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1-1 AFROE R
1-1-1 Ve R URARI

Lhr hZUARY Y (BUF, RE) &%, BHO Y vE—4 —Ci G5
aefL, £OTae—Z—OIEEHLNDBEDL —HEO 7 r X T X - T,
ZDF ) ANO 3 E—HE TS AN 1T 5 (Deininger and
Batzer, 2002; Kazazian, 2004), RE #5f Tix, RE 7> H#5 Zf172 RNA % £
AN WHR G SOGIZ £ o THER S LD cDNA 23, &7 ANOBIOALE A S 4,
BRE a2 =04 L%, 0, REGEBEN 1EEZ LI, 7/ L2KTO
RED=abt—#iI 1oz 5, ZHUZx LT, DNA F 7 ARV EEHIND
RN 7 DS, 7/ AN O HE O DNA SN A 2810 H L TSR
BSED0, BBAI%R T ANRaE—KIET Ly, ZokH, DNA
kZ v ARV DlisfIL. Tcut-and-paste] S EMEEN D D% LT, RE #ix

#1X lcopy-and-paste] HFNEFRHIND (X1-1),

DNARS AR Y LA AR Y
I e e
@ OF—&~<—RF
) S I Y ) I

K1-1 DNA FT VAR L ha T URARY OEBEROEOZ R TEKN, DNA
M7 UARY v (Br7 ) 1T LOESZY) 0 H L THOSGETICHERE S8 25 0%t LT,
Vhae hTURFRY Y (AL UNA) FHLOESE 2 — L TR I 5,



REIZEBIZ, LFOKREL 3507 NV—FZHEINTW5D
(
LINE (long interspersed nuclear element)

{ LTR (long-terminal repeat)

SINE (short interspersed nuclear element)
\

INHDH L, HiIEE 2 7 —FIXAEN 5,000-7,000 KRB0 20HA
H OFFINERIZ, BRBICHER X X B a— RLTWHDIZx LT, SINE
)BT 5 REVTHSRBICHNAD X X EEa— KL T, D7 SINE
B RE MEB T HERICIL, 20T — & 705 LINE HRDZ 37 E BT
25 2 ENE BN TVWS(Kajikawa and Okada, 2002), —7J7. &2 To® RE Tt
WK E LT, RE BHAESO 57 Rigmc N7 nEe—2—2 /AL TW5
B, BRI BEa— RLTWANE S pOEWIZEY | SINER RE 07 1€
— 4 —IZRNARY AT =R I HONB 7 rE—Z—%HLTNDLDIZx LT,
LTR B LINE B D RE D7 2 —4 —ZEIZCRNAKR I 27 —F IIIZL->T

RE XN TWD

1-1-2 EBRERT L1
W Z 2 2N D RE T LR Lo, 204 ) AL #ERT

[Copy-and-paste] HID#E A2V KL TE7-KLH T, & COWLEY / &%
%< DORE 2t =2 b TWD, £z, FbODBIZH 1284 L RE
77 V=R, HELOBETEBRE K7 RE 77 U =72 ZHELER
RE 77 V=% 777 IV =0, BFT2WAEHOT ) LNTHER S LD,

ZoH T, LINE B#ZJ87 % LINE1 77 I U— (BLF L1) &, (ZF2TOR



T ) AATHEICEZS Oa et —HK%x2%%5 RE 77 IV —& LTHLATY
Do
1-222k L1 WORERSIRE AL 2 ~d, 2RO L1 13K 6,000 Kkt

5720, RESLUTDOE OO NOHE STV D,

[ ©5° #EREE GUTR) :
RNAKRY AT —BNDOTvt—4—iGEEH D,
@ORF1 (Open Reading Frame 1) :
%mm7¢/@E@omnyyﬂﬁgﬁn~Pénfwé ORF1 # »
N EIFHIRT D ORF2 # 37 & 2 L1 BB I3MZH TH 5, ORF1
Z R BITIERNA ¥ v X /{ﬁﬁﬁn‘bé EBA U E P RFERRTRS
nTunag,
@V > H—EA
2 5@ ORF fEIl % 73 F 54 70 X R ORI TH 5,
@ORF 2 (Open Reading Frame 2) :
#11,300 7 X JEgRDZ N7 (ORF2 # /37 F) Ba— RS Tn
5. Bk d 5 X 912 L1 #5812 2428 72 DNA UWrE% R & Wil G EERTE M
ZH LT 5 (Mathias et al., 1991; Feng et al., 1996),
®3'UTR :
FIWN L HARY AN 7 FABSINFIEL TR Y, Ll i85 2 /&6 &
\ 4% (Belancio et al., 2007),

