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G RER 9 (64.3%) 9  (64.3%) 2 (14.3%) 14
MW TR IE & 5  (27.8%) 5  (27.8%) 0 (0. 0%) 18
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PR - CHEEBRERER 0 (0. 0%) 0 (0. 0%) 0 (0. 0%) 4
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x2. RMOEFHRE, KBESHELOFER

B ¥ D I B 1 25 BB S 03 e ST
Big I n=E/4 Shi-E/
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1950~1959 £ 7 (21.2%) 1 (9.1%)
1960~1969 4E 6 (18.2%) 2 (18.2%)
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1980~1989 £E 1 (3.0%) 2 (18.2%)
1990~1999 £E 0 (0:0%) 1 (9.1%)
2000 4E~ 0 - (0.0%) 0  (0.0%)
F N 1 (3.0%) 1 (9.1%)
s 33 11

- 269 -



#%3—1. FEBOBRITOBREDOFEM

$iE B 45 >
KB4 ;ﬁ;zj;)ﬁ HBELEE o RBBS A"zg I LI-& ﬁ%%ﬁ%ﬁ
& wom | wrETo | < S OMEE
i HkE
&R E B
REZE ML
- 1965 | Egeberge
1955 4, N A
1 & P i Y D Gasser b
INER B 1924 Moschcowitz E 2k - THEMU
T 5R B (7 AU H) THHDOER
(TTP) i ANy VAR
i,
HEREKR
Behcet H ( kv
v MR — NV KEDERE
BE)
XM
% BB 1863 | Wagner ? | Umverricht
S
. ~) oo
:%ré o33 | =77V %
ﬁ/E Y= —F DR
BE)
KB 2%
I {5 B o
1908 | &
(%W mEEA
AR %)
MEEIEE
AR B 5% Kussmaul, Maier
(FE it 1866 N )
2% R Bk
&)
AEEIEE
%;gg 1948 | D 1994 | Chapel Hill
4 avson .
'C“U) /‘Fé\‘\_
HERML Ef=®
BR)

- 270 -




#£3—-—2. FEBORELHREDOEM

R D
JiE 1] 8
HOHE

& B4

wELREE

iE 1 45 >
bR B &
FESLE TO
Hisk=E

BEST LT

RERRE (&)

/i‘»—f/‘ﬂ\y

—7R

?

Buerger L

2
— P EE
iE

1939

Wegener ( KA Y
DIRBEE)

7T UAF
— MR 3F
JIE 4 ifn &
% (Fx
— 7 A
ro DR
FEMERE)

1951

Churg. Strauss

P43 SR IR R

REET
NV RRAT
o E

1955

Conn

BEET
KA
o fE T
}__}ﬂ_J‘

1958

Cheek, Perry o

BT
VKA T
a E I
}_j;!

1970

Gordon &

BB BER
KIBIE
(5B 17
o — KB
LB X
B5E)

1966

Biglieri

=R 59
(7
JVUIR)

1855

AddisonT (A ¥
URADAFRE)

- 271 -




#3—3. FREOBRFINREDOFEM

fiE Bl 5 4 >
BAD LREES | on | 5 HR A A 3T
KB4 EGH | RELE N AWESL | FESL LT .
s BESLE T iy BOHKE
HRE
AR - R AR
" THE AR, N—
g;E* 1965 | F A5t (7 R Y
71 D EFh)
g%@g 1988 £, 7 #
%;;: Y DA
o = I E&EJ:
SR 1982 VAR T AT ;gi%?%
F—fE B — b (TAYH) 1992 . A%
ﬁ ¢ %% - 7N
. AN &> Tia
BB PRE D FESL X
Bh MR i,
PR )
BJo—
vk E
£ 5 KHH 1968 £, &
MR R WHizko 1997 £ 8
(/= 1956 | Crow THATHE SR S LT
T TH | B 23 i X °
& i,
&%, POEMS
FERAE)
1965 4,
ZuRhein &
Choutz k- T
TS 4 VARG
EMHBRE O FREME D R
i 1958 | A strome b i
(PML) 1971 £,
Padgett HIZ &
> TIRREDfE
BHahi,
BIT AR Siemerling
S = 1923 X 1975 | Schaumburg
54— Creutzfeldt

- 272 -




K3 —4. FERBOBENREOFHEM

i N
E0 Cxams |K0E 5B AR
EBL | EAH | ®ELEE NS Y AN v 5 ot S
‘ Y HsLETO D . | BoHREE
Hik=H
PER A (BX)
HTLV
— 1 B
- 1986 | 2 (AA&AN)
(HAM)
ERB LKA
54V
— AR 1898 Fabry (KA Y ®
(777 BERE)
U —J%)
A ETES YN
UE A
HAHRE 1969 | AR, WH 6 1983 | AR, W5
X%
A%
N R TO®%, H— &
L H S BR niz3->nE
iE (B X 1953 | Lichtenstein | BB RO ESR
FZHA ThHbBdI N
b= R X iz,
X)
1973 ££, WHO @
Jiti Bh IR BEMRAEIC
i & I JE 1951 | Dresdale 1970 | Wagenvoort & | £ » T2
iE WENRESL SN
7=

- 273 -




#3—5. FEBODESHREDEM

iE B 85 D
% y
%8 o | wELrg | DEOER A@@?zﬁ Lk | R
- g S BT ETO | N BOHKE
- HkE
MERkaRER (fx)
1968 4E .
Frack H i &
STHBL
BERXHh
77
1970 &£, 11
U v 3R SRS - N
B IEE 19371 ? roTHXK 1977 | Carrington b
(LAM) THE 61 53 3
HXhi.
1975 4E.
Corrin H {2
Lo THREA
DREEN T
wEhi-,
WAL RE B
rsa—rvb (7
A U 17\ = o
Ja—y 1940 £, BXK
\ 1932 | 93— D= ] ;
b R TR &SN,
DHEIE)
JR %54 B
AT AR 1950 | Ahrens 5
x5
R
Ak =TT 1883 | Banti G 1967 | Boyer &
SiE
B WRBRER
Bor I 1970 4%,
erger J.
I g A% ) . H A T3
o 1968 H;;g:)ls N (7 My
bhi-,

- 274 -




%3—6. SEBOBLEHREDOEMN

A= Py
P ﬁ:‘gﬁ%i . 7 BB B AR ST
% B4 FEFE#® | |E LE T | AR | B LEE e .
EY:d BAZTO | e %otk E
k=
& - HE AR B
BAEMRE 1972 Sharp GC & (7
AR AVUA)
o AR AR E
fERE T AY
(Vw2 AU R PR A8 BV A
UGS 19 i ¥ (KAL)
¥
97 )
1935 4E,
Gunther &
Penrose {2 & o
THHED —f
BRI N,
1993 £
Europian
o 485 e 1880 ’Eli\. chromosome 16
= (F von Bourneville tuberous
{UIZ%;/V 1862 Recklinghausen Io & > T8 1890 | Pringle sclerosis
J B nEH consortium {2
) Shi, Lo THED
—E AR
ni,
1997 £, Van
Slegtnenhorst
itk »TIH
Bo—H 1N #E
Rahi,
ATV
1970 £, ¥/
BNV LD
R E 1963 | ? 1964 | 9 BiEickoT
HHEBEDOR
ERRL o
7o

