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(Osteogenesis imperfecta) LLazﬂejmmmiL%wﬁ (Rett dyndrome) Judu (7) YBNINTEIN584
Tsamennlaevhluaznuluingsfiedosay 75 lneftnedesas 30 MAsTingnnuindungusindislony
frnin 5 9au wennillsrmenndsdiauvniug 1680 wu iannmsiadouuaiie/asa niadu
TsngfiuiuagAanden vionsidenanin (Degenerative)  LagnsiiinduuveswadiinUnd
(Proliferative) ugiu (2, 6) LLazLﬁaqmﬂmimmmaﬂiﬂﬁqLﬁmLﬁu{]mmﬁﬂﬁ@ﬁﬁmmzm@iaﬁﬂw
Tsamenn dwielu (8)

1. anmegnlumslesumsitedeignaesuazsiunan

2. eyAINTIIMIWmETEUsTaunsalunisguasn

3. vteyadulsamenndia fustlevinazindetie
ndeaulsamenilAeuinaioy

nsauievdy lerrazufualaluniamasugia

o ok

m3%’ﬂmmaﬂ%’qﬁﬁiﬂ%’ﬁiwﬁqqmﬂ

7. TunsisuvesUsemanieg Sansddgmineiiudadndnanunineins

10l n.e. 2526 Huedausniivssrmuldsudiieatuliymuesiiaslsameinainsienures
AlENTIUNIWRIARTUlsAeNTesdgUIaanizew3n (The National Commission on
Orphan Disease of the US Government) ?}ﬂmﬂmiﬁmimwaﬂﬂmzﬂiimm‘él}gﬁd?ulﬁmmﬁﬂﬁu
$ousne Ieiinsnanialssiiuddgiiioadesiunsguasnuiian 1wy nsiideyaveslsamenn
ogifos nsmundaiunuiiielimsatiuayusiunsiideldenn nmsnudedidndunisusefu
avnmiliannsanseuaguainwineiuiald waznisiideadlafinngdnuigiaelsanioanii
Uszdnsan seunldfinisdndeesdnsitensitedelsamennuend (The National Organization

for Rare Disorders: NORD) iteiduiedasilaluniseannguansenfniy (Orphan Drug Act.) uaglud
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1986 AlgTinsdndanduausmiiofussuuiugnas (Genetic Aliance) fieifiuTnAuaunsa
duilinng ety {]a'«qﬁuﬁ NORD u“ﬁJumﬁﬂsﬁﬁiﬁmmsﬁayjaﬁugmmaﬂmmmmnﬂmh 1,200 1sm
uazileadnsfiinganannnd1 260 esdns (2, 9) FserananliindussAnsfiannsalinnutiemis
dUaelsmvmennluansgersnililuegneunn

Iua‘wm‘wEﬂ,i‘dﬂfcjmﬁuqmmwéjmisﬂmmﬂ (The European Rare Disease Task Force of
the Health) WAZANYNITUNITANATOINUILAATDIAMENTINIEN5YLTY (Consumer  Protection
Directorate General of the European Commission) iﬁﬁm'ﬁ%’ﬂ(513\‘1m’-juﬂ’;’lu'ﬁ"mﬁaﬁuaaﬁmiamﬁﬁ
Tan (WHO) Tunsdnsi International Classification of Diseases 10 (ICD-10) lefiaztidoya
Aeafulsamernidigssuudie uenainisafissdnslsanieinluanainglsy (European
Organization for Rare Diseases: Eurordis) éﬁﬂﬁg‘dLLUUﬂ’]ﬁ@TWLﬁmmLsﬁuLaa’JﬁU NORD (10) Wag
Orphanet (11) Tngis 2 psdnaifumhenufildsunmsatiuayuanenznssadnsanninglsuluns
Usziiuanugnuedlsammenn agndlsfinudinaiaidefinuin dogauazfidormglunisnulse
mentuannnglsudsnsdiliiioms waznsdrfunisshundseadululdenn (2) wazudidnaziinis
fimwnenilsameinlag eenun uifthefldsusnuinudndiduten Meldumianainiss
NARUATIUUTEINAAUNSLagUNEIIRLaz s ueauas Tagulun1siindeAeninwiln

wengadianuuansaiulusdasyssinavesanamglsy (4)

[
I v v (3

Xt ! N & 4' v o o ]
“UﬂwvﬂumjllﬂizL‘I/IFTGL‘ULEJL?JEJmJﬂ’lif\]@m’eNﬂﬂiLLﬁB’J’]\‘mIEJU’]EJLW@IﬁﬂW‘JﬂUUﬁHU@’mG}N‘]

' (%

ISP (% & ¥

WeaiulsamenuIngsu sndiegd1atu Usemagduiladnisindeguddeyalsanmienn (The

]

Intractable Disease Information Center) ulwU w.a. 2540 Fsildayaunuginefiulsamenn

a

BRI Y NieuninegdmunisindessAnsiiegnlinistieriegUielsanigin
wenanuulul 2553 lasudiuinsnisaduayuanddedudiuiui 10 Wudueudmsunisdng
1sAd1uau 130 15a wazdiulouignunismuausiniiuasnene uIadmsulsamenn 56 1sa
S o i = 1 N a v oA U VY o avyx v O aa
swiddinsanAsssillen aavgeunis feq Bnie Wuhgiiulaniunlainisdenwyaiislsam

gnwieAldniulud 2542 uazldeuniladinguunenisaiuaulsaiivnainuazeini1tuun (The

2
v v a

Rare Disease Control and Orphan Drug Act) 8niséaigudlviAusnuauiugnssy qudnszateen

(% L3 a d‘l d‘ Y o = o

Shwlsamenn wazaudormsiasulasuinis ienvglvAmiuinwinazdruienuasainlunis

nszarweninuwlsameniudeUae uenanilgUislsamendiaunsaidnRuiteasnwaulagads

Sovaz 70 visovaualunsanludeniisnglam (12)
dmiudsemalngansenuresaisierUlglsamen na1vin dnswugUaglsamenn

