R AT R KT

Niigata Universit

#omNF

TAMARNEREEHIBEEEE R ERE ORERZHA

FRREREREREREMAR D FEGCEO/NMAKPAHE. ANTHEEMEES
(. REARBAOTANARCNEREZHOIEERERENAIKKEBMEE{LEEZR UBAL %
AR LEBEGETFOEEICKOTH|ETRISNIIEETREIEDHFEL,

HEHBEIL. AL UEKRED Anna-Elina Lehesjoki 12, FBKF XK EREEFRS
R R 2 REFTBIROEOKRMETHONLLOT, 2016 £8 A 18 HCK
[E FFfE) D The American Journal Human Genetics 35 (IMPACT FACTOR 10.931)Iz#&& N
FL71=
< <Biallelic variants in UBAS link dysfunctional UFM1 ubiquitin—like modifier pathway to

severe infantile—onset encephalopathy > >

OBIRBMRDARA b

K TAJ?ﬁ‘A/’VD/J\EETIEE1¥5EJ§%EB$%E%%ET%OBT\’M@*EiQ@%%E#%\
ELT=,

2. BIFHEITHNL, FAIKEDEMIZE2 UBAL BBREI—NT 58T
[CEEZRITEL,

3. BEHKODEREERED UBAL FAIXKEIZZFDOERFHEINEIEL TN,

4. UBAS BB EG TR TREASELIVRIL, @iRMiasts o1
INRFEE 2L, AR HELRNICET L,

5. RETATH =B EERZERESTDREREMBERERAL,

- J

O FEDER
EAEKCERRESRSNE UBE, SESEAM. IBEMIN. AF)ILE, 7EFILEFIC
KU, o BMICRYBBEREUARE ST Y, SFEY TLERFEIIICE
DEAMSNIZLAKED, BEEBREEREET LI DB ZLATHRL R EREZIT S
CETHBED S RIENEBESNE T,
UBAS [FAEFFUikAIFKE UFMT ZE b9 2B TY . UFMT (£ UBAS BEZRICLY
A ESn iR, UFC1 BERICEBah, REMICHIiE RO ZAEKEZEML, A
(FEDOHAEEBMEBSIEEZONTOET (BEMT),




R AT R KT

Niigata Universit

O HRODHE
BERTATHEGEMEEEREZREEEDRETRNET IR, UBAS A
BEO—RTHREFICEENHIE, SHIZNERIZLD UBAS BRFMORBHE
BRECFERTHILERE LDHELE,

O HRDER

S, INAKIBSIE. BERFHOTANACNBEEESE EREBEEEE DR
D5 REEHEL, BLFBITETOEER, FAKEBHSF UM &5 58
% UBAL £0—R9HBEFICERB51 BEOTI=VEEANLF=VEBRICEHRT S
ERLFAMIBOREENSERDEANTOESR) NHEEEFRLELE, BEH
ENERERZD UBAL HAIFKEIFZTOBREEARDIL(SER2), #RIYIZ UFMT (=
LA BHEEESNEL, S50, PIRMRRERNIC UM BiaFERIBS
HRIREER - AT #E R, SRR o/ \EEEE 2L, £HR KA LURIZHE
T BIEERHLELE(BE/MI), ShBDIEE UFMT A E BRSO B %M,
EEMEEREREELRESROTIEEERLET,

O SHBOWEIZDLT
BN A 0.28%M S B4 E L UBASDERIGFER (351 BEDTI=VEEMN A=Y
BRECEBRIIER)FTVI7T—THY. LD BAS EELX*EBIHIEEREREEEN
GFETIIENFEINET, Tz, K& NEENEHEEREZEZF OTFENIR
RODE UBAS DBEFEENMRESNELL, 5%, BAAND UBAS BEFEEEED
BEDODRREITOEEDIC, UBAD BEREMEIEINIEL2EFIDODRD)—Z0T%752LT
ERERISFAZE B ELTLVET,

O IEARICETIREEE
R RKFERERERZBETER NRHE HiR
Tel:025-227-2077 E-mail:komatsu—-ms@med.niigata—-u.ac.jp



AR RF

Niigata Universit

e

i)
UFMIIBERE 3 5 ok 3
(FSP) iy Y @ UFM1
5 o Gy wigHE 0
pPIOUFMI -GSC—  UFM1 -G €usrs) —» (et @ g
i e ATP AMP (FSP)
'E FRSEIUFN UFM 1B 2 UFMIEEBEE Tehld <E
HEERR

e
" «@d> )

HERIZHELT, UFMTBTEE{RIX. UFMIYIBEBEBUFSP2IZ &> TCKRIFE VI SN - BB UFMI &7
5. ABUFMI LB IEEERUBASICKYATPIRFMICEE(ESh . RO THESBERUFCICE RS
h, BRNISESEERTHAUFLI-UFBPIEEARE N L TEM-AIFKCEIZEEHEEIN S, UFMIIC
KBZAIFCEDEBEIL. B AIEEDOHBEELIREIES, ZNTAIXKEICHEHEELIZUFMI (X,
UFSP2ICKYIYBEST ZEMNTES, DFY . UFMIS AT AIFAIHMLERIETHSD -

UFM1

UFM1 SEMALEE

%
¥ B
B K
¥a . g%
HE 1L
H 4 ﬂ o] @ i’
ki SE:
HESS &zs5cC
Bzt uBAs 5 5 & § 2
UBAS 5 5 O 2 UFC1 + + + + +
UFMIAC? + + + + + UFMI1AC2 + + + + +
ATP - + + + + c ATP - + + + +
m
=z _
97— = a7
® |
64— . 64 1c_|
- L UBAS-UFM1—> ( usAs o] - UBAS-UFM1 3
Sy L UBAS —UBAS =
WP ap e UBAS BEZEEMEIC L) .
39 UBA5-UFM1 FRRHA D FZRL 20— o
28 (UBAR) 28| - - UFC1-UFM1 —> ( UFC1
19 19| S———— UFC1 UBAS BEZEEIEIC & U
14— 14| &ML UFM1 A UFCT Icisi%
- i L UFM1AC2
(kDa) UFMIAC2 b

UFC1

JEME(L UFM1 85f86E

BEHREDEREFOUBAST-AIELE (R55H, A371T) IZUFMIZE 13 58 H (ER) £:55 1L
LT=UFM1ZUFCI~Ez#8 9 HREN (BR) BiEEEL TLV =,




Niigata Universit

Ctrl

cKO

FER (Ctrl) IO R A B LU MBEHEM UM
R 18 (cKO) Ty Ryt F DHREEFER, cKOT ™
AR E 2 ABIIT/INEN Np: FTEE. Th:1]EK. Mb:
iy, R —J)L/N—:2mm,

HMEAEDT—Hh—THHUHEHR
N—HE3RELEBHE, cKOT ™ R
BV TEHOBBHRENERS
Ni=o R —JL/3—:100um,




