To7ru 7 AOREEIZ, NIH Clinical
Center DIFEAELETORERBICLDE
FHIR P8 - FhIZH B, 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 72 ¥ 26 L LDZERED > b,
BERAHHEELXOLNDIETOZEFEBEDE
MRZE - FMMEiTv., EBETr—AHh 7
7 LY ATV, BEFERE B THhroEE
LT, b5 RENRFTEND,

IDEIREFNT o —FIXINETH
FVfITbhTZkehod, NIH Clinical
Center TiX 1, 451 DR FEN E X T
WAR, FhbixT e halEeT S RE
DOHEXNRE LT, ENENHE—OBHEFH
DEMBERF—LIZL o TEBENTVD,

el Tznrus 7 ait, BHEERS
NTWBEEEMFED T 1 b a VIZEY Ly
BEEZHRE LT, #EOF—LBHELT
I D, FREIKIZ, 2077 T L)
5 LWEERMZE O 7 v b a L AMER S LD
ZEBBESND,

(3) Fur/7s0ikh

Q7 a7 5 h~DEMOEH:
BWOODPRWIREBIZHDBEN 0SS
DB BITHIz > Tk, BE~OHREN
RETRT7 AR —T v T OEMLEE HOMPNY
DI DEFKEE (74~ r7EMERIX
~IVAR T RAEE (BF#RR, physicians
assistant) ) OBABHEREMFL 2D, BF
XD E OERD L L DR E/TEM
THZ LI D,

DD O OEFRBEOHEMNEZEIEE LT,

—RERBMEBEMHL LT T£E%6 r AULED

. #EgRnsr 77 ru—7T v 70R
WICEDLT, BRENRWEE LR T
HHEBOMEREAFTHE] . INIH Clinical
Center (AU —5 > KM ® Bethesda) ¥ TKk
bhdFE] . RHEHRFTRT74+u—T v
TOEEZ LN DT OEREEN D D
ZE] BEFOND, B, ERER~OMN
ADEEIBMEME L IR 5220,

Tul T AIBMTDHI L. BESHR
DO OEREEICE - T, EMEZBAT
BT VERRWEVWI AV b DD, £F
RREER, FAERRERR., BEHET
LHZEDBRWVERBEREBAONTRE.
0y A~DBEMNERFTRETH D, tﬁ
L, 77358 MLTH, HERICZH
WOMWRWAREERSH B Z L EERMDO LTS
m323UNERH D,

FusZ A, FRAELT, TAYV VAR
EOHEEEERB LT D, BHAOEBEIZEL
T, ¥—RAHh 77 LV RZBWT, 7u
7T ARBEIL L > TERTRDZ L, &
ODTHERBERTHLIFAREERHDZ L, &
R HORARIE S B LHE SN B E DR
ZITANDFARRELH D, ELIC K-> T
IOl LIZEBMTERWDE, hr7
7 VYV AD A N—RN 1Y T B RO T
0 hacBMEREVWEEZLDIERLH D,
EE LBADBREREBMTBEE, TAUD
DEIFE#MP O OENRBEIIZBEINDB. 7
AV A ETOWHERMRBIIBERIBL RS,

T LEZBERRERAE LTHEE LR,
BEODRRIZE>TMLIDAY v FH D
LY I B5AIE. FREECERLEY
SZELT, EFELTRETLHIILEDD
Do

F 72 NIH OO BERMAEICBML, TO&K
BMEWRHALNERVBEBREEL 2o
BELTu I IBMTHILENTED,
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@Ol T h~DBMORE

BE LDV DT OERBEIL, HFEEHE
M T BHNZ, NIH Clinical Center @
Patient Recruitment Call Center

(1-866-444-8806) IZEFHET HLENH D,
Information Specialist 2>& OEMEME, &
HEBHZICETFMEMHIC LR THEE
EFEER - %ﬁ?éoﬁk\%¥%~WT
OFVWEDL®IIZ T TR,

Mo D DERBEIT. BEORRES
sC#E L7~ZEH % National Human Genome
Research Institute, National Institutes of
Health, Undiagnosed Diseases Program, 10
Center Drive — MSC 1851, Building 10, Room
10C103, Bethesda, Maryland 20892-1851] ¥
THRICTENT D, ZOBELEFA N
TOFEEEZITHT R,

REEHCIIUTOBRPEZEN TV S
ExdH D,

s T AMERRENTEE. NIHOER

BRIR F— D THERERYICAERE L, YR 7 =+

O—7 v T DT T E2REHRTE1ND DT D

EREEE BERF-TND Z L OFEH
- FAIRFCER (BT AN RHEE DR B DS B AT 38

RENT-FH, ZOREOER - K&, B

DEER - REB2 L)

- THETICRABR IR - BH L 2OHR

ZHRE XHBRE. MRI, Z0foEHZ

W7z &) DFEROaY— (EEREOHEBRD =

E—-AEE L)

- ERBEOFER - BFEES - EF A

7 RV A BEOERR
-7n97AﬂM«@%ﬁ@ﬂ L

HEEESRE IR, LBEIELT
B RERBRERIRD NI HBARH B,
FBEN, Y OIT @E‘ﬁ%ﬁ@ﬁi{%ﬁ
THHEROATIEA+ L HWT LI-BE,
mvowa%%%u%#E%BnL%ﬁ%
F—Z EZEBNCAFELT, B & LTEAMT
BILENTED, THIXBBEOHERNTHY .

Ta s G ALERYT —FDAFIHTEX
BEITIZENTE D,

CHFEFHO LV E 2 —, BEOER
HEEEEAZE LI LIX, BERU M)
D OITOEFEBEICEX TR,
éf®$%%ﬁi(Mﬂ%¢b&¢6$W
BRF— AL E > T BIZI~2EBDI—F 4
yﬁr%ﬁ%ﬁ(%)T V) BTbid,
TOBRBTEEMD S LOK 445D 3 NRE
ReERD, ZOEBLELT, HEAIR+THT
HEGE. LEPRES - EREHEINS
BE . NIH 3872 1B Y M e RS 220 & )
WrEN2EERERFET NS,
EHFECEELW L LILERAIL, 256 0%
BERBOEREMIIL D —AH 77 LYy
xf&ﬁéhéﬁl@@A%ﬁﬁw#@F
BINEE S, ERORBOF - R
RN B AR, EREREOKRBOBRICD
RRDFEREMED H DEFBRIREN D, HFIR
EN B EFIBUIIER 50~100 BFEENA T
B
FROTEORHRIT 1 BREIUAISEmMEN
5, RENPOBEIROBREBRIE TOFFLXIT
6~8 BRILNIZET ¥ 2,
FEGIORIREICE L T, HICREST
WADIT TR, ur/ 7 A0ER (BE
EBTAZE HLVWAREEDZZ L) KR
b LTHRAEMIZHETAZ Lt b, Flxid
FECEOEHWERIL AIE OB EZ =325,
BEOBNEMmZTEIEIRL WD, T
LHBRIREN D DT TR, EleFd—F v
hERBEBPERDBICREL TV bIT
TR,

@BEOLE - FHE
BIRIN/-HEFEIINIH Clinical Center I
BRI, NS% NkEEZDT2~5 BEDOD
2 Fm%T5, 28 - HIIIERE TEN
@bﬂétb %%@Eaﬁﬁimﬂf\w
2 - FMoHE PR o BEFERREOMEY (B
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7E) | HeaonkE. RE. BRELXE
ahd,

£ - 4L NIH Clinical Center @ 25
PbEoZERB D45 A0 FRERM (senior
attending physician) 23T 9., EHY D F#k
EAINREEINDD, BEAHDLEEIDN
ZETCOBENEOEMPZE -FEEIT .
FHYDEMEZROCRE - FFHMEToRE
FEBThHLy 77 Ly ATV, HHWHTE
LRI 2,

BEFERE., MRI, XH#RE. KKRAE. &
BEZRA, RIEE OMOMBBOER, BENR
BE HOLWAIRENEREIND, £%L<
DHEEBBETREEZIT O N, BEFEFTICIZ
Br ARET 20, BHOREE (bdWX
ZWTERNE WD HIWT) F TITHE S OHiRE
PETHIHEN DD,