- 275 -




D. B
HIEMRB IR AT EOBEKRFAEN LS
B OXMBEBRD D B, RAOEFIHREICHET
HEEN D> RBDEIAIL 24. 1%, FHEE
ADOHESLIZET A RHEA Do L RBOEEIX
8.0% WTNNOBEEHREDREE L H T
KEBDEIGIT 26.5% &P Rholc, ZHITIE
2ODHEENEXL NS, —2i%, KEDOH
Bt BROOEFIHRE R BSOS
D, LI o TITON D ERRTERWNWT
ENEZBND, FIXIE, ELFLVKRHMD
RKEDBEE, FERREOBERINE TOE
BLBEEICRLRDID, EFHE L LTHER
TEA BT 4 TRREL, MR
RELETRY EF b2 LEL. £
DFER, EFREDOERLEREVEESL
I RBLEEZLND, —F., BERMOKE
DFDFD IRV T 2AT (HE) NY x—
varvEk LTRIESNTZREBOEE, £OF
BETBRTDDIE L OEFIPREREZET
Lm0, REHANRRERINTZHEAT KA
DIEFBRVOFER INTZPBBEE IRV
EEAbBLEEZOND, bbb [ROE
KB Thy, TOFEREBEREOICNET D
T2 dIZiE, REOKRBDOFEEMED H 22 WK
EEGIC AT B R EINE T B 721 TRRL,
BEORBOZERE, KR, 2 - I6REICHE
TRARINDOYTEA TN Z— a3 /D
AREM R R SN DEFZHET57-D0%
EHRERETIVNERHD EBLAOND,
HH)—oONHEABAL L TIERERE ¥ —)
DOIERINEFEPBERL TR EEZDLND,
(ERERE % —] BT DEEBOMFMR
X, EHAEYER B LRPI A FE DO RRIKA AT
S ORI b OFREMRICESNTEY,
e - E &) . &%, WEL . TE
Wi, T2l . NEEl . 78 LD
HE 2900, BN OFEMICTE RSN T
WA, FEEOTHANEITER (W)
Lo TRAED, BEHRBICEL T TH
& EE) OEATREHEINTWVWAZ L2Z

LAETHhHoTN, KRIZL-> T, £OR
MOLBPBHRICTHEEINTVWBIEE b HIIE,
FEFI L, REBMSORS., KEBOBMF O
B, WEREOREN 2 & ORENFEMIZTER
ENTWVWBHEEbLho, HRFEREVZ
— 1 BERORFERICET HFMMORE
BT —F =L LTHERTHIN, KA
DFEFITBNWT [BEEHRE 2BEL LT
TET B Z LItk o T, KEBME 2R
ZEOHEIZEERT 5 L RFIC, BECERD
BRICT A EMOEBEIC B RIZLOLEEZ
b b,

KRB OB SAREDOTEORIIZEL
Tk, RERESE, FRBREETIEHDOH
STERBOERBRE DT, BRORE
NELBHEINTOVRWEERE LD, KA
BRI 2&RA LN, ZORRIZEAL
TH, PR 2 >OBEEBERLTVDS &
EZxbhd,

R DERFRE MR 72 Sz ERT, 19 A
25 21. 2%, 1930 D 15. 2%, 1950 G
21. 2%, 1960 4E4%25 18.2% T, M 5 HDKE A
2% 1950 ELLRMIZ, #9 9 B DK B 1970 HLL
MTCERADEFBER 2SN TV, EE
BELAN L S N ERIT, 1960 FAN
18.2%. 1970 4428 27. 3%, 1980 {43
18. 2% Ch ol “DZ LI, EEMAHT
Fov R EEET A DI E VIR E NE
TAHMLENRS Y, PubMed REDEE/2 & DTk
T H = 2D FHTIXEEM 72 [F IR O I B
THAHZEEZTBRLTNS, ¥, ZhbD
ERITBRR LT E EXBBELD R, 7
O AEFEMICERT 57200+ 2R2{ERE
NETERWAEERD D, Lzl TE%
i3, Hx DRBOBRHBBEEITHEEL T
5 ¢EZLNDBRFEARSFOBWERW
REOHMRENRRE, HRSHEE, HREBAHE
LEXMNBE LEEERELERTOILEND
D

B DEFHRED DREBESOWELETO
X, R/AT1IHE AR T ELRBIZX

- 276 -



STIESLDEBRKREN o128, EHMEIT 35.5
F£T, 2fs LTUIRBHESHY ot AR
EHfichblzoTWaZ RN RENE, 2D
M % TEAETER L. WEOMHASD

W7 - BRI RA~ORERBAT R RET 2
T=HIZh, BFROPRANOEAIRINE -
B - b - BEEETT O TROBEBFRY
AT L|OBEBRRARTHD EEZOND,
CAEORBESE LT, BERAERELE
DX BRBITILBABE LN 720, B
B LR RO R 5 BRI AR O fE R A3 18
HATEXENEIDHALNTIERZNVEWV S &N
ZTFohd, B FREZOEREN. X
R DB RBAFIL 1970 £ LIRT & i L
THREIZESZRIT TV 57D, KA

SETOHM b KIBIZEHR LTV 5 TR
bV, ETmYOEFRE P DIRBE SO
NETOTa A B R ARERH D, L
oo THHKIT, BB UWEBRBRRE
2o TWAHRRRDEFICIEK L CREEZE
BT HLERD D,

E. #4#

VR VEIR B D RE B D % R h & 3K BARL S HESL
WKEL T aA0EMERRL, FEBDT
0RO KRS ATV, REMSHETICER
NHBERZHE L, RO OB R RS
HRBERV AT LAEBETIZOOLESR
HEHELMITAZ L E2BRIE LT, ik
KBS B EZDOBRIKAER T ST ONE
B 130 AR AT 37 HRB)ICEL T,
MEmE R 7 —

(httpl//www. nanbyou. or. jp/) | 72 ¥ E AW
T, HAOERIRE D HIR BSOS ICE
B ERHEE LR - AT Lic, ZORER,
UTDZENRHLMNERST,

s AIDEFIREICET AR D oK AR
DEIETE 24. 1%, BB SO IZET 5
TEE B TRBDERIL8.0%., \WTh

D ORESEARIEDTRD & - e RBOEIS
i£25.5% ThH oz,

- BRI TIL, ABERER, PRBRER
TEENREORRDOD - 2 RABDOEE N
REPon, 2<RBMENTVWARWVWERER
HLdby EREMOIELEnA BT,

A OTEBIEE A3 72 SN AR, 19 A
25 21. 2%, 1930 XD 15. 2%, 1950 4%
D5 21. 2%, 1960 4-{XA5 18.2% T, 9 5 &l
DEBD 1950 FE LTI, #9 9 BloFE AN
1970 LELLRMNIC H A DREFIME 2372 ST
Wiz, ETRBEEESHESL SN ERIT,
1960 4EAX28 18. 2%, 1970 4E4R28 27. 3%,
1980 Ef28 18. 2% Th - -,

