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Retinal vasculopathy with cerebral leukoencephalopathy and systemic manifestations
(RVCL-S)IZ T ¥V X 7 L 7 — &4 % $5 D three-prime repair exonuclease 1 (TREX1)
DEGCFERICL DI EFEREEHEGCERTHD. NABRICHK/IMERE % K
L, 10 FIZ & TP BREHEE /LS. RVCLS Z5| 2R ITEETIETF v/ X
JLT7—EEREHRFL WSS, BERCHEEYO/NREEEREICRELTYL
% TREXI DM DOREBICHFEET D2 &AM BNTWD, 45 £ TIZ RVCL-S DEY)
ETLE L TEBOAADREIN TS A, TREXLI DZEEH RVCL-S DO TFIRREIC
EDEHICBELTWEDONIEIARBTHS. £ I T, RVCLS DIFEHEFEIBD
7=I21E, L VIRWPCTULEYETILOBENLEE L, 5[E], RVCL-S THEED
%\ pVal235GlyfsTer6 (hnTREX1 V235fs)Z 2 TREX1 Z HKIRIE 57-HD 37 3
TNTETIVELERL L 72, hTREX1 V235fs Z FIZ L 7=/ T TIL, TREX1 X > /%7
Bldgz 8Ot TCOEAMDOREZ R L. £7-, BER LR L TER
DIEERENABZICE L. 510, NITRMEMEC/T 2 Y 7S hTREX1
V235fs ZRIBLCHBEERNTHNI[EICKBLI-BRICEE S, ZER
TREX1 Oifg =4 ISR REZ B I 2 N RE I Nz, LLEDERICE -
T, RVCL-S ZELb k TREXI H#IR> a VY a UNITETILAEBI L, KETIL
I¥ RVCL-S TRREBIT D7D DBLEF ATV -V IXREEIR Y — =2 JICF B
TBHIENEEFTE S,

F—7—F:
RVCL-S (Retinal vasculopathy with cerebral leukoencephalopathy and systemic
manifestations), TREX1, Drosophila



#EE

Retinal vasculopathy with cerebral leukoencephalopathy and systemic manifestations
(RVCLS)IF T F VY XL 7 —XED—FETHh 5 three-prime repair exonuclease 1
(TREX1) BIEFD CHFEAIDO 7L — LY 7 FERIZL B ELEKREEETES
THD, ETHEOREREA5| TR TMERRE L, HRFOEERE 2T
IWNMEREZF|ZERLI Y. BEFRT, HRFATHRESINTLEDIE4 ORRIT
HYBDOTHEREETH 5.

FERER & LT, REER, RAKERES, BRES, TUNAREZES 2.
SBMERE LTIE, RS, BE, anE, 8, 8EoL 4/ —RE, SEH
m, fEEEEFRREEETENMRESINTWLS?), FHERE LT 20 KLU
ICIMEMEEZ, 35 mED O BHEEREENEE, BEOMNEAERES L 50 )2
ADOIBEDEHREINTEY, REWICT 0FITETEBNBREGEE/ZED
I NEBRATR E LT, MRITAO R mA o 2RO BRBEREZ T~ b EICEL,
40 RERBR D EEENREIILBFIRZHEIBWENHIEL, TOIV FT7X
R IS REARIR T 5 4.

BERICHWTIE, BBEOEMS L O8I, Atz S> 747V /4 FE
BIECEE LT U MEMENFHTH 5 5. £7z, BERICK D RIRKEME
MO IEANE TEOILA & EHMERED —BHh > NEMIEEENATBRIN TN
%8, X5, KEERE, B, BEICBLWTHEHMNNIEICE T 2ARDEH R
HEINTWB 78,