ZE - FHEICBWTAE LB A RERBOR
LIxHLT Bl dic, BEREL, SERE
T, BEEEOEMR., BT 7. FHBE
MEDHEMENRZE - F T EITI,

®7xru—7 v

ZE I THE LN ERILEE LMY
DI OEEEREICEE I, 22V OTDE
FEEOr 77 4u—7 v TIIERALTYH
595, BEMIZIE, 4% NIHAEEDDIC
TEBHZ L, IBE - ¥ T OFRER EOFR
NI 3,

MR TR 7 0 —T v FiAhny o
FTOERBEOELETH DD, NIHBH N
‘BETZZ LRy, BEIISIERE S0
T LAIBMT2EENH DB, NIHO 7 a b
INVEE LBRWSERIE, T0BEAEYRE
LD oERBRBICEMLZET, B
MzWsHBEaERH D, 70 s 7 LTOB
£ - IO ERE, BHOKEBRTH S Z &Y
HLZGE., BEOBRKMED v haiic
SMT5ZEbdH 5,

(4) v 77 LOREDOTEH

TulT AIBMLEETOREDZEN
BET DI TR, u/ I L0DH
MTHD [BE~OEIZDORME Z4TLDH
+HFCERTE DT TERY, LALD D
—D2DOEWMThHD [EFHImEOHLE) (2
LT, TRNETERHEEINTWAed o7z rare
disease DFEIE, —MRAIREBIZXTHHL
VB - TFOAEORE, EFHEOG MK
PDREZEDETHIBEDKRREEBDZ L
BRI D,

Ty AOEFOT— X ITEORRRM
XtE (phenotype atlas) OF — & X—RILH
Bahs, EHARRIIZE - FMizaEC
THEE 72 5 SRS O N2 B s TSI S
EOBTARTEILEETELTNDIN, &
PEBETORKEEZEHNICBET S Z i3k
VY,

(5) TNFEFTCOEKELAEBOBRE

2009 €£ 12 ABREE TT, EFZKBEE»D
DR 2,400 ., ZEL-BHFEEIW
1,000 TH o, D O HLAEIRN 650 14,
BIRN 2124 (5 B/ 86 1) | BAEMS:
A 150, BN 14 FTho T, BIRIh
TBREDIHLDE - iR XIT =& 1L 160 A
Thol, BIRENT-BEDERIZ, ¥—F
v FERELTWVWS DI Tz, FiE
E, HE - HEEEE. K8, HERR. K
R, g, Bk, kx Tholz,
2009 €E 2 HBET, Yu s 7 AZsMLTz
BEUANDY L BEBHEELEZDIX2 AT,
Wb HDRBOZHEMREIE Th o Tz,
BEEOBBERL LT, HFEHEATHELY
HE<, LE2—REBEOEEIENTVD
(REEEETHEE 6~8 BELNIZET LT
W) b, BB T —E ROV EEE
NEL, VEz—RFENRHSITTERNT
L. BREBZTLND,
 ERTuITAOBRLIIRRDINE (B
2T, BWIAHEEL TV HEACHEE DR
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72E) OBEIFE~OISIZELTIX, RAIE L
THPY DT OEREE» L ORKITHEL
TWB e, REBRBEIZIEZR> TR,
S%IT, Iul T ABBYIOTE (2008
EED 28 5 FV) 225 10 5L EDFE (350
7 FV) WWHER &, 2012 EF ThERE T 5 F
ETHDH, BEAMICIZ, BROTar/50%
LR CEBIEEEM) 255 M T, KB

KDOEZ—Fy NERETHZEIEXFELTY

AN

D. £

1. PAYADraredisease [ZBT H R
FEOEM

T AV HDOFDEKB (rare disease) DX
T A (BB 20 HTAEKR) OATH
D OREREI DL ICHEEE~DXED
BEREZIBEING, $HEELES PR
B LT, raredisease |ZB L THEZEEIT H 1L
AL, BN DA DERTR DO LN
LB % rare disease & LT [EE] LTW
BIZTERY, LEBSTT AU HIIBITS
rare disease IZB89 2 W2 BA B IL FHITRUELR
DHTHETHIZLENAETHD, LLE
DRE, BEOHEAEEL QLICERRZEE
% RIE§ rare disease TH-» T HEMM AR E
BEHN/PNST TR SR & 72 6 7 W ATREE
Bhd, EBEEHRAMZTH-TH, ER
DESFEDKRIMDEIZ L - TEIHEZRHM
INELRY . SRR HET S 2 &
HEIZ 25 REELH D,

T AU IO rare disease DEFED orphan
drug (REBBAHD TH DD, BH OIS
WOL L TIEARF—BER LB L2
EHGD)ICETHERTHEIND Z & rare
disease D[R % Food and Drug
Administration (FDA) 75 Z &L 2 EET 5
E T AU BIZBIT B rare disease I orphan
drug KR T2 THD2EEZELbND, L
72735 T rare disease DHF3EIL orphan drug
DB ZEICHBFIZIANTEY, KBDOHERE

AN OEERLMEE TCONBERRNOEE
MENRBEIN TV D, rare disease DHFFE &
orphan drug O BE% - BAIXENFENNIH &
FDA 23T o> TV 525, WEOEEZIILTLD
+4 Tl olz, UL L%, NIH & FDA
DRFE DR T 0 VT AOE, EBEFIEH
OEERIFFE~DBELEITY FF AL —
aF ) —F | O L | rare disease
A5 orphan drug ¥ TORNDMHIF(L., B
{LIZFEBAIZE D $ A TV 5,

2. TUndiagnosed Diseases Program] M+
HEANDFEAHEM
a7 A0RE (REICHR > TRED
OPIRVRBICH D BEICEE L RET S Z
L. rare disease R—fRAIRKEBICEHTLHE
PR EHET A L) BPNIHE2EDO B/
(BEZBITZZL EFEAEIERZ L)
WEBL, $EEFICHEETZERENDL N
rare disease X° undiagnosed disease IZH(Y
#ZeZ LIINIH OBREDOEKEZEDO—DThH
% @B ER (personalized medicine) @
) KLERTAIZEND, ZoFmrsT
LIENIHICRIT 2 EERQMERE T 0 7 F b
ELTHRESTORATWS EEXHND, b
BETH, RoBREBE®RI X T LOEENE
RELRFIREELL2EOEM L BECRBITS
MBS, OFRESEFOMOMIEHEL D
B2 AR T O L ER D D,
[Undiagnosed Disease] 21k, &< H LW
REDRBIZT TR, BHMOEBDOF DA
Yy T EAT (HE) NV T—Tarb
aiz"bé DHRETY ROEESR] 2Rk
EELT, HFLWEEBMEOBELEED

’ﬁﬁﬁA@ﬁ%% ERTE SRR AT 5

ERETOILENRD D,

Tur T LAEEBTIERITIE. BEREK
BEDRRBRZ %h%m#éif E%ﬁ%
B ARBICL - TRMiRMEOREIC
%ﬁﬁ@ﬁfﬁ?é&waﬁﬁﬁ%\wﬁm
REEDBEODE - FMIC L > THRETE
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TEWHBRBRBERH D, DBRETIZZOX
IRFABEPRBRIPIEFEINTVRNWZD, R
SEREFERSEDEENETE I, 20
F#E2 DL ) ICBEDRERT TITHRUD
FAEM», RECELTTHHEOFAEEZERK L
ETCURT LERRETOILERD D,

Fu T Ak, 200847 AN D, rare
disease DIFFEDHE & XHFE % 1T 5 NIH
Office of Rare Diseases Research (ORDR) .
)b BaFREBICETAHREZITD
National Human Genome Research Institute

