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EHE:- L HAY. Retinal vasculopathy with cerebral leukoencephalopathy (RVCL) 13 DNA A3 -5 —
XV XY LT —BIEMEEEFD three—prime repair exonuclease 1 (TREX1) OnFZEIZ L > TRIET S
REFEO—2Th D, MAMICKIESEELIOFREZ K L, SURICHET LAEICES. TREXL 1L, /Mak
(endoplasmic reticulum, ER) IZ/EfEL, #RIED DNA Z43f L, DNA iFiEMED BIRGEI A2 5. 3
B, =% Y X7 LT —BIEEDRIE L7z TREX] s FARA & OBE CIIEFE L B O 238
%. —77, RVCL BREZSE TREX] TlE, =%V X7 L7 —BIEIHIFEGET 5. Lo TRIERIGAER SN
DPARATH S, AFEDOHIIIE, RVCL THRIESILDIRREIZ B> TOD FTREMEA MG 5 Z & Th 5.
Tk WEEETE, E£9 RVCL ORMAMRERRT R 2090 L, RVCL BETEEWEIRNZ I Z31 T 2 RIEMHZ LR
AT L7, RIZ, Retro—X Tet-On 3G Inducible Expression System (tet—on AT L), F7-iL, Flp-
In System (flp—in AT A) ZHAWT, B4R WD) b bk TREX] &fs ¥, F721%, RVCLERERCTHD
p. Val235G1yfsTer6 (V235fs) b k TREX1 E{n A XIS ~EA LT, RVCLMIET LA /FRL7-. ffiA
L7245 TREX1 385 FIZIE N R mye-His x 6 tag ZfHI0 L7z, SEAMIRIZIST 5 TREX1 OFELZHT myc HT
BOYTAL o Ta T 47 THER LTz, F£72, A LTz TREXI OMIKENRTEZ, Fimye Huikds JUWLER
PURDSEY CHER LT, & 51T, 15DV HIIEA S RNA 24 LC oDNA Z/ERL L C, droplet digital
PCR (ddPCR) THIEMEYA S AA U &JIE LTz, BEIS, Ml bt s 75 = Ui —E&2AE L,
AR 21T > 72

. RVCL Ofai, JRA&amsCE 7o IIEGRE 148 o™ C, S MRI Tl a A3 DA H
DORAERIREERE 251 7 5sCa it U, &6t 9 EfA £ L iz, ZORER, 9 SEFIT 7 FEFIOTEEARE
B CHRIEMZEAL 278072, FIEMHEE L& 7R 1= 2 CORER T H O RIEAZE 2788072, o AX
7T 47T, WD OTREX1 1% 35.8 kDa, V235fs TREXI1 13 28.3 kDa ([TAR4d 5 80 RafH L. W
TREX1 Z8EIAIRLZEE U=, V235fs TREX1 ZEELANNGD actin 12 X5 mye OFFIEISERE (nyc/actin) 1%, tet-on
AT ATIE LI fE, flp-in AT LTI 3. 71 %7757~ PNEME TREXL 1, tet—on AT A& flp—in ¥
AT AOME TR TE Ao 7o, MY T, R YT 5 myc YetaOHSHESRIT, WT TREX1 %




I CIE tet-on AT A TT4.25 %, flp-in VAT ATILT8.21 % Th-o7-. —J5, V235fs TREXL FEHHHH
JACIL tet-on AT AT28.22 %, flp-in AT ATIE33.47 % TH-o7c. E7, W TREXT FEBUHINICLHL L
T, V235fs TREXI BEHLClIA v & —T7 =1 (IFN) al &4 F—uAFxy (IL) S VEEICER L
(p<0. 05). X B2, V235fs TREX1 FEHMIIAEC W IZH LT, Ml bt sivd 77 =/ /Wi —E O
ZiRsdTz (p<0.01).

B L. AT, HREETE, (1) RVCL MAERYREL CIIERICRIENZ A7 5 2 &, (2) V235fs TREXI
W INRA~DREETEIT D Z &, (3) V235fs TREX1 IFAJESUGA AT 5 2 &, (4) V235fs TREX1 (3
R DD 2 L AR LTz, LD Z b, RVCL BHEZEEA TREXT | ZIIESUGDIEH LA ST LT, ZEOiFkE
2B L CW D RIREMAVR STz, A1, RIEMETA S A v O ER-OMRss o F a2 o ne 352 L
T, AEDIFREITIG CToIBREN B S5 2 & A L7z
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Retinal vasculopathy with cerebral leukoencephalopathy (RVCL) [ DNA 493 -5 =% VX7 LT
— P2 ED three—prime repair exonuclease 1 (TREX1) OEnFZERIZ X > CRIETARBEREO—D
ThD. FAIIEESELO ERHEA R L, 2 TUCED. AL, (1) RVCL B Ol
JEECIIE RICRIEN b AFRD D 2 L, (2) RVCL ffRET /L CIIZE TR V235fs  TREX1 (3 MalR~0 RiE
T DL, (3) V235fs TREXL [ZAIEMED A bAoA oA ER Uit o+ 5 2 L, (4) DNA 4B
~v—H—PERFTH AR L. IS, RRIAE T UIBIMEL S VAT D L 29 LIBISA
flEND Z & aHNE LT, 2D X T RVCL BHEZE A TREX 1, BENICISIT 2 DNA 85215 5T, SRIEK
JEDOTEHEALZ I L CEOIRREIZEES- L Q2 FTREMED VR Sz, ABFFEIE Z v E TR CHh > 72 RVCL Ol
JRREZ B2 in vivo BT /VEFEE LIZ. I ZITH G SCE L TR 5.