TREX1 BIEFZEENED L 52 RVCL-S DHEIEICEAE L TWAHhEBES L & A
> TWA W, FEEIETFIE RVCL-S D IF A C Aicardi-Goutieres JEIREE, REEMEESIR
BE, 28U TVTIF—TAD3IDOECRERRELDESEAREINLTL
%90 INH5DOEHOCHREERETIE, TREXITF Y X7 L7 —EEE%EHELT S
ZENBOHOND W, —FT, RVCLS 5| ERITEETIEFTF Y X I LT —
CIESEMITFL TWDED, NEERICOBRELHIZEEBR XA v EZZ0E
MICEREZH > TWSE, TOEICL->T, BERCITMREE R O/NEEEICEE
LTWBTREXI D EOAEBICHFET 2 ENHONTWERD ZDZ &hb,
A D DNA #1875 5 ZUMEEESMRE I N TS, TREX1 [FIEE A £ b DK
WICEWTREICIKRBED I 707U 7ICHREBE LMVNLIERICEEL TWLWB D,
RVCL-S BETIIRBEICEMICKIEL, BIMEMREEICK > TRIREMIBINT S 2
ENREINTNG B,

RVCL-S DEN)E T /L & L T, B.E.O‘Bryhim © [Z~T OFEEREI < 7 X Trex1 T235fs
S MEDRBBELET T L COEMEBHOIEM, FEHEHRMEIZFERD yH2AX
DY BRI DD WE, LA Mulder 5 (R EZESR £ b v235fs KI ¥ 7 X & {FRL
LR, MEBEEEEDZL, MIBEET I TCOREFBOEBMAERS L T



28 LhL, INODOHETD Trexl DEED RVCL-S DR FREICED L S
ICEES L TWABDONIZDOWTIEBR A &R > TR,

Z Z T, RVCL-S OIFFEEMFEREBD /O, SVFEVWCTVEYETILOE
FEAEF L WEEZ - HRAYA VA 2BEEEL , EIX FTLEOEIK
HFEBLYTWVWS a3V auNRNIARWL, a3 NI T, KEELSTE
BERXFEB L ORNAI RFEAERAD R by 72> X —ICHIFSNE S ICEUS T8
EHL2TWS, INLDZ ehn, BEFRIZV -V 72 L VBEICITH) 2 &
NABETH D, £ THAIE, B b Trext (hTREX1) 2FIKE T 5> 373N
ITETIILEESL, RVCLS BEN Y 3 7Y a NI THEUEERIELS 200
MREEZ 1T > 7=.

Mk & Ak

1. NIRAE

NT(IEEMN G NTEEZ 5 X 25°CTHRF L 7=

GMR-Gal4 (#1104) : REFRN L NTIRICEIZT 5 Gald 1k

Tub-Gal4 (#5138) @ &2 THIRT % Gald ik

c739-Gald, UAS-CD8GFP  (#64305) : kenyoncell D a/B A —7 THIET 2 Gald &
CD8GFP Z HIZR Xt % UAS ez RIRFICH L TUL 5 %t

repo-Gald (#7415) : =7V 7@ CHIZT 5 Gald 2k

nSyb-Gal4 (#58763) : iR CRIRT % Gald ik

btl-Gal4, UAS-actinGFP (#8807) : B THIZ T 5 Gald & actinGFP Z FIZ 3 5 UAS
Fe5l 7z ERFICHE L TL 5 R EE.

UAS-Lucif.RNAi - Luciferase 3= F 23X 3 % Inverted Repeat %ifk. * 74 7~
FO—JL& LTHAL 7.

_F321% Bloomington Drosophila Stock Center (Bloomington, IN, USA) 75 AT L 7=,

2. VIRRVTAYTAVY

GMR-Gal4 |2 & > TRMREIC KX /X B FHEIE/c, & hTREX1 XS L 7o
T4 29°CTEHB L, F7ICEI I NPML L 7z X Z{E1K (n=15) % Protease Inhibitor
Cocktail set Ill(Calbiochem, La Jolla, CA, USA)% 750 L 7= Lysis buffer (10 mM Tris—HCl,
pH 7.5, 150 mM NaCl, 1 mM EDTA, 2% DDM) R TY =4 —> a v LY 7L %15
7=. TZRZ>70v T4 »7ICIE, iBlot2 (Invitrogen, Waltham, MA, USA), iBlot2
PVDF Mini Stacks (Invitrogen, Waltham, Massachusetts, USA) %= FA UL \7=. 7 FILigH
IC 1%, ECL Prime Detection System (Cytiva, Washington, D.C., USA) % EiBAZ&E 1) B L
7=. T ILIRFITIE, Multi image Il chemibox (BioTools, Gunma, Japan)Z FB\L N 7=, #1
BRI, 1 XA E LT~ 7 AH myc F144(9B11, 1:10000, Cell Signaling



