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In this study, we looked into global health research development and information systems for patients with undiagnosed
or rare diseases, with the intention of designing a comparable health policy for Japan. The Undiagnosed Diseases Program of
National Institute of Health’s Office of Rare Diseases in the US was cited as a good example. Recently, EU member countries
and the US have set a high priority on developing research in new treatments for intractable rare diseases, building cross-
border networks. As for the further improvement of such systems in Japan, goals include, clarifying the aim and relationships
between pleural research for intractable diseases; defining undiagnosed diseases as a brand new type or a subtype (atypical)
of an existing rare disease to re-build the concept of certain diseases along with constructing a better information system; and
coordinating national centers, hospitals, and university hospitals so that patients can be registered and experts can evaluate
them with ease. In addition, treatment development for intractable rare diseases needs an effective registery system of patients
and patients’ lead research bringing global collaboration into view.
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I. FUBIC

AARIZBWT, WO THIENE L, EEMESI ML L
TV WRGFRBICHET 2 EIRORFEM 2 DR =M 2 X
- B - ot - Rt FER T A LT, #AEICS
T 5 FIRRDIY KA D FERER T OB 72 & % FEAH IR
L, ZORBRREERHEZITHTAZEIEHTH .

FHMENZ BT B ROPFIREER Y AT L OFMZIONT
FIEE A LRI TWARWDS, HEMERE - HABEIC
B3 2 WFIE B D e E T H % KIE TiZ, [Undiagnosed
Diseases Program] & X IEN B WERIE T T 7 5 4 H°
National Institutes of Health (NIH) 12X o TEEEI N T
Wh, ZOTBZTAIHRIIBIT D RGEREHERY A
TLAEMEST DL ETSEIRDLEEZONDD, TR
BZENBEHICOWTIZIFEAEHSPIZEN TV AR, £
TMUDFESENZ B VTIE, BT 5 Y AT 2 OFEEAED
ELHLRII R o TR,

Z 2 TARWIZER, FEYMENC BT B R0 R BEHR Y AT
LR ZDEY AT 50 BAEN RN ER T EEORE
RAEIRL, ERRMEMELE/RL, BANOBH RN
EOMTHIEICEoT, MR ORERN RS ERE
HHER Y AT L0 HeWiddsZ xHNE L7,

I. A%

RIFFE T, KRENCHEST 2L CTC, NIHPERT %
[Undiagnosed Diseases Program], K O*ZFNIZBH 4 5
A - HEARTERBICE T A IFER B O ER L B o)
MR L7z F-RBEERINES AT 4 L HEB) L 724
D BOMZERFIC O WCORE, FINOBIRIZ DWW TGS
L7z, X7 =% X=X, Web%% W<, WiH+ 2L
Wk, i, BRI EEERAIUE - B, FFh
O TIRILIBTE R WIEREZ IET 5 72D ICH M E MR & %
7w, HMBEEENRE LmEREZ £ L 72, B
MFAEICE LT, FR21E-8H 27 H, 28 HicEE Y
VT TR X 172 [The 5th International Symposium
on Rare and Intractable Diseases (%5 5 [l - #EW
P BT 2 EBE Y YR YT A) ] I2shL, kEOH
EMERER - A BT 2 F5EB SO BB S % 15
PEEZIT-72. S OIFFM L EREZIET 572012, Pk
22 1H4H, 5HIZ, REDOXY)—=F Y FHXREAFTD
NIH Z &5 L, [Undiagnosed Diseases Program| & U8%
MWCHEST 23R 7r 7S ACHLT, 707540
BEZE, R EERH, SEREAT, WRZERCRSEICE T 5 Bk
B EREIET 5 & & B2, HARTOEBITREEIZOW
T7ur 5 A0 E T OBIFRE D & B RIS % 17 - 72,

(I BLH A~ D ELRE)
SOMEI O NRORRE - MRk E XS E L-HETH Y, A

ENTWD s, G, TE RO 2froTwa 7z
O, FIWENZBEEIIEEL 2V EE R SN

m. #=X

1. National Institutes of Health DL E

National Institutes of Health (NIH) &, H AR ®JE A
FrE) B A 4T % oK E# I BT @ Department of Health
and Human Services (DHHS) @ [agency] ® 1 D2 TH 5.
DHHS O#i#%ix, Office of the Secretary (0S) &, 12 ™
agency, 2 % ) 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 (OIG), Substance Abuse & Mental Health
Services Administration (SAMHSA) THi X 5.

NIH i, [BEEZIL L], [E¥EEHESE2 L]
wHEEE LT, HARAFZE, BRWIZE, FPI AL —TaF
W) —FE2ECRFANIEERENICERT 2B TDH
5. 27T OWZERr (Institute) &+ >~ % — (Center) TH#
S, ENENOREIE S % i3 % (Intramural
Research) & & ® 12, R¥EDHIMOW IR ICHTIEE
R L, Wige%%E T 5 (Extramural Research). NIH
THEEN LA e Ta s S8z b 2 o0 HEE
FERT DD ERIN TS, HICEETICEEY S
WRERRE L2707 T 0084, BEOMERICEHNT
505, RAEORARN BRI THCEMRTE ZWEAD
H5.

2. XKEO rare disease BT 2HRFHFEDOBE

KE O AL (rare disease) (&, [Orphan Drug Act
1983] IZBWT [BHEEM 20 T AKRGORE] LEHkS
N5, wER 250 OFH O rare disease AFEE SN, BAE
6,800 ~ 7,000 I B L LR I N TV S, BEEKIX 2500
~3000 FALLE (ZEACOD6~8%) Litgtans. Xk
E o rare disease 2%, FNidtA (PO solid tumor,
FURIRASA, MEASA, BEESA), MERER (%M
WALE, YA b7 4 =), BEERERZEPETENS.
Rare disease D[] 13 1986 4EA S B L T\ 4. KET
i rare disease DEFRL MM OMEEIX R, FEFRE
b E I N TR WY, 784% (incidence) %
F%% (prevalence) ([CB$ % IEMER T — 7 IFHRTE T,
EFIZ LD o THREICRET A2 L idT&E v, BAR
LFHE & LTI, FDA DEREER, JEfIHE, B
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TV, in vitro EBR R EOXLEPHLH LLAHLTH S LH
WrenziEE ICHEHSNAERESN - B 2RETS.
REAR%EZHRE L, rare disease |2 L TH#E 1T ) M
I\,

NIH 238\ C rare disease \[ZB 3 2052 &5 50
i3 [NIH Office of Rare Diseases Research (ORDR) | T
HDH. 1989 EICE ORI & AT SN, 1993 4FEICIEXIC
BB 7. F 722002 4 @ Public Law 107-280 (The
Rare Diseases Act, Office of Rare Diseases Act, Rare
Diseases Orphan Product Development Act) T ORDR
EZOFERENICED Sz, B 1ISREICBT 574
P G 0 BEIRBE FE Al O ML X % 737, ORDR i rare
disease 2B A HTFE DT & IR, MIEHEOWK, BE
SEAOWEHIEM 2 & %179, 7272 L ORDR H & 2558 %
FEhis 52 L3R, NIH OB - & v & — sk
DO ZEREBI~ DI FE B B R W FE 3% 2 47 ) & %2 b .
NIHANTIE, 7/ 24 BETRECHT SR TH 5
[National Human Genome Research Institute (NHGRI) J,
[NIH Clinical Center] & O - B b & THIZE % I
ETBHIENL . 20106E1 ABIAEDORDRD 7 1 L
7 % —I% Stephen Groft (F#{E4:), NHGRI DT 4 L 7
% — % William A. Gahl (EEfili, E&1i+), NIH Clinical
Center ®57 4 L2 % —IZ John L Gallin (Efii) T 5.