UszanaSeasay 5 ¥99U5E11ns vseandu 3.5 auAuvelseInsing (5) @alsanienn 5 lsainy
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winludsemelne fio 1. lsaiugnssuweatead 2. lsansines-1ad 3. lsanduiilogion 4. l3a
worlulluasluanes wae 5. lsndinsnluiden lsawaliazdmanassuvaues mniladed Shwily
iy 919y lanegninangaswastdeTiala (13) udeegslsinudagiudsemelnedinsvinuaay

= = Y} o & Y o o DXl = = Ql' Yo aa a1 v
L“UEJ’J“MiyJLﬂEJQﬂUI‘mWIEJ’m @Quumqilf;ﬂqi‘Uﬂ']'i'ﬁﬂ‘l“}’]sﬂ@QQU?EJQ\T@JI@ﬂ']aW“'\]gbL@ﬁUﬂ’]ﬁ"]u";\]ﬂaqsm

D eX2e

Aanaakavilgnisideiulunsinugailal anvallesnnliiimsyiuniudeyaadnduiugloey
lsamenn FdsnalvinquiUislsanenlilasunuatdvanuludnsusslesinisdneimeiuiaain
A3y (5) Usemalneansnagisandnaungrunesasuleuienuguninigiiulsanien g,

@ I3
L@SaLMELS)
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<
WA

Wanumunsuilenuvessamenn wavlsaignineglungulsamenn

Y L4 [ 1 [ a 1Y
Wenumuaniunsalauiutielsamentulssmalne wagn1sdnuinisuigUlelsam
gntulseinelne
WBNUNIUADIUNNTUNITUTMITIANISoUsEAuguamnsdllsamenUSeuisuadny
WIHBUATENI9EI NN BN UUTEAUAUAIN wazTIuTIn1TUsEAuYeIUTENUTEAUaUNIN
Lonvu
Wanumuuleugkaznisaivauieiiianisididdulssmaniissuudseiuaunineu
Wi $9uau 3 Useina Tudseiiures auinvestym nsdanistdym
Wadauasgmannis/nseuAnd g Nanusauseendldiunsimunseuuyseiuguainngal
lspmenntulssinelne

d" (% L4 (Y & al 6% o a a ¢
WadaAsgindnnis/nannaiunsaussgndldlunalnnisivuaveundnsusslosiine

nsuUseiuguanauntlulsemalng
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= | ada v = -8 %
ATLUYUIB EJLLﬁ%ﬂ’]i’JLﬂi']:ﬁ‘Vi‘U@%a
NSOULUIANNITIY
Revenue collection
Risk and fund pools
Purchasing Resource
Stewardship b g
generation
4 )\
Provision
[ Personal health services ]
[ Non-personal health services ]

A AN )

m‘wﬁl 1 Functions of Health Systems Framework (14, 15)

nsduAIzRnuseTuinssimunseuLwIAn Functions of Health Systems Framework
(18, 15) AULNUNINT 1 Lﬁdﬁlﬁ%’aLauaLLuzL%auiamaﬁmaukmETLm'@:ﬁmumﬂamaszwqﬁumw
Aefulsamenn Tnedssiiuiiazyinmsmuniussanssuussnousie
1. AUNNTOAUIATEUU (stewardship)
1.1 nguang (legislation)
1.2 s¥uudeya (information system)
2. UNIASIEUNN (financing) dmulsavnenn
2.1 unaafiunvessuUszanas (revenue collection)
2.2 52AUTRINTTINANUAB AT IUUTENI0) (risk and fund pools)
2.3 EULLUUﬂ’ﬁ%@U%ﬂﬁ (purchasing)
3. uMsiuInIg (provision) wngUaglsamen

3.1 M3UIMIans1saavaInunna (personal health services)
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3.2 mslvuimsansisauguitliliuinisdauyana (non-personal health services)
4. puUNINeINS (resource generation) YB4NIASTHALLONTY
4.1 YAans (human resources)
4.2 NTNYINTNWABAIN @01UUINT (physical resources/facilities)
4.3 g1 (medicine)
Tnoangdidoldszysoazdoaniszuvgunmluninsuvosssmaiug uarlulssiiud
Aerdesiunsdauinislsamenn egnalsfnaluuissema dogaanmsnumuissunssuenals

AsutuALYsainnUsEiY Jusdiuissunssuiinaedideausadnfle

YUADUNITAUUIY

NudupsginuiIdedazinimumuissanssululssiunigeg aunsoukuIAaiienay

fngusvasdveauide TaeiiEmasidueifossd
numMIssANsIIINAsUssmAlulseiudewvedsamennfildlulssmaneninasieg

vodlan wazvhmsiUSeuifisunaunnsnsesieuiily suvmuaniunisallsamenn wagnuniunis

U3msinnsszuvguamaastsameinaulssiiuly conceptual  framework  Iaglunisnumiu

LY

1UBNTUIMSIANITITUVgUAMTLAIgYIINIsEanUssimadiedlaeindninaminiinual i Ue sy

408
=he

1. ulssmandszuulsefugunmdounih

2. Bondegnennussmaneldas 2 Ussna Tae 1 Tutaedoaduussmaluriviods

3. WensegannUsswmanglauunans 1 Yseina

%qﬂizmm?‘iﬁmzg’ﬁ%’816313aﬂmwummiimﬂﬁmﬁ?u Ae UseimAanigeLusnd Uﬁzmmﬂﬁu
wazUspinafiauiud fausummanizowiniugnidenidunlunssuiunimumuissunssuusiagll
nsafuieulsidvualiludeusn iesnniluussmausnitiinisesnnganefiiisadeatudiielsa