(NHGRI) . FEPRHFZ2IRBE T % NIH Clinical
Center DILFE TEME S, NHGRI N7 v /5
LEERORE - FH, BEOBE, ZMRE
DEHKZ{TV . NIH Clinical Center MEH
DL M ATV . ORDR B &RBEIT 5,
ORECERT 256, BHRVAT AOEHE
EHAZENREERBFENAEB L, BEiLS
EERY ¥ —, BENFER. KERB R &N
BEDRE, DE - FMEITOBRIELD
N5, LLT AU BT NIH MR TO
HRIEETH D DOEENLBIES TH D
BN, bREOHAIIRRLIEMTHL72D
Bhtt DEER Y NU— T RBETIIIHT
ST, FROINE - 24t - FESEMAR
REDEEHNLRFRECHELED DLEN
H5b,

BENTO ST AZEBMTHHIE, B
FEA~DOGER R T TR 7+ —T v T OERME
LoDV O oERBE (FIA4~<U 7
TEME I~V A T TRMEE (BHE,
physicians assistant) ) OB HaxtEH
Ll d, BKRHIFERBE T D NIH Clinical
IR 2 r 7 24T 9 T L A RE
THDHID, Tl T L~OSMRITTTH
BN I SN2 Z EBRRIEINDMLE
Bhd, DRETHLHERVAT L~DT 7k
ZIXREAIE LT DI DOERMSD DV ikE
BEMNMTIZEBREELWVWEEZLNS, &
LT AU THREND DBFREMH L ZIT
FFTNWBZenb, DRETHERMLEBE

Center

Z1#ELTRA, EM»OOBERILHERE

DIERBHEEARE LB H, BENPDLD
AFERBEREOBRERBTEL VAT 2%
BETILEND D,

BE LY O OEREREIX. Tur5
LA~DBINE BHET HANCEFE THVWE DY
LIzET, BEORREFESE LM LIH
BERPBRICTCEMNT S, 2L, Vg
b, BEHOEMIETF ANV TREZFMT
2V, bRETH, BECOMVWEOEDOR

RRETIVLEND DM, FIEEOB AN
LBBEBFA—NART 2T 2AVWERV AT A
PIERTAHLERD D, L, EEA—
PEBROEXF 2 VT A EOMBEEMRT D
EBRIBETHEEELDND,

NHGRI X HREZFEOEREE (R 7 —)
TV, BUEA /- U7 AEFIIX, NIH Clinical
Center DETDBEEREBSMTH 7 —R
BT 7 LV ATRE S, BEORROT
BENREIND, HEMREREEIIREST
BHY., 7ulSa0BRICBRL LTRA

WCHlrEND, EF—F v N RDIERR
Fﬁ%“*bfw@w DLRETYH, KEL
ERFRET D Z &2 BAEEFOERE
RETRETHHH, ERFESCEFHNRY
—RAH T 7 L R R ENREEREFRS
IO LR THY , BEOBEDOR y k
U— ) CEBTHZLILRDEEZOND,
ZTDHAE, BIREEZHABIZ L LTOf4
OB TDIr—RAH 77 VAR, HBHWIX
TUVERBVLEHRZE Y AW EHOKE
WEBBARI V77 VU RABITOMLERD D,

BRI EFHILNIH Clinical Center IZ
BRI, ABR-ARKE2EDT2~5 HREDOZ

% Jﬁﬁﬁﬁéo iz '?:Izﬁﬁ@f:y)@%%@
BEABIIER T, 2Z - FHEoHET oA

HROZOMEW (BlR ) | &t 24 DKE,
BE. BHELXBRIND, TAVAITIEZ
NHLDEREZETHRE TRIG L TWD A,
o3 E TR E R IR ] B OB 0% fH B & BE
LT, 2TEIAR—TERVARELRD
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5, BEOAWEE TE A ITMRB7DIT,
HECERFER2UEBETOILER DD, D
WXy N =2 8T ARBEOT CRE
DO EFRFRCRE - sz T o b
LORBHEEHBTAIZEHLEZLDNS,
EEEOMBEAL LT, RHEEATHELY
HEL, VE2—REEOEENBLTWVS
Tk, BEBERT—ZBOROEENRSL
VE 2 —REERN+ZICTERNZE, 2L
RET OB, ERAHICEELT, BEN
5 2EMT200 U EDBEOEBEE NS -7
el Ful T ARBEAIE=—XDK
IR LTHoRIERTE TN
EBZOLNS, ODOETYHRROBBEN A
THARER DY, SR LTS T LOEE
RHIZ Iz DWW CRESERICE BINE T 2 L ER
HBH,

a5 AOFEIL, 2008 FEN 28 F K
Jb, 2009 £EFEA 190 5 RVC, 2010 £
350 5 RACIER &, 2012 FBEE THET
M T 2 TETH D, EANITIZ, RO
07T AEJLKGEFIEZ M) 35 5MT,
RERPERD Y —F v VERETDHZ LIET
ELTHRW, BBRYFIOTEDIZEA LT
RE T DANEEETHo 0, 2010 FEED
FERTIZ A v 7D ANEEEDK D 210
B R, Rz T ISNP Chip & EEBR=ET
DR ICEET HEFEMSSE (lab culture
supplies) | . [BFOBREFEIIDORKRE]
NET0F Rre BEFEEOCRENCEAN
BMEEINTND, BEOHESIILER
BEERBEOKRKBREEL, 3LALOBEIC

ER SN DB EFEEOCKRERMZEBML T,

EGIBROEMEBEL TS EELDN D,

E. ##

HAEICB T ARSERBEHRRT LR
VCZEDOEL VAT LAOERELZIBE L, BB
RIS M L, bASE A~ TR L 5
W3 aZ&ickoT, RN OBERMIRE
NEEBRBERI AT LAOLY FERIFTHZ

LEHEME LT, 7AY B O National
Institutes of Health 2’FEE 3 5
[Undiagnosed Diseases Program| . K%
NICEET 2SR - BHatEREABICET 2
WRAROER L EHOBMEHET LD
DOXBAER R HMFBHAELZER L, £
DREFR, UTOZ AN RoT,

- a7 AR (R TEKO
DPIRVRIBIC S 2 BEICRIZ 2 R4t T 5
Z & rare disease R — XA EBIZE T
DEFHRMEZHEET HZ &) A NH2K
DEH (BEZBITIZ L. BEFTHES
¥BHZE) CARL, ¥EMEFICHEET
BEB DL rare disease *° undiagnosed
disease IZER Y #lde = & 1 NIH OBIE DB
KEED—>ThHs MEAFMLER
(personalized medicine) D#EE] IZHE
BTHZE00, Z0OFus T ARNHK
BIF2EERHRRABE I 0/ 76 LTI
BoTboh TV,

s T Ak, 20084 7 A D, rare
disease DAFFCDFHE & KT 21T 5 NIH
Office of Rare Diseases Research (ORDR) .
77 b BEFRBICETAIHEEITD
National Human Genome Research Institute

(NHGRI) . ERPRBFFESRETE TH 5 NIH
Clinical Center M THE M S, NHGRI
N s sefoeE - T8, BEOE
£, X2 EDEBEEITV. NIH Clinical
Center NAEE DBE - Ffli % 4TV >, ORDR
HESREET,

cul T AORMIZ, NIHClinical Center
D2BLULOBEBEDIZEAELTHE
EFRESH R —A BTV RER
E-FETHs, BEEBINTWDEK
MEE o haVilEET HREDLEX
BLLTH—DOBEBBEDF—LIZL-T
ERMINTWANR, 2OFa7 T AL, %
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nNoO7a haVIEY LARVWEAEES
LLTEHEDF— AL TEBIND,

CBERT ST AIBNTHEHIE. B
BEA~ORGHIR s TR 7 A0 —T v TDE
2 Lo DT OERKE (714~
VA TEMELIIANNVASTIRRE (BH#
Bfi. physicians assistant) ) DRI
XEH LD,

*NHGRI Ix 72 75 A~DBIMD HFEHD
EHREFE (MY T7T—Y) 21T, E¥EEH
7= UT=JEFI1iX. NIH Clinical Center M4
TOBEREREBMTEIr—RAI 771
VATRE I, BEORIROFRENRE
END, EMARIREEIIRE->TEDLT,
7ulT A0ERICRL U THRERITHET
ahd,