NIH Clinical Center i&, #HEOZHFHZ D, #i5E,
BE, BREZREWICHERT 2 BRUIFEHRETH S, 1953
EICBEE SN, 2005 SEICH LW iR DS A — T L7z, 9
R% 234 IR, HE3EB %1816 A, EMi% 1,255 AT, 2010
EEOTRIZIAMEBINLVTH A, RELREKE X,
IRWFZENHE @ L 7= B ATEE LT 5. £ 140 DB MR
RF — 212 X - T 1451 RO ERIIZE (209 bR
S rare disease ZXHELTWA) PEBINTWS. &
BRI ABE - A4 2kH b TH 80,000 AT, &THHEFIL
FERBFZED 70 b 2 VIZBIML T 5, H#E - 7y 7id&eT
WrgeEcirbh, BHEOHCAHITERTH 5.

1451 DEERFTED H B, S AWIE - ERRER2T 650 14,
Natural History ®ORFZEA 707 4, A 27 1) —= > 7 OHf3E
369 1, BEWEOWIER 25 THAH. T2 ABTE -
RO B, 72— X TH2271, 7 = — AT A337114,
Tz =AM 38, 72— ANDP 14 TH 5. Priklaik
ELT, IERD S BHEFKETOFK, L2 — 3
VhiEk, TS, REAOHEELREND 5.

ORDR ?» £ 7% ¥ H1%, rare disease D EICEHT 5 T
VT oRE, WMRBOPK MRE~OZE (NIH
DOWFEHT - £ ¥ =D 1D H & ¢, NIH Clinical Center
REEORFNIEL V7 =128V T, MEEICHT L0
REERLHEWNE % £ %1479 ), Rare Diseases Clinical
Research Network (i) ~® &, Genetic and Rare
Diseases Information Center (k) ~DOE4E&HM4, —fk
ERAFA TR 28 L Wil fa TSR, —RER
VR e MAEFRRER) RV M) —DF— I R—=2D
FAFEEHE, EPNAOFERER & oMl - oM, AfE

TRt & Th 5.

TEHALICE L T, BIEASh T 5 7000 2L Eo
rare disease \ZB 3 & ¥, BRWFZE - BIRER O F
W (FE, FEiivh, 7)), WRTEEROEHR NIH
Clinical Center ~®OHEZH DR - ZHOFME, EPIFO -
HEEROE, #EfnTHE-SmT Y k) v 7 oER,
BELZORBEOBRY - HIHOEHRE E2 gL Tw 5.
F72, BB L ZORE, WEERBIECHE, TRE, HEH,
2, BRERICH LT, R - %K% rare disease
T A M EIRMET 572012, WEEE AL VEEIZX S
T THA FERELTYA.

vz 7% A4 b®a 5 vviE, National Library of
Medicine (NLM) @ Pub Med Gateway, Pub Med/
MEDLINE (70 # E @ 4,800 O #izEAs &k S N, FEM 75
B oOMEIF b D), CRISP/RePORTER (#ik), #
1,200 ® #F K, ClinicalTrials.gov (K E % it 5L o [ R
RER (BUE 171 » E o 77,685 DGR RER) 0B 5K UK
RGO 77— RXR=2T, 1HIZ5THALULEDOT 7 A0
H5b), BETHRELRETHS., €512, HRTEBSH
TV B HRKRABNOBEZEOBMEBNDIDDT = TR —
2D — VO, WO rare disease (2B HHZE - A
ARTHERER DO —~EROMTE R LEED TV L.

Rare disease ODWFFE & HEAET 51272 > T, WIZEHSE
DY A7 BR/NRIZT B 72012, EER (I, NS F57
youv—, BEEEZLY), ¥5 - MRROWESR, #
EERBEMERE, A~V A —VY 2 R4EF, TR (R
M), REAEFAR, Dr7esrs, BB, EIMBUF B
i, S (BAER), w5 RREEEY - X, T,
orphan product ® B & % rare disease ® 38 » B4R #&,
HEFRZ & THR E N5 steering committee % %1 L,
WgED Ik, BFZET — < 7% S L TlE4 2 i o BIFR
EHENLOBREZIET 2AHEZEML TS, BE, Y
Aba74—=ICHLTCIOL) LRHIERINTED,
FREEFVE LTSRIIMOERIZLIER LTV TE
TH5.

Rare disease DL % e 5 1T, BHFAR NPO
EDNR—=bF =y T BB AKTHS. ORDR &
HMEL TR ELBEFMAL LT, [NORD (National
Organization for Rare Disorders) ] (1983 4E (2 §% /7. X v
7oRER KO BHEFART, HHRRMG, BEIV—T O
I, WIREOBK, HEF-—EAREZEBLTVS),
[Genetic Alliance] (1986 4E\ZF& . &7z, HBERMK, #H
MR, 3%, BEFEEZ L, 1013 ©BERFE SN
T 5 B MR AT 28T, NORD (2R W THAEL)S
KE&L, HHEM EREEO A Y v 7 —27 ok, N
A XNy T - BEES BUGEHE~NOB 2 T2 %%
i L CTw %), EU®HE%FH 1k [EURODIS (European
Organisation for Rare Diseases) |, %[ o B F&KORD
(Korean Organization for Rare Diseases) ], =2 — 3 —
5 v FOBERME TNZORD (New Zealand Organisation
for Rare Disorders) |, #F+ ¥ OBHEFMEDOL Y T —72
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[CORD (Canadian Organization for Rare Disorders) | 7
Eh3dh A, F 72 undiagnosed disease 12 BIH§ 5 NPO &
LT, [In Need of Diagnosis, Inc. (INod) | (2006 4£ (2%
. &7z, undiagnosed disease D HBEFE DR GREH
DIEMELRZH 2027200 HEOBRE, Z02dDkk4
Y — VR EIFROFRM), rare disease DL WAL IZBE§
LB %479 ), [Syndromes Without A Name USA
(SWAN-USA) | (undiagnosed disease ®/NR D B H & 7
ORI LT, HEICHET HEHRIEM, B4, Rbih
fF, LY —C REOIRM, BBIITEE L TR WIERER
DT — & N—ADKEHE, PRIEEFRE MR L HINE O BERE
KDty VT =7 OWER ERLIT)) REVHLH. Th
5O BHRARR NPO 13 NIH & I HEICHKIE L & 9 BIfRICH
%. NIH 3B EHER NPO 10§ 264 (A
B AEHGY) ZRAELTWAED, HIHEZERED S0
BRSO L ZIT TS, F72, NIH O &R 7 —
T2 150 ~ 200 O BEFEORENSHES- LB Y, Wik
OBERNENORELR EICEFOEFERE KM SE TN,

3. XkE - Bk D orphan drug/product (ZBEd 2 FRAZCRIF
DOBE

FLICHAR, KRE, BRMNIBIF L EDEFERET OB
il & AR BR ROV TOKREE/RYT. HARERNICE
WX, FYE O A DB R O E R EER R & A —
N—=F 9T LTBY, #HINELD S FEERETHER R
FIGE N Tn5.