#w1e1n (Orphan Drug Act) @alananaidunuusensliunussmaoue

A

nsfundeyavznsyianuvadsdeyaiiundetie fie annsansivinig esdns/yalisiiendu
lsamen IngldrAu “rare diseases” MUY “health policy”, “health system”, “health
financing”, “care model” Jugu iieliRuanunisalaennsiuuaziiusediuiildannumu
saunssundudssiaulunisimunnisuimsinnisdmsunisiaussuuyssduguaimlsamenn

Tutsznealne
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Va o %

MEI91NNITNUNIVITIUNTTUANUTZINARENATIAITe i dan s Ussyusuiliuas

q

waniUaguanuAniiuioNan1INUIILITINNTIIlATININMSuATIERnUd B e LN sEUUaUA N
dwsulsamenntudseinalng Wetui 15 duraw 2561 11an 13.30-16.30 u. i viesUseyualyan

Fu 4 a10WITYTTUVAISITUEY 81ANTAVAINUYYIF LagdiinI¥IN15INUnIne1deuiing

Y

dfnnuiauuleuigguainseninelseina anduiTessuuanssigy anduasussivenisilugy
AUTTONINNINITEANIWAIVIR F1TNUALENTTUNTOMITWAZET N1 TInsuTlawazTsianuLiy
TUEIUYDINITNUNIUITTUNTTURALADIUNITA L UAINIINVBI LT AUN BN L UUS LN A LNy T

AauerIdulavinnsdanidedeiiiovetayaiinuiisnudwioluil dinnundnuseiuavnnwia

v A

(aUav.) drinaulseNudiny Nesaiann1sINeINeIuIa NsUUYINaNe d1UNUAMENITUNITOINNS

Ca

Wazen NIEnTRNMTRNdRLLarauiuawewyyd yailsiveyUlglsamenn anauiugeans

wisUseinalng yatislsaiugnssuueaiead uasyaiislsanduilogounss nasantulavinisinse

IWdmmhenunlidmildoredeyaluiduszesy Wiefamudoya Inglananisneusudiagulunss

M3NT 1 wamsneuiudevtisdevetayadinrilsaunelulseina

289y Han1svadaya
1 dnunanUseiuguamuiai galuilasutoyanaundu
2. d@vnnudseiudeny l9sutayanaunauue
3. neswdadnssnwineuia nsudydnans lpsuteyanaunauue
4. dnnnuAEnITINITEIMNSTLAYE) galullasutoyanaundu
5. AsgnyNmRuNdeLLarauiuneq
WY

51 nsuimundpuuazaiannig lpsuteyanaunauue

5.2 NSUALATULALITAILAMAMAINAUNNIT l9suteyanaunauue

53 NIUAINISANKAZLENITY lpsuteyanaunauue

5.4 nsufaNIKgeeny galyllasutoyanaundu
6.  yailsulerihelsamenn lpSudeyanaunauue

7. aneAuiugenanswisUsswmelng l9sudeyanaunauue
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891U Han1svadaya
8.  wailSlsmugnisuweaioad lpSudeyanaunauue
9.  yallSlsAndnuiilogeuuss l9sudeyanaunauue

\Hesnndeyaiildainnisduduniadumeside wagnisveteyaludmuisnulunsnei 1 &

D

Westayaneunauandtnnulseiudiay yatitiiedrelsnmenn yaiislsaiugnisuueatean

v '
A a ¥ (% ¥ va o

wazyadslsandrudedeunsairduiifideoniisadostunisguadiaelsamen augdiseds
Fududiodldnng snowball sampling Litedunuwalteyafisuanunndiviugmans ynainsves
vitmenensu flaelsamen 2 aseun$s Fududuneuiilildssylludeiauslasniside deya
Aenduunnsfiguasnugtaslsamennduldinannduunndiwiusmans wagyadslsandunile
DOULTS
fogaanmanumussanssudsiuiansdinuludssmawazvessemalngasgn

Pandunsziivalausidutolauawus B ulgu1enuNTaULLIAA T UA WA 1
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NaNISANE

NAIINNITNUNIUITIUNITTUINANNUILINA

fNeuvaalsanign

]
o a

Tugaamensse 80 way 90 luansgeriniiinisldandn Isadmsn (orphan diseases) Wud
Tilagmluiiesen  Tsandiguiednuiudesniyaainsmeanisunmdinlidinnuneeiuiagyiinis
adeuaglinissnw ludrsdanenaissy 90 lannsldandn Tsafignasiae (neglected diseases) lu

P a & 4 | v A i o ¢
nsnanddsainennuleglulssmansouneinau vdlna uazvIAwAaUNINEINTNINTWINE
| e d' b4 ° o =] [ [ &
widulsanmudesludseinasisigilrliiusegadalunmsiaunnissnwlsamant (16)

Tunasenn NN (arity) lagnldiluwnAandnlunsimuaiiladulsaiiniuay

lsafignaziagy YseimaansgowsninivuatenulaglddruiuvesUienmualudssina diungu

Uszimnaluglsummuatioulaglddnsainuynvedlsa Arilsaienn (rare diseases) Fsgnununly

[
a %

5 [ [ YR~ o ~g v 1 = 1 L7 A a 1% 1A
wnuluszegnas wasduduiildnanidsanguillungruneiineidedsanguilanme (3)
W3 Trevor Richter wagmnuy (2015) lasiusiudeyadtnesdnsiieatulsamenn
91U 1,109 83Ans Tu 6 ginaravedlan fie awwsnuuile awwsnila wile glsy wensni uagleldy

= 1 = Ya 1 v = a
o wudn dnstrienulsamennianataiuie 296 Gy

dl = b4

28 AB A1 “15AM18n (rare diseases)” UNNEAAB Sp8aY 38 B9a9UNAD “15A

9

Angnle
31 (orphan  diseases)”  3ogaz 6 dmsudresureilnmunininednulsamenignldves fe
“WUuduns1efadin (life-threatening)” “vilwisneniensalnsu (debilitating)”  “guuss (severe)”

way “Snwienn (intractable)” (17)

