IV g2 11 5 #m D E R IR ALK H-

1 HAEERREANORELOER —HRAETIOKH LORE—

“HEHES BE O ABEiisk Ol #HAE LT,
WIERE Z &z

(ZHE S

Z IV E TOERERRTEHEAH 1
HIAZ J6 1 2 JLRCRE i 2 D SR LT & T, ASERIERT RIS, i
TR R ) DS, 209 B 10T TEHRERILSIEPT

Too W h “BERBHE O T A B ETHHRETH 505, FrIZ TEER R AR
TIRHEY “WERER 28T 5 BHEOZTANZATV, Hlsl o Bt AL

(IS DB R EClE b o 7o, Rk 28 4F 4 A8IE, £EICITER

NS DO
Wik . SR E R R 1, 339 MR NV STV AL

R SIE 119

—iT, TORARD “HIEEREET DA OMER L WO RENL LD TH -T2

“EIEFERERE DS OERAE~OLENFSIGEL SN TV RN E N
IZE D TR D, Q2K
WCELRD, OWEED

@RI & 53¢ - WA

b,
PN -T2, ol 2IE. ORBIE L T LiEEZK

REZREIRBEBI NN D22 D6 < | BER A EEDON 20N b biEED

(BB A B O FEEIZ H 7= 0 G N4 T,
EDWNLNE S TIZ72Wn &V D R HRE 2 LD B A RN FE Y L7202 h

BIZKT oRIRPMBE L Sz,
CEMERE R R EE ORI 2B £ 2 Bk

F7o. EFOERIZ LY A ATz 508
R ZENENDOERNEFEE

NS BERERZNE R TS 2 X5 A &/
[ OGO FTERAL~DHIfF b AT DT,

©OREE T, TERERF RIS 5 Hillk D SZIE 18 U 72 #E5 O R EE AR ORI O\ T PRk 29 424 A 14
H R 0414 55 3 R A 7 )8 e RN X SRR R WA ) 2 b LIEATEHE ~DORS 2 THE
S EEFERERIRIRHEE R O [EAER BB AR R MR EE] & L OB 10 T2 5 BA  (TEEFRFERIRIR
HEEESEIZ DWW T Rk 10 2 4 A 9 HEEER 635 5 RARRIEF[R®EE) |, D%, F2THF3 A

ICWIEE&STz,)

30 HDOIEEIO—ERRIEIC L0 THER ERIE AR R E )
38



2. BRIERITEROERREAS

(1) HEROREEZBFT A -EARTGEH

EEREREATR . EIX I E TOME LR E 2 BN IERRHHMAR 0 & 2 5007 Mt A
BTN LT BTG #HTIT, " TE 200 & 0 BIIZIE LWy TE 146417 & |
BWIRIC &0 2R E SRR TR U R IER Z 2T D 2 E N TE DR DORelR D3 T
ThorEHRL SN, SHI2, BIaFEEMRAEICOVTT “MHERMZRBLAT bEE Ao
OBFIE Ef TE HEMHOVICED L L HIFR STV,

T 2T, ERATR OEHRIEFREAUARNIT, ko “BUEEHR A O ABiiE O MR
EWV D HRZHERF LoD T E TOMRAIREES 2 Him L, EATEHIR S L7Re
kx5 Z L TR FREOVAR~ERE I (K1),

SRR TR AT AT OO B E AR IR K

SEHEITHI EEITER
(H25.3.28 {2 #03285%2%) (H28.4.4(# F£040455 15, H29.4.10{# # F0414538)
S| EEHREEDOARMEDIHER LR BEHFREEDARESROFER
B’\J n3 B 8. > | IE B 7
%5 HRERN RRER HERFEHRZEEENRRR
?:@ HFEERG AR B & HEL RS TR
| BRERGNRER

. ¥,

7~ N
- | TEEOZT AN,
== EARAIEIEER AR
% | mEomHAR MesEsa(b
$% OTEBRYBHICELLGZEA TEHRH
A5 Ok Y 53R 4 A B T O M 97354 S Pk
BE O TR E T O A B s et

\ . - OBBERLERFI—OME

AAESSLAKERREMN TTHRT

11 #RARTITROMRERRMEAS (EHER)