- RV DREFIHE D HRBBEOMSLE TO
L. BR/DTLE, RRT8LELEABIZ
Lo THELOENKED M, FHHEIT
35.5 T, &k & L CIRRBE A/ 7 u
TAREZMICbEoTWAZ ENFEN
776

F. IRER =L

G. MPMMEEROHE - BHNRR 7L

- 277 -



E§§£§§ﬁ@$4ﬁﬁﬁﬁgﬁé§ﬁﬁﬁbéz (BEIRVEIR B IR AT SE 3 36)
DHEEREE

RABFRBBBRVATLOERLERHAR

MESEEFE RE HNF (EIRREANFRAMNERSERERAMEER)
KN EA (BIRREANFRARGEBRPHLERBIZATLER)

MRES
HAECBITARSPBERBABFRVATAROCZOHELU VAT AOERELE L., EHIE

LSRR ER L., DRE~OBERTEEZ ST T2 EI2L > T, 21RO EIRMY

RARDERBIERATLIOHY HFERFTHZLE2BHE LT, 74 Y IO National

Institutes of Health 23FEMi+ 5 [Undiagnosed Diseases Program| . R UNFIICBE

TOmDERR - BIEMEREBICHETOIMARBOER L HHFOBM 2R T 5 2D Ok

AEROEBEHERAELE B L, TORER. H—F@’c‘:iﬁ'aﬂ%?b)c‘:&of:o
I ADEY (R TEO O WIREBICHOLZ2BEICEHELZIREET S
Z & rare disease R—MIREBICHTAIEFHMB L HET S Z L) B NIHLE
DOEK) (BEZBITAZ L, EFZRHEIRTII L) AKL, FrE&EFICEEYT
HIEBDZL ) rare disease ° undiagnosed disease \[ZH Y #HTe = & I NIH O EIE DR
BEED—>THD [ET 1[3[:% (personalized medicine) D] IZHLEET S Z
Lo, TS AEINHICRBT2EERWERBZ 0 /7 8L LTHESIT S
nTwn3,

s Tu Ak, 20084 7 HA Db, rare disease @ﬁ%@?ﬁ%ki%%ﬁﬁ NIH Office|
of Rare Diseases Research (ORDR) . 7/ A - BIRFEBICET AL 21T 9 National
Human Genome Research Institute (NHGRI) . EEIRHBFZERPE T4 % NIH Clinical Center
D]FETEBEN, NHGRIR T 1 77 A 2EOEE - FH, BEORELE, ML LD
EHEEITV, NIH Clinical Center 2ABEDRE - FH £ 4TV, ORDRITELEU LT

IR
s Fa s T ADORRIT. MHﬂmwﬂCmmND%uL® 2B BDIEEAEETHE
54 28FMR I —AN T 7 LU ALBR-FMTHDL, BEEBINLTWAERK

MgeiE e b aiz ﬁATé$%®&%ﬁ%&LT$ DBEMBOF—AICL-T
ERINTWVWDEIB, 207 rI5F, ThbD7u halilEd LanBE xR
ELTEHDOF— A*iof%méné

CBEITOTTAIEMT B0, BE~OMGHLr 7740 —7 v 7DE
%G D000 D 0 EEEE (7 FA< VT EMEFII~ANVAS TRME CGE#
Bli. physicians assistant) ) DOBABHEFEMRL 25,

*NHGRL X720 7 7 A~DEMOBFFEROEEHFRE ()7 —2) 1TV, EHELH
7o LTZJERIIL, NIH Clinical Center D2 TDZEBBNBMTEr— A b 77 L
VATRMEN.BEORROAENREIND, FMARRIRERE IR E > TE LT,
TulTA0BMICEL L TRABICHIENS,

BRI E N7 BF X NIH Clinical Center IZHBEFEIN. AR -4k E2EDT2~5 HE D
PR -FMZTEH, BE MO DOBEOHCABIIER T, B8 - Mo B
FPOBRERCZDOMED (R2E) | H240KE, BF. BHEVIRENS,

- 279 -



U SSADEZE LTIE, 20004F 12 ARAEETT, H1L,000H0HFELH Y, 212
B (9 B/ARMN 86 ) NEIREN, 160 AXBE - FFM2Z 0k, 205 bHAOZ
WaHETDHZERNTETWVED,

s Ul ADOFET, 2008 FEEN 28 F R, 2009 FEED 190 F KT, 2010 4RI
350 5 RACIER&EN, 2012 EEE TRATHRETITETH D, EANICIE, RR
DTFasSAEER GEFAKZLEM THHAT, RBAYLEROF—F vy h2RET
BZERETELTORY,

UEDORKEZBEZL T, DAEICRBITA2RSBERBBERI AT LEEBRE IO - T,
OBIEHEARERFEEEL2EOEN L BEICBIT BB ST RMOF LS F - HER
B OBGEEEAREICTEI L, @ TROBERE] 22<{HLVRMOKEA, KUBEA
DEBORDFELRYTEAT (BR) PARY—Ta b FEELT, HILWERES
DERLBEFEORBEAOHBRIFEATEIFER VAT LAZEHMTLIZ L. OFRY
AFADBEEERLYECREERSERIERE L, EXEEERE ¥ —, ELZRP.
KREBBEREDBEORE, BE-FME2ITO>ORAY PV — 2V 2HETILE, O b
U— 7 RRETBHIChHo T, FHRONE - it - FESLERAABLRLEORKN2F
EEXPHTEELEDDLIE, OFy NVT—JUBWTAEDRERZTHI>HE., BIRE%SR
BARIC L7 L TEx BB TERT S, DE5VETLERBRPEFRIBEST 2 HAVTHEK
ODHBEDERTERTAZL, OREOAEEMIMZATZDIL, Xy NT—ZZBMT D
BT THRENELEANRFRR CTRE -FMEZ TN LI RGBHZEESTDZ &
DEBR AT L~DT 7 EALBEEHFSORMIIFA L LTEM (B2 2FE,
BE) BTN, BENPOLAETHRLCOBERBEHENTEZILHICTHIZE, @tF
2V F A EOMEYMRTAZLEARELT, v ehb b L, EFETORWED
FOYR— FEHEZMZ-ERATLE2EBEL, AEEEZEDDI L. 2EBT DL
ERPDHIEBRREBEEINT,

AEMETH LTBEILRD LELLND N,
FOEBHRATLEIZOVWTITIFEAEHDL
Mz ENRTWY, FoEAERIZBWNT
it BT A VAT AOGETEERLL<HL
Mg o TR,

Z I CARFRIZ, #EAEICRT D RSER
BIERY X T AROZOEUYT AT LD BK
HRNELERFEEOERELER L, HE
L ERm L, bRE~OEAFEEZ
ST HZ LICL o T, REMDOZRA AR