'
= = a 1

Tudagiudlsaiignienuindulsamennudauszana 5,000 - 8,000 15a Fausznausiengy

Y

v

TsamnaRnUnfvaiugnasy Tsausds enuRnunivesszuugiduiu suluddsaiaide Inedesas
80 wodlsamenninuidulsamaiugnssy fevas 50 WWulsafiAnduiin uazosay 30 fuaengulse
WmenzdetInneudy 5 vau (6, 16, 18)
taguudalifidrddnmnuiiduanadmiviansanilsaladoindulsamen  lnsusas
Uszinaladinsimuaionmvesdsamenuanaieiull 1wy Rare  Diseases  Act (2002)  v@9
ansgeuinldfundenmedsavieruiiaundfivldenliin Tsavsoanuiaunaaildmoudidu
Tsatfosndn 200,000 au vazdluglsuldfinslideslsamennindulsedfidulsedosnin 1 Tu

2,000 A viseliAugnteuninfesar 0.05 (3, 9, 10, 17-19)
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'
Yo v

Tudszmagdu nqulsamennanduiidniulude lsafishenenn (intractable diseases) #39

=

Nanbyo @slull a.a. 1995 N3eM1aETUAULATTARNT (Ministry of Health and Welfare) 16l#
Adenalsadisnuenin iWulseilidamg Sslifinmssnviivssansamuasdulsaffldmoudidu
lsafoendt 200,000 AY wselliANYNveLlsATaaY 0.04 Iuﬂismmjﬁu (3, 12) Tunsalvasusewne
Fu MsUsEyuIdTnmyiunviugmanslalideslsameinaumngliin lsamein Ae
Tsafiflanuynuoslsaesndt 1 Tu 500,000 au wiefauynveslsalumsnusnintesnit 1 lu
10,000 AU (12, 20) dwsussdmseudelanlgmmundenulsafimmenliae Lﬁuiiﬂﬁﬁﬂﬁﬂmﬁﬂ%’ﬂﬁ
Tsnfavaz 0.065-0.1 wazsliiefaunmmsalnsuvdeiinnuduthodesauicduiedinld (12

M15799 2 laasuilevedsamennilaluudazUssinall

P a (J Y !
#1319 2 u%ﬂiﬂiﬂﬁ’]ﬂ’]ﬂ@niﬁ]’m’]u&jLU‘L!IiﬂLL@%WJ’]@J‘QWUENIiﬂV']EJ’qu‘lJi%Wlﬁﬁ]'N‘]

Uszina uugidulse ANUYNTBILTAVIIEIN 91984
MULeLTY

WauTud - (<1 Tu 20,000 Aw) W3O3R8AE 0.005 (21, 22)
ey - (<1 Tu 10,000 AY) 585088y 0.01 (12, 23)
LAY - (<1 Tu 4,000 AL) 58 Seway 0.025 (22, 24)
Juu < 50,000 A | (<1Tu 2,500 Aw) vi3oFenar 0.04 (12, 22, 25)
dunlus < 20,000 AY | (37 Tu 100,000 AY) WeTaEaz 0.037 (26-28)
LNUALS < 20,000 AU | FE@ 0.04 (12)

- (<1 T 500,000 A) M385088E 0.0002 Tu

Uszansinly
Y (12)
(<1 Tu 10,000 AW) 30SEay 0.01 Tu

YSNLSNLAR

walewdeLiley

20AWTLAY <2000 AU | (<1.1Tu 10,000 AL) NsBSREEY 0.011 (3, 26)

nivglsy

annmelsy <2000 AW | (<5 Tu 10,000 AL) soSeEEY 0.05 (29)
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Uszine Funudidulse ANUYNVBILIANIELIN 91989
Saldy (1 Tu 10,000 Aw) NIes0EaY 0.01 (28)
K5 (1 Tu 30,000 Aw) 3o¥eoraz 0.003 (30)

miveowsnila
A - (<65 Tu 100,000 A) sa3oE@z 0.065 (23)
Us1%4
(<1 Tu 2,000 Aw) Ws0F0EAE 0.05 (31)
mMvssnuile
LALLIAT - (<5 Tu 10,000 A) %i305088Y 0.05 (26)
AN3FaLUSN <200,000 AY - (32)

wanniloanAruynilie1adsluseduysemanenised 2 uds luniieauuazeddns

199 wiluuszmadeaiuidadnsdenulsamennuandsiuesnty lagainnssivsiudeyaves

Trevor Richter wagAmy (2015) WupuLanAvoImdeuildlaunsansiies aelulssinatue

daagulilu snsnedt 3 (17)

= ' a A Y& a ]
$13199 3 ﬂ']ﬂ’l’]ll"qﬂLQ@EJVIQﬂi‘UL‘Uuu%J’]ZLI‘ZJENIiﬂ%WEJ’WﬂI‘LJLLG]ﬁS‘UiSL‘Vlﬂ

14

NUNd599

ALRAEAUYNTBILIAIEIN

Aenan GUGEG
(1:100,000 Aw)
LAULNSA 1 20 13
Saldy 7 50 19
aiLnu 10 50 21
wansnla 25 25 25
730 1 50 38
LAUUIN 1 50 38
o4 2 50 38
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ANRRYANYNVRILIAINYN

WuNd1573 Aenan Agagn
(1:100,000 Aw)
LULsBLAUA 1 50 39
glsy 2 50 40
ANIIVOIUNINT 1 50 40
2Ny 1 50 40
anonuaun 2 50 40
dna <1 50 43
TUuaus 2 60 45
oI 12 50 46
duhy 2 100 51
Us1Ta 50 65 58
An3gelsn 64 64 64
u <1 150 76