Orphan drug i%, [Orphan Drug Act 1983] & Zo ik
ERBWT EREXHATH L7720, @FEOHLHEMED D
ETRARVY =D LN VESER] LEHRS
5. orphan drug/product (21%, D rare disease DiEHE
EEMLEL, OFFN, HFELELOIAHICL > Tl
ORS8N (RIEWHEH & LTk, REMEDR
WL CHOFEIE LN W EBBITONG), @
REHFESNTLRWEE, D320 —AMH 5. rare
disease % ®% & L7z orphan drug/product & L Cix, 4
20 TAKRWGOBEIHKGSNDLET 752, FHi- W
BEOODOERER - BadHEY T 5.

K EIZ BT A rare disease & orphan drug/product 2
B3 A FE B ORI L Cid, 1974 ~ 1975 4, R
R EA R E S N7z (Bl ) EEBICHET 5 DHEW
(Department of Health, Education, and Welfare T,
1980 4E 1% 12 Department of Health and Human Services
(DHHS) (Z#H#&kdHm S 7z) o Interagency Committee
PRI S, 1979 SR ICHEEMNMAE A RE S /- B4 R
NI B MEEDER S L2 1983 4, BUAR OIE
% & 5217 & L T Orphan Drug Act (1983) #%il % &
N, orphan drug % rare disease D EFHA I LIL S 7.
1986 ~ 1989 4£, Orphan Disease 12 B3 % F % & 5 & 98
AL &7z 1993 £ @ ORDR ik . t&, 1997 ~ 1999 4E (2
rare disease DWFFEDFEEITEY 3 5 FEHI /SR IV DSEkTE S,
2009 4 % & National Academy of Sciences, Institute of

Medicine {238\ T rare disease DWFFEABAAG X 1, rare
disease & orphan drug/product 129 % WFZE5 5 O HEHE
BELNTWES.

Rare disease Tl N 7E R0 HIWF%E, orphan drug/
product TIXIGHMF AR BHFENIZERS, ZThEh e 25
729, REMN - WA OWEERED S HBEBE~NOBITZ
RS 2 721 WZ DM Z R T 2 LD 5. KE
IZBWTIE, rare disease DFFFEZFTE 3 % NIH ® ORD
&, orphan drug/product ® B3¢ - AW # Frd 3 % FDA
® Office of Orphan Products Development (OOPD) &
MO ERE L = N F =2 v THERNRTH 5.

K [# T, orphan drug/product ® 5 % R 5 72
OO A LA ey T4 THRRESNTWS, #l2I,
orphan drug 28 FDA \ZARINTH 5D 7 EMIE, B
L7 - AR =1 oMbEEr5 2505, £
DN D, ERIRFFIEDEH O 50 % (A4 5 5 Bié& o 4%
F%, PDUFA (Prescription Drug User Fee Act) @
B, EHELEE T O ANDEEE, orphan product @
BIINTLHHEORN Q12071 Y27 MIER 40
T RVEAEMENTH TR I AT, ThTTIZ43
@ product 28GR I N7z) B EMfTbhTw5b. BAE,
orphan drug/product DL 5 1C 6.64 f& VO AR E
SN EIN TN 5.

PDUFA i 1992 4EIC#il5E &, FDA ASEEIE 5 0 B a5k
wHSEAE ARV —OBINT S I EMBHESITY
5. 010DV — M, BRT—52LEET 5 R
(81,405500), (GBI Z) BKRT—5 2 LEE LEWVH
&k ($702,750) , establishment fee ($457,200) , product
fees ($77,720) TH 5.

Orphan drug/product ® Wi iZ KE 7217 T% < EU %
ELHIFICANTEY, BN THEBICLELZT— 51
M3 2547 ABERIN TS, EUICBWTEER
DOFM - B % AT 9 BB X EMEA (European Medicines
Agency) T&» 1), # ®h T orphan drug/product (EU
T 1 A5 AT oAFICERZEEEZ RT3, EF
WCHEIEZRIRREDO TG, 20, HEOL-ODRIER - #g L
EFREND) OHEEIHT %5l % E i3 % ©1Z COMP
(Committee for Orphan Medicinal Products) T® 4.

K [ = T 1983 4E A 5 2009 & F TIZ, 2,000 7Dl L
@ orphan drug 7% #§ %€ (designation) & ., 344 4 »
orphan drug 257K #Z (approval) SN Tw5h. AKiZZh
72 orphan drug ® 1%, 1973 ~ 1982 £ T 10 TH - 72
2%, 1983 4EDREICE2EITHML T 5. 722008 4E 12K
HEINLETOHEDH H D 38% 1% orphan drug TH -
7z. AKFE N7z orphan drug ®% (2007 4E % TD 322 1F)
EREBNICA S L, BORERS 16, MEREL3, 28
A 81, IMLEASA 42, DA 19, DBABEODFEIR 9, L
MR 7, ECTEEE 26, BYAE 28, MR R 35,
MR B 13, BAHME 7, 2037 THsb (—EE
Bd5).

Orphan drug/product ®§%E « A& - KO Tt X
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M ERENS - B EF U TH LA, KRR 7T
A ¥ RREHRENT O T LT, ENBEISETHL &
EEZB L CHEANMTHbNS. Orphan drug 1o 3 5
EHBLTEMTHBHEH8% L, 1HEMIZ205 Fvo
orphan drug d$ 5. F7REHMND 5 TEVLEENS
Uy,

4. Rare Disease (CBEE T 2 RFERITOT Z L
(1) Genetic and Rare Diseases Information Center (GARD)

NHGRI & ORDR & @ #E:[H T 2002 5 5 Ejii T
57075 LT, BIEEES rare disease (ZBT 4 15
AR NS DEANDOWIEZIT 5> TV 5.

