. HOKKAIDO UNIVERSITY

Title

STAT1 coiled-coil domainFrHEMEAERZEIC L BMendelian susceptibility to mycobacterial
diseasesDIFRERENT [AXABRRUVBEEDES]

Author (s)

R, RF5A

Description

FCERES : 2279

Degree Grantor biEERE
Degree Name B (EZ)
Dissertation Number 58125385
Issue Date 2017-03-23
Doc URL https://hdl.handle.net/2115/65889

Rights(URL)

https://creativecommons.org/licenses/by-nc-sa/2.1/jp/

Type

doctoral thesis

File Information

Masahiro Ueki abstract.pdf, RXHABDEE

Hokkaido University Collection of Scholarly and Academic Papers : HUSCAP




—

AL LN AEOEE

WEORLSEOAT it (B %) K 4 fA Rk

¥ G 3 A
STATI coiled—coil domain HrarEM:RHERZ |2 11 %5 Mendelian susceptibility to
mycobacterial diseases D55 REMEAT
(Studies on novel heterozygous mutation in coiled—coil domain of S7AT!/ in a patient
with Mendelian susceptibility to mycobacterial diseases.)

EE L HAY] Mendelian susceptibility to mycobacterial diseases (MSMD) | BCG %%
OF e~ A a7 T U TR OMOFMIEN T AR L TOHSEGEE &7 5 R0
TERBIETHDH. ZHETITIN-vy « [L-12 > 7 VBT 5 9 O BT a3 3ih
ENTRY, STATI HLFD—>THD. 5 F TITMM %3 7250 STATI ZEE P HE X
THY, DNA-binding domain (DBD), SH2 domain, tail segment ® 3 -DIZ434H L CU 7=,
WTNHEEHENERCTH Y, FHYAREEEEF (AD) % & % AD-MSMD Th o 7-.
Alrl, 2381 BCG B34 & 3 LT BRF TR W T, STATI @ coiled—coil domain (CCD) IZ
AT OESORBET I BB AT, TIUH AD-MSMD DK & bR mEE LT,
72, A £ T CCD | E T HEMELERMEROWME N2, CCD BEROKE 5% HD D
FEREEASAIZE B L OSLIRRETE E oo JRIE OMEZ gt L7-.

[ E] 3. &M% 4 /A T BCG BEfEA =), 4% 7 » A TBCG U L/ Higk, 2
% 4 7 BRI 38 BOG B & 380E L=, T OO EYYE DRI <, MSMD 23 8Ebh
7. 9 OFEMBEE KO ILIZRB2BR DX A VI N —27 22 ZRA T STATI @ CCD (12
T aEED denovo 7 X J FEEHL p. G250A (G250A) Z RO T-. F DOMOBAR T ITILHEE
X7 o 7=,

[k EAER] STATL G250 13 fE A M X CTIRIF SN CTER Y, 62504 7 X/ BREH#IT Mutation
Taster THENTT 5D EFRVVEENDH 5 Z L ovRER S 7=, BEHR TId AD-MSMD #55 O ARSEAL B
ARk (EBV-LCL) o~/ v 77—, ZBRIRZ @I R B S 7= Miflakk C STATL 27
N DREECEMELENENRENTWD., 2T, £TG6250A 7 3/ BREWAZ AT 5 HEE
@ EBV-LCL 123317 % IFN-y HilB4#% @ IFN-y FEr e A2 « A4 NI A L EEE
Cytometric Bead Array 15 (CBA) C, IFN-v #HE 7 £ 1 * RNA 3814 qRT-PCR £ C, STATI
DY Uit E T = AZ 7 vy METHTT 5 Z & TSTATL 7 F s L7z, & Ok
B HBFE EBV-LCL TIX 2B DR TTSTATL & 7P DEEIA LN hoTz. ~A an
7T U T R OREISE I I~ s 0 7 7 — U NEHEBET 5720, BEHKB kK~
77— T IFN-vy Rtk D IFN-y FHE7rEH A v« YA NI A U PEE% CBA THENT L7
LA, STATL V7PN EESN TV, F2T, STATL VT AEEDA =X
LB OLNITH72DIZ, STATI A BR %2 — i\ 12588 S 172 Hela A2 35T STATL @
R BIEME % Luciferase reporter assay Calfli L7z & Z A, G250A ZZFAKIL IFN- vy HIKIZ
BOWTEMIEENREARBDT=. —HT, [FN-o Bl CIHEMILED R A RO T, B R
R L [FIREIZ STATL AD-MSMD & L CAET HHERTH 72, F£7-, IFN-vy HllE# D 62504 48
BAREERO Y el & 3B L7 STATL WT 0 U VbW s 238 < fEE STV,