A. BRREW

DPREIZBWT, BOTHIERE, B
BN L TWARWVWRSEEBRICET S
TER ORI ORNRE 2 INE - 49« 7747 -
RO FELBRFE TS LT, #AEICKIT D
RO Y A DOEEBSEFTOBM R L &5
MR L, TORBRLAESHZIERT D
TEIREFERATHD,
FNECBTIRGBEEBBER AT LD
FEIZOVWTIRIZEACHEBIN TV RN,

BIEMRE - AORBICET DA ERAR DL

HEETHBT7T AV B TiE, [Undiagnosed

Diseases Program) & KIS AW o

275 A National Institutes of Health
(NID) iIZE > TEBENTNDS, 2O s
FATORERCRBTIRSBEREEBERIV AT

ROERBEREH AT LAOH Y F 2R
THIELZARNETD,
FIFROFER, T2E (TAI L, 4%
%) | FIERHEIEE (VAT LADOBRRE.
EEMBEOER, MR (AN BH%E) M
W, FE, FRRE - £6 - o0 - REOF

- 280 -



) L L MY w7 ABER S h, %4
EORSEREERY 2T ACET 5 BEN
NDOBERH R T —FR—ZABEET LN
T&5, v b v 7 224k, byE
(A DB R SULITE A LT A S
BAT LDEBEHRETNVERRT DI L
BTED, ULOREICL T, bREORE
TR R E OB R OB BRI e 1T B
B3 L RTE, bREORBRERTED
HRICESTHZ L NHBEENG,

B. BFRAE
C SEERTAVNICESEYTT, NIHA
E#id4 % [Undiagnosed Diseases Program)] |
RO BET /DR ~E - SRR AI
BT 2 ERBOERLEEZFTOBMALEEL
2o

XERT —F~_— R Web & HWT, BEE
THIER, BEE, Bl E 2 BRNICIE -
BH L, S0 TIHERETERVER
FINET D DI BB RRE 2TV, Y
EEEXRE LcEEREEER L,

BB FAZA B L Cid, TRk 21 4F 8
27 H.28 HICEEY 7 L CHME S N7z The
5th International Symposium on Rare and
Intractable Diseases (&5 5 [BIf/ R « &
BHEBICETAIERY VRV VL) | B
mu., 7AU I OHEMERR - FHORBICE
T AR OBMICET A HRINE LT
Tzo SDICFEMREREZNET B0, F
K221 A4B. 5 BIZ,. TAV DAY —
Z v FMREZZDNIH Z5/ L,

[Undiagnosed Diseases Program] R UFH
WCBEET OERE S /T ACELT, 7
/g LAOBE, EEEEEE, EEEH,
BFErk RSB % B AR E®REYINET
bz, DRETOEBRREMNICOWVWTS
a7 AOEYEFERCBEGRE»SEREREZ
To7,

(B~ DB )

A EDONRIKE - e xR E LIZRE
THY, ARIHTHDES. BE. X#%
AWt 21T o TV 5729, BICmEm 2
MERIRELRVWEEZ DN,

C. BIRHE
1. National Institutes of Health D&
National Institutes of Health (NIH) I%,
OHREOREFBEICHETLIT A Y H#EH
BUFF O Department of Health and Human
Services (DHHS) @ lagency] ® 1 2 T¥Hh 5,
DHHS D#fkiL. 0ffice of the Secretary (0S)
& . 12 @ agency, 2 F Y Administration for
Children & Families (ACF) . Administration
on Aging (AoA) . Agency for Healthcare
Research & Quality (AHRQ) . Agency for Toxic
Substances & Disease (ATSDR) . Centers for

Disease Control & Prevention (CDC) | Centers

for Medicare & Medicaid Services (CMS) .
Food & Drug Administration (FDA) . Health
Resources & Services Administration (HRSA) .
Indian Health Service (IHS) . National
Institutes of Health (NIH) . Office of
Inspector General (0IG) . Substance Abuse
& Mental Health Services Administration

(SAMHSA) THEEL S h 5,

NIHiZ, T@EZBI2ZL) . [E¥%
AIESED 28] ZEFELE LT, LR,
BERRE, FTrAL—va L) b—F %
BUOEFMALRENICERT M TH 5,
27 OFFFEHT (Institute) & &2 ¥ — (Center)
THR I, T ENOHBEN A DA %EE
fE9% (Intramural Research) & & HizZ, K
FEDONBOF IR E 2By L, B
2% ¥4 5 (Extramural Research) , NIH
THEESN Sk A 2T v 77 A3 ERD
2ODBEEERT HLEDITERBINTND
B, FICBETFICEHESSREBEZHRE L
Tu T AOEE EFEOESICEBRT DA,

- 281 -

S



EEROBABDRIBEEIZII+DICERTE 20
BEND B,

2. PAYHhDraredisease IZBT SHFE
HEOBME

TRV AIDOFELEE (rare disease) X
[Orphan Drug Act 1983] IZRWT IBEH
20 FARBOERR) LEEIND, BFEN
250 OEFH D rare disease BRIE S, BE
6,800~7, 000 KA LRI N TV D, &
H¥iX 2,500~3,000 FALLE (EARD 6~
8%) LH#EEFH IND, 7 AU B D rare disease
Wi, ghienA (FFBD solid tumor, H
WA A, MEPA, KERA) | HRRE
B (BREMEE,. HiYvAter—) | &
IEERBRENRTEND,

rare disease DFEIEIT 1986 FENHHHLEL
TW5B, 7 A U ATk rare disease DB
BHOSE L2, SREERELFHICE
HENTWiRWED, FBAESR (1n01dence) R
HIRE (prevalence) | ’E@EH‘Z)IEEEZE?—ﬁ
IR TE P, ERIC LN o THEI
THILIRTERY, BENRFRE L LT
I, FDA DSERERFRER, JEFIME . BWET V.
invitro ER FOXEMMPOEF LIFPTH
HEHBEINZERE (CEBASNWIERMD -
W) #EETH. EESELZREL. rare
WL TEZEITO L AT,

NIH BT rare disease \ZB 3 2850 %
Fi&-4 5 DX NIH Office of Rare Diseases
Research (ORDR) | 'C“B'?)%') 1989 4|2 % D
FMRFEN I, 1993 FICERITRIL ST,
F 7~ 2002 #£ Public Law 107-280 (The Rare

Diseases Act, Office of Rare Diseases Act,

disease

Rare Diseases Orphan Product Development
Act) T ORDR & £ DEMENERITED bILT,
ORDR iZ rare disease \ZBH3 BHFFEEDOFTE
LXE, HRBROPMK, BEE~OFRIEM
72 E%4T 95,7272 L ORDR B &M% LT
Bz L3 NIHOBFEET - 4 —%
SR DFF TR RI ~ DB TR B RO T R %