Vg be~O I LT, B (AEH~4EH
D 12K~ 18KF), 77 v 7 R, BFA—I, THRETH
OB EDEZZITT, 2~ 6 BFEHUHNICHEZT-
TV, BRBRENEKRICETEEbEEZ 2T, &
BT ) FRBHRICET 2ME R 3 To Tk
W,

1HIZI0~12HofwEbErdby, 7ursrz
B L T2 5 8 4ERITH 25,000 o V&b Eaid - 72.
2009 £ GARD OFHE X, BEHETZENA ) X7 ED
33%, FTORE - AN - KAD39%, EHFEFEREH 13%,
ZOMAT15% TH - 72,

TEHIRAIZ T Web 2 IV T o TV 5. 475 BEHIC
BILTC, REOME, FBoMuaEbeg~oRinicikon
72Q & A, FFMlIE#HR (PubMed, ClinicalTrials.gov 7 &)
T2 Y7 2B LTS, MuEbEisids
4% Q & A iX, GARD ® Information specialist 25ERK
LT3, EHhoONEIE, —BITRE, REREEHEH
HETHII TR WD, BRELVXVTHBRTES L)1
TRLTWVAS.

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

WAL TR OEAM % FEERE TOMTEH & BRI (2RI
CRBETAZEZHME LT, IiLWREEM O,
IR CTOISH, HMOW R D70 DBENHE, B
T—IXR—=ZADOE % X ARWIZFERL T 5. 2006
EDLRB SN, BUE 33 0BT, 71 OFE, 88D
BIEFICET A Nf gy b FaYcr MEERERTWY
5. RE O BETHANL, WFZERT R BRBART T, 514,200
PRITHIE LT A, BIE TR & HE AR O FR Ak
GNTHLIGENITEAET, MIRETHIN—=LTn5EY
EHNHDH. TR UHAERZZ ) —= v IR EER % 5T
LB EMEE LTEBIN, REIBR INGEI12E
EHEEDOBRND 5.

(3) NIH Bench-to-Bedside Research Program
FrIECHHAMIZB T 2 EBRETORRL2 SHRBYTo

I HNORAT DR, FEBENIZE & BIRAIED /S — + F —

Yy 7omfbE HME LT, 199 E2LMBINA. Y

PNZ 2 EBT10H FA® intramural D 782 275 A THh -
72A%, 2006 4EA 5 14EM T 13507 FVICHAE S, NIH
P DOTFZEEH SN % intramural & extramural 973 —
M=y To7ur Lk %57 Rare disease IZBJ L
Ti, 2003 475 ORDR O 444 X - T 56 @ rare
disease D70V 7 bHFERHEINTWS., BESTTIC
820 Ji PSS, 2010 SEDOTFHIZ 95 T FVTH S

(4) CTSA (Clinical and Translational Science Awards)
KELEOH BB 20 E Lizay =3 T AT 5
B IMEREST, PSS YAL—Y aF SRR
TRERTLT7RTILTHL. AVI—=VT DAY
N—iZ, EBRZETOER»SBEOHRBFEE TOBITHN %2
W&, WEMRER NS v AL —v a FVilREZ#
HTH-00LEOEY 3 v % o TEFMERZHEM,T S
WERH 5.

(5) Rare Diseases Clinical Research Network

Mg oM, FERIIZE - KRR~ O MORE, 7—
YOIEFEEMETLIEEHNE LT, RN OE
i, ERIRIIZEE I3 2 8B\, T— s AL E%217H
AV =TT ANOREME AT 70T T A TH .
ZO7ar T AIFEFMNRESET, 230V =T 20K
RFEHE L LT, 2MEN 2T TR {, BRERNMEKE o
DWHREINT WS, 20034ED 5D 5EMTHEIMM»ET L,
2009 QSR 19Da Y —3 7 A (91 DERICHL T,
B OBIRITZEE & DF7eiE, 56 O BB FESZIL T
WHIZEERELTWwDE, F7—7EH LY ¥ — (Data
management and Coordinating Center) 2SixiE S, 4
TOAVY =Y TANSLDTF—7 % U - FHL TV,
v h7—ziZiF7alrarsi—Yry—pEEsh, B
FHOBS, HEOFEH, 77— WG, HEeEL S,
MRS, FHIEH, BERT - B2 E21TY.

(6) MNRIEERPRFER O T T LA

FDA @ OOPD & O 3L THEii 3 5, rare disease ® &
) Y NBOBBOBE ZRG L L HRABEOBIZE T
AV EHFHRNT PO T 5 70 75 4T, 2010 4E 2
AP SRBTA2FETH 5.

(7) AR -FER-FEOHTITU—FFE NHOOI—T 1> %)
Orphan drug, RIEMEE;, BRERASE, BEIERMGHE
iE, BRAVEMGHERE, Yy Nva— <V —- by —2KE
6 3B0DH T T —, 644 1% F VD orphan drug OHf
JEDY A MR EMFER SN TS, Tz, NIHPE 4
R0 27 POREOHRE - REXOT—F
N — Z HYCRISP (Computer Retrieval of Information on
Scientific Projects) ¥ A7 4745, RePORTER (Research
Portfolio Online Reporting Tool Expenditures & Results)
BTS2k TATF T —DWEZITo TV 5.,
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(8) NIH RAID (Rapid Access to Interventional
Development) 7A%5 5 L

RIEMSEDERE, KEMG, GMP, #ib, MPERH%E,
pharmacokinetic (3EZWB))) MAICHEL 727 v &4 D
FIZE, D FHIEMA 4 & OB EAM O R E R B T kT
570275 LTHb. kD Therapeutics for Rare and
Neglected Diseases Program (TRND) ##i5ed 5.

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

Rare disease RRHEAA 5 7% WIEE (neglected disease)
DO R AMAET 5 72012, FEBIIZE & BIRABO R O
&0 L oW, FICHTEIRE RS (2B 5 afi A % fR
BRICEAT 5720 ME LML EET LT 07T LT
H5bH. WHRIZ, FrEE (investigational new drug : IND)
DHFEZLBERERRC T — 7 ZWUE L 2B T2 03H %
BRI LICHIET I EABELTEBY, BEAEOA
TIEAHEAIZ { v rare disease X neglected disease O 3§ %
BTt A D—E8% NIH 25| & %), #HEEoHE - &
aR#EftT5Z L E2HIBELTWS. 2000 FEEOTHIL
2400 FVTHh 5.

FEEEo T RE, =4y b GER, BB EE
ThE) OfkE (7L OB, A2)—=V7, @
(e M), BELWA RBLIEC, BRAFE (B
WA OBE), WERE (72— 1 (%4, 72—
AN (mOFEE, MIEOBFEIIBT2%8), 7=2—X
I (KRBEBRERICBT 2L e, AL va—,
72—V (BRZEER Y T —2 % L2858 %
Wi, #eeE=s1 7)) Thb. Fil, =7y
DERENPOAZ ) ==V TFEFTTHILIE A7) —=7
PO ECTH L, G2 ORlBELREE TTR 14E,
K A D SBEMHEAOREL TTH 2, 72— A1
THILE, 7=2—XNTH24E, 7=—AMTH 3EDL,
B L E2—TR154EL, FEMAB TR ITIIBRE
B %235, TRNDIZZO7at 20T, e (kv
b)) 25, fbFER R, R, AR O®#E T
TaRE LT, BRRBISEXNT 2HEOHFICLEL
BT —7 2 IET 5.