Technology, Danvers, MA, USA)$ & ' ¥ 7 X T a -tubulin (T9026, 1:10000; Sigma-
Aldrich, St. Louis, MO, USA)IL{E% ALY, 2 RIfkE L TH~ 7 ZHR(SA00001-1,
1:10000 ; Proteintech, Rosemont, IL, USA)7& FH L\ 7=,

3. hTREX1 O UAS R D&z

hTREX1 @ UAS iz F8Ld 5 %, 22 TREX1 BI=F 9% PCR THEIBL /=1 ~
H — MW7 % DNA Ligation Kit Mighty Mix ¥ v k (TakaraBio, Shiga, Japan)Z A \\ T
20 x UAS-IVS-P10 N7 X = THRAIA AT, T DR, A L7-& TREX1 BT IC
I& N 2K (C myctag (EQKLISEEDL) & 6Histag (HHHHHH) Z 0L 7=. {E&L 7-
MHARRZ NI Z =g 37T a NIRRT, > 27 a>v L, ZH86Fb 7> T
A TH A MIHEA LT, T DIF2IL Wellgenetics (Taipei, Taiwan) DA >«
g arvd—eERIHAELT.

4, JMLE

B hTREX1 % R EHEATET 2R e, NI v —LBEklATADE Gald R
TANR=—RFEEREESE/-. %, 25°CTEB LML L@ FxE T P —0
T—h—DOFETHT VML TOEX, NI v —DY—h—%2FBLTW3S
fEIE hTREXT FERIVEARTH VB L TWLARUVMEERD hTREXT RIREIA L 12 5.
% L T hTREX1 HIREAE Z PULR I CHRE L IkEXRA H L 7=,

5. REMEREE

hTREX1 X > /N BDRTE/NX — >V FAND7=H12, & hTREX1 % ¢739-Gal4 T
kenyon cell ICRIZE 87, #FIIML Lz X X@FEZREE L, 2KZRIL 7.
A% IV LT ILT B R/PBS ‘AR ERAWT 1 BE=ECEE L, PBT(0.3% Triton X-
100/PBS)/A7& T 3 [E3%% L 7. 1% Fatal Normal Donkey Serum : FNDS/PBT i3/ % F3
WT 1Rk & LT~ 7 A3 myc $114&(9B11,1:2000) = HHR L 4 *CT—HRE LV 7=,
PBT /A& T 3[A%% L, FNDS/PBT /AR T 2 X#ufA& L T anti-mouse Alexa Fluor
633 (1:400; Thermo Fisher Scientific, Waltham, MA, USA)= &R L, Z ORI
DAPI(#1351303, 1:200; BIO-RAD, Hercules, CA
, USA)Z AR L 4°CT—REE UL 7=, PBT A& C3[EI%%E% L, Vectashield mounting
medium(Vector Laboratories, CA, USA)%Z FEWLZ T 38 L 7=, &AL FV3000 HEE A58
155 (Olympus, Tokyo, Japan)% B LN TEIZR - &% L 7=. Imaris software (Bitplane,
Zurich, Switzerland) ZHAWT=XTTERBEGRZ/FE L /-,

6. Rough Eye phenotype O il
% hTREX1 | GMR-Gal4 K7 A N—THIBIH 29°CTH /- ITPML L 7=pifr % -



80°C T4 ERTE L TH W7, Olympus DP23(Olympus)% Olympus BX53 FE# 5
(Olympus)ICEsft L 20 5T 1 B NTZEmFE L7z, 1.87 um T&IZ7+—7
25 L TEREEVCHEEERE L. 8RR 74 REFESL, Flynotypert®
ZAWTRBEROT7ZEH L7z, RRBEXIT7IZEROBEEETZRIRL T
BY, 227 EWEEERORIINEANTNE Z L ZBHKT 5.