« IR &N 7B #F L NIH Clinical Center (Z
ﬁﬁéﬂ N ﬂ%%ﬁbf2~55ﬁ@
PR - AT 5, BE - FEOLDDE
%@QEﬁﬂiﬁﬂf\v - A o H#
POBEFERPZEOMT (B2E) | FF2
LZOME. RE. BRELHKIND,

s Tuy 7 AOERFE LTI, 2009 F 12 H
BAEFETT, H 1,000 HE0EFERHY ., 212
% (9 B/hRER 86 #) BNEIRSh, 160 A
NLE - FMzZ Tz, 20 BLEADZ
MEREETAIENTETHS

« Ful T LADOTEIZ, 2008 FEEN 28 T K
Jv, 2009 FEFEA 190 5 K/LT, 2010 FEIX
350 5 RVIZHEK &, 2012 £ ¥ CRI%R
TR T2 FETH D, EARHICIX, B
DTa s T AEERK GEFIEEEMN +5
FHT, BEEROZ—F7y NERET
B ERTEL TR,

ULDORRZEE L2 T, bREIIBIT LR
SEEBERV AT L EBEICHT - T
UTOREBRTOILERD D,
@%%ﬁﬁ%ﬁ%ﬁ%%%é%@ﬁ%&ﬁﬁ

BT BALEST oM OIS F - PFRR

%&@%%ﬁ%%ﬁ ITBHIE
@ TROERB) 22<HFHLVKRMDERA,

BEUOBEMORBOFROH LR T AT

(FHR) AN =—T a3 EEHELT, B

LWERBEADOBELEFORBESORH

BECERTCEIERVATLEEMT D

&

OF# L AT LDOEEEE L EREERER
¥maERL, BExmEERREF—, H
SRR KRR ERBE DORE, BE -
FEEITO Ry PU—J REETH L

@y NU— 7 2HBETDHIIHT->TL, 1§
HOE - =it - BESLBERAHARLDR
B FHRECHELEDD Z &

Oy NU—ZIZBWTBEORERTTHYH
A, BREUEZ PRI L ETEA OB
TEWHETS, HHVIET LEELHRLEFS
BLEERAVTEEOBBEDOAR TER S S
&

CBRFOEBMEMZIADIL, Xy FU—7
_imféﬁh®¢1%%w%%@ﬂ&r
BECRE - FMmEZITOND LD R %
BEIoZL

DERV AT L~DT 7 EARBEDELED
RAUIFEAIE LTER (D00 2T E, £
BE) MMTHH, BENDLAEERERE
OFERRBESPTEDH LTI L

Otxa T A EOMBEEMAIT D L&A
/LT, =T &HPLEL, BEFETOM
WADEDOYR— ME#HZ M2 - F®RT X
TLAEREML, EEZEDDLZ L

F. FRER 7~L

G. MMPMBEEDOHE - B&HKR 2L
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Yk 21 RE D HEPEHREE
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[BFseE#]

SHEPFRRESR ROBRBERS AT AOEBRLEHIR
1 TAVAERE

L1, 7AVMZ BT 5/ DR B ROBE

1.2, TAUYINZBIIAFHDIRBA~D IV AD-The Rare Diseases Clinical Network-
121 =
122 K=Y~ 75— (Phasel &2)
123 BRIRRBRAE
124 EERaVY—V7A BMERGER %K
125 fH&1
(V) FPBRBBFRAK

(2) Vasculitis Clinical Research Consortium posters’

13. 7 AN BITBH DR BA~DIRDE A -Undiagnosed Diseases Program-
1.3.1 &
13.2 FAQ
133 &I
() RBWHRB 0/ L (BEMITRALE)
(2) KBEHRBT ST LK EFRREE AT FHR)
(3) NIH News

L4.7 A1) 5FH D IR BA~D BV A
14.1 ZFHPROPICEALNARRBICKH BIaiRE
(Therapeutics for Rare Neglected Disease Program-TRND)
1.4.2 2KF/DHFEBHA (National Organization for Rare Disorders-NORD)
143 #fs - HORBA L TAA—ar g F—
(Genetic and Rare Diseases Information Center-GARD)
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2 EUGRMES)
2.1. EU KRBT 5H DR BOBPE

2.2 EUIZRITBH/ DR B~DBOEAD ()
221 BRMGESEEEEE (EU Health Strategy)

22.2 BE Together for Health:2008-2013 40 EU TORIRA 7 Fu—F

2.2.3 FRMIERS I LUBKHERE B Nol350/2007 (Decision No 1350/2007/EC of the European
Parliament and of the Council of 23 October 2007)

2.2.4 BN B I OB EESYE No1295/1999 (Decision No 1295/1999/EC of the European
Parliament and of the Council of 29 April 1999)

225 BMNERSEKBRES I—aoOF ¥l
(Commission Communication COM(2008)679 final: Eufope’s Challenge)

22.6 BRMBERITEHER

(Council Recommendation of 8 June 2009 on an action in the field of rare diseases)

. 2.3. U ICBIFBH DR B~ OB SO (FEA)
231 HPRBICBETHZERSBEROCICAERME
(Commission Communication and Council Recommendation on Rare Diseases)
232 FVEBOEE (Identifying rare diseases)
233 WO DFHD IR BOHETEH 7% (Estimated prevalence of some rare diseases)
2.34 FHORBEEREMORABEREIET S EU Fadzsh
(EU Projects supporting cooperation between rare diseases organizations)
235 HORBOEDOTERY I —2% /ST S EU Fnd=sb
(EU Projects creating networks of action for rare diseases)
2.3.6 FHORBICEHTIENSFHLLILHRE
(National plans or strategies for rare diseases)
2.3.7 FAORBIZETBRKIN AL 77L& 2007 (European Conference on rare diseases 2007)
2.3.8 FOHEBICHET BRI A 771 2R 2005 (European conference on rare diseases 2005)
239 HORBALHPRBAERMCETIERSH
(International Conferences on Rare Diseases and Orphan Drugs-ICORD)
23.10 BINERSF/DPRBEIRI 74 —R
(European Commission Task Force on Rare Diseases)
2311 Rk B FAEER B SN (Orphan drugs strategy)
2.3.12 HPKRAICETS EU OB A DRBOIBRIEDHFFEL2HTNT
EMEfET =7 Y7 B (BU activities on rare diseases:
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Rare diseases therapy research and human tissue engineered products)
2.3.13 FHORBICETIRRMNBI Ry T —2
~ (Buropean networks of reference for rare diseases)
23.14 HOFRBEFRS TOBARBEBRRNA=TF 7 DO

(Public health national initiatives or other institutions responsible for rare diseases)
3 A DB IR M DBAFEIEAE (X T DBR K D 3E it FLi 24 J5 DB HA A

3.1 WP ERGEHDRIROBPE

3.2 EBEE F O RIREI3Rm D E R ORRE IR DBEERICOVWO)
3.3 BINERITBIIIHVERSEE

34 KEIBNT EMF AR AVERMEEERG—E

3.5 BRHESICB VT EHFAIER AV ERAEEERG—&
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BEEGEHREMAEME S (HHRTERBRRIIZEER)
D EPEREE

RAEHEBERL AT ADEELBEHE

MASEE BE N7 (BIRBEAHNERAVELBEBRREAHER)
Rt Hif (AURBERBFERARFEHRTHLZERR XTLER)

WRER
AR BT A RDSBEREFRATLARCEOHELU AT LOEBZIEEL., BB

HRMEZERL, DAENOBRATHREZSTTEIEICE- T, FROMDOEHEN

ARSBERBFERATLAODDHFERMNTHIEZENELT, ZAY D National

Institutes of Health #332ftid % lUndiagnosed Diseases Program) . K ONFRIZ B

THIRDKE BBUERBRCETAIMARBOREBEEHOBMZIRET 22D DX

HEROCEHMFERAELEB LR, TOHEE, LTOZERHEMER S,

- Tl SADEN (BHCOE> TEHMOON T WREBIZED2BEFICEHEZRMET S
Z &, rare disease P—RWRKBICHEITIERNNZzHET S L) NN 246
OBEK (BEFEZTIAE, EREMEIRDZ L) KEHL., E-BETFICEET
BHEBOL W rare disease  undiagnosed disease ICE DL Z &3 NIH OB AE DUk
BEED—DTH2 MAF{LERR (personalizedmedicine) OH#HEE! ITHHEMT B Z
EMNS, ORI LAENH BT 2EERWERRE I 0SS LELTHNEDTS
NTWa,