BR8N & LT, #hHE, #9R4%, SAR (Structure
Activity Relationship), & b & B ORERGIZ BT B IEE)ME,
JFEIE S 37 Bk, WL - 504 - A - $k (ADME),
AN, BT VIS B AR0RE, AW BT R,
AN OO B, FWHE)RES (pharmacokinetics), 38
714 (pharmacodynamics), 2 2 DHIZBITF 5 AENHENE:
¥e#, +/- BBBiZ#& (blood-brain barrier), 7 &+t 21k
2%, #y: GMP (Good Manufacturing Practice, &35
B O BRIEFR i O BES PR R B o 258 B AL
ULEMDOAr =T v 7)) EPBETF LML, SAR I3
WEIGHEAHRE, 2 F D WR OIS LofEy O, W
LEe ) L EWFNEE (FEEoT Y FRAL ¥ M)
EOMBBROZ L TH D, AEGHENRBAER-FHAD

ILEWEORBT— 7y M2 A CHBEBERZHES 2
THIEICEo T, bW EOHENZ MBS LYEE
B o FS BAEEEMHEE STV 2R T A LN TE
b, ZNCEoT, EBREWEFATSL LR LHEOY
B2l CEME O ) BICFHMETE 2 L W) FIETRD 5.

TRND 055 R & LA VWHERE T oL XD B,
F—4 Y POERERAZ ) —= v B L TIE, NIH
Chemical Genomics Center (NCGC) 7%, 7z AL Bl
JaDEREICEI T A9E2 B L C, T AZ Y —= V7O
H, ALZ5H Y — VO, 5195475 —0OgERE
EBL TS, FRERRBIL, XM F7Frud—5&
L, #3EAF NIH Clinical Center, CTSA Y& &3
A= T AR ETEmBENS. TRND TEIET 5
Tuy s bORE - HiEZ, %4, NIHOFEN - &
VE— Bt Y —DWMRE LR EN LIRS EESINDLD,
BERBHZEICE L CTWA I L, NMF 5727 /ay—4%, #
WMok, FHRBOREIZE>THIBHLZE, %
WL U CRIROWEDREEI NS,

TRND & NIH ORFZET & &~ ¥ — ORI 22 S hinc 3
SWTfibha. NIHDOZHRER - £ 7 —H» 554 S
NAF v 7 TR INDFHE M7V —T%3%E L, TRND
OEE T 2B 2, HiEsh/ -7y 2s b
TRND IZ¥RHT 5720 OBEDRE R EERITH. T2
&, R, BERARD 5B SN, NIH ORFZEi et v ¥ —
MOIRBINTZA VN—THERINDE/HOEME N4V

BEL, 7u¥ 7 bOREOTIE, EBIRIOMEEH
7AW, EWIN R T 2 A A v b, TRND &k~ #) % 7%
E%47H. TRNDOERELT, Yulzs Foxit
Lo l-BMERDS AR LD 20%FHEFICHET S
CEEHEELTWS, F/, TTICKEIN TV DK
OO HBRNOEBEANOHET, 2F HEEHOFEK
ILRHEY Y a = v FIZOoWT T 5.

(10) Z0MO7O5 5L, WY EHA

ORDR M55 2 2070 75 AR Ak & L
T, NHGRI 283 % [EIR - A LFEBEEETHE T 0 7
F L ~\D 3, NIH Office of Technology Transfer (NIH,
FDA IZB B3R, 78U, ZDMoRIn g e % 304, %,
b, R, B, ST L2EER) LoFTERT
% rare disease |23 2 EM BT 1 7 5 A, NIH Office
of Science Education (/NFERE, WK, Bk, KFEOH4
FERHAM, HEVIEI—RERZNGE LR EE 2
ET2HER) L ORI TEIMGYT S HPSEFER UNERE
SAEDP ShEK) 2t L L7z rare disease (2 2 8EH
H)F25h - EY2— VORI, rare disease IZFT %
H & NLM @ MeSH HigE~o® &, R13/U13 (NIH @
Support for Conferences and Scientific Meetings @ #fi B
&) %@ U7z 1,000 DL EOEMEENOE &ML, WFgE
RIGHDT A MO BZOBEY — 2 25T % Angel
Flight % Mercy Medical Airlift ~ @ 3¢ #%, rare disease
DOWF%E & orphan drug O BIFE & T OB ENEBICE T 5
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IOM (Institute of Medicine) 12X % L ¥ 22—, WHO ®
ICD @ 4 $812 rare disease Z BN 5 720 DO YL Y #l A,
International Conference on Rare Diseases and Orphan
Products (ICORD) ~® & - >4 (2010 4 3 A 18 ~
20HIZTZ ) ZATA VATH#EENS), rare disease ®
F9EIZB 3 % NIH OB Y —F > 7 7V — T D
W EhH 5.

5. Undiagnosed Diseases Program (kMmO
I L)
(1) 7075 L0OEMEZE
[Undiagnosed Diseases Program/| ¥, OEHizb7z-
ZWOON R VIREICH 2 BH RS IRMET S &,
@ rare disease R —# 1 Z%#HE (common disease) (2B
THEAWABEHEET S L, ZHE LT, 2008 4
TAMSHGBE Nz, OIZE LTI, ZEPHEEL TWZ
WIRBBIZEZ ORNLEREIR2 RS20, Z0LH%
REBICHF LML 2OREEZRMET LI LICE - THEE
ARG ZAZEFZHBLTWS, OIZB LTI, rare
disease DHFFETH L N7ZH A — M 2 BITH L TD
EEREREZRMEI LI 2HBLTNS.
[Undiagnosed| ® /8% — > L L T, O % ® rare
disease DG, IO BERBE OZWIRE ) DA RFEIZ L -
THWDPHERE L T WIRREL 2 2556, QEZOMELRIC
o TEERORBOT DAL YT 547 (HH) /N1
I—Ya yPREEIWLIEE (HaE), OHRRTal
FLORAOBEBRIERDIFE R SN2 56 CRAD 2d 5.
ToOTuTIRE, QLD - EFNRELTWS.
Rare disease % undiagnosed disease 2138 {= 712 BHE
FTHEBIPELL, 2o7urS a2 it#ETLIEICE 5T,
B RBORIAME R T L7200 THL, TOBETFL
NIVTOERZHBL, o F2Wz4T) 2 &I E %
5. F7-FNICE o T, NIHEKOEKHED—DTH 5,
HALEFE (personalized medicine: 57— 5 — X £ F[EH#E,
F—F =24 FE#H), 2F ) BEMAOEETIHIIHE
DWTEWZITV, AAEICH DB R IGECKREEL
119 B2 HEET 5 DI B D,
TUTTAERERTLERE LT, BMREEDORR
YL STHEIET S L, rare disease DM A E T
LETICENMZEST 52 0Z M RMEEDOIREIZH S
BEPL W LR ENBTFONRE. B 3EM D Genetic
and Rare Diseases Information Center ~® [\ &b D
IHD66%BIELWRIEEDHEBIZETHLDTH o 7.
¥ 72 1988 4£ ORDR & National Commission on Orphan
Diseases D 3L[FEFZEIZ X % &, rare disease D EE DZW
VHERE T 5 F TOMMIE, 1ERMA54%, 1~ 5 FKiH
2331%, SAEUEN15%TH 7.
TRTSLANHIEENL EohiTE oD, [BYYE
KREBLLTCEEMLLLT V] EWIHIERE SO HED
Zg Ml Th o7z, B FHliOKNE, BIRED XY —
ChRBWRL, RIERSE AT 5 Toll B2 AR > 7