T5®&E R b0, NIHNTIX, 7/ 4« EBis
FEBICET AHEFH TH S National
Human Genome Research Institute (NHGRI) J.
[NIH Clinical Center] & @3t - HADH
LTI R T D 2 L BE L, 2010 4 1 A
BFED ORDR DT « L 7 # —IZ Stephen Groft
(E¥L) | NHGRIDF 4 L7 ¥ —
William A. Gahl (EEi, EF1EL) . NIH
Clinical Center ®F 4 L 7 #—}% John I.
Gallin (EAM) TH 5,

NIH Clinical Center %, B OZHEF A
b0, MR, HE. BEREBREICERT
BEERMI IR TH B, 1953 FITHR S,
2005 4EIZH LW R A3 A — 7 Uiz, IR
234 B, TEXE¥ 1,816 A, EHA%k 1,255 A
T, 2010 EEDFEIXI. T3 E NV TH D,
EELRHEEEZY. BEHRICHERLIE#
MRREEL TS, K 140 OFMEEKRF — A
IZ & o T 1, 451 FOEERIZE (2D 5 b DK
HHS rare disease ZXRE L TWVND) BE
BEhTW5b, BEBIIAR - AkHoET
#180,000 A T £ TOBREFIIERIFED T 1
RapzsBmL Wb, BE - 7y 732 T
ZHTITbh. BEOHCAHITERTH D,

1,451 DEERFED 5 B, o ABFSE - K
B2 7S 650 {4, Natural History DHFFEA 707
e, A7 Y —= T OFRD 69 4, HEE
DRFFEN 25 - TH D, FIABS - BKR
BOYL, 7x—XI N 2274, 7=x—X1I
P37, 72— XM 38, 7 =—XIVH
UHETHD,

BrekiEsk & LT, HEI O HEERE T
DER, V7V z—ashEk, FHRADE

& REROBEZRERD D,

ORDR @D FE 72 %551, rare disease DHFFEIC
B+s7 Vv FORE., HEREOBK., #f
geHx~DOXE (NIH OFER - £ 2 — ot
HDH & T, NIH Clinical Center RE[EHD
EZPFTRE ¥ —IlBWT, IEEIIXTS
WMRLELHBEHER L %ITS) | Rare

Diseases Clinical Research Network (#%ik)
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~DFHE. Genetic and Rare Diseases
Information Center (#if) ~DEEHEML,
—RE R AT FTRE 728 LW B TR E DB
HXE, —RERPFIHTER e MESRE
VRV P —DF—FZ_X—RDOREZE, B
WA ORFSEASEE & DY - BARAOHEE, &&
fFmEHRR ETH B,

FREMICEL T, BEmLh TV
7,000 LA E® rare disease 2T 2 1EH. &
RAFSE - BR R RRER D E MR (F7E ., EHP,
5T) . HFEEBMROEHR, NIH Clinical
Center f\@%%@fﬁgﬂ cZPZOFIE, ERNS
DREREOER, BLTRE - BBF IV
TR UITOER, BELEORKEOBE) -
RHOERG EERBEL TS, £, BE
L EDOFE, REERREEE, HRE. #HFE
F.¥4E, RERCHLT, £X8y - %X
B)72 rare disease [ZBI T 2 EHM A R 5=
WIZ, BEFELARSVEILLDY=TH A |
ZRBR LTS,

Jx7H A h®OaT VX, National

Library of Medicine (NLM) ¢ Pub Med Gateway.

Pub Med/MEDLINE (70 4 [E® 4, 800 DHEEA
BERISNVER 7.5 BEFEORERITORD).
CRISP/RePORTER (#iR) . #9 1,200 DBEH
&, ClinicalTrials. gov (7 X Y Z 2R D
FR R ARER (BE 171 » @ D 77, 685 D EE R RAER)
DEGFROREREDT —FZX—2T, 1R
WEFTAUEDT 7285 3) | BEFH
B Thb, Ibi, HATEBBIN T
HZBEERR~OBEDOBMEBNODDOY
2T R—ZADOY— VO3, HRAD rare
disease {ZEHT B HFE - M ARIERERD—
BERORBRLEEDTVD

rare disease DA ZHHET DI H Tz > T
X HFERBEDOY X7 2 R/NRIZT BRHIC

&%ﬁ(%% NRAFTF 7 )ad—, ERs
wmRE) | B2 -MEROHMESE. REBEE
%W%ﬁﬁ\AwX% EREREE,

B (fRBrE) . BREEEMK, HTEKE,. K

HIBREE, EFBUT (K. X (BERER) .

M., REERYT—Y X, FB) .
product MPAFE R rare disease DHFZE D EILR
#. BEHMGER ETHBRK IS steering
committee ZFXE L, DO F MM, HET
—< R ECEALTRA RIFOBEBRENL D
BRENET BRI ZEML TW5D, BIE,
BYA a7 4 —IZBLTZOL D REH R
EEIhTEY, ThEETNLELTESHEKIT
HDORBIZHILRL TV FETH D,
rare disease DI EHHET S LT, BE
FERNPO & D= R F— v 7 L HBRR
ARTH %, ORDR & EHE L TV 5 EREBEMH
& & LT, INORD(National Organization for
Rare Disorders) | (1983 FE(IFRIMINT2T
AV AZRKOBERAKT, FHREd, BEFS
N—T DRI, WRBROBK, ZXEF—E X
BREEREmRLTVND) |
(1986 iR Sz, BEEE. EMEH
. 3, BUFHEIL E. 1013 OBRE K3
M3 2B EMEEBICET S/ T, NORD 2
ROTHENKRE S, BFRRgt. BEEHAED
Xy NI =T O, NAFNT - BEXR
. BUTHBE~0@x g2 2FE®BL TW
%) . EU o BEFHE EURODIS (Furopean
Organisation for Rare Diseases) | . &&[E
D BEHA TKORD (Korean Organization for
Rare Diseases) | . ==a2—3—5 . NOBE
{4 [NZORD (New Zealand Organisation for
Rare Disorders) ] . W ¥ DBEMAKEDO R
v » 77— [CORD(Canadian Organization for
Rare Disorders) | RE¥H B, £z
IZBEE#E$ 5 NPO & LT,
[Tn Need of Diagnosis, Inc. (INod) | (2006
FEIZERIT &z, undiagnosed disease DE
E~DXE (RENSERRZHEEL D
DHEDRR, £ORDDIFRL RV —NRE
ROEML) | rare disease ODBZWIH{ELEIZE T
HEFREE®1TH) . [Syndromes Without A
Name USA (SWAN-USA) | (undiagnosed disease
DNROBE L EDOFEICK LT, HEICH
THEREMS. BiFE, R, BV —

orphan

[Genetic Alliance]

undiagnosed disease
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EAEORL. BB RS L TRV