TRy AL, 20084ET A5, raredisease DIFEORE EZEBETTS NIHO0{fice
of Rare Diseases Research (ORDR) . &/ A - BEEFHERICET 2H K %175 National
Human Genome Research Institute (NHGRI) . ERPRWF# Wbt Td % NIH Clinical Center
ORFETERIN, NHGRI /0T A2EOEE - B, BEOEE, B4R ED
E¥AEITV, NIH Clinical Center NBFEDOZE - HMZET\., ORIRIZESRBAZIT
o

s ar s A0, NIH Clinical Center ® 25 A LOBZHRBEDIZEAELSTHNH
EFB2EZFNET— ATy VI RERE - FMTH 5. BEERSNTWSEK
MREEZTOFINCHEETLIBEORERRELTHE-OBERBOF—LIRE> T
HREENTNB3N, OO F o4, ThoD/O0raNiCESLAaNBEELNR
ELTEEDF—LICEo TERENS,

CRBENTOYSLCBMT BT, BEAOBRNRTIYPT740-T v TOH
EEHSOMPODITORBEM (FSA U TEMELBANATTREE (BY
ffi, physicians assistant) ) OBANHNELE L5, _

« NHGRI &17’13771;'\0)"‘7][10)35%%9@0)%@%@ (FUT7—2) 2170, HEEERF
= URREFIVE, NIH Clinical Center D2 TORRAEMNBEMT D r—Ah T 71
VATRHEN, BEORIROBNRESNS . FMARIREERIRE->TBEST..
TS LAOHMICBS UTHRANICHE IN S,

IR ENEFEIINIH Clinical Center ICRE SN, AR - AKREZEDTI~5HED
PR FMZIT5. 2R - FMMOEZHOBEOHCAEIZIERNT, 22 - FHEOHRH
FOBRERVCEOMBY (BRE) | 8240KE. A, BRAEBIHKINS,

- 301 -



- SOV FADEMELTIE, 20094 12 HBEESZTT, #1000 D MELRB V. 212
B (DBMRSE#) MRREN, 160 ANBE - BEES . 205 ERA0E
W ERESE T2 2 ENTETNS,

c SOV S AOFEE. 2008 F£HEA 28 T R)L. 2009 EEM 1905 KL T. 2010 R
350 F RILicihAX N, 2012 EEE TRETHET 2 PETH . BAMICIE. BR
D7V S hEHRK EGKERN T3H5RT. KEOEROY —4y FERET
BT EFTTEL TN, ‘

|
DEOHREEBEZAT, bAEK BT 3RS BEEBERL AT AERBIZH > TR,

@ﬁ%ﬁ%%ﬁﬁﬁ%@%ﬁ%@ﬁ%&EFk%H%ﬁEDH@@@M%ﬁ% Mo

HLORFHEARICT 5L, @ TRARKS) £2<HLLRAOKE, RUEM

@%*@*@%@ﬁﬁf&%i(l@)%AUI—ya/tﬁ%br HFLWERES

OHELEFORBMEOBMRECEATEINB AT ARENHTE &, OB

A7 5O E S E A RIBERP LT L. Y EEERY S —, B,

KERRRENBEORE. BR - FMEFS Ry NU—F EMBET S8, DXy b

D BT BB e o TIL. % DILI - %#'%E%%ﬁﬁﬂht@ﬂ%%h%

BEOEETEEDDBIE, Xy hT— ﬁk%mf$%®ﬁﬁ%ﬁ5%A BN %

BRI L ETHZ OBBETERT S, 52 0WEF L EARCERLHSE AV TEK

OHEADBRTHEMET 2L, @BEFQOABENASLDI, Xy FU—ZRBMTS

RO P THRENR b EANRETRE - FEE2T N5 LI AN EBHT 52 &,

DEBLATLNDT I R AR HEREORERFEUNE L TEM MLV DTE, X

BE) RFSMN. BENS bAEERRE OHBERNTESZLSTEIE, OkE
AUTFAEOMBEERRT BT L EMRELT, Yo 7ERLEL. BETOMNWED

BOHR— MR RN R T L EERH L. N&&%Ebé . EEET BN

BENHB I EBNRRI NI,

A. BIREM
HDAEICBNT, B THEIENEL. K
BHLAMNHES L TR WRSEERICETS
R DOENREM DR R ILIE - £19 - 547 -
RUEOHEEHERT 2 LT, ENECBITS
FRROIR 0 @A DERPET OBIAR S %8
MICHBL., TOBRRDAEEFEERTS
ZERERTHS. '

HENEIC BT BRDERBHERI AT LD

FIRIZOWTRIE & A EBEEIN TV,

HiptRSR HORBICETIMERRDE
EETHBHTAY AT, [Undiagnosed
Diseases Program) & KIS BHFEHARE SO
75 hhiNational Institutes of Health
(NID Ik > TEBEETHTWS, 2oy
I LTONREC BT ERGIBEREBHER X T

LZEHET D LETSHEITRZEEZEIONDH,
ZOEBEHNBSZIIDONTIRIZEEAEHS
MIENTWiW, EMOEAERIZBNT
X, BUTAVATADEHERADLEHAS
Wiz Tz,

T ZTAWF, AR B B RNFE
BERATFLARCEOELS AT LADEK
aNECEAFESOEREZNEL,
HBHREZERL. DBE~NOEA LR
ARTBHEE ST, RN DOEIRN
AOFEEBEREBES AT LDH O H 2wt
THIELEEHNETS,

EMEOHER, 1T2E (FAUHL, 1FY
A%) | FELKRER (VAT LADRRE,
EEEGOER, BE (A BERS) . ¢
B\, PR, HRIE - £ - 5 - BEOF
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) LA MY v 7 ABMERSN, B
E O R EHBHRS 25 AT 5 HEEN
PDOERIILT — & R— A EMET B 2 &0t
TE3, FEI M) vy AREnS, b)E
RE DRERIULICES Uik Bk ks
AT LDEBRLREF N ERRT S &
MWTES., BEOREIE> T, DVEOMH
R BRI DR DPRE I HERE T B
B3 ENTE, DHEORRERTRO
RRICFET B EMMBEIN.,

B. IXA%
SEBEIT AU AITESREYTT, NIHE2S
%EMi9 5 indiagnosed Diseases Program .
ROZTNICEE S 2HDER - SintkER
B9 SR OER EBRFT OB ZIDIE L
7o

TN, HmEE. B EEERYICNE -
R, Eeths TR TERWFR
Z IR T D=0 I BRHBBEEZT . 8
ESeMRBELUMBENEEERKL L.
B3 EmEICBE LTI, ¥RIIESA
27 B.28 BizEEY UV i Mg SN~ The
5th International Symposium on Rare and
Intractable Diseases (%85 [MFADHEE - it
BHERBCHETSER VRITL) | kB
mu, AU hOHBERER - HAORBICHE
T AHERBOBRICET 2 EHMNEET>
Joo SOHITREMBRENET 2012, F
R2E1A4H, 5HIZ, FRAVAHDAY —
5 RMAREAFDNIHEFHREL,
[Undiagnosed Diseases Program; KZUXEh
CBEET3MERRE Y SAICELT, 7
nySLAOME, EEEEAR, Eidk,
WRRREICET2EEMNREREINET S
EEDHIT, DBETOERMEAEEREIZOVWTYS
079 LADHRYUERVEGENS ZEER%E
o’

YT —FR—RX, WVeb 2B NT, ME

(ImEBE A ORR)
EAEONKKE - ABENRELEHE
THY, BBEINTWBES, BB, Xtz
BWeaHfz{ToTna70, HiIc/HENT
FMEIIRELRNEEZ SN,

_C.m%%%

1. National Institutes of Health DHE
National Institutes of Health (NIH) iZ.
DYPEOEEFBHEITHLET ST A HEE
BAF D Department of Health and Human
Services (DHHS) @ Tagencyl @ | D TdH 3,
DHHS D#H&%IX, 0ffice of the Secretary (0S)
&. 12 @ agency. DX ¥ 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) THimEh 5,