~A AT T YT BEGEIZHT IIN-y B CHUADB G135 STV 553, REF O
16 CIIPL IFN-y H PRI S o 7z,

STAT1 DHEREESAIZE BIXH R EEEBIEN % & DB MR GRS D > ¥ X E
(AD-CMCD) & 38JiE L, = DZEF 1T CCD X° DBD (2% < s ST\ 5. FiTIiZ 72 - T, AD-CMCD



O~ A anNy T ) TEGEE AT 200835 Shiz. £ 2T, CCD B X OVDBD (247
TET DREREIERAE R, ~ A a7 U 7Y Z 5 0F LT RREIE SR B, (B SR
BOZNZNOT 2/ BRI ONE 2 HGE L, HEREESRIB L E VR SR BT RE R
720, ~Aany T U TG E SO LT BERE SRR R B L B MER A R B RTE S A L
L CU-.

[(B42] STATI @ CCD ITALET Doy ~T n G I At v A28 5 62504 DMEMERREZN R %
AL, AD-MSMD /£ U % Z & 5 CHID Tty L7o. G250A 28 SLARIIBEAR D28 FLAK & [FIEK,
GAS DIRFIEMEIZ B W TEMEILE R 2 A L Tz, BERZFEF)TrX GAS fElk~o STATI
DOFEGREE & EBV-LCL (2351 5 STATL @ U V(bR EN/R STV 508, A ElIOfiET T,
Dia &L —HOERFNZBNDTIIERIKD dimer Z AT 5 STATLWT OV VRl 2 BHE
T 52 & TEMILED R 2 BT 2 AR R S iz, REE TH LT BCC L3 F 86
21X STATL AD-MSMD & AD partial IFNy RL KIBJE CHALNDLFTR THY, IEN-y > 7 F L
O Lo B & OB RIE I ND.

G250A ZHRAHFTHREFEOHEKME K~ v 77—V T b STATL ¥ 7 /L DOfE
FHNEBV-LCL TIEA LN o7 Z L, FFETRERTHS. BEH@ STATL AD-MSMD &
# D EBV-LCL Ti IFN-y {2 & % STATL U L (k=0 STATL & 7" F /L MR- LTV & 5 3
XN T2, JiFRIC & o TIX EBV-LCL DA% FV 7= STATL AD-MSMD D WA 72 ST
HAREMENH D, Lo, SEIOMNTRER S EBV-LCL T STATL v 7V OEENRRL
AFRBEGETERNIENRHELMNIR-7=. £72, BEHRO M654K 25 #4511 0> EBV-LCL TIZ
STAT1 U UL DIR FAMAE STV DR, EREIFMO TRIETHY, Zo k) 26X
DICHHIETHRESELRH D, I BI, T<HEIL/>T~vA anxy 7 U T REEESIFL
70, EAERERSIELY R LSRR E RGN H®E SN TEBY, ZRORNIITZED
AN TR S ONGFET DA REENREB X 5.

SR LT STATL ZZRURIL O JRE DN NR B OIE M BIE ™ 5 rTREME AR S 4L
7. L, ZHUIHL ETLHENS, MONEEEREICRESNHERETHY, 4
% HMGEE RFDBLETH D,

[#55@] 24U E T STATI MEREMEAS I BN S HERE S Cu5 CCD I, R o8 Ak
P X 2t o A28 G250A Z e L7, BEHo> AD-MSMD 2852 & [AIERIC IFN-y Il K 5
GAS DEREIHMEZEMILET 2R EA L, TOAI=XLD—>L L TEREN dimer
ZIRET D STATIWT OV VLI EERNH D Z L 2R Uiz, —J7 CREMRARGI L Bie b
G250A 28 ¥ %4545 EBV-LCL CI& STATL ¥ 7V DFEEN JL 503, STAT1 28 5 0D 588 3
Jafs] CHE7e B ATREMES IR S 7=, E£7-, STAT1 OOMSRESE(SFAIZS B I L (B [ R 28 L
FRIETIINIAMAESE LD JRTEN B DA REVENRIR I NIz, ~A a2y T U TR A £ o7
iE 5] OB RESE SRS AR IL MBI SR JE & RTEDNV I L T e 2 e h, AR
FED JRTE & BEAAEAR 23 BE 3 2 TREME & R8I 4L7z.



