 37aTHI BUKJIMKATH
TpaHco3ulio ado came L1, abo neskux iHIITUX MOOUTBLHUX eJleMeHTIB. EneMenTu
L1 micTsaTh qBa reHa, 1o MaroTh Ha3By BilkpuTi pamku 3untyBanHs (ORF). ORF1
KoAy€e OLIOK SKuM 3B’s3yeThCsl 3 HykieiHoBuMH kuciotamu, ORF2 xomye 1
3BOPOTHIO TpaHCcKpinTasy (1eu pepmeHT BukopuctoBye MPHK sik maTpuiiio ais
cunre3y oanosaniorosoi JIHK, k/IHK) Ta ennonykieasy, ska poOUTh po3pizu
renomHoi JIHK xyau moxxe BOyayBatuce kJ[HK.

Komm MPHK 3 enemenTa L1 TpaHCIIO€THCS, TO OLITKH IO Y TBOPHIIMCH MOXKYTh
oe3mocepeHbo 3B’ s3yBatuch 31 cBoeto MPHK. Takwmit kommiekc 6inka 3 PHK
MEepEeMIIYEThCS B SIIPO, JI€ €HJOHYKJea3a po3pizae onud 3 jairorie JJHK 1
YTBOPIOETHCS BUTbHUN KiHEIb. 3BOPOTHS TPAHCKPUTITa3a BUKOPUCTOBYE ITFO IUISHKY
s cuHtesy 3arpaBku Ta yrtBopero JIHK-komiro MPHK enementa L1. Bpemrri
YTBOPIOEThCA Apyruit nanitoxok kK IHK 1 Bonanirorosa Mosyiekysa BOyI10BY€ThCA B
XpPOMOCOMY Ha MICII1 OTHOHUTKOBOTO PO3PHBY.

BBakaeThcs, 1110 3BOPOTHS TPAHCKPINTa3a BIAMOBIAA€ TAKOXK 32 YTBOPEHHS
MpolieccoBaHuX rceBaoreHia, 1o € JIHK-konissmu MPHK Ta BOy10BY10TBCS Y MiCIIst
HErOMOJIOT14H1 BUX1THOMY TeHy. 11 iceBoreHu He MICTSITh IHTPOHIB 1 3a3BUYall He
EKCITPECYIOThCsl y BUIISAI TTominenTuaiB. Lle BimOyBaeThcs uepes Te, 1110 BOHU a00
HE MICTSTh PETrYISITOPHUX MOCIHIIOBHOCTEH, a00 MaroTh MyTaiii. [lceBnorenu
JIOBOJIb PO3ITOBCIO/KEHI Ta B TEHOMI JTIOAUHH cKi1anarTh 0,5-1%.

Haii6inpimii knac enementiB SINE ckiagaeTses 3 mocninoBHocteit Alu. B
TEHOMI JIFOJJMHU MICTUThLCS Ol MUTBHOHY TMOcigoBHOCTEN Alu, 1m0 mopiBHIOE
npu6sm3Ho 10-12% Beiei JIHK. JlorxrHa OCHOBHOT OAMHMUIN CKJIaJa€e MTPHOJIM3HO
300 m.H., ane B kyaci Alu iCHYIOTh 1 1HII MOCHIIOBHOCTI. BOHM 3HAXOIATHCS
MEePEeBAKHO MK TCHAMHU Ta B CEPEJMHI IHTPOHIB, aJie 1IHKOJIU MOXXYTh BXOIAUTH JI0
ckiaxy MPHK. TMocninoBHocTi Alu He komyroTh OUIKIB 1 TOMY HE 3[aTHI cami
nepeminryBatuck. OHak 6araTo mociioBHocTel Alu TpaHcKkpruOyOThCs Ta MalOTh
Ha KIHIIX KOpOTKI rociigoBHocTi moaioH1 1o PHK y enemenTiB L1. I, came Tomy,
ICHY€E TIOKH 110 HE MiATBEPKEHA TyMKa, 110 (PePMEHTH K1 TPOAYKYIOTh €JIEMEHTH
L1 npuitMaioTh y4acTh B peTpOTPAHCIO3UIIIT mocigoBHOCTEH Alu.