NIHX, T@BHFZENrscE) ., E%%E
BESES &) 2EEE LT, EBHE.
BIRTTZE, NS AV—YaF WUy —F%
BUOEFREEREANICERT 2B TH S,
27 OBSEF (Institute) &% — (Center)
THREIN., TNTHOBENE SHEEE
#i$% (Intramural Research) &&HiT, X
ZHONBOMEBRBICTHERZES L. B
REXET S (Extramural Research) . NIH
THEMENDHRL TR T OS5 L LERO
IODBEEERERTAEDICERINTNS
B, BCRETCRETIREBENRELE
Y5 LADFE BEDOESICEMR S B2,
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ERORANTRCEIFACERTERL

2. 7AUAhDraredisease [CBIT ZHAKH
ROBE
T AU K OFDHER (rare disease) 1,
TOrphan Drug Act 19831 IZHWT MEHEK
B FTARMOEKR) EFEHEIND, HEYH
250 DFAD rare disease HREI N, BE
6, 800~7, 000 RBLL EVHER TN TS, &
FHIZ 2, 500~3, 000 FALLE (ZEAOD 6~
8%) L#atEND. 7 AU B D rare disease
Wi ¥ (FIBO solid tumor,
RIEA oy MR A, EEBA) . WRRE
B (SREEE BHPAbars—) &
RUERBRENGENS.
rare disease DREIEIX 1986 EMSBRIEL
TWd, 7 AU Tl rare disease DBEHD
BHOHEIR R, FEERAELTHICE
HENTWiznWesd, FEERE (incidence)
BiRE (prevalence) KT B3ERRT—4
IR TET, EBICL M- THEICRE
THIERTERW, EANLEPHRELLT
VX, FDA 2SERIREARR. EFIME. BWETI.
invitro EBRR EO XXMM SH LIF I TH
HEHMENBHRE (KHAINDIEKS -
W) 2AET 2. ZELEERBL. rare
disease ICBAL TEH AT L Aidrn,
NIH i238 W T rare disease iZB9 20138 %
FrEd 5Dtk TNIH 0ffice of Rare Diseases
Research (ORDR) | TH B, 1989 Iz Z Dl
AR EN, 1993 EIZERITRIT I N,
F7z 2002 4D Public Law 107-280 (The Rare
Diseases Act. Office of Rare Diseases Act,
Rare Diseases Orphan Product Development
Act) T ORDR & ZDHENENICED SNz,
ORDR 1 rare disease ICB9 2HIKDHRE
EXBR. MRBOBRKR, BESENOHHRIRME
REETDZEL ORIR BEPHELEERT
5 &L, NIHOBER - 27—
SAERDIFFRB BN DI LR BN P KX B %

fIo®&%EHD, NIHWTIE, ¥/ b - Hi:
FHRBICET 5T THS National
Human Genome Research Institute (NHGRI) J.

[NIH Clinical Center) DR« HHDOD
ETHMREHETDZ EMNE N, 201041 A
BED ORDR DF ¢ L 27 & —iX Stephen Groft

(FEFEWEL) L NIRRI OF 4 Ly y—iX
William A. Gahl (E@. EZF#EL) . NIH
Clinical Center ®F 14 L% ¥ —i4 Tohn 1.
Gallin ([EEW) T&H 5. :

NIH Clinical Center 3. #E D 2HE#A
25D, W, BE. BEREZBAMNICERKT
SHEKRM AR TH 5, 1953 FEITHAR I N,
2005 SEICH L WA — 7> Ui, WRE
234 IR, TEEBE 1, 816 A, EARZK L, 255 A
T, WIOEEOPEIXS 43 BRI TH S,
SEREFTEZT. BRFRICHEELEFHE
MAEE L Td, 140 DEMEEKF— A
XTI, 451 B-DIEKRE (203508
8 A rare disease ZNRELTWNDB) HNE
MENTWD, BEBIIAR - SkdHHET
#1 80, 000 AT, £ TOBEZHEEKIFZED 70
banizemlTns, I 7 7I3ETH
RETHTOLDN. BEOHCARIIENTH S,

1,451 OBEEMFEDO S B, A - BIK
BLERAY 650 4. Natural History OBFEA 707
e A7 U —Z 27 DOWFFENs 69 44, EEHE
DTN 2B HTHB, ENM AR - BRHR
BOS>6, J7—X 1NN #, 72—X10
M3, 7z—XMWHA 8 H, 7z —-XVHR
UHETHD,

PERMEREUT, YA BEERET
DER, VI )I—a ik, FHAOE
&, BKIEROBEREND D,

ORDR D FE/z %ML, rare disease DHFEIC
Weoe7oz YRS, WREDBK.
EHEAOFE (NH OWERF - 25—t
HDHET, NIH Clinical Center P2EHD
EZPEE I —I2BNT, FEHFITHTS
MRZBPHBWMER E21TS) | Rare
Diseases Clinical Research Network (#%ih)
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ADX ., Genetic and Rare Diseases
Information Center (#ik) ~DELIRHE,
—RERSFHTELRT U WBETFREDH
RXE. —RERVP AR N AR
VRS M) —DF—FIR—ZADBEFEXE. B
WA DB & D - HRDHEE, &8
HFRBERETH S,
BEIRIBLEICEAL TR, REGAShTNWS
7,000 LA L rare disease iCf99 % &40, B
PREFSE - BRREBLBR O MR (T3 EMirh,
ET) . MFRBBAROER. NIH Clinical
Center NDEHE DN« REODFEIE, BN
DEEHEOHR. BEFRE - BRETFHY

>R DER. BEELTORKEOBE -

BHOFERZ EZ2BHRLTWS, £, AF
EEDFRIE, RBERNES. TIEH. &F
F.FE —RERKRHLT. XK BR
M7z rare disease I2 BT B M E 124t B 7=
DIT, WEEEARS VEBIZEBZ Y Y1 K
ZHERELTWVS,

v 7YA hDaF Vi, National

Library of Medicine (NLM) ® Pub Med Gateway.

Pub Med/MEDLINE (70 » E D 4, 800 Dk As
BRESN.ERMT. 5 BEORRNITONS),
CRISP/RePORTER (#%iR) . # 1, 200 DB EH
&, ClinicalTrials. gov (F XU ADPHRD
BRRHERERE 1T 4 ED T, 685 DK )
DEGBROREREDOT—IR—AT, 1 H
WKHSAALLDT 7 CANHB) , BETFHR
BERETHD, ¥5i1T. HATEBENTY
SHEERRANOBHEDOBMEBADI=DOY
LTR=ADY =) DRFE. #HROD rare
disease 2T W% - TAPEREFEDO—
BEROMRREEZEDTNS,

rare disease DL ZEHET ZI2H /2o T
W FEBFED Y R 7 2 B/NBIZT 37917,
EXRF (WK NAF570700— Bl
®/2E) | ER - PRROMTEE. REER
HMREAE, NS —E XIR4E, K
B (RRE) . EHEESHE. TIFHE, R
HIHEEE, BB GREI. X (BAEER) .