Tutssiitunsfienslsamenn nanlasazuléd demvedsamennlutssmesigg sauss
mhenusneg Aiertes Suinnstouiiuansneiu Tnenistddeudunisldidu 2 wuundng Ao
fomnusiuufielsatuiouslulssmatug wazdomnuanugnvedlse lnea1dededild
dsumstenunusuiufiheimunogluag <2,000 AU - <200,000 AU wagAEeBsTldE Ty
nstignumuanugnvesUseglutiaiosas 0.0002 - Sevay 0.065

Uselomidmiunslidiousesunuihetouelulssmatiug fo uisnuanviotiudn
gnanmnsauszdiunudimuluniside Waun uastidheniientsd el ssmatiug 16 (33)

nanuynluyseyinsiddesvesngulsavienn nelviiiadgymiduiiedunisdanis

TusmsuazguanUlglsavienn (8) fall

o uITELNYINUlSAIEINTIABUTILBY

' '
s N

e nsvadeyaniinunmuaziLelafiulsamen

® NsUIAYAININIMITENNENTUsEAaUNSallun1sguasnwEelsArien
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[y

e auentunslasunsidadengnaedaziunm
e Al¥eigunlunissnm
®  YoINNANIPIUNTNEINTIALIANIZUTLNAMN AU

v U 1 ! 14 1 a o [ a o d Aa
L4 ﬂ?iWWUW@?UﬂVT&J"‘] QﬂiJ@fl'ﬂvLiJﬂiJﬂW"lﬂﬁﬁﬂ'ﬂﬁ']%i‘U"Ui‘HVIEJ'] Inglsamenniiies 5% N3n1s

Snwnawng (16)

[
a o d\/LQI

WaduuniTeudnsunisusnisannisisameiniulseinelneg 1asin1sdedlanuniunis

'
L3 ] o

UImsdanistsamenlusdasUssimaniusunuanseiu Ao ansgewsni U wasiauTud o

Fn1sveawsazUssimaunusuldlimunzauiuusunvedine

a5y
ANNIINUMIUITTUNTsuluUszudenuvaalsamenitu ddeaunuln Jeluidenulamdy
Aoy A YR | = Y] ' ~ ° a =1
annantamilaununilan ngluwsazUsemansaseauNUIgaIuinITAIMUARENUUD IR LDV NS
o a 1 Y @ = o Yo g./’ 1 ¢:|' VY @ a I 1
Avuadenuuudladu 2 wuu fe Fuusiudthelsatug aeludseina (Anlddutomeslugie
<2,000 AU - <200,000 AL) UALAUYNVBILTA (ﬁ?ﬁi“fﬁﬂuﬁﬂ’maEﬂﬂ‘d?ﬁ@ﬂﬁ% 0.0002 - Saway

0.065)
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#1530131301 (United States of America)

UauaNUTIY

FWIUUTEIINT 323,127,513 Au (Toyat 2016) (34)

$1elareUseIns 57,638.16 USD (Yeyadl 2016) (34)

Al UguAIN 17.14% Y09 GDP dndueilddneniasy 48.3% vasrldingauauniniianie

daurlddn8 out-of-pocket Anidu 11.0% vosAldinesuaunmiisiun (Teyal 2014) (34)

EE

5¥UUUTEAUAUAIN UTEAUFUAINBNIUATOUAGUUTEUINT 67.2% UseNugunInuedsgasaunqy

[

Useung 37.1% UseiuguninvesssiddAgusenouis Medicare  ({geeng 65 TUuly) uae

[
<3 o

Medicaid (nqugiiselaios) (35)

Ussimmavigeuinuiulssmaifiussunsuszanm 323 uay Dudseinaselaas dwmsu
Alddnefuguamadsreaudelvassemaanisoiiniduiuldigadudusuiug vadan Tay
Toyavedd 2014 wuhaildiemsguamAndu 17.1% ved GDP (36)

E%’m%’uamuﬂﬁaiﬁmﬁ’u‘bﬂmsnfflmhzLmau%gam%mﬁ?uwij fUsznsuseana 25-30
Fruau (7-9% vosUszannsiemun) AldTunansenuandymiuauamiiAsatulsamen Sy
Uszmﬂaw%’gaLm%miﬂé?ﬁmmqLﬁuiiﬁﬁﬁﬁwmuﬁliﬂwﬁaaﬂdﬂ 200,000 Ay (26)

ﬁm%umau%mﬁmmi;ﬁﬂasiiﬂmmﬂﬁ?u lutssinAansgousnildBuiinsnanedgmi
Tugramenssy 80 Taelut 1979 AmwyIeIUTINTZIN Food and Drug Administration (FDA) wag
National Institutes of Health (NIH) Igaanseeudon “Significant Drugs of Limited Commercial
Value” lei3enfedliiinsdmilasinsifieatvayunsidouasimuordmiulsaififuediuu
tosdadugnfifinanouunumaasugmansi (37)

Tuthsnafentu nquiihelsmmennuazanildsunguiuiieativayuniseonngrneiay
PeliAansimInsinwlsamenn nssuivssngudinanilugnisdadeosdnsfidedn
National Organization for Rare Disorders (NORD) Tud 1983 Taedl NORD HupsAnsdn vﬁyﬁlﬂaa
wndsulmiioatuayumssenngvine warnsquaritiengud

[y 1 |

nannsindeulvesesdnsitielsamenyilsifinnseonnguunedid dglaun Orphan
Drug Act Tud 1983, Rare Diseases Act Tutl 2002 uaz FDA Safety and Innovation Act Tud 2012

Wudu (38)
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1. NM59AU1aTLUU (stewardship)
1.1 nunng (legislation)