ONERR 27 HEIEAEF A EREE 375 B THER O BF ITxHT 2 EREOR AR HEE 2 X 2 72 D O FARW 725
&t PRk 2749 A 27 H
39



(2) B LR —EHELRRR. 7FNRRREE. DRk —

AT 3610 2 HE A SRR 2 ROE ML R e . BB iR 20 B B e . S [ 5
B IIRBEIZ DN T, B T LIS E S PERE A2 T (R 9),

HIE A R 2 ORI AR (LU, DEEEILAUREE ) L D) 1, SR RIRE A IR
(1 TR E S AL, WA O EER ISR IS T 5 b D Th 5, HRERSMRICHO
WTRHNOHBEHRFEETHD L & bIZ, BALDATTHLHD Z &b RNOERE
B Tl SN #7225 B I T 2 E N 28R IER SRR v P U — 27 P25 2 L b
PLSRBERAA OHSRETH D,

TZIZE, “TELMLED RMNCIELWRET A TED X9, HRARDILRAL S
BN ONTWARWEREEZZIT AND DO THRED ) BNREIND, £z, Wi
VIR EAR T B AL, “WEANRBA ABE LI Y v 7RI E SR
DEHEND,

EOICEIBICIE, L TR EREE T R EREZ T D ENTED L,
EHERLRRTIE . BRI BT AR RIS K VR T ED [FIE] 120Ev, B
e BT IR BEFRREEE (D20 DT ) ITHRAT L Cili bl e I ke | 0 B 72 i AR i 217
&L BT, TDOBROEMMNLZIRPLERR RIS e & T 5, B OREAETHFIZOWNT
(T BERRAR SR 2 R LA N D, £ Ofh, HERER D D BRI RS O
AR SR v 4 — ST DHHE R (T O 2 & TRAKRDO AMBERIC D S,

FOR2 I BRI RREE (LUT L T BRI AR & D) 13, i LWERITH 5,
LIRSS “EHRIER B (SRR TH 5 DITx L, BRI RREET “HRFE
STEOEYRER" ZHME TR TH D, L, /RO B ERILIIHEELD H O
Hil TIEE ZICEEPEP LTV W) HIOEE 2 Z BT 5 & & b, BTSN
B ORMBIHEBHRER T OOBRR LT LR LT Z L 2fiE A HOMKREX S LT
bR 2 RS D LBEERE T HICRIT O b D TH D,

Z 2 TIE UM E OSBRI LR RAEN ATRE T H 505, WS Sn7an

8 EOEIRERTESR Y b T — 7%, ENEEEMERFE T X —, EROPFEEL, 505 OFS%N
FIEIEHET B0 TH Y Tk 30 FHE % B IR T E,
40



B a0t KV EIR DS U 72 W56 5 S d L R e & s U S ) 72 R R R
FITAHRR < FBT 21T O, BWR O L0 Hl e EREEEIC R T D R ERT Ol
SO AT LB SV TR, B ERLREE & RkOEEZ A5, — T, Ra
RO AM B RUZ W TR EEIL R b 28 i 9~ D WHE I 19235 Th %,

Hm R wbE (AT T imEbe) &v9) 13, BEAF O B#Ew R 1 wBe A Y
TLHLOTHD, THETHE, B ZRERE Z L2 1 0aTe VI BEEEN RSN T
W2 BRI T3 2 TOF KT < RO EFITIE U TRRRFEED TR S
TV D, Wb, HEIRBTRLD ) D [ LR 552 & O #ER EE O A
AT FE 2 RIREICH 2 BERER R 2 R <NT L L ToREIZRTT,
DD, K0 HEREREEICR T D URERT OO, EHEILAIREEC 0 B
BIHLARE & AR D TFINA]) (ZHE ZWHRTRIRIZ & T - TRAFR MR ] o0 I 78 728 5 &

(P

ks, BB IRIE, BEAE O BEW R MR BT MEm R T bR A iE T 5 2 L b
LR IRNAS, Rk 30 AFELARRI BT HLSIRBE D EARITIR » TR EZAT 5 Z & 3kd b
TWD, 7272, ZOREITHT- > TE, MO FFITIE o KRB EN TR TH D,
T2 & 23, MU Ko TIIEEEILAUR L 2 BEUEE L T bl w2 f8E L W5
BbBEZXOND, o, BIREERIL. ZIREREOEIRERO T & e L ERER 4 fR
ET DA, B0 ZRIERE OO E 72554, BT DWBEDN R WSS ITIEE L
WZEBARETH D,