DT —FX—ZADEE, REBEREMRERHE
SAEOBGAKE DRy NT—7 OEERE
BIT9) EBD B,

TS DEEHERL NPO X NIH S MHEAEIZK
EBLDHIBERICH D, NIHIZEEH &S NPO
WXt 5 MB& (FRSMIBTL2E8ARY)
EREL TVWER, FICAFRE» AR
SEORPHLZIT TN B, F7z, NIH OEFEE
R 7 —7121% 150~200 0 BEFE D FE
NEELTRY, HECELIBMLORER L
WBEOEREZRBEIETVD

3. 7+ HhdDorphan drug/product [ZPH9
SMAFAROBE

orphan drug i, [Orphan Drug Act 1983]
EEDHEZBWTIREIHLTH DD
BHEOTEHIEDOD & TIRAR Y —0 M3
LERLRWERS] L EXEIN D, orphan
drug/product {21, Qrare disease DR %
BERUZEG, OREDN, BREOEAIZK
STHHEPOREEEN R (BREpHEb &
LTIk, REIEFENHZFE - R L THFNER
‘BONBZNWZ ERBEFOND) . OREHS
ENTWRWERE, O3 2075 —AnRd 5,
rare disease X% & L7~ orphan
drug/product & U TiE, M 20 FARBD
BECEREINDV I F . TR - W - 1R
BOTDDOERES - HEPEET D,

T AV BB B rare disease & orphan
drug/product (ZB89 B A FCERFE DARARIZ RS
LT, 1974~1975 4, B¥ERIMRE A FRIE &
hic (&< e ERRIZEYT 5 DHEW

(Department of Health, Education, and
Welfare T, 1980 ££4X|Z Department of Health
and Human Services (DHHS) IZ#EERCLHRE S
72} O Interagency Committee D3E¥37 &4,
1979 FEICHEMNMERRE SN -EERE
BT BREENER Sz, 1983 £,
BURFE DIEEN % & > )T & LT Orphan Drug
Act (1983) 23l & 4. orphan drug R° rare

disease D EJMPHAL S 7z, 1986~1989
4 Orphan Disease IZBHTA2EREZBEESNHK
S ENT, 1993 82 ORDR 5% 3 % . 1997~1999
#E|Z rare disease DAFFE D FREIZ BT 5 K557l
IRRIVIRERE &, 2009 &5 5 National
Academy of Sciences, Institute of Medicine
IZ8BW T rare disease DAFFEABALE S 4L,
rare disease & orphan drug/product {ZE§9"
HMARHFEOHERK LN TN D

rare disease TILZEMETFFEOS M,
orphan drug/product TiLi AL LR RMF
FTB, FNFhPLERDD, EEL -8
fn DI SRR DRABEE~DBIT 2 RET
BleDIllEDEE L RILT ELEND D,
T A Y ATEBWTIL, rare disease DA%
Fr& 4% NIH @ ORD & . orphan drug/pr;)duct
DA% - A ZFTE T 5 FDA ® Office of
Orphan Products Development (OOPD) Df#jo
BRREE L NN— =y THRARFRTH
%o

7 * VY & T, orphan drug/product M
RERETHEDOFELRA BT 4 TH
BREINTWSD, #ziL. orphan drug 75 FDA
AR INTHo0 7T EMIZ, AR LA
E- 2R Y —ICHHOMEER G 2 b,
ZOMICH ., BERFEDOERAD 50%ICFH YT
% P& D3RR PDUFA (Prescription Drug User
Fee Act) DR, EEMAE T A~DX
$2 . orphan product DRI+ 5@BEE&D
Rt Qo077 ud=s MIER 40T FvE
AEMRMTHTa ST LT, TNETIZA
@ product BARENT) 2 ERTHLIL T
3, BTE. orphan drug/product DOEFFEEHZE
12 6. 648 FALDORHEEPREFESHTND

PDUFA 13 1992 ££IHIE & . FDA BEXK

RS2 RESLE - AR —LHEINT
5 EBRBESNTNES, 2010 FD L — M,
BRIRT — & Z LE &3 5 HEEEL (81, 405, 500) |

GEMEY) BIKT —F 2 LBE LRVEEE
£t ($702, 750), establishment
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fee ($457, 200), product fees($77,720) Th
%,

orphan drug/product ®HFEIIT A U BT
JTREUZEBRFICANLTE Y ([HRH
THHEIILERT —XICETAIHA T2
ERRENTWB, EUICBWTERS O -
BEAR 21T 9 #%B81% EMEA (European Medicines
Agency) TdH Y. Z£DOH T orphan
drug/product (EU TiX 1 H AL 5 ALLTF DA
EICERZRELY RIET, EFICEELRRE
DOFBh, 2, WEOT-DOERKS - 85
EFRIND) ORFFICKT HFMMEE2EKT D
M1X COMP (Committee for Orphan Medicinal
Products) Tb 5,

T AU A ENTI983EH 5 20094 F TIZ,
2,000 LA _E D orphan drug 2387
(designation) XU, 344 #® orphan drug
2373 (approval) SN T3, AFBEhi
orphan drug MD#i%, 1973~1982 £ T 10 £ T
o fe At 1983 LRI AFIHML TV B,
£72 2008 FIZABENIZETOHFRED S B
@ 38%1% orphan drug T »7-,

A E 7 orphan drug D (2007 £E T
D322 14) BRBJNCHD L, BOAERE
16, MiKFRER 3, 2SA 81, MIEBA 42, &K
B3 A 19, BABEEDER 9, LMERKA
7, BARMER R 26, IRYYIE 28, #RRR A 35,
RER g R AR 13, BBREREE 7, € O 37 TH
L (—HEELHD) .

orphan drug/product OEE - BE - KR
DTt A —ROZERS - BELFALTT
HHN, BERRBROT VA o ORFHRITOF
EBICEALT, ERERSIERTHAZEEEBE
LTHEAENTOND,

orphan drug LD EZKS & He#k U CEil
TharHEENEL<, 1ERIZ207 FLro
orphan drug $H 5., EREBEMH 5T
ROBEDBE,

4. raredisease [CRAET AHAREAR TS
AN
(1)Genetic and Rare Diseases Information
Center (GARD)

NHGRI & ORDR & D3[R T 2002 47> 6 £
ENTNBFal T AT, BEEEBR rare
disease |ZBEF B FWMBH-CHNVEDLE~D
IR BT TWVWAD,

WS bE~ORGICE LTk, &% (A
H~&ERD 12K~188) 77 v 7 &,
BEFA—N, FRETCEFIOMWELEE2%
FHT. 2~6 BEEBUNIEIZE 21T>oTWVW5,
REZNBEICETIMVAEbE 22T,
BEFAT Y U TOBEICET 28ER
El T o T Zewy,

1 Bz 10~12 fEDORBWEbERH Y, 7o
7T LB L TH D SEER TKI25, 000 {0
WS bERH o7, 2009 40D GARD OF| H
X, BEEREIANA VR TENRIB%, 0D
Fhk - FA « KAD 39%., EFEEN 13%,
Z DM 156% Th o7,