7. REDHERE

% kenyon cell IR & (2 mCD8GFP % FIR L T\ 2 il tEE, 14.5 u m x 14.5
um PUB DB TR T A XA %|TEEL, Image JOEF LT, #ZHND mycs@E &~
NOBEDOLLZ & o572, Z DK, #ZIEDAPIICE > TER LT,

. WLRTAEAT
2T DFRETENTIL, Microsoft Excel DT /—)I/%ffﬁﬁ L7-. EEMHET —X
T +IZHERE & L TER L= hTREX1I DBFEE REP ICH T B BFER hTREXT
L OZEER hTREX1 FIREE D LLEXIC 1S, Student’st-test %ﬁﬁ L\, REP DL EMEMNTIL
Bonferroni JE% {T7% o 7=, FMLERD LB TIIMIIMEDIRTE Z WL ERTICIX
Bonferroni E%1T>7-. @ TCDIRTEIL, plE <0.05 TEERENH D LHTEL .

EES
1. RVCLSZEE b Trexl BIR> 3 7Y 3 7/NTORIIL

F3,RVCLSEZE%ZHFT 5L b Trexl %%Eﬁﬁr% a3y Ya NI RFEORT

ATz, a v a I NTICBVWIHEEEG T e ABEENICRIRT 2 5%
E LT, BEBAFXOETEERFTH D Gald & Z DRFHESH TH 5 Upstream
Activating Sequence (UAS) % AU 7= Gal4/UAS > X T L& AW 20 Z DR Tl
BEODEB CRIBETIENMONTVEIEBERTFOI NV —P T OE—X—
IC& > T Gald DERIBHIFEINDIRIFL, UAS D TFRICBRETRTFEEAAA
RRHEAEXET2HICLY, XERICELWTEREBICEMNEETF2RBSIE
LB,

CDXRT, 3723 J/NI pUAST XU X —|ZB4R hTREX1 (hTREX1 WT)
BLUZEER hTREX1 #E A L 7=. RVCL-S ZE£A! TREX1 (C L:,t, RVCL-S ZE T H
SEE NS WVEEE K X 4 >~ (Trans Membrane Domain: TMD) BRIICT7 L — L 7
FEEAZFFDZ LT TMD % K38 L 7= p.Val235GlyfsTer6 (hTREXl v235fs)%ﬁﬁ W7z
18 fEAL7-% TREX1 B=FICIE N RiHIC myc-tag(EQKLISEEDL) & 6His tag

(HHHHHH) ZA3MNL7z (K 1la). fFE LRI Z—lFA T o 3 ‘/bL—l:“
A (Wellgenetics, Taipei, Taiwan) (CZE:E L B TR > 37> a3 YR IT %157,
DR, a7 aITNRI~ADELEFEAICITphiC31LA T 7 7—tEZRAWT: 21’.



phiC {1 > T 75 —EHFEETT, Y / L LD attP site BILES 2 F D EBAI %,
FFr-—72ZXIF%2EATZ attB ICL 2T, 7/ LEDELLRELUAMAEBEICHAEZ
BLFZ2EATHIENTE, NEMRICLKZEA M ELFORIREDEL
b\ilﬂ&@&% ER L7283 avya o NRNIICBIT3BAEGLTFDORIRZHE

R DD, INHLDORFE, BHEREGENS Gald K74 /X—TH D GMR-
Gald IR AR L, FMLBOBRENIA LR /N7 EY > TV ZME L 7=,
ZD%, Mimye REICEZvT X427 0y MEEERBL, BEINLDTY
A4 X(37kDa)lc/N>v F#EB (M1b)., &