FUEEE OSSR T72AE S ERMT % [IRAK4 K
HIE] EVIBWIIEEL2E WO TH - 72, IBHE
FEZRBEIN TV WA, B HEORERITER L T
L, ZOFERIIHToTIE, YavYawnzE:ags L
SRR DOMEAN S E I > TH Y, EBEWED SR
MIE~D, HEWEIFOM RO [FTF AL — 35V
DEFEEDPREBREINLZ o7, 77Ul I 2%/
LIHTzoT, AL, —MBMEES, 7L YR ETORHR
HEHZEUT, TU7 T LNOHEEBINOREER T 7.

(20 7O77LOEEHH

7 v 75 A %, National Human Genome Research
Institute (NHGRI), NIH Office of Rare Diseases
Research (ORDR), NIH Clinical Center @ 3t [f] C & &
&N 5. Program Director i NHGRID T4 L 7 ¥ — D
William A. Gahl 2879 75 A &R0 e - FH %17V,
NHGRI D#HAHEA S v 7 (2 AOF#ER, 1 AOFHERK) 28
BEDOSEE, 2t L O%HEFE %17, NIH Clinical Center
WEEDOBE - i %17V, ORDR IZESHRMZTH.

7Ur T ADOFHEIE 2008EEMN28TI KV (9B
EAENRRY v 7O NFEE), 2000 FBEA 190 J7 BV
T, 2010 ~ 2012 4RI 44E 350 H RVASEL G S5 FE
Thab 010FEEFHOBBLZONTIE, HHEAS v
7 OG- FY, kkE, HHEMEA21075 Fv, [SNP
Chip & EBZE TORZEIZHM T 2 HFEMS (lab culture
supplies) | 2370 75 KV, BHE OB TEHIMAD 70 71
FVTHbH %P, ZOFHITIENIH Clinical Center T
DBBOLE - FHMICE T 2EMEDOANMGBEIZETNT
Whwv, ANF Y ZAOMEEE LT, 5~6 A0 NIH DA
v 7 TR EINENHHEMERS (F 2 HREOSH),
3~5 AD X I N—THIL S N BRI R B 2255kl &
h, 7077 A0EBIRROEH, EEIIHTIRERE
#iToTWw5b.

Zo7urz g A0, NIH Clinical Center @13 &
ALETOBERBICEZ2HEZNRBE - Flich 5.
rheumatology, immunology, oncology, mental health,
neurology, nephrology, hematology, ophthalmology,
laboratory medicine, pain and palliative care, bone
disorders, endocrinology, oncology, dermatology,
primary immunodeficiency, dentistry, genetics,
pathology, pulmonology, cardiology, internal medicine,
pediatrics, hepatology %% £ 25 L Lo Z W H D 9 b,
B H 5 LE 2 LNHETOBEFHOEMIBE - §F
fliZ47v, EETr—AA 77 Ly 2247\, B
EBATIrOEELT, HO0IMREIRET SN,

DX BREFNT IO —FIEINTTH I VITbNRT
Z 72 7o 72, NIH Clinical Center Tl 1451 4o [ RM 52
MEHINTVWES, Thsid7a b aViEess 588
DHAERREL LT, ZNEFNHE—OZHEFH OEM IR
F—AIlXoTEBENTVWS, TR LTI TrS
T o, BAEEBINTOSEEKRMIED 71 b 22y
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LaWwBHEEZRNRE LT, HEOF— 22085 L TEES
N5, BRI, Zo7ar 5 ah58 LWREZED
7O MNP EINLEZ EDBBEEEINS.

) ZOJILDOFEN

1) 7uZ I A~OBMOE:

BRI OOP R WVIREBIZH L2 BEN TS T MIBINT 5
WZH7zo Tk, BENOWEN R T TR 74U —T v 7D
BEZ2 300, )20 0REERE (774 <) 7 TIEN
F IV A TIRAE (B, physicians assistant))
DR EM L 2 5. BEEES L oMo L, %
LOMAZHBTEBMTAIEICRDE. o) OFDER
BB OB ZRIRE LT, —BNESMESL LT [4
%6y HULo®] [#ENEyr TR 7r0—T v 70K
MIZHLLT, BHMSNEVTETE RS TWVBERRLRE
WR#49 5% ], [NIH Clinical Center (X V) —5 ¥ FH®D
Bethesda) FTROLNLH ], [MEWNETFr 7R 7+ 10—
7y TOELE L ODD) DI OEFEKESH L L | S
FIFons. &d, EERBENOMAOHEEITSMEMSL
I 6%\n.

TUTTAIBMNT S EE, BERLHLDI) DITFOERE
WEIICE 5 C, EMEZ BN THEITLEN LTV E W) A
Uy bH 5. BWRRAHER, A RREA, W
BRT L L ORVIERER EBRARONIESA, Turg
ANDBMERFETRETH L. 72721, 707 I025
MLTH, REMIIBES O ITRESDH S 2 L 2K
O ETEINT 208N D 5.

Turzgaik, FEHE LT REERKROERESEZ R
LT B WHOBEICELTIE, F—AHrT7L VR
BWTC, 7ar7 a0 BBICESTTEMFICREIE, W
DTHRBBRBRTH L WHEEEH L2 L, ZRTHoRM
WA B LW S NG EDORZ T AND LD H 5
FEFNC X o Tld, DT 75AMR@ZSMTERVD, &
YT TV YADRA N=DHYT L RREO T e b3
WKBMEEWEEZDYELH 5. 722 L0 BEHR
ST 554, REOREAD S OENKEIIIHINS
A, KREFE COWIENKEIIEERBEE LS. L
BERFEIE LTRREE LRV, BEOREEICE - Tl
LRDRA) y "B B LK SN LA, PEEECE
PR EZB LT, ERE L TRETA2ZEEHY DB

72 NIH OO FERFIZEICS M L, £ O%EZHAH
LR ) BWHIPRMEEL Ro2BED 7T T T A
THIENTE 5.

2) TUZTANOBNOWGE

BELPPD)OITOEHREMIE, PHEHHELRMT
% Hi (2, NIH Clinical Center ® Patient Recruitment
Call Center (1-866-444-8306) [CERi T A2 LEIN D 5.
Information Specialist 7 > O ZINEH:, FEHEHEICH
T AHEHRIRMINC L7225 THEEEEA K - 835, &
B, BT A-—NVTOMEDLRIZZITT RV,

DD OEREBEEIX BBEORREEZERL
# 46 % [National Human Genome Research Institute,
National Institutes of Health, Undiagnosed Diseases
Program, 10 Center Drive - MSC 1851, Building 10, Room
10C103, Bethesda, Maryland 20892-18511 ¥ CTH#% 2Tk
155, ZOBELEFA—VTOREIZZITHIT .