EHIEAIT I Web ZHNTITo TV B,
AT RBICEA LT, BEOEE, ElRofn
SbH~DOHISITE SN Q & A, FEMESR

(PubMed, ClinicalTrials.gov 72 &) CBS%
2V EEBRLTVAS,

BWEbwizxd 2EZERQ & AL, GARD
® Information specialist 23ERE L TV 3,
BHROANFIZ, —WTRA., REEELEFEE
B ETHTnRngy, BRELV_LTH
RTEBHEHIITITRLTVE,

(2) CETT (Collaboration, Education, and
Test Translation Program)

B FREOEM 2 ERETOMENLE
REGICRPCBET D Z L2 AL LT,
FLOREEMOBRE., BEKRE TOISM,
BWDOE R DD DEBEHE, RERKRT —
FZN—RDR%ER ERAEIICERTL T3,
2006 £ 75> b BSR4, BTE 33 D |G FRE.
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71 DB 88 DELETIZETH A ay b7
nYxl PREBEINTVD, ,

T AU D OBGFREX., FRITPERR
HF T, A 4,200 BBIZHIE LTV, &
LFREZEEERRROBMAI[IRILTH D
BANTLEALET, IREETHASA—LTWND
BERDD, RELHERRZ V—=U Tk
HR2ERZIRICBEZHMRE L TERS I,
KEARERINEZHECIIEREDBENLH
Al

(3) NIH Bench—to-Bedside Research
Program

FEOHHINICE T 2ERETOERND
BRI TORA~OBITORE, KR
LEEEREMZEDR— =y T OME{bE BHY
& LT, 1999 EN LB S Iz, BHNX 2 4
BT 10 5 FA® intramural @71 75 AT
BHoTo, 2006 FE0H 1EMT 3.5 5 Ky
W S, NIHRADRRE LSBT S
intramural & extramural O /S— K F—I/ v
IOTa T T hEROT,

rare disease (2B L TiX,2003 44> ORDR
DEEEMIZ L - T 56 O rare disease D7’
oVl FREBEINTNS, BHEE T
820 5 RAMEE S, 2010 FDOFHEIL 95
T ERNVTH D,

(4) CTSA (Clinical and Translational
Science Awards)
REFEOHFEHE L L E Licaryy—Y
T AR A BREFHMEES T, FT ALV
—Ya T ADLRKRRE TERET LT 1
TITETHDB, A=V T DAL=,
ERETORANLBEDRKE TOBITH
MzEd s, BRIEERS N7 VA L—v
a b NVHREELZEETHODOEBOEY 3
VELOTEEMAEZHET ILELD D,

(5) Rare Diseases Clinical Research
Network

Mk OE e BRRBTSE - BRRRBRA~DB
MoRE, T—FOEEERETLIEEZH
e LT, REMRIFROER, BRIKHZEE
T BREBHME, T—FXEFRLEEITI A
V)=V T ANDRENRETI T ST
LTHD,

TDTuFT T AIREFHMEESE T, 2
V=T AORREEL LT, EWMBBRT
JTR, BEREE OEENRFRINTY
%o

2003 EEMN LD SEMTE L HINET L,
2009 ENHIX 19D Y —T A (91 DK
BICEAL T, BROBEKRMIEE &M%,
56 DEREMERSBIMLTWVWDB) ICEERML
TWb, $hy—FE#HtE ¥ — (Data

management and Coordinating Center) 72SEX

Bah, 2T0ary ) —y T hAnbDT—X
FINE - BELTWA, Ry NT—27ZiIET
g halterx—Yy—PEEIN. BEOR
., BROEHE, 7—F - BHBOEE, #(E
BB, RIETE, XRHEHE, BHERT —~4
B EEITY,

(6) NHBEEBEKRRAR 0 7T L

FDA @ 00PD & DL TEMT 5. rare
disease D L 9 2> NBEDOBRBDBEEZXH
& LEBERRBROMRT VA v & AT
EDOBRRET DI a7 AT, 20002 b
BREGT 2 FETH D,

(7) WF%E - fESR - RBOIT IV —B%
(NIHD =2 —F 4 )

orphan drug, BIBMEE, BHHRAE. ¥

BRORMEE., BIREBHIE, > yra— . <

Y—>+ by —RFEZFLIBODOHT T Y —,

6. 44 {& RV D orphan drug OEFFEDO Y X k1

ERERENTWD, £72, NIH A E &R

CF AR 2 FOREORE - AFKOD

5 2 R— Z PS5 CRISP (Computer Retrieval
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of Information on Scientific Projects) ¥
AT Ay, RePORTER (Research Portfolio
Online Reporting Tool Expenditures &
Results) IZBATT DI THT AU — Dk
CEEITOTWVS, '

(8) NIH RAID (Rapid Access to
Interventional Development) w1 &
7 A
EEMLFOLEE, KEMIG, oMP, ®E1L,
BUEBAFE . pharmacokinetic (FFRIENS) &
BICE LT v DORRE., BmHEERER
EOFEMOBEZBEREERETEZ S 0T
LATHD, %D Therapeutics for Rare and
Neglected Diseases Program (TRND) %52
T 5,

(9) Therapeutics for Rare and Neglected
Diseases Program (TRND)

rare disease A HLILRWER

(neglected disease) OHFEBER L (EET S
Te I, EHERTIE & BRIRFRBR ORI O L D
e, REIZRIERR B M IZ3B1T 2 EFHEA % B
KABRICEAT B DICLERREE/T
57075 hTHDH, BREMOIZ, FHE

(investigational new drug : IND) DHFEIC
DBEREFEBRPT —FFINE LA TEOE
FaBELEREICETZLEHAELTER
D, BEKAZEDOL TIHELIZ V) rare
disease X° neglected disease DFTEKEIZRE T
ot 20— % NIH 35| &%Z1F, FHEDOH
B RAERRBEETHZEERELTNS,
2009 EEDFHEIL 2,400 T AV TH B,

FEBHEO S XL, ¥ —4 v b (FEIR,
REBEBLFRE)DORE(T vEA D%,
A7 Y—=v7, i (v b) | BEZHA
&, REMICEL, BRABARE (BEHEHO
BE) . BRRAR (7=—X1 (Z2t) .
7x—X0 (BRORE, MUEOBH BT
5%e) . 7x— XM (KEEEFICBITS
PR et HHlrvEa— 7x2—XNV

(BERMZER » N U — 2 72 EITBIT 5B
RS, BReEME=2Y27) ) Thbd, ¥
Teo =0y NORENOARAZ Y —=U T ¥
TTHLIE, A7 V== T homPETT
FLE, PP OEERREETTH £,
REZRAE» CEMEROREE TTH 2 E,
T7x—X]TH1IE, 7=2—XNTH 24,
7= XMTHIELU L, B E=2—TH
L5 L, FERRE T v XITIER ek
BT 5, TRDIZZ D72 ADH T, M