2. TREX1 EIR/NX — > OHER

BIsR Cli b MEEMIE T TREXI ODRBEAEHLL TWE Y 2D Z &h n5E
ERL7z> a7 anNTETALATCLREORERMNGFET 2R L /-
hTREX1 DREZERT 572012, BHE, Wﬁ 2, IR AR DRI A D BE L
THEYN—EIZLINSZEETE S kenyoncell ICHFERIICHKIZT 5 ¢739-Gald % FB
L), & hTREX1 B FZ2RHKIRIH7-. Z DRI _%HEH@H%)%Z“/ﬁ FILTdH % CD8GFP
% HFIT I kenyon cell ZRI4EML L7=. IMLBOREL ARSI L, HES
PSR CHrs2 L 7=, hTREX1 WT Z FIE L 7= TIEAIC myc [ZBELT I
FRE T F > T 4%, hTREX1 V235fs 2 RIF L 7R TIIAN%Z & o CTilige
FIC—RICBEL W (K 2ab).

3. 777 AIZ& D hTREX1 HEDIREE

RICERB WTREX1I OFEOEREBIAE LT, a7y a vy RTOERIINE
BnFOEMZTFMIT 27-DICELELFMBINTEY (rough eye phenotype :
REP), HEZ BT 2B EICIFEBOEBED L <IEZ DEIIHMELNERDOFRE(IC
BENELCDIEPrMONTHEY, ZOFREEEZHENICEENLT AN
InKFIAESNT WS 2 Z Z TR TIE GMR-Gal4d =AW T 37> ay/NT
DIERICE hTREX1 TV IILZRIBILFEREZTEENTE I LICE-T, &
hTREX1 O &4 D FFfl % A 7=,

Z DIER, hTREX1I WT 5 & U hTREX1 V235fs #ERICHKIB L/ ZAVWINT
HWERAYIC REP DB A R oNT=(K 33), IN% REP EELY 7 727 TH
% Flynotyper® TEE #1772 - 7=. hTREX1 WT, hTREX1V235fs DL\ T #LICH T
HLAHT47aAVbPA—LEERLTEERE mmx: L7z, oI
hTREX1 V235fs |& hTREXIWT & V BEICR a7 hHE < B >7= (X 3b).



4, BRI DMAEREICH T B hTREX1 D EMERREE

RIZ, hTREX1 BEFAZEALLNTICOWTHIRES L OEMDOENEFET
ZHNEIN TR LTz, BSMREEREND Gald N7 A X—%Z~THOTHETH%
Wt & UAS-hTREX1 R ECTHT 5 R REI BTz, AR TIEDMHITHRIZS
% tub-Gald, 7'V 7HARESERTS repo-Gald, RIS ERIA nSyb-Gald, MERR
DEEZFOR[E CTRIZT 5 btl-Gald AL 7=, RIEARITH LT hTREXT % FIR
T BEEE & 2P ER & D% EHEI L 7=(X 4a,b).

9, 2MEIC hTREXIWT X 7213 hTREX1V235fs # RIBI 7= & T AH TP
¢ L EDEIFER D - f:(hTREXl WT, 0.56%; hTREX1 V235fs, 0.09%). — /A T2V

ICRELFEZRBILHEICIEVWVTNTEIMRIFETET 05 28X 7-

(hTREXl WT, 63.3%; hTREX1 V235fs, 59.4%). RIZ, ©ERICHRBIE-HEICE
hTREX1 WT [ZEE~_ T hTREX1 V235fs TIEPMELERAET L 7= (hTREX1 WT, 49.8%;
hTREX1 V235fs, 30.4%). & ©I2, KUEICHKIRIB7/-& T A hTREXI WT Tl 0.5 12
ET&H >7-7h%, hTREX1 V235fs DFEIBTIZFE L <PEEAET L 72 (hTREX1 WT,
52.0%; hTREX1 V235fs, 11.6%).

oy
R

SEIOERTIE, a3 7¥aU/NNIIC hTREX1 #FHIRI 5 Z & TERE hTREX1
DREDEA, REP DEALIC L WS TR L 7=, £ 72, #gfE Z & I hTREX1
DEU~NDRZHICELNHY) A TEREICH L TOFEEIMBVW L ZRBHL 7.
INLOERL S, SEMEREIL- 3 7Y 3 7/NIAH RVCLS BE Trexl OFEM
HERARDZETILE L TCHEBATES & L’ﬁbf:

BIARD & 512, RVCL-S |E hTREX1 B FDERICL > THIERRZINE, BR
@MMMT',4@@~%f¢%t%@EELFX4/@EUC7D—A/7
FEENELTWS, ZOZENDLEEINTUWARWATREXTI A, TX¥V XU L

—EEEERIFLA-EFERRNICLBHT LN TED LBEINS. 50O
D37 aINITETIICEWTS, FER hTREX1I A EICTKANOHRRE ICTF
T 2—HT, BRI hTREX1I TIIRZORANTOREDENRY —BRICHFEEL T
W3 ZEHIWERTE, N, BRot MilscoR/REZLE—HL T3 1),
F/o, ERICHEBISEENICERR hTREX1I #HIE L 7> 3 72 3 Y NNTEETIE
@@®m@®ﬁﬂ#ﬁﬁbTmé.uﬂi,ﬁ%@hﬁﬂi@%ﬁbﬁb#@%
FFCRRBEZSMICEEL TWE I EaRLTWS, AIEEED—DE LT, BER
hTREX1 AT F¥ VYV X L7 —EEHEZRFLIZFERANICEFELTWA Z LIS
BEN H 5 EERX O D, hTREX1 KIBMAZ Tl ssDNA HV/NIBIRICETE T 5 2,
CDZEDNORE ssDNA ZDRT HHEBENBEINS. HEOEFEICEL - T
DNABE~Y—H—TH 5 yH2A D EFENFERIN 32, HEOEZE IC hTREX1



PRICBITT D EICLDERBRESNTWLS 2, Do, BRNICETLTL
FoZER WTREXL ICL - THND DNA B OfEEN T L ZFWHEBBEENEL
TWBAJgEED "B S 7z,

SEl, ZEB ATREX1 123 7Y a VNRIR[EBEICH L TOSFMEIRN T & AR
WEni, [EBEWE a7 Y auARATICEWTKMRORD »RNEERIC iR %
BRI I2EELREBTHD. BRIBEILEMRBE IV F /I 0REZFa—7
BEzel, £ MMEIXAERMRE L EBHMARENI ORI F1—TBEZ LD, Z
DEIIHERT I2ERIZIELRDIPERANLGBEITELUL WS, [ERITHNRK
EASEL, BEFHEREAERT (FGF) SBMED T a7 ¥ a NI REQDS
breathless # &L RE DN ZRTEBLEFORIEAFET 5 2, FGF [ZREKD
REBR 7Ot X THh2MEFREDREICHEETHY 2728, > 37V 37N
DREREBHEYICE TE2MERODRETIE, MEBHICL IR/ Z—>
FHENCEWTEMEIEHEINTWS 2 L5115, YavyavnNIgnE
REBHEYMERICIZBELUEAH Y, H/NMERTH S RVCL-S DEEN T 3
TV aINIREANDEVWERERLIZZ EICEBE L-ABEELZ X 5N,

RVCL-S ZEDEMICDOWTEER hTREXI DEEZLIC L 5 DNA BEZEBTE
LTW3h, RS TERRICDNABEIEIERIINTULWEIMEBEL R -
TWARL, DNAEBEBICLX > THFEIND yH2AY 23812 & §5 2 &£ T, RVCL-S &
37V aUNRIETILCTD DNABBBEOFEENER TELZDOTIEHRWLAEFAIL
TW3, £/, SEWEEIL/ZRVCLS >3 VP a NI ETILERAWSZ & TY
37V a 7 NITORMENAL TRBEFEIFO—ICR 2 CHFEINS. 2
BICHIF SN TV BEFLEEMERCRNAI REEAWVWDL ZETYIRETILER
BLTLVEZLDBETFAIY —Z VI %ERT ST EHAlgEE Y, RVCL-SE
ROBHZENT2ECTFOBEBEZRECEIREMENHS. D LT, BERTF
A7V = JIC& > TR oNT-BEREGFICOVWTE MEEMIEZB WL TR
AELEROENEEERT A ENTENE, YaT¥ayAN"ITETLEAN
-t MERBHARADICHOERUA T T A LICENDEERD,

&

23723 7/NIADRVCL-S ZTE hTREXLI DEIBICL > T, ZFE hTREXL IC &
LEBREBEOEAAERDI-. £7-, [EICHVWEMAERT Z EARBINT, L
FOZEDDL,RVCLSEEE FTREXIEIR 3 V¥ a VARTET L ER/ILL .