ORF1 ORF2

1-2 4 Ll ONEHEE, £ 6kb, SUTR (7 v —% —EM A2 H > Tnvb, 220 ORF
FEB, FNOMNBLEERESND X LT EIE, EBIC LI EBICRAIR TH D, ORF2 # 1 %
7B, = FX 7 L7 —F (EN)B LOWiEREESE RTDOEEEEZ LSO KA AL U RH 5,



1-1-3 b 2RO L1 b —D L #EiE

b N7 AT, 202G 07 LY 60%7 RE HROELSITH Y (de
Koning et al., 2011), L1i%, i RE 77 I U — L T, & b7/ /SO
b INEPZ 5O, £05A%RIT 17%I201F % (Lander et al., 2001), £7-. %
DA =PI EFET ) 28720 50 HIZET H, 2 BITRBEVITHFMED R
WEAIZ RFF L TV A 72 L1 H2RTh 5 & By T LidFFI e/ 2 B —Th

L B WL (58 LT b RWIERFF 2 /872 L1) OHIiZiEE < 0%
BAEZEBLUIZIZODIZLL EHRIARFRICR> TV 2abt—bdh 5 2 ENREHIC
MBETx5, v M ARNEICIEZ < O L1 2 BE—HKROBFINBEL TWDHD
FTH D,

EERICe N7 ANICERO LN 2Ll at—D9 b, K1-2 TRLIELD
BREROREZRFFLIE L1 28— 32< ¥ TH V., 2002 0D Szak HDH
TR 3,000 = B — LMEFE L2V, 2SO L1 a2 v —i%, 3RO HD
BFlZHOb D THY , BREDRITTEARZERRESE72>Tnd (K1-3)

(Szak et al., 2002).
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1-3 b+ ANICAEET D L1 O2E COMBEFTE2 7T X N7 T L, (i %
nNZENO 2 ©—0BESONE, Htio ek LT\ 5, Szak et al., 2002 X Y 5],




L2rh, Zbek Ll 2 —0% 3§58 %, 220 ORF NHIC 7 L— A4
VI MR RV AEREERB LTS EBY  BBIEHARFFL TS Ll 2
— (220X NV EEEEODEFEFa—RLTEBY D, BEEMEEHWZE
BRIC K VERBISEDRHR I TS HO) X, 1 M Abizh 50 a8 —IF

E LOFEE L 72 (Brouha et al., 2003),

1-1-4 L1 &8O & &

L1 =B EZX 1 -4 1277, Ll OiEIL, A7 rEe—4%—5 L1 &
FINREINDZ ENBILILED, Ll PErEIND &, HtlF T2-20D ORF 7
B & NI BENENENFIRR S, L1 RNA-% > X7 B85 (LLF L1IRNP)
BT D, ORF2 % L /X7 ERAET 5 DNA YW KA A BRI OWHERE N A A
3 Ll BB EMBT 570, ORF2 # 2 X7 BTSRRI K Th 5
(Mathias et al., 1991; Feng et al., 1996), —J5. ORF1 ¥ > /37 /& ¥, i) 72
L1 S ICIIARF R TH D Z & NEEMIAZ HNTZERTRINTWD A,
ORF1 # > 87 EHHH 5 | L1 I 200 T I £ 72+ cid o &
NTWA, ZHE TEIFMIC, ORFL # 237 E 1213 RNA fE &5 S RNA
TR R UAEENHER STV A, Ll 58 & OFSRERY 223 0 IR R O %
% T& % (Martin and Bushman, 2001; Martin et al., 2005),

ORF2 % /327’8 %, 5-TTTTAA-3DEHIE 7=1% Z AL L 7= Be A % 5
BINCERFR L. T & A DOBDY UERY = AT VRSS2 @RI L0 b,
DFERA T D 37 K b L1 cDNA ZET 2 2 Lvh | L1 BSBERSIL

D X9 el H R B 2 R T A 032  (Symer et al., 2002), LA>L. DNA 15



AL Z ) T OMIIEER B TlE. 2 ORF2 # v /X7 EIZ k%5 DNA Uiz /r &
FICLLEEREZ 2580360, 205G, Ll OBEBEITTET ¥ LIk
F 5 LE 2 51TV 5D Morrish et al., 2002),

L2vth, Ll 8513, B2 Ll o ©—0 AT TRbOIHATET T2l
NSO LIRS THR D7 ) LA KB H D WVITEEE S5 7 — A b EME T
T B 2 E BTV S (Goodier and Kazazian, 2008), 372 H . KEE

7 DO BRIFHIE Z 5580838 5,

= ==
R @,@_
—
@DNAG]
€)] 7A & cDNAE A

mRNA \_/~ g

@ﬁéﬂl \ ,‘- /®i‘£$£’—%
rrrn L

K1-4. RE&SBOHMAL, RENETESHD L, ZhICa— RERTWD X 7 BEHE
REND, BRRINEZ L7 EIZRNA A L, HlREMTbND = & T, -7 RE =
E—RY ) NIRRT 5,
1-1-5 7/ A LEIZFEETH L1 D2 DOBWENES