41



M) OsHE S LBIE VLMY HEE oX

ITCHTIQUTRTIBETDY MIIE)] OZLWH M PIHSTEIHENS LEHETISH 0%

BEZLANATGUERETASENUEOREHUETELEIIE X

EYRIOT 6—LH A HEFRIYHELNES
FHOL—OH A BANEOMYE WOX
BB LY HIHEILEOMS

O

Ex)v

HEOSHIMHT L TIR— T3 RISH
WEOIETHUEWELER — 3 R2H

T

© 0O O o |

o o O O O O

HEOSHEO~BEWHHC YH IR S
FHROFNOE—LEEEH

(%) WIS 7 WAL
(EX)HRORALEFICIFHUHALGECIRBSIOX LR
(@) o~ (FHoney) ESREILTFolEZs
HEE

o o0 o0 0 O 0 O 0|0 OO O O

B@L—0H A rHESIYRELUNESF
(B UBOMHUNEORUERLIFT HE
EROOZEE

EEES

ROELLEOIY

WS

EADE

YW SIS EE g TEe

wEESE

L O P B

YEE TSR

UM TRHE WA
iR

() [ QWM IR S = LR (UG S 2R U T T ST E R 6%

42



V 2EMGHRERIERY TV

1. BICBT2#BERIIERY bO—9%

(B, #BIESTF RPN RIS S R 22 R 2R & BT 5 72l HERERESR v Y
— 7 DEfFEEHED TN D, ZOFy hT—7 1%, ENLEERMERE 7 —
JRIZBET D IFREERC . IRUD (7 A 7w R 3EMIZRET TR %) $Lambe. #Ew
T 2 —, BANER RER 2RI AR e TR S A, TRk 30 AREEZ BRI
Bl DTETHD,

2. REBEEBA=7F 7 (IRD) BN

ZWiEEA =7 F 7 (Initiative on Rare and Undiagnosed Diseases: IRUD)
UL, BHEOBERO T TREN DNy “REWRERE” Ol BEND
BOEMAZE ORI & A OWMART 7 LFFNT A BRE U CHEEZMZ2 B89 500 fi
HFTH D,

IRUD (X AR 27 47 7 HIZBihA S 7= ESCAFFEBR R 15N B AR A JEBH R A (AMED)
OEBT =y FTHY ., BT AT 40> b < T [E OEER IR OB 21 5T, K
[ @ ESE T ERFZERT (NIH) O A2 Mg 7 1 275 4 (UDP: Undiagnosed Diseases Program)
SEHNE ORDBWHRB OB TR 70 /7 2525 EB L LIEAAMBO 70 Y27 b
& LB BN o7, AMED, [ESCHEHH - MR ERIETEE o % —. ENLRCE BRI
V= BERBRTRR, BTN FREE AL &R Y . EWITIEREIS 34 fasg o
IRUD $LAiBe s i S v CEAk 29 42 7 ABIUE) . EERANIC SIS ORZBHIRE 7 1 o
=7 b & OEERHTPBEINTND, £/, IRDD ##@ U T, ZE TITBEBREFD
K 3 FILL EOfEEBWIZEII L TE Y | EFFITITRVEH LOWBEMEREDER S H -
. ZWith L. BEICR D EIERHIR O ST E L EET S Z L TRy rn—T
v TETREZL TN, AEITIE, IRUD OXf5RE ERTENEHBNT 5%

9 TEREIRF IR 38 1T 2 MU o0 FEF IS U 7o #095 O R AT ORI DWW T Gk 29 4 4 A 14 H R
& 0414 55 3 H R A 57078 B = BT o SRR R )

SOMSZIATEOE NESL DS ABFZE | v & — JSEATBUE NESLGER AR TEE o &7 —  MSTATEOE N E TR -
MR IR TEE o & — | IRSEATBUOE NENL E R ERGEE o 2 — NI TEGE NESL LS ERF ' v
X — MSATBOENESNLEFEFRFEE 2 — ORI TH 5,

1 URL: http://www. amed. go. jp/program/IRUD/

2 [ENTAFZEBR R TE N B AR EENFIE B 53R TTRUD (Initiative on Rare and Undiagnosed Diseases) 4E[H|
F2016 44 H) ) &b LIicHE

43



(1) IRID THRET HEEDEE (FBNEHE)

IRUD TXHEFTLBEDORLET, UTOOELITOEMmMZL, 6 » HU LiZb7z-
T (FLAIEERL) Fife L. AIBICKEOH DMERAH 0 . BRI DV THZRVIREE
ThH D,

D2 DLL EDOREERIZE =N, — oIS CE RV RIFT R 2 G55 2 &

@A LPOBEBETREPRDONIFKRTH DL Z & (fE., WBIZHE T X S 7295

RERBOONDGHEEET)