REFFICR D TOBRPEIN T L LEN D 5.

- TU T T AMIRIRS N2GE, NIH OBMERF — 212
REBERIICHIER L, @Y7+ a0 —T vy 7o r T 244
B0 Y DU ORFEI 2 BE IR - TV 5 T & DFEN

KGR ER GEWr DS RAlE € OIRIE SR FE T S 7z R,
ZOWEOFEIR - IREE, BUEDREIR - IKELR L)

- TNE TSR EHE - TR L 2oRR

- B (X BT, MRI, ZofhoBi{RZHiR L) o
WROIV— (ZBEOHBROIE—0ZEE L)

- R OF R - HEFS - ETA-LVT FLA, &
HDIERT

- 7T T ABINMANO B OREH
HEFEES B SN2, LEIS U GEMM 2 1

RAEATRD SNLED D 5.

F2BED, Ph D O ORFERBPRE T 5 HHRO A
TRATG LB L7256, 2000 2 O EFFER DAL
LIFONEHRRP T — 7 2N AF LT, BEELTH
922N TEL. CNIBEOHERTHY, 7urg
AL HMR T — Y DAFITHTHIREITH) TN TES.

3) HEHHOLY 12—, BEORR

HESEEA2ZIL22 81E, BERODPD ) DT OEHR
BRI CBRRE Tl SN 5.

ETOHFEEHIE, Gahl ZHub & T 5 HEMEKRT — 41
JoT HEIZ1I~2EDI—F 1 7 TEEELE (M) 7—
V) D ThNhb. ZOBRBTEIERO D bR 4550 308
MMERER D, ZOHBE LT, BEHRIAH5THE5E
DGR B - R E M SN B34, NIH 25872 128D
MR LW EHMEN LA R ERBTONS.

HHELTREZMWZ LREML 250280+
WERC X B2 —AH Y77 LY ATHREENRS. A1
OEHTH 10 ORI BFEE SN, BANMOEEOH 2%
RN LB RN, $ 22RO EDBWIZ D %8
LA HEMED B BREGFIATRINE NS, IR E N B EREIAE
50 ~ 100 A FESNTW5,

FIROWHOFERE 1ERAIEMEN S, HEE» S
RIROER BN T TOTHXIZ6~SHEMUANIE T T 5.
JEBIOFRINFEHEIZRI L CTId, BIC T > TV DB bIFTldsk
, 7urzsr0HK (BHEZHILI L, HLVARE
"AHZE) IS LTREMICHIITAZ L1245, Hlz
IWHEHROBE VTR, AIEOHNERHAT, BEOH
Bzi7z s S 3RS 2 no, BFLLIRENEDbIFT
Eew., 75—y bERBEBRRPEROIFICHRELT
WB DI TR,
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4) BEOBLE - G

AR E 721X NIH Clinical Center IZHfES I, A
bt - Hkz & C2~5 HMOBE - iz 5. 2% -
SEIEAEE CE b b2, BEOHCAEIZEER
T, B - OB OBRE LT ZOMNBY kL),
B2 okt B WABLIIBINS. BE - X
NIH Clinical Center @ 25 Ll F. O #Z# R H » 45 Ao Lk
P (senior attending physician) %79 . E3HY4o Bk
RHEASFRE ENED, BRVEHDEEZEZ ONLETOBH
FHHOEMASSE - Hili 2179 . FHYOEMZ PO
2% . i To 2EMEBTH Y 77 LV ARITY, H5
WA REE A RE T 5. BETERA, MRL X @R,
W, FREER, KEZFomoMBEoER, AR
% DHOLWOLMENERENS. /24 OAERTH
TEITI DS, BIETHENCEIEr B2 ET 5720, Z2Ho
g (HDEVIETBMITERVE WS HE) FTITHLOM
MEETLGENH L. B FHMEICBWTEL LKA %
TR AT 572002, BREL, St
S OBEMER, HBNT 7, FuEHE R EOBEMRHIE
B r7 e,

5 Z74+0—7v7

BE - FHITHE S N EHILEE & 20 ) DU OEREE
IRt Eh, 220 o 0EBRBEOr 7R 7+ 00—
Ty TIERLTY 5 9. BARMICIE, 4% NIH »EH
D=DIZTEL T L, B - 7 7 OHEER & OEMATE
X NB. BN TR 7+ =T v TE2H DT
EHEEOEETH H7-0, NIHHEP T 22 L1
Vv BEIZFIERE 7O TS AIBINT BB D DD,
NIHOZ78a b aVIZEELZWEEIE, FOMESZE
FE PO OERBEIEM L LT, BIEksY%
WD, T2TUT S ATODE - SRS BHao
WHRTH A LIV L7235, BAEOHKIIZED 7 e b
INIZBMTAHEILELHA.

4) 7O LDKREDER

T 5 AIBML L TOBEDOBWHIHET 5 b
Tldwizw, 7ur7s 2000 TH5 [BE~NORILED
Pt 28T L FGERTE 2D TR, LAL
) —D2OOHMTHZ [ERFEMNHMFHDOHEAE] (T L T,
INFTHIRINTWAD o 7z rare disease DEE, —#%
R BEBITR T 20 LWiEHE - PHAEORE, Bk
OF DK 2 EOHTH L BEORREZESL Z L0l
FFEh5.