L EDOWREEZOMEEZ L L ICTHE, B N AR 5 FEEYTH



% L1 OAEWFRIA X7 MIEIL, ZOWBBRICERTHENWZLHTHA I,
L1 OB RIERIRNTH Y . 7 ANOR X NI EB T 5720, i3
Br8ro=xy NGRS, 20BN a—RTH52 378D
TR BB A LS ERBCET L2 b D, FEE, LLERBIZ
(B FHREED TR DR Td DIEFI 13D 72 < & b 25 R &L TVv % A3 (Hancks
and Kazazian, 2012), 2 HIZKLO—ATHL EEZ LTS, Zivh Ll
FEAOH RIL, B—@E T REFROREE T, T X EFREE % 7
(ZHRHT LTeRE R T 272, JRREE 7234 L TV AW —EZ FRED
B0, R F A TR <EROZ R FBInEREDSLE S LA
PNEDFR E 7> TWDAEEMEIZEV, 20X 91, v M AN TEBIENE
AHRFEL TV 5K 50 D2F Ll a v —0AYZNERICHOVWTIE, BBICLD
7 ARBETORENEETH D Z LIZEV ORI,

—J7. B N ANORD REED, WBIEEEZ K572 Ll 22 B —I2 b EERERY
AR ERBHDZEREES N TS, flxiE, Ll ke —4—,
AT TA U TEAL, R A RIS 7 e o BRI BE A 5 2 B EHIH
FIET Do D72, L1 BATF Y AAHAET, A be NI ER 7O -
TR T IEOEFIIEA L2356, 2 b OEEHIEE LI L - T, EHER
T DR BN AL BB D B E 5 AL T b, (Perepelitsa-Belancio and
Deininger, 2003; Han et al., 2004; Roy-Engel et al., 2005), ##ic. L1 ® 5UTR
2 DN T 7 — IR IR GHAEEEZ b B0 L1 AH D
mRNA 2855 J 58 A FEOT 0T —X =G TR, TrIFvrAF

mo7rnE—2— (LLF, ASP) (ZHIEREENH D Z LMo TN D



(Speek, 2001; Nigumann et al., 2002; Wheelan et al., 2005; Matlik et al.,
2006),
X 1-51ZR-T L2, ASPIEMEDOH 5 L1 &, FOIFEMR T & ONLERM%

1. REKIRD3IODIr—ANRNEZLND -

(® Intronic L1 : L1 2’8704 > ba U NEICAIET 556, L1 bz
BEVRBED, TOFMOTFXF VU ERTTA U TIZEoTHORNoTe
RNA AR S LD,

@ Upstream L1 : L1 B8 1O EJRICH H5E. L1 OGN MHED |
B TOHE2TX Y EATTA L I Lo TORB -7 RNA PR S
N5,

@ Intergenic L1 : L1 A= FMEKICH 556, Blo T & ITERERIZT
\ DT ) BESINREG - AT T A v T S

’W\_/\_/‘\—'
TN T ——

Intronic L1 L
Upstream L1 r
Z:::]-ﬂw B .
Intergenic L1 r
_ B

A

1-5 MG MOEEAEEZ S L1 W7 v —2 —OfigX & | Bz TR 50
BT L1IASP 22 AR S 11D RNA DR T T A 2 o T HEERRA,

& 2 DD —ATiL, IB5EEINTL 5 RNA I, E{5+D mRNA O 37K

BB E DX A TIRE 725720, BIGFDOHX X7 a— Rl GHLARH 5,



JF T BT METDA > haildsd L1IASP 2 6iizE b ¥ A7 RNA IZ
OWTCIE, MET # 87 ED RG> b3 AT 4 TEREKNa— RENTWD
AREME AR L TV D ilEOHE H H 5 (Weber et al, 2010), F7-. BEix 1
TEIRIZH D LIASP 22 B, i LWEBR 70— & LTHER SN TV D EH
va—F 47 RNABEGE S5 AR b S h T g

L L7223 5 LIASP IZOWTIE, LT O X 9 I REIZR R A 0 K-> T D,

(1) EOL1 aE—23 ASP 76 OERETEMEE £ D00 2

o X olc, A7 rE—2—ESzb o2k L1 2t M7/ AHNITK
3,000 2 B —fFET 2 DITK L BBVEMEZ AT o —L LTINE TRES
A7z L1ASP 134 70 2 v —Th > 7, RIFEDEIEMEGEAL A3 % L1ASP I
iz N <D< BV, T AHNDEZIZME L TWHDL DN ?