1.1.1 Orphan Drug Act (1983)

naduLiiada1nsed1u Significant Drugs of Limited Commercial Value Tu¥ 1979 uazns
Juilsrnuiuresssaniluason nsesnnguune Orphan Drug Act Tud 1983 Fsdielaaniu

ngraneatuwsniulaniignesnuiiieazaiiausegalalumadeuasimuedmiugUlelsamenn

£%
1A a J

lagenguilgnisendt 1 (orphan  drugs) lagunsnisgelaliiinnisiauneniinginunain

9 Y

1 |

nguaneatuil Tiud
- Wavdfimvuiuivguanendune 7 9 lumsmesdwinaatusiidiesiie
- atvaywavyszanalunsiamnge sl
- WavdfimwnanSdmsualddeusnenslutuseumsiifenseainuesentm
- ondusssudelunsiuvesyRenanesdnsemsuagen
- ﬂ’lﬂﬁﬁ’nmz‘ljﬂLLfiI}ENaG]Lﬁﬁ’;ﬁUﬂ’]i@@ﬂLLUUﬂ’]’iWﬂaax‘iLﬁ@ﬂﬂﬁavﬂ’ﬂmﬂaaﬂﬁﬂ Lag
Usganduaveebidulumuniasgiu (16)

Orphan Drug Act nuualiin15@9 Orphan Product Board n1eld DHHS Imaﬁﬁg Y

(%
a

Lav15N15UD9 DHHS ﬁ@LLamaé’mqmmwL‘T]uﬂisﬁmsﬁmmzﬂiimmimﬁwﬁﬂﬁiumiéaLa%:umi
Wnungiargunsaintasunmddmiulsamenn (39) luthdgifuniseenngyang Orphan Drug
Act ﬁiéfﬁmﬁww%ﬁhLLiﬂﬁmumiayﬁa‘lma FDA fi@ &1 Panhematin endususneilsa Prophyria
»13 Orphan Drug Act adudl 1983 Henuweslsanienn A “any disease or condition
which occurs so infrequently in the United States that there is no reasonable expectation
that the cost of developing and making available in the United States a drug for such
disease or condition will be recovered from sales in the United States of such drug” Falyd
nssryuienugnlilufonw sunssiinisudlunguunglul 1984 ThaAsudenuduiu lsad
T uugtheteenit 200,000 auluanigewsng ‘vﬁaLﬂuISﬂﬁﬁﬁwu’auéﬂaamﬂﬂiw 200,000 Aulu
an¥gouini ffluualtrinsinwilddaruduamnisiudediauinisinudutiun @o)
n15uAlY Orphan Drug Act Tud 1985 ¥irlsiiinnsdnda National Commission on Orphan

[ )

Diseases LaUsgiiuaniunisalinelnunsisenasiauiendmsulsamenn (41) felseansieauni

o w a

Tfeazudrdny laud fUeuazasaunsiduanasldennegluseninnmside nuideineadulsamenn

9

warn1ssnwdwianaau dnisiiunsiloudUislsamenesgniunuisnuiiieidos szezaa

[y

seninanistisuaznsiasunmsidadevesiUisUszananimilddnannnnit 1 U undsleya
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Wenfulsadmiugihedadives UseiuguamdslinseunqunguiUlelsanienn wazn1svindeya

NMETEUININGIVBILIAMIEN (ANUYN N13NTEMIVRIRUIL) (42)

1.1.2 Rare Diseases Act (2002)

(%
Y

ngMuY Rare Diseases Act leanUsduldlaeiingusvasd 2 Usen1suan Ao n15dnng

[y

Office of Rare Diseases N181@ NIH ag1adun1anis waztiloiiun1sdnassaulszanaliunniside

wazRuINITIdeLazsnwlsanien WeomtdAgueingmuieatull A n1339aRs Office of Rare

a

Diseases Research N1sdaasuniIsamuazidoieafulsamenn nsaduayulvinisdainssuu

o
Y 6

nzideudeyaiieaiulsamennuazlsamnaiugnasy wasnisatduayuliinisdaagudanudude

Y

[y [y

(centers of excellence) lusgAuginiaduiteyinide Wauin1sdesiu auau 3lady wazsnuilsa
#e1n (18) @9 NIH Alein15ad1aasar18n15I98n19aatna1ulsarien Usenausie 27 daanvulas

Aug Nlasunuisemumsunnddmsulsamenn wilsluiy As National Center for Advancing

Y 9

Translational Sciences (NCATS) ﬁgﬂdaﬁgﬁﬂu% 2012 LLazLi‘;memmﬁLﬁuLﬁ'mﬁumi@JLm%ﬂm
faegumaunnddulasinsdiiunuidesuiumhsaudug Aanumisdestuanuie
AUlsAIEIN 19U Rare Disease Clinical Research Network (RDCRN), Therapeutic for Rare and
Neglected Disease (TRND), Global Rare Diseases Patient Registry Data Repository (GRDR) &

Genetic and Rare Diseases Information Center (GARD) (43, 44)

1.1.3 Food and Drug Administration Safety and Innovation Act (2012)
Junguunednnilsaduiidney Alillemdieduasunsimuinissnwdmiulsaneinlims,

¥
[ |

Ju laun Heglitunsuniseydfevilaiiitulaenzlulsamenluaniifinsly priority review

Ql a0 1 ¥ d‘ 1% ] IS o 1
voucher tidnsilduTnvesdeingyiulsameinlunalnnisvieuves FDA In1sivunagesns

'
Y a v a

breakthrough therapies @vihliusgnaimuin1ssnwilsamenniddosmnistitelvenlasuniseysia

1897 (45)

1.1.4 Patient Protection and Affordable Care Act (2010)

o o A

ngruneatuddg i ludiuniweinisujiussuuguaineedansgosng nguuneatull

o

£
a L

sontldlul 2010 Ineuszanwiduauisn TevwniduaudAglunisatuayunguuneatvll 3useniu
AnUnndn Affordable Care Act (ACA) 138 Obamacare lagillomddguaanguunslunaisussinull

navarulgasalul 2014
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neunnguneatuiiazeandeduld fUlglsameingniniunisidnfiassuuyseiuguam ain

[

wleveUseiuguainidanuuendiu Reulvvesseuuyseiuavnmuessy Medicaid  Milvadnin
a1eUTENNS WarnsTiNdteAusnsieglusyaugs