T 7T AORE[MO T — & IidE O EKB XK
(phenotype atlas) D F—F RX—RIZEREND. /20
FERINI LS - FHl % 8 U CHERI 72 2 3RS & 72
TR MEFOHTART LI LETFELTWVDED, &
FEBECORREZ EMICHET 52 &3k,

(B) ZhETOXRBEELSHDERE

2009 4E 12 B CTT, EBRBEE» S 0BENH
2400 fF, ZHELZ-HBEZTEIRN 100 HTH-72. 20
I BLAERIRDT 650 1, FRIRAI 212 11 (5 B/ANREAT86 1),
TG AT 150 11, T4 TH- 72 HINS
BEDSBLBE - FEMZ 272513160 ATH o720 IR
ENEEORERIE, =7y F2RELTWSbIFTIX
Hwioo, FHERE, BE - BEEREE LE, SRR
B R, W, B L, e ThHo7z 20004E2 H
T, 70758 CB8MLEE24 A0 5, BWH
FEE L7zDid 2 AT, Wb HmL Mo 5 biE T
Hot.

e FoRENE LT, HEEFPTEIDBELL, L
Voo —REEOEENPENTWS (HEEHZHE6~8
EELURIZE T LTWRW) 2k, BENET— 534 %
WHEENZ L, L a—RBENTHICTERNI E, &
EDBITONS. £ 70 75 ADHME IR BNE (B
A, BRISHEE L TV ALERLREORNNL L) OB
AOMIIZE LTI, FHIE LTh0 ) 2 OEBEBEE -
SOBKHIGE L TWAHYD, KEZMEICIEZ > TV
W, S, Tu s T ARBLEMOTHE (2008 EED 28
TR »6 10/ EoFHE (3507 Fv) ik Eh,
2012 4EF THREET A2 TFETH A, EARWICIZ, BIRo 7
077 Ak GEBIEZEM 32 H40T, REPLER
DY =7y beBRETLHIEIEITEL TR,

1. KED rare disease ICEY 2 HARFHERDENR

KEDOR A (rare disease) DIEHEIHANE (BH
At 20 T NKW) OATHY, HRLEUD L) ICHE
EIEANOXFEORE R LI EE IV, TL-REL%SY
#tiE L C, rare disease {ZPBY L CHE A2 AT ) ol AIE % <,
FAESCHRA S FAMEATHEO SN B P B % rare disease & L
TIRZE] LTWwaIZT ER v, Lad o TREIZBT
% rare disease (ZB3 5 AFZERH S 1L =M OB O A THEAE
THZENWETHS. L LZoOXE, BEOHEER
R QOL IZHE K %8 % K17 rare disease TH > T d#
M0 72 EEEAVN ST USRS R & % b Wl RE DS
5. FRBAMENSR THoTYH, EFO#EEDRND
BAUIZ & o THEMMEHEANS 2D, JBICHIZE %
Mg B LM BREE D B 5.

K E O rare disease ® % 3% A% orphan drug (3 E A5 A
YTHoH70, BEOTGEMED S L TIEAKR =23
S L7720 wEER) ICHT2HEFETHRESINS Z
L, rare disease D %E % Food and Drug Administration
(FDA) 2719 T % ZM T 5 &, KEIZBT 5 rare
disease & orphan drug I2ftE T A ETHL LEZ LN
5. L72%5 T rare disease D5 1% orphan drug @ B
FErEICHITPICANTEY, RAEOWBMREN S RIS
% E COMHERBNOBEBEENBRHZ SN TS, rare
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disease D F%E & orphan drug DB - AWIZFh Fh
NIH & FDA 77> T35, WHEO#EIINIT LD T4
TlxZh o7z, L2 LE4E, NIH & FDA O HFEOW7E
Ta T T AOFE, EBERITEH, S IR FENDOFE L &
79 ThS v ALV=YaF )% —F] Ok &, rare
disease #* 5 orphan drug ¥ ToOmNLO ML, B bIC
FEMAYICIL D LA TV B,

2. [Undiagnosed Diseases Program| MO HAAND#EHA
IR

7ur7 5 LA0HK (B> TR oD% WIRE
W5 BEICHAZRMT S 2 &, rare disease R —#%HY
BT 2 BENHEEZ T 52 L) 25 NIH &
OHK (BEZMITILZE, EErRiESELTE) (I
EHL, FBETICHET AKEDSL O rare disease R°
undiagnosed disease (ZHU Y #Er 2 & 1& NIH O BIAE O %
HED—>TH 5 [ABLEH (personalized medicine)
O ITHEMT LI NS, Zo7ur T AE NIH
B2 EELWIEHR I e I8 LTHESITONT
W3 EEZOLNL., HRTYH, RHOFEEEERI AT L0
e B IR e FE RO By L HEC BT B 0ED
U, MOBFTES B LM OB TERE & O BRI & BRI T 5
VENDH L.

[Undiagnosed Disease] 121, &< H LV RADOPEES
FT%L, MAORBOFO{HL YT 547 (HAE) %
N)IZ—vardb&Ehsd, HATH ROFEERE] 2H
FICER LT, FHLVWREMSOME L BAOREM SO
TSI EHCEBAEMY AT AR WET A LEND 5.

TR T LA EERTHERICIE, BEICKRMEEORER
BWDSTEE T A F TICENB 223 55 EIC X - TBIk
EEDIREBICH 2 BEDVPLSBAET 5 &) AR, &
WIS KIEE D BB DOBE - TS X > THEETE 2L w9
MRS 5. BATIZZO L) ZRERCRBAER S
NTWin7d, KOBEREHERSEOREPETX 20,
ZOEMRE ED L) ICBEBEOBRERT TIHUDT 55,
RECHLTPHREZER L LTI AT A 2M%ET
HUENRH 5.

a7 g A%, 2008 4E7 HA 5, rare disease DWIFED
PHEE L S %479 NIH Office of Rare Diseases Research
(ORDR), 7/ & - BTFHRBICETHIHELAIT O
National Human Genome Research Institute (NHGRI),
s R 9899 B2 T & % NIH Clinical Center o &[] THjii X
N, NHGRIZS7 1 7 7 L &fkofafh - 3, BEHEOLE,
ZA 7 & DFH %47\, NIH Clinical Center 25 E D3 5%
#Hifi 2 17V, ORDR I3&&fefiz1r9. HAICHEMT 5
W, TR AT A0 % [F R R A B A e
WL, ENEEREREY Yy —, EmEbE, K¥Embes &
BEOEE, BE -z ARHIZEZ 515, LarL
KETIE NIH OB COR_FERTH 5 720 #EN I
BIESTHAHH, HROLGEIRLLHMETH 5720,
Wbt oM R v VT — T ARERT HITHT o T, B

DOIE - 3l - FHEPLE AL Lo BRI 2 Fh & 2H
EEBDOLLEND 5.

BENTU T T LNIBINT 57:0121F, BE~OHKEH
BT TRTAUE—=T v TOFEMLE S OhHh 0 DU OEFEE
M (7547 TEME2EANVR 7 7S (G
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National Institute of Health, Office of Rare Diseases, HP
http://www.nih.gov/news/health/oct2009/0d-05.htm
http://rarediseases.info.nih.gov/Resources.
aspx?PagelD=31
http://rarediseases.info.nih.gov/Resources.
aspx”PagelD=32

http://rarediseases.info.nih.gov/GARD/
http://rarediseases.info.nih.gov/Wrapper.aspx?src=asp/
resources/ord_brochure html

European Commission (> Health-EU > .. > Rare
Diseases)
http://ec.europa.eu/health-eu/health_problems/rare_
diseases/index_en.htm

Public Health EU HP
http://ec.europa.eu/health/ph_threats/non_com/rare_
diseases_en.htm

EUROPA (> European Commission > DG Health and
Consumer Protection > Public Health > Overview of
health policy) http://ec.europa.eu/health/ph_overview/
strategy/health_strategy_en.htm
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