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[%52=] ALS/FTD HE O T, £ HAE TAR DNA-binding protein (TDP-43) 7% bii% L, AEIC
BEET 5, [ERMRAED TDP-43 (X, RNA A EEE L LT, BN TEMR® RNA 07 vt v v 7¥gI b5, &
IZHE/FEEEEL LT, “crypticexon” & Kidb, A v ba o=y VAT LTZESIDO AT T A 2 v THIED
% (Ling, Science2015), KL, ALS/FTD B3E 0w 5, FACS sorting 28I L, TDP-43 f2:ouk
HEEO A EEFET 5 )51k (Liv, Cell Rep 2019) % T, TDP-43 238 L7-ARHlEtE ¢, UNCI3A mRNA @
B AT TA U THRHINL ., cryptic exon OFEEINTHEL TWHZ & & RHLT-, £ LT UNCI3A @ cryptic exon
23 ALS/FTD BFE OB REaEE) (CRRAMIICERET 2 L%, EEPCRIACZXVFEH L7 (Ma, Koike. Nature
2022), Z O UNCISA B AT T A 2o ZEEI OISR (SNP) 13, AAERICREWT ALS/FTD OFE Y
Ay LD, —HT, WTYT AT 20 UNCI13A ® SNP DIFARBAMRIE NS HA)D 5P, ALS FIED Y A
T2 BIRWAEEMEDE SN TV D, 20X 910, NEENEBINDIZHED LT, 2 E TO TDP-43 121 A
TIA T NIET 2 MEIIANERZ F xR L LTRY, BARASHET U7 ANZHT AT TR0,

[BF] F7=Bid. BAN UNCISA U A2 SNPARAGHEOHIT, ALS SIEICHKT L CIRECE < BIK 249 H5EMD3
FAET HOTIEARD, LG A T, £ LT, UNCISA DY 22 SNP 2k} L, (R80T EFIS 5 i mapi 72 A
EURRTHZE R BT, FUCHTZY, £ BARANHSROFIRGERRZ AT 5 Z L 12k v, TDP-43 2ME &9
HATGA T D=2 KON UNCISA @ SNPs & cryptic exon ZREOBHEZ I 52N 5,

[FHE] BAR NGRS RN SR OEEIEF IR (ALS, s =2 ha—L) ZHWTHGE L7z, TDP-43 AT Z A+
YZIZEAL TR ERE PCRIEICE W JIE L7, AHlZ & 7=V | ALS SEBI 3R (Takeuchi, Acta Neuropathol Commun)
Zh LT, REEAAC TDP-43 B E PNE AN RIFEBRI IR LTS type 1 LTS A2 ST RO IR
FIPHIZAHID type 2, S HIT type 2 ITHHREHIIENE AR 2 TEEOZN RIS 23880 % type 2b &, 1Z&
A EB GBI type 2a (208 LT 3 HE, BIiEL type BID AT T A 2 2 7735 — L DA OV THERT L 7=,

[FR] =3 = hr—i5 4k ALStype 2b:5 Atz L, ALS (type 2b) JEBITIL, TDP-43 DAT'Z A
L TIERNEIG T D UNCI3A, ATG4B, ACTL6B DA T 54 2w FRENELTND 2 L ERER LT, S5IT,
JEGS A2 HE° L, ALS type 1: 12 631, type 2a: 73], type 2b: 10 6l Gt 29 f5ll) TAT T A Lo J & — L 2T Uiz
L2 A, type2b i, > ALStype (typel+2a) &L C. UNCISA, ATG4B, ACTL6B DEHEATFA 2
NUT o MIERBICERE L T2 (ttest, *<0.05, **<0.01, ****<0.0001) (FX),

[EB£] RANERICBW T, UNCISA %13 0w TDP-43 #5275 A 2o 7%, TDP-43 JiEhz b U7-f 5%
AU, RS v —d1— & LTO RS T&E 5, 4%IE. BARNERIZHITD UNCI3A DY X2 SNPs & &
TG T NE— DEEERFIA L, & BT ALS (S8 AR FOFEAE - TOE 720,
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