UszwuddynguuneatuiineliinUselevisediielsamenn fe nstdaduliusenyseiu

1 a

sosausnIsUssiuguawlisznsuynaulagliddsisannzguamindueg ity Jesiuliliuiom

Y
Usziudindnsussleviuingugiieniianuiuiieeginy Jestuldliuisnissiunuesssuden
gufuludmsugUieniinnuidviasedidu dnsimunnauvesriuinisiigUiefessandneed
(out-of-pocket) UasiulylvidinsimunnaiuvesdnsuselovingUiglasunaneUuasnanndin i

ananunsalddnsuselovivesseiuaunnvesioudlafiseny 26 U (43, 46)

1.1.5 NOUAN8dUY LN8ITD9
d' d‘d ! d' ¥ [ % U Y1 ¥ U .
ngvEnedus AldnnetesiunisiaunsinwgUlslsamenn laud  Safe  Medical
Devices Act (1990) Mguseulviinsanvgounuainiseulfldiasosionisnisunngmninsesiiotu

gneanuuunivelddmsulsanilgUledesnin 4,000 AU (humanitarian device exemption) e

1 )

anauwazAltIelddmnsunisasestiontsnsnnddmsulsanien (16) wenanil delingmune

gniauesiesganILazgnuINIiu FDA Safety and Innovation Act Ll TREAT Act @l

[

MOUTEANALNBLTINTEUIUNSTTANUALaULRNITS NN FAST Act il ingussasAiialidaaiunis
o 9 o = = | Aa | i | P
Wnu1Nsnwniiausuuswaziinudswedings (Wu naulsanienn) waselvigUieaiunse

[Wnan1sSnenlai$8eaTu

1.2 s¥uudeya (information system)

1.2.1 Rare Diseases Registry (RaDaR) (%@Lau Global Rare Diseases Registry Data
Repository [GRDR])

Julassmsiiedasmiszuunzidounnsgiuinsisulag Office of Rare Diseases Research (

[V 7
v o

andnAsTumIY Rare Diseases Act wagtlumiisauniglsl NCATS) nisanfiunisiasenisiilusves

SUAY B N1ITUANINSgILYeITeYaNa1d (Common Data Elements) sausiungileugUislsam

81NN 8IANIHUIEA9T Wnaeiu Ingudastayaliidrduuinsgiundmuald ielvaiuisa

[
A

~ Ql' % v vy = P ! Y a s v o 9 ¢ PR
Feules wazuanifeudeyaduld nswenleswesdoyamartnelmfnesdanuidmsvesdnsgiae

[
1 Y v a

wazlin3de YrvatuayunTIdeneInulsanien wenantddidmunaieldssuumeaiuillunig

.:4' o Y I3 a Y o a v
Wweulesdayanuasdnsinedivlsamennnilandnemie (27)
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TassmnihsedduszozusniiBondn GROR fnslaliiesdnslsamenniiing Jouiiheegudn
$1u1u 12 09ns adeaidndan Weneaeunmisaspudeyauld Taslassnslussesusniuaalud
2013 Ygymdimundenisenfiunisluszeziises Ao nsldmdninlumiioutureusasnzdeu 3
laginslyuativayuun Harvard Medical School Department of Biomedical Informatics Wievh
unuidenlosdoyaddmiunnsatudilisedu uaglidoazuanlasinisiiies GROR 1 13

ngilgunnsgiunusufndseuliaunsahunldiungideulsadiuaunn wu lsamenddet

A1 6,000 1sAle

lassmsssuungileulsamendsadiiunisde udidsusduuunisaniivaulagazlyl
v o = 4 oA [ v o v = 1% ¢ Ao
anaszuungiloulsamignnuuuninaud widdsudunsdnyiunsgiuvesteyaiiieliesdnsni
neideulsn warglleingieitessensuld ndRndnriuinsgiusnanasiinsiewns ik

29AnTeeq wierhluldsely (47)

1.2.2 Genetic and Rare Diseases Information Center (GARD)

GARD (Tulassmsfigualae NCATS Taifugrudeyaumsgruiendulsamenn Tneiideya
voslsavenn TeyavetesAnsiiguatiemdstiielsameinainiilan Hiusumdwiisatulsem
87N Uaya orphan drugs LLazé’Qﬁ%’aaﬂaLﬁaéﬁwmﬁaﬁﬂ%%ﬂumﬁL%T'm'm%’aﬁmﬁuisﬂmmﬂ 1ol
foga 2 nwn Ao mwdange wagawu  (@8)  awnsnudfsfeyamanillénig URL

https://rarediseases.info.nih.gov/

2. AUNTARIFUNN (financing)

2.1 uvaTianYeasuUsEaal (revenue collection)

nTeyavesd 2014 ngrudeyavessuiarsiannuil Arlddngauguainvesuseine
ansgouinmanidu 17.14% 183 GDP Ssiegeiigauszimanileveslan  lnoaldareduguam
fananidusuussanunaig 48.3% Sefoieldeieiugunmuesavigewiniuiainninenty
Tudnduiigendn (30)

ndeyamsUseiuguamvesssvivuluansgeninid 2015 wud Usswiwu 90.1% 195y
AnuAuAseIInUsEAuguawrialawianils Wuusziuguammenau 67.2% (55.7% figniun1sdng
U 16.3% %@ﬂizﬁu@mmwé’wmmm) UseuguAmYessy 37.1% (Medicare 16.3%, Medicaid

19.6% wag Military health care 4.7%) (49)