e, REERY—E X, FH) . orphan
product DPAFE-® rare disease DFFFLORE G
. BEEGL S THEING steering
committee ZRE L. WED LM, KT
—RERBEUTHRARIBOEBRENS D
BREZRETIHHERHELTWS, BE,
BHZA DT 4 —IZBLTI DL S IngkHn
B THBD., ZhEETFNELTSEIT
MORBIZBHEAL T FPETH 3,
rare disease OMRZHE®E TS LT, BF
&P NPO ED/S— b F—3 v F MR
ARTHD. ORDR &EHE L T3 EEHE
A& LT, TNORD(National Organization for
Rare Disorders) | (1983 iz ianiy
AV ABRBKOEERME T, HRiRa, 8BS
=T DRI, MERDU. ZEF—EX
IR ERRELTWS) . TGenetic Alliance)
(1986 EICERIL S N/, BEFE, BMRE
W, 3. BUFEERE, 1013 OBMEH&H
Sy 2 EEERBICET 48T, NORD i
KATHRENKREL, HiRiEME, EEAED
32y M= DML, NAFINVD - BER
. BUNFHEEAOEEMIREEZEBKL TN
%) . EU o&&HE# (EURODIS (European
Organisation for Rare Diseases) J ., &
D BEMEME TKORD (Korean Organization for
Rare Diseases) | . Za—IY =5 RpEH
i TNZORD (New Zealand Organisation for
Rare Disorders) 1 . HF¥ DBEE DR
v k7—2TCORD(Canadian Organization for
Rare Disorders) | 72EZWH 3, Fi
undiagnosed disease IZBEE 9 5 NPO & LT,
Mn Need of Diagnosis, Inc. (INod) 1 (2006
IR I N/, undiagnosed disease DB
HEADOZE (BENDEMHZZW 282D
DHEEDRR, TORDOKLILY —IDE
BWORM) | rare disease DZWHEE T
5EFEBEEZITD) . [Syndromes Without A
Name USA (SWAN-USA) | (undiagnosed disease
DNEDEEEEDRFIIHL T, HFICH
T HEMIELL, Be. BRREBMS. X8BY—

- 305 -



EZAZDREE, ZENHEE L TWIRWERE
DT —FR—ADKE, REBEREMFROE
HEOBBERAEEORY FT—2 OWMERE
CETD) REBRD B,

NS OBEEHEDONPO NI EHEICE
BLHIERITHD. NI IZEFEE NPO
KT 5@ (FRBMCETSEMARE)
EREELTNSN, BioBEERELSHER
SORBFEDHBZI TS, i, NIH 0&HE
B2 0 — 123 150~200 B MAD KR E
PHRELTED., HROEBLEMNORERE
WBEOERREZERMRIETNVS,

3. 7AUAhDarphan drug/product {ICBA3
PMRARDOEE

orphan drug %, [Orphan Drug Act 1983,
EZTDREZBWTIRBBIHOTH 27D,
BHEOTEHEDD & TIEAR S —2AR
L7eMBnWERS) S®FEI5. orphan
drug/product 2V, Drare disease DaE %
BRLUHGE. OREN, BELOEEICK
D THEMNSHRI N RS (BHENER &
LT, EREENRAZR - R L THRIEMN
BENRNWT ENETENDE) . QREAR
ENTWENWEGT, O3DDr—ANH 5.
rare disease Z¥f& & L7z orphan
drug/product & UTIX. #ER 20 A AKRBED
BEIIREINDIIIF, Fhi-2ZW -
OO DERS - BESZAET 5.

7 AU AITBIT S rare disease & orphan
drug/product IZB9 2HFFEBAFE D BRI

LT, 1974~1975 4F, PG3RRUMGMEDRE &

Nz (BN EERIZET S DHEY
(Department of Health, Education, and
Welfare T, 1980 ££4R1Z Department of Heal th
and Human Services (DHHS) ICH&dtiEaNn
72) @ Interagency Committee ASERILEN.
1979 EIZHENMEPBEE S NLEERE
ERICHETIMESIMER SNz, 1983 4F,
BEROEH %2 & > Mt & LT Orphan Drug

Act (1983) X EM. orphan drug % rare

disease DEEMHAL XNz, 1986~1989
£, OrphanDisease LT 2EKREE LMK
Mahiz. 1993 £ ORDR BRI, 1997~1999
fFiZrare disease WL ORAELICEAT 245
NRIVERBE X3, 2009 £, S National
Academy of Sciences. Institute of Medicine
IZBWT rare disease DWELBRB SN,
rare disease & orphan drug/product iZB§9"
SRR OHENREN TS,

rare disease TIIELTEIIZE M AWFIE,
orphan drug/product "CIIAS FHFZS> BAFERF
N, ThThbdLERpED, BEER W
saDBFFEERE D & B SEEEEADB TR {RiET
57D HMEOBIEEMILTILEND .
7 AV AHITBWTIL. rare disease DRFE%E
Fr&9 % NIH @ ORD &. orphan drug/product
DA% - B ZF%E 95 FDA D 0ffice of
Orphan Products Development (QOPD) DFE®D
BEBHEHELN— P2y THRRARTH
3.

7 AV T, orphan drug/product DB
HRERETB-DOLIA T4 TR
REINTWS, #IZI. orphan drug A3 FDA
ICARAINTHSO TERIE, BARLAEL
- AR Y—ICHBEOMEENEZIDNS,
FOMIZH, EERMFEOHRMAD 50%I1CHYT
55 & O PDUFA(Prescription Drug User
Fee Act) DR, EERBAR T OEAADK
. orphan product OBFICK T2 HBISD
TR AD207adxy MZERAW T RIVE
LERRAATH IO ILT, THETIC43
@ product AWERFEEINL) RENTONTHK
5. e, orphan drug/product DOHFFEAFE
W26 M ERIOANESPREINTNS,

PDUFA VX 1992 fEICHI® S N, FDA MEE G,
DHHBR 2 MERE - AR —DH S BT
3 EMBREINTNS, 2010 ED L — M,
BIRT—% #HBEET 2R (81, 405, 500),

GEBMMAZ) BRT—52LBEE LRVWEHE
¥ ($702, 750), establishment
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fee ($457, 200), product fees (§77,720) T
Be

orphan drug/product MHEIXT AU B 7
TR AR EBHEFIANTE D, BRH
THHECLERT—YETIHI Y AD
ERENTVS, I BN TELE O -
BEAR 217 5 HEB9Id EMEA (Buropean Medicines
Agency) TH Y, ZOH T orphan
drug/product (BUTIX 1 FAKZ S ALTFO%E
EICERDEMEERIET, ERICEERRE
DT, W BROLDOOEES - BA s
EB/IND) OHBINTIHMEEMTS
DX COMP (Committee for Orphan Medicinal
Products) TH 3.

T AVAERTIIIEMNS 20004 £ TlZ.
2,000 #:LA L@ orphan drug 2%8E
(designation) =#. 344 #:® orphan drug
AAEF (approval) ENTWB, RB|ENE
- orphan drug DEII. 1973~1982 T 10 4T
Holh 1983 FELBRICEEIHEML Tna,
F7z 2008 FIZRBINAELTOFHFEDS L
M 38%1d orphan drug THo 7=, '
FRFB X7z orphan drug ® % (2007 £F T
D) 2RBRICAHZ L, HOREKRE
16, M#ERKERE 3, A8, mEIMA 42, &
BRA 19, BABEOER I, DiEREKS
1. BEER R 26, BREYE 28, R RIER 35,
M gs REAE 13, BEREE T, ZOM 3T TH
5 (—REENDH D) .

orphan drug/product M¥E - BE « K&
O7OEARB—RNZERS - BHERLT
H 3, BIKRRO TV 1 OHEHRITOF
HRIZAL T, EFIENPETHBIEEER
LTEENTON S,

orphan drug IXhDEZE M & LB L T
THBIPENEL., 1 EMIZW A RLD
orphan drug b H 5. F=RBEBAHTHT
BRNGENEN,

4. raredisease ICBETAHAERRTI O
S A
(1)Genetic and Rare Diseases Information
Center (GARD)

NHGRI & ORDR & D[R T 2002 4£5 5 Eife
SN TR 705 AT, BEERBED rare
disease IZBH T S EWMRELH N EDOEAD
MiEETo TS,

FNEHDEAORICEL TIX, €5 (B
HEH~&MBOD 12R~188), 7y v X,
BT AN, FESTEMNOBNWELEE2Z
IV, 2~6 BEHLUNICEZ 2T 2o T3,
REZENEFICETIBNADE 2231,
BEFIT 2D TRERICET 582
Ei3AfT o T, _

1 BIZ 10~12 FOBWSHE®H D, TO
T LERIBLTHS SERTH LS, 00040
FnghHERH o7z, 2009 4D GARD D FH
EE BEEREINIVATENEL%. 20

CERIE - AN - RAM39%. EFEHSEEA 13%.