BOynoBa nHoBoro moOuibHOro enementa B JIHK mnoreniiiino 3matHa
MOPYIIUTH PYHKIIIIO TeHY. Y JIIOANHU BiJoMO 01151 30 3aXBOpIOBaHb, 110 BUKJIMKaHI
pPeTPOTPAaHCIIO3UIIIEI0. BUIbIll TOro, HASBHICTH BEIMKOI KUIBKOCTI CITOPITHEHUX
MOCTIIOBHOCTEH MOJKE TMPHU3BECTH A0 BTpAaTH ab0 MyIUIIKAIlli TeHETHYHOIO
MaTepialy miJ] 4ac MeWo3y Ta BUKJIMKATH MOSBY aHOMaJIbHUX (DEHOTHIIIB.
[ToBroproBanpHl mocnigoBHocTi B JIHK HagatoTe reHoMy  €BOJIIOLIIAHOL
MJACTUYHOCTI Ta € BAXKIIMBUM JDKEPEIIOM 3MiH TEHOMY.
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4. KapTyBaHHS T'€HIB JIOJUHU

KaptyBanHsi reH1B JIIOIMHU — 1€ HAJ[3BUYAITHO CKJIA/IHE 3aBJIaHHs, SIKE IPOTE
TPOXH TOJICTITYE€THCS YSPE3 Te, 110 JISsAKi TeHH 310paHi B ki1actepu. 1 KapTyBaHHS
TCHIB JIIOJMHU BUKOPUCTOBYIOTH PI3HI METOAM, MPOTE OCOOIMBO €(EeKTHBHUMU
BUSIBUJTMICh METOIM T€HETUKH COMATUYHHX KIITHH. Jly’e JacTo iX mOoeaHyIOTh 3
IHIIUMH T1IX0JaMU — BUBYCHHSM POJOBOIIB, BUKOPUCTAHHAM MIUYEHHX 30H]IB,
riOpuIn3aIic€ro HyKJIeTHOBUX KUCIOT Ta IHIIIUMHU.

CroromHi reHeTUYHA KapTa XpOMOCOMH 1 € HalO1IbII JETalbHOIO.
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(B Posean, A Momyascki)

[TponykTH IeIKUX T€H1B XpOMOCOMH | JIETKO BUHAYUTH y OKPEMOT JIFO/IMHH,
1, TOMY, X MOKHa BUKOPHUCTOBYBATH JJIsi TEHETUYHOTO aHaJI3y POAUH.

BenuunHa reHoMy JTIOAUMHN Y caHTUMopraHnax ckiaaae 3000, To6To Ha oyHY
xpomocomy mpunagae npubausHo 130 cM. CyuacHi Metomu 3abapBieHHS



TEHOM JIIOAUHU TA METOJIM OO BUBUEHHSI

no3Bosini BUABATH 10 1000 cMmyT Ha ycix xpomocomax. Tox, ogHa cMyTa BUsIRICHA
[IUTOTEHETHYHO BiAMOBIAa€e MpruOIn3HO 3 cM.

['eHHOIHXEHEPHI METOAN MAIOTh BUILY PO3AUIBHY 3/1aTHICTh. 3aCTOCOBYIOUH
111 METOAM MOKHa KapTyBaTH rnociigoBHocTl JJHK noBxuHOIO Bif JEKIIBKOX J0
100000 1.H., e ckianae npudauzxo 0,1 cM.

Hocuth ycmimHo BiAOyBaeTbCcid KapTyBaHHS TeHIB X-XpomMocoMmu. [eH
BIJIMOBIIAJIFHUM 32 KOJBOPOBY CIINOTY OyB JioKanizoBaHuii me y 1911 por.

Oco0auBOCTI ycnaaKyBaHHs JaJIM MOKIIMBICTb JIOKaJ13yBaTH B X-XPOMOCOMI [TOHA/T
100 nmokycis.