(F) MaE#EE) OB H T IRD Z2FH+ 2 2 LiFTE v, EEERE, FiE

DOFEEDN DI, BEICZEORB ARG LT D RIENFAET 2551C1F, IRUD 225

I 2 SNDHED DD, W, FHEHHEFEOZEOBE TEHARETH Y, FiD

=i

P EE YIRS T 2 B iTiE, IRUD ~DFAT A ATRETH D

(2) EGRN

OhhY DIFEFIZKDaHIL o — FOER
Y O EFEOERMIL, BRRZER - T2 A L2 6l OERO S TR
(ZED Z ENWNEEREE CREWHEREE) % IRID ~RErd 256, FrED 2
Yoo b v— M ICREFHATAO L, H&FY O IRUD AHEE OB WZE B2 F R
(Z36f49 %, IRUD BLARBE MG SEds LY = %L ho— b I IRUD AR — & L4
A & (URL : https://www. irud. jp/) IZHB# I T 5D,

aY b — FOEMPLH | EEEEZ HiRIC, IRID ZHZEBSN 6000 D
T EESEFRA TR RS EAE AN 0 | Y% DY TRUD LS BE~ D322 O x4 (ERE (1))
EIRDIME D DOHIBIFE RN D SN D,

IRUD $LEIRBE~DZZ O [HRTIER LHlrsn-%6. 2O E0NEMm & 0F
HETHE SN, UBEOHISIZOWTOMENR2INDZ bbb, —T7. IRUD il
WBE~DZZ O T4 L SIS AITIE, 23000 DT ESRBASCEMIZIS VDT
SIRIE AR E A ER O b, ME%HRE & TRUD HLSIRBE D E O T2 AR ISR 272 <,

44



QIR MR REDIBHEFICL ST Y M) —&ET

ZR2SE0 TRUD HLSURRE Tl HYEIC K 524  IBIMESENMThh, £ OfE5
ZH LI IRD O b —{RTHLHWN e ShD,

IRUD ~Dx > b — [ TER) LB SN 5GEIE, S ERNND ST
EED D ORMRICK L TRIET 2BFIC, 2O B A M L O THE L. BTG
CCLBEDORIGZ DWW T OB E N2 &5,

—JF . IRID ~Dx= > b U — [5G Lz aicid, HYEICLD M 74—
LA Rartr b (I0) ORG, #BHEORR, BF - FIKOKDIG L TRIED 7~
B U 7B IS, G E & AT AT 7 TR LT,

QMtERLRA I+ —T v 7

P ORERIT, IRUD HLAIREEE DY ENSBFICHANRIND & LbiT, 2
PN DT EFEEITICERNI S LT h iR EE S v, SMEITS U TR DOXRISIZ OV T
PHIEbLH D, TO%, BWOHE LZBE LT LR EE S, IRUD LS
JRPESE DY EE L2300 DT EOEHEICL Y BEORM 7+ 0 —7 v 7 E2{To T
<,

45



?ﬁl E 53

KU —=F 0 T R=N—DPEIZHTZY | BRI AMORTRIC W W EE £ L
T IR AL B R R R X R AR DR, DD DITIETHL B VW HEMETL H HHE 6
BER R IR B EROBUR Z BRE 72 &8 W E LI\ KHBZEMS O KIEHHEF (H
RIETH R EEEE) | 23000 DT E DRI S HE BE 159 D EEROBUIR & 1
K ESWE Lo REMS OSFRIEZF RS, B XKIEMESOIINZFE S, WET
FRAERIZ 872 0 2 5 ~DOFBENC ZFE < 72 SWE LT [ENLAFZEBA & VE N = FE AR - it
e « SREBFIEITEEA TR B ZERR RS « B v 4 —RoRILR U4, BT 5 HEHRSe
BR 2 THRAE S 72 SV E U7 ESLOR G R BT AR R AR BT SR DR R R

ZWREA =27 F 7 (IRUD) IZOWTZHRSESWE L7 AED F'v 7' A4 7
A VBRI B A TR AR e 0 ST SR AR | B IE R B R P R R AR
> B —O/NREEREREEZ . R~ D LV G L B £,

B ORRRIERE L0 T 1N T 72D T2 TR T ORER &
46