FEDMA 15% TH o7z,

BB HIT T Veb ZHNTITFo TV 3,
45 RBICEAL T, KBOHME, RO
BDENOMIBICTE TV Q & A, BHESH

(PubMed. ClinicalTrials. gov 72 &) IZBEd
BV UREEERLTWS,

BNEORICHTIEELQ & A, GARD
@ Information specialist AMERL T3,
HRONEIL, —MRHRA. REEREES
R ETHI TRV, BERELVILTH
MTEALDICTIRLTNS,

(2) CETT (Coliaboration, Education, and
Test Translation Program)
BETREOKMZERETOWRNSE
KREGCRENICBIET S & 2HMEL T,
HLOREEMORRE, BRRFTORA,
EMOYRDODOEEE, REZRT—
FR—ADRFER EEZAFENITERL T15,
2006 1 5 BB SN BIE 33 DB ETFIRE.
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11 DFEE.8 DERTFICETE NNt av S
OYry MERENTNS,

7 AU B OBEFREL. HRFORER
BT, 284, 200 BEIHEL TS, &
ETFRENEBERRROBMIERNATH S
BENBFEAET, MEBETAN-LTNVS
BEND D, RELVHERAY ) -2 I

BRLERZHKICHREZMIFEE L TEHE N,

EEARA XN BT REFRROMELH
%, '

(3) NIH Bench-to-Bedside Research
Program

FEPHEMICATIERETORENS
BRERBE TORANOBITORE. EfNE
EBERMRON— -y Otz B
EUT, N9 ENSHBRINA, YOI 24E
BT 10 77 ROV O intramural @704 5 LT
Holeil, 2006 ENS 1EMTILS A RN
WHBEIN., NIHAAOMEENSMT S
intramural & extramural ®/N—h~F—3rv
ToIarsshEizol,

rare disease IZIL T, 2003 4425 ORDR
DELIBHITE T 56 D rare disease D
OJxy MREBENTNDS, BEETK
820 7 RILin&EZ N, 2010 EDFEIT 95
FENTHS. ’

(4) CTSA (Clinical and Translational
Science -Awards)
REZOWEEREEZRLELEI Y-
7 LT EHRENHREEST. VIRV
—aF M SBRRRE TEERT 270
TS50 THD5., A =TT LDA N,
ERETORANSBEOBREETOBITH
e sd, BRMRECRS AV —
aFIVIIREEEFTTHHDHBEOEY 3
CELOTERMELMEE T ILEND S,

(5) Rare Diseases Clinical Research
Network :

MR EOEYE, EIRWE - BERARBADS
MORE, T—5OHEERET S LEH
ELT. REMERHEOSE, WERVIAE
T 2EFME, F—yHFLRERITS
V=T ANOMEEBRETS OS5
LTH5,

ZOTUT T AIREHFRES T, 2>
V=37 AORREEE LT, R RE
TR, BEAGEOHEENBHRINTY
b ’

003 ENSD 5 EMTE | HINETL.
2000 MBI 19DV —3T7h (91 DE

CHRICR LT, HEOBRIFRS SATFUHER.

56 DBREFHAENBIML TND) KESBML
Tnd, $T7—5EBL>Y— (Data
management and Coordinating Center) A%E%
BaXN, €T0ary—7hh5057—%
PNE - BHLTWS, v bhT—2iciRS
OraTR—ry —EEIN, BEOR
%. HEOEH, 7—¥ - GROEE. EIE
FET, REER RAEH, RERT—%
EHLEETTD,

(6) MEABERKRR OS5 A

FDA @ Q0PD & DH:[EICTHEMidT 5, rare
disease DX I RRDPABDOEBDOBEENS
& URBRERBBROMIET I > LR F
EORRETZ /a7 ALT 010 2AMS
BT PETH .

(7) BF%E - FER - IREBO AT TV —RAR
NHEDa—5F4 27

orphan drug, RIENEE. BEATREE. B
BIGHIE, BRESEE, >y )Va—-<
J—+ by —Z2HmZEESLHB00OHTFIT—,
6. 44 48 RJL® orphan drug OWFEDO U A bz
EREREINTNS, L=, NIERE SR
TRIMETOD T FORROBE - RERD

- F—H X—ZH CRISP (Computer Retrieval
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of Information on Scientific Projects) 3~
AT L5, RePORTER (Research Portfolio
Online Reporting Tool Expenditures &
Results) BT B> THF I — Dk
EZ{THo>TW3,

(8) NIH RAID (Rapid Access to

Interventional Development) 71/

AV

EEREOLE, KRG, GNP, BRI,

BULBAFE. pharmacokinetic (ZE£MBH) W
BIZE LT vi1 OR%, BimEEREl
EDOFHEMOBERBRERET BSOS S
LTH 5. %D Therapeutics for Rare and
Neglected Diseases Program (TRND) %45
T 5, '

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

rare disease WEEA LINIRVVIEE
(neglected disease) DHIEPATE 2R T 5
eI, EEMELERERBROMOBIEL O
MR, FICATERREEIC B 2BREERZE
REABICHE AT 520 I B & Eifid
57075 L5THB. BRI, H¥
(investigational new drug : IND) D HBEiIC
DHERERCT Y ENEL B ETEDE

AEMESRRETEETLEHEL TS

D, BRELEDATIIERIZ W rare
“disease ® neglected disease DFF KBTS
O X D—Ei%E NIH 35 &2, HEOH
e RUERELTAIEERIELTNS,
2009 FEDFHIT 2,400 F RV TH B,
FEREOOVXE. F—4 v b GEIR,
KB BEFRE)DRE(TFT v DBER).
A== 7, @ (BEw b)) . BERHRE
., mRiELicE <. BERMER (EHERO
BE) . BERER (72—X1 (e .
T7r—X0 (BORE, MNEBROBZFICBIT
388 « 7x—XM (KABEEFICHTS
Mg L&tk . Bl a—, 7x—XNV

(BRI Y M =22 ElcBi) 25808
R, BREMEZFVY) ) THB.
e I—5y hORENSAS )~V HE
TTHIE, AP )= DS HbETT
K1E RPLSEERRETTTY | £,

RERWEN S RAHEANOREETTY 2 4.
Tr—X1TH1E, 72—XTTH I E.

7r—XMTHIELLE, BFL Y21 —TY
L54EE, SRS IER Iz KRB

. ég?ﬁo TRND Pi:o)jﬂtxo)qu‘\ ﬁir'Fl

(BEv ) 25, {L2NEHRE. B,
REAEAOREETENREL T, WERER
WBATHHEOHBIIHERFRDFT—¥
ZINET B,
BAENRMIRENEE LT, hEE. BRINE.
SAR (Structure Activity Relationship) .,
ENEEHOEMICBITAENE,. BEREy
2N TR Wi - 5345« AXRH - Bk (ADME) |
EHEE, BETVICBT 2508E. £l
FIFTTHENE, EHRNOEORB, EyBiEz
(pharmacokinetics) . 3h%
(pharmacodynamics) . 2 DORBicHBITB4E
FEERE, +/- BBBBE (blood-brain
barrier) . FotX{b%, Wik, GNP (Good
Manufacturing Practice. B FKUEHLE
AROEEERRVSHEEBOERE) | HE
It ULBMDRAT—IVT v 7)) iz EMNBITS
N5, SAR I3HHETEIEMBE. DEDPEDK
ZHELORH (i, ELEER &4&
WEEE (EFHEOT D RRA M) &
DOEMBERDOZ L TH B, FEEERNRBEN
KRB HDFMEORRKRT -5y b2
WTHBEBEZRZASMITAIEIRES T,
L EDOF EEZIHECHELEERNS
FRTBHEEEHBEEF NV EERTE &
WTEL, ZHNICES T, EREMERAT
B ERLSGAOYEELRMTEREDS S
WEHETES WS FIANH S,

TRND VR E LI WEHERE O AD
26, =7y FOBREPCRAY )= T2
B L Tid, NIH Chemical Genomics Center
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