(2) L1ASP ORGHIHA 7 = X L% 2

iR £ 91T, L1 B 23E EBAE OISR 5 W2 &b, BlfE Ll
ToE—F —IE L AT A (BT BV 22T 4 7 AR 12k - T %W
CHH SN TND EEBEZLNTWDHA, ZOENE, LIASP HiRD% < OfRE

PEY)S EST <° cDNA & L THER SNV TWAHFELFEL TN D

1-1-6 Ll1ickst v siEESA

BRIEPERE A AR L TV A AR L1 = B —(%, b MUOEHEE»LHEARE TOM
(T, SEIERAFESLRMAN TS LMY IR LR, BRANT 20—
O L1 FEMELTHFELTND, Zhx L ba T U ARY AL

(Retrotransposons insertion polymorphism, LLF RIP) &5, RIP %, #F



EDT ) KEALZERIT 5 L1 a B —0FEDENTH Y | —HELH (LIT SNP)
DEITRX T VAT FEEOENS, at—HEHD X 5 I8 E 72 v —5HoD
BN EITRIORRK T, BAMOY ) AOERDFR L 75T 5,

WEDE N7 5451000 N7 2 A7 vy =27 FMAbecasis et al., 2010)1C
XnE, v b AZBES| EIZ/0 L1 2 8 —2356 1000 ZETICAFET H 2 &
D3EH BT 72 - T S (Ewing and Kazazian, 2011), W7z L o1z, Ll

AR T OEREIIx LT, ASP 24 L CEMMNE L OVERMN 2 EEL 5 2
5, 2 L1 MEAH TOBIG FIRBURAOEN 2 L T/ TREtE b+ &
5o LIMWLEBIFFSR T, SNP ¥ A BT DL 52, ZRiKizk L CIFIRIIZH
DENERTEH L Z 3l 3 2 LRI FE Lisnwic, 28 L1 O TRk

FEA~DOF LWATREMEZ RRGET 5D Z L ILTE R0,

1-2 ARHFFED B

UL EOMEE A2 S L, AL TR, B M Ak 5 Ll 0%
FIOHERERI A X7 M2 KD ERS BfET 572012, L1IASP 2B L T 2 2Ol
MOEEIT o T2,

1o & LT, LIASP b DEEFIEE S /) LU A RIZBIZ L, L1IASP @
B GIGTEL OB A G T2 2 E 2 A E Lz, BARMIZE T, 598
PEAL LT % L1ASP ZM7ERICRET D720 D k% ity — 7 = o —
ZIERLCHRE T e Lc, ZLTHHIEOERMLZHAE LT-H LT, £
DF TR MRS L THW, BBEEMER & 5 L1ASP 2 B — 07/

DEALZ R E LT, € LT, BRBETEZMERR TE /2 L1ASP & 8 TE 2o

10



7= L1ASP O R % b3 5 Z & ¢, L1ASP O#sEEUCBI 58 LUV
HAaRDT=,

L1ASP OZBIMES | EANIO T ) LHEREDZERIT DR D0 E ) a5
TeDlZid, L1 OZBNREEZ L D5 ) MRIKIZR L ToA A—""y R AT
TR DMEND D, 2 CARELRIIED 2 5D B L LT, L1 Z2A0KHE
%, L1 O SNP Offffr 28 L CTRHEiTE 2208 90y, bbb, M L1 &
HEHARBMECH D SNP BFET 2N E I DEHHZ L& L, b LEA L
ERIUAT B XA TEHRL T D SNP BNEHE CHEETIE, L1 ARk
(X% ® SNP O X7 LA F ROFEREIZ L - THBEMICHIAT 5729, L1 283
BATSNP ¥ A B TIEZ L > TH ) AU A ROFHEAR[REE 72, 2RI L1 &

PR L OO R RS & 72 5,

11
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“Polymorphic L1 retrotransposons are frequently in strong linkage disequilibrium
with neighboring SNPs.”

Higashino S, Ohno T, Ishiguro K, Aizawa Y.

Gene. 541(1), 55-59 (2014).

“The bonobo genome compared with the chimpanzee and human genomes.”
Prufer K, Munch K, Hellmann I, Akagi K, Miller JR, Walenz B, Koren S, Sutton G,
Kodira C, Winer R, Knight JR, Mullikin JC, Meader SJ, Ponting CP, Lunter G,
Higashino S, Hobolth A, Dutheil J, Karako¢ E, Alkan C, Sajjadian S, Catacchio
CR, Ventura M, Marques-Bonet T, Eichler EE, André C, Atencia R, Mugisha L,
Junhold J, Patterson N, Siebauer M, Good JM, Fischer A, Ptak SE, Lachmann M,
Symer DE, Mailund T, Schierup MH, Andrés AM, Kelso J, Paabo S.

Nature. 486, 527-31 (2012).
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