(v b) 6 LN RBEHRAE, KEk.,
EHEXOBREE CEXRL LT, BERER
AT SHEDOHFIILERERST — 4
ZES D,

BHEMZHZENEL LT, $hEE, B,
SAR (Structure Activity Relationship) .
b NEEMOEMICR T AIEESE, BEREY
NI TG, B - sy An - AR - PR (ADME) |
BAFME, BMET VBT 5308, AP
FIRATTEEME. AENOEDONRH, EKYEEFE

(pharmacokinetics) . ¥z

(pharmacodynamics) . 2 2DRIZBIT A4
KNEMERE, +/- BBBig#E (blood-brain
barrier) . T u ¥ X{bF., Bk, GMP (Good
Manufacturing Practice, EIKG & EEKI
AmOREEBER NGHETHEORLYE) | BE
& UbEMDR I —NT v 7) REBRFETL
N5, SAR IHEEMMEE, DLV WHEDL
FHE L0 (UL, WEILFER) &4
WIERTES (FEEO= FRS V) &
DHEBEBFROZ & Th D, FEEFRAREN
EHEEHDILEHBEORRT —F &y b2 H
WTHBBREAONCTEZ LIZL > T,
{CFEWEOREE L BECHECEERD D
TR A EEEEHEEET VEERTHZ L
DTEDH, LT, EREYERAT
52 SROME*RMTELHMD S b
Wl TE 2 W HRIARH B,

TRND 23548 & L2 WHERBAR 7 a2 D
b, F—7 v FORERRI VYV —= T
B L CiX, NIH Chemical Genomics Center
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(NCGC) A3, =A< BB OMEEICE Y
BMEEZBECTC. DFAZV—= T DA,
{CZSTY — VDR, ZFF7A 77V —D
WERERERBLTWD, E-EERARIT,
NRAFT o Jav—at, WERH, NIH
Clinical Center, CTSA W& &#HT Bz
V=T AR ETEBEND,

TRND TEHET D70 = NORE - B
X, %=, NIHOWERF - B 2— it
B —DRERENPLILSBEEINDD,
BERBRIZCEL TWAZ E, XA AT /0
U—at, HESH FEEBOELILL -
THARDDZ L, REEFHEL L THERD
A[ERREIND,

TRND i% NIH DRFFEFT & & > # — OFERBA 72
SIMTE SN TIToN 5, NIH OBWFRT -
U B —NLELENTEAZ v T THERIN
HEE 7 N—T%FRE L, TRND OEEIZEE
LM RBE, FEIN eV b
TRND I8 T B 2D DREDRE R &% 1T
V. ETES, ER, BEHAKN BRI,
NIH DRt v Z —h bR SNz A
N—THER SN DM MOEMF RV EHRE
L. 7uvxZ POBREOXE, EHRHEOD
MR 72500, EHIR 2T E A Ak, TRND
EER~OEEREEZIT I,

TRND DR E LT, 7ry=y hOXELE
ROTARRIEAND 5 HHIR< &b 20%03H
FICBZETAZELEFAZELLTWD, Fi,
TTRARIN TV AEES DR O H BRI
DERB~DEH, 2V EEXEHOBBENLER
BRIV a=r ZIZonTHLREAT 3,

(10) zothoTa s 55, WMYHEH

ORDR BB ET B Z DD T 1 7T ALK
VI L LT, NHGRI BEMET B TEEEK - 4
{LZEECFERET S T 5] ~OXEE, NIH
Office of Technology Transfer (NIH. FDA
WWRITARR, BH, TOMD B E LT
i, R#E. THEb., BA, BEH, EETLHE
BR) EOREFETEMRET 5 rare disease (2B

THENBE a7 5 A, NIH Office of
Science Education (/NFERZ, HFER., B,
KEOEFERCHE., HDHWVIT—RERE MR
ELTERFHEEHET 2FER) L DR
TEMET D PEFR UNERBEFEDPD i
) %% & Uiz rare disease [ZET 2 HF
BV X2Th - FV2—/LORZE., rare
disease {2895 FHFE D NLM @ MeSH BAFE~D
4% . R13/U13 (NIH @ Support for
Conferences and Scientific Meetings DFd
Bh&) %@ U7z 1,000 L EDZEMHISE~D
BEEHE, FERBEOY A F~DBEDE
Y — A 2T B Angel Flight <° Mercy
Medical Airlift ~D X3, rare disease D
W3t & orphan drug MBAZE & & DEETEENIC
B84 % IOM (Institute of Medicine) IZ& 3
LB =—, WHO ® ICD O4¥EIZ rare disease
BT A7 DY A, International
Conference on Rare Diseases and Orphan
Products (ICORD) ~MD&M - X (2010 48 3
H18~20 BiZ 7= /) AT A LVATHRESh
%) . rare disease DAFZEIZEI$ 5 NIH D
BT —X v 7N ORMER ER D
%

5. Undiagnosed Diseases Program
(1) Fur7J7 L0 LER
[Undiagnosed Diseases Program| 1%, @D
EHIChlzo TBHOO» 2 WRBIZH D A
FiZEEERUYET D2 L. Orare disease ®
— A7 B (common disease) R8T BIE
FRMBEHET S L R HIOE LT, 2008
ETHIORB SN, OIBEL TR, 2
WHEE L TOWRWREBIIAEDOALTREHIE S
WARIEDD, £0O &5 REITK LT
LPDOEIZEFRET I LI > THEFILH
EErE5XDHIEEBRELTVD, QITELT
X, raredisease DWFETEHE LN MR B—
R RBIIR L THEEREREZRUE TS
TEERBEELTWDS,
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[Undiagnosed] ®/X% — & LT, OBE&n

@ rare disease DIFH, MDD ERBEE D2
WRE DR RFIZL > TMNHEE L TV
VORER & R D 5E . QEFEDESIT - TEE
HOBRBOROF LYy T EA47 (BH) R
NYyxz—a URRARESNDIEE (BLH).
@A TA L H LR DFE BRI A F
RansBa (RKu) B8bd, Zorarss
A, @QL@DNRE—ERHEL LTS,

rare disease *® undiagnosed disease |23
BEFICHETIERENEZL, Z0Fnr7
LEWET D LICL- T, FRERDOE
BRIPRRATHIET TR, Z0#EFLA
NTOVERZEMBL, 7 FEEETo>2 LI
ARE L 2%, $ENICL - T, NIH L&D
BIEBAEO—D>THD, FEIMLER

(personalized medicine: 77— — X A FE
W, T—F—AA4 FEE) . >EVAEBEA
DEBGFERICESHTZHEZITV., BAE
IZHDRETHEBERIFEROKRELITH BEEH
ETAHDIT BRI D,

Tal 7 hE RETLERE LT, 2R
REEDRBRDLRNOTHEET DI L,
rare disease DZWIMBFEE T 5 E TIZRHH
PETLDZWNREEDREIZH 5 BE
MENWZERERBTOND, BFEIFEMD
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