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<Phose>

1. Fur7y—AsBEEH CREMERE (PRAASs) LT 7Y —LBE H CRIE R4
%3 (PRAID)
S (K
kL RS ER K F R ER

H i — PaATREBERE, IMP JEMRE. CANDLE JEEHI 7 27 7Y — AR B O RAEHAE R
(proteasome—associated autoinflammatory syndromes: PRAASs) PRI 4L, PSMBS #1130 &9
57077V —LEER A FIIRE, EE~TE, HOWVNT 2 BIn FEARERL, e T Y — A
PREERICLD TR IPN BETTHEZ D, —J7, Fox 13 PSMBY ~7 0 28 B LD HAU IR FEE 51
U, /o7 A= RBARRR T D7 E AT D TET2D3 | REAE | [RICARE R D 0E A2
FE SR NEDRE G2 JLH Uz, ol i Siv7c POMP ~7 R BICEDFERIE Ao, 7'rT
7Y — ABIE# H CRE - B R 42 ( Proteasome-associated autoinflammation and
immunodeficiency disease: PRAID) Z#EE 724,

0. a7 ERBICBIIEEESEOES
R E—
RIRERKZF B EF

7 AEGRE (CS) 13X 2015 2 BIE LD /NRIBMERRE R . R #Ew (192) L CRRIESILT
WD, Fox HARMFZEHET 2015 4FITRE LT FR E EHER & L C oD CS O FE BE 43 FRI X HLAE [ 0 HE
ERIZBWTRHASN TS, A4, BB IVEEESEHOY — L EL THBEROHSTZ
Barthel Index, modified Rankin Scale @ CS BFHIZBITHH HESWTHRHLIZEZALL TD A
D3 STz,

1. CS?D90%% b2 A (1Y) | XP/CS T, FLIEHING/NEHICZ WS b7 | Bk
V= )R W 2V AE LS BRI O R 2SN 2 D Wi E ORTBER AL S, £
D—J5C /N MER EIFICIBUOTIE CS O EJEE IR ESN TR,

2. 1TO 11 CS BN 20 LA ECTAER LGS (8 10%) . 241 Barthel Index ; 0/100,
modified Rankin Scale (% 5/6 (EEEDETE) LRV OZAb, HITE 0L & &R T
AR

3. FEFITHRRAFRIE CS (AL OEFETO I, ZNHDY — L OF MRS 2 b,
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II. ZEBEA {LAERE fBeAE
KHE BhE
REERBRFZRFMERIERT

EPEA(LIELIL, EELUTRERMIFRICEY, FEEBIEORLZIEE A ba 72 BRI
LT H—HDORBIETHD, ZOEYAIIED BFRERITINZ T, &GS OftlEes D HE %
EH7e) FNR BAE AL CEBTALEERERE LS AR TEo, TORKIT K5O
FEFNZIBWT, BIaMETHD, fERIT, FELEEOR AL (AEEH) | 220K E LSO
— E DOMUEER D B A L 700, IRIEIE TH 705, EHEOW A (T2 R E . B BIAI
WARIEIEDIZD A DFHIE (B g LA O i i PG iE, BRF A3 72 ) 1t T IR 3 0 B2
(2725, A BIOFRE T, AREAZRZHEA LIETERERIZE T 2R BIZ OV TR T2,

IV. Gorlin SEfEREE Cowden SEERE
e N, BH KE, A THE
KEIRH N RFRFEREE MR EREE

Gorlin JEMREEIIFEE LO B LBARNE S ME L B Ok G IE Rt Th D, FiE LD AR
TEATIZ T RGN, B2 WU A e Hes B, SR ke, KMsia kAL
Y | FEFENITILE N SRR, JPERIER DR E NEMB TS, Cowden JEMEREIL
PTEN B A RICIVEL, &8 OWREE R ET 5, Em O BRI, BimAbiE, 0
Je kb LU . RERERZS | Lermitte—Duclos disease ZHF{#E 95, F7-. iR EMRIAR — &
BIEO AR TFARIR = 2L &89, BEEEEL TIALMR, AR, 7= B, BigicAET
HZEMBD, WIEMEREO DM MR L HEIEE SRR, B RS HEITHROE Kk
ORI EZTT), AN RMEIREGEHEE LS = KR E I T CORMEERZERR LT=D
THET D,
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V. BEROBEERFFIZHITHT —HEE~REDCap DIFAEFI LS B DORE~
e BV KEET?
KR SRR E 2R E R O,
KRS RZEZSWBREE BRZE A/ N—var it 7 —?

REDCap(Research Electronic Data Capture)ld & dit'E « ¥ 27 72 R AEHED B 17 — X HEFE
VAT NTHY, Zhuak LR RICOFIH ATERZ R B 2 VT o iEE . T VEEERGER, R¥ 2 A R
HHEMEREZR L | BRI A Sl 9% L CIER BRI iE 2 il S Cud, KRN KT
I% EDCIREDCap | 238 AUERIRIFZE, 20H . KO FHOETIEHL TWD, D EEDT —
Za R T HEOEENEIE M OFETIIH L0 IEGIH D7 FIoRIERE A AR RE I K 55,
T —HINEIZB T LEMMO AR DBIEFICEm<RD, ZNODOEFAMEZBEBT 24106
'REDCap] ZAi L7 L  ARURTI AL 3554 B RIS, ARWFZEEE T, JERB0FEa s 1
FEMERE . M OGN B AR M R O BRIRFH & 224 TREDCap | A7 L& HWT, 7 —#—
ADIEGZ FREL TUVD, ik 31 4EEEIZIX, TREDCap) TO, LY AN T —ZUINEEZBIEL . £
TSNV T — 2 O EATOF L AfEE T2,
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TEL/FAX: 06-6646-6630
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