S5
AHROEE - FKITICHZY, THEETBEZ WIZE X LT, FTRKEM
RFBRERA B SRRIE, F9 THERESRRTE BRI RS,



[FIRRREFRAT D B AL T R EAZS TR AR, RMAEERANT 2 BFZ IR ERH
BRI EISRH R L EIF £,
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Figure legends

K1 1hTREX1 Z#RIBE B 2B FHRERIAKRDOIESR

(A)> a7 a3 7N ITHHMAAT hTREXT DIRZUE. hTREX1T WT (& N Rim{E (12
D ® exonuclease domain Z#¥%5, C Kimf8/(C transmembrane domain (TMD) %75
LTWA.RVCLY 373 INTETILIZAWE V235fs ZETIE TMD Z/RIB L
TWBEFRIND. £/, NERIHENIC myc-Hisx 6 tag A L THEZ& L 7-.
(BRVCL 37> 3 J/NITETILTOD hTREXI DHFIR. myc tag TEH I N7z
hTREX1 WT 35 & O V235fs D /N> K Z#EZE L 7=. LuciferaseRNAI (Zf24E0 > bR —
.

2 a3 UYaUNITEERIZET S hTREXI DRTE

(A) myc-tag TIEH S /7= hTREX1I WT H K U v235fs OfifaNBEE%2 R~ L 72
(magenta : myc THE3 X 417= hTREX1, cyan : DAPI, green : CD8GFP). hTREX1 | Kenyon
cell £ WS HiIRMECHRIBEIE /-, X —J/L/X— 110um.

(B) hTREX1 D XA/ LEEK,

Myc-tag CTIZi S #1172 hTREX1 DREZ EE2MIICFH T 572512, DAPI THEB X
NAZEEAZANDOS T FILE L TREADY 7 FILE LB Ltty%?&bt. 50
FENTIC |E student't-test & FAUNT=. **%p<0.001, T 7 —N\N—|[JIBEREZ RS

3 EROEBEESZHAL - RVCL ZE D ST

(ARVCL > 3 ¥ a YNTETIILOEREE

hTREX1 V235fs FIRMEA & hTREX1 WT FIR(E 1A% 7~ 9. Luciferase-RNAi % f214 1 >
fO—JL& L7,

(B)Rough Eye Phenotype D E £1E

BEROESDENDIRE % Flynotyper Z BN TEERZ BN L P score & L TEE
1t L7=. $REHEEMNTIC 1L student’t-test %, ZEHEMNTIC L Bonferroni =% FUN7-.
**%%n<0.001. T7 —N\N—|JEERELX R

4 PLiIzIEEE L7 RVCL ER D E MV

(A) IR EBR OB

L hTREX1 Z R EHEATET D REE, Y —H—TNRIT >V RENKKGald K54
N—HEFEORGE A, BHRIIIC hTREXL ZRKIR T 2EEE LA VEES 131 1
THET S.

NZ oY —Dv—h—%5F/7A\W hTREXI 2 RIB T 2@EGFE~v— D —%FD
hTREX1 ZHIR L A WMEGRE DT > b LZDLEKREZFFEES 2.
(B)RIFAEMH Z & OIULE



RIBEBELEZZT-HEDPER%Z IR L 7=. Tub, repo, syb, btl (¥ Z N Z =k,
7V THllE, 2, [EBSHREICRENICHKIRIE LS.

RETEMNT ICIZMIIMDRE Z 1T > 7. % BN 2L Bonferroni i % F L
7=.*p<0.05, ***p<0.001.
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