31

aeldngming ACA FUrglsameniianssuuseiugunInuessgua Ae Medicare wag
Medicaid (43) Bellsgazidensiail
Medicare \Juszuuuseivguanilianuauasesivussrvulungudiongdiu 65 U syl
A 65 Yudymnanin wazidugUlslsaladuaning Fausnisdnnistaesguianais lngazuus
saniu 4 Ussunnaasialuil
- Medicare Part A (Hospital Insurance): unuUseiutlagasounquuinsyUlelululsmeiuia
waznsdnidudisaandus) Tuaaunenuiadug laun skilled nursing  facility, nursing
home  care, hospice  LUudu lneiludeusziulunquilazlidesdnadeyssiuiy
dl U Y LY a I ¥ 1 ¥ V1 dl 1 a v 1
WesnnsglainsvinanRuiieuluds wardigaunuannuiedns glieaednendtesni
10 U dosweuseiuuau A lusian 413 USD/ARBU uinAgd1en1¥u1nnd1 10 Y - 13 ¥
Adsansadeuseiuweu A lalusian 227 USD/ieu (50, 51)
- Medicare Part B (Medical Insurance): tHuunulseiuiazasoungua1usnIsUieuen
I a ¢ \a dll = . | | |
ATUINITNNNITUNNY AET LaEATUINITOUS N Medicare Part A thamqu LU AINNT
nMenmU1da A1UINITIANEIVIE A1MTIINTBsUURNT AgUnTalnIenIsUNTg Lagen
n13fnwmeuIaiiiu (50) uenaniinisuseiuguainuay B 1 dinsaungulufsenndagng
Tngunng aelauseiuguamuay B dldaseuaqueniinsvsesdmivinuigiielsam
81AUNNTEA 19U 81 Galsulfase (Naglazyme) d115un135n8115A Maroteaux-Lamy
= a a a a 3 Y oy Y
Syndrome ga.dulsaymeniiinananuraunfinIsiInanyeImis wageinmindeslyiu
4 v 1 = < o v Y .
gunsalniglutnu Wi 81 Dornase  alfa (Pulmozyme) @udugndwmsugiielsa Cystic
Fibrosis - AIsndudedldgnauiuiniasgaru  (16) edrelsimuluunudseiuguanmiliae
Useriuagrosdnealseiuluidagifouiuduiioway 134 USD wsegeninduiusels vle
Tudnnsdhidunisuseiuwau wuu B deductible & coinsurance nanfiailiagUaeidniunis
SnwEieeAeddngA13N®1LeIIUNINAYATUINRY 183 USD wisanniulunissnwiasuiely
AUiedeaslisunnuduasesnndseiulagdneaiuinisiiesiavay 20 vaerUsn1silasy
ANUANATBUAY AD AUUTNITNINISUIME N1sIiNsShwdUiguen wazgunsainianis
wnne (52)
- Medicare Part C (Medicare Advantage): 1Uuunulseiuguainiisguianatseynyali
US¥nenyuausuiunsUsEiuEsudu gdeuseiuaiunsadendaiiiuniulaninuiug A

V3K B 39Qnisendnyadn Medicare private health plan lngguiuuluuwnuyseiuyiing

ﬁwuu’mﬁqmﬁa Health Maintenance Organizations (HMOs), Preferred Provider
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Organization (PPOs) tag Private fee-for-service Foudupdoussfuitsneliiuuidnss

%uagui ‘”ULLmumsﬂszﬁ’uqmmwﬁﬁ%@dszﬁulﬁaﬂ (52)

- Medicare Part D (Prescription Drug Coverage): Lﬁ’fJuLmeJizﬁ’uqsumwﬁLﬁuﬁw%mﬂwﬁ
AmNuAsaUAgUAUL Fuiilesanlul 2003 finseannguanefiiienin Prescription  Drug
Improvement and Modernization Act laefjdauseAulu Medicare yinaAuamnsaamzidon
fagldusnsluuny D 18 Tnsansadendeusymilsdaiiinansuuutufunssrededssiu
usiaglaiAudauan 400 USD fieusyiudnfufiasfoaiensuuuunmsedevssiuinngsi
Fesonss (copayment) 1Uug1wauku 10 USD wiseswanaidudndiuiosay 25 vosanen
(coinsurance)

nounguay ACA elinataduly Weruseiunulianenly Medicare Part D 912,830 USD

wa? ArlgAnelugaesiaus 2,831 USD Ui 6,440 USD 1 fuseiunulzdassuiayauailydneies

[
{ =

Vaviae Aldaelugiatidagnisendi coverage gap 30 donut hole  videanldIEIUNUY
Alddrediuga fusziunuaslifuanuduasesalddnelnesguradnaiedadenit catastrophic
coverage Felugraenldaneil ﬁ%@ﬂﬁzﬁuﬂzﬁamdﬂaLﬁuﬂszﬁuLLUU coinsurance %38 copayment
dwdurelu Medicare Part D iisadniosivitu (52)

Medicare Part D Hufimuddysofuaslsamenn eannguerdmdrdmivineiias
lsamennievay 46 aseuaauedly Part D nguune ACA  fldwudiegUiglsaneinlagnisin
coverage gap f® LLVIuﬁ‘Q’U’ﬁzﬁumuﬂzﬁaﬂ%}uam@Uﬁﬂ%ﬁhEJ%QMMG]IH?J'NW]I%}T\]"IEJ 2,831 USD-6,440
UsD anelldngmng ACA ftheldandetaseimildutismlding coverage gap i (16)

a

Medicaid 1Jussuuissiuauaniinseunqunguidsielates §iin1s dgeeney auniuen
a & § = ! ' Ao 1 & £ ' [ aAa a a a

MPIRIAssa n uazaAwisnundaldiiyes Wudu IngluudasSyaeidnslunisiansainisuinig
Jan1slasein1svesnunglddeimunvesiguianaie asusnisimundinlasiansnassuuinig
YBULYAYBIUINT BagUINITATUET AIUANNATEUARUUDITEULUSEAUgUA W luLsaE ST unNe
fuskazuamuvesngladniuldlunmsuimsnuvedasinsdnaiainisauauainungeinaumse
= v Y Yo o a [ I ! ) aa & [ '
fingladeyazlasunisaduayumanistiuanisuanatuagdndrunilaanagniulae Sgualuus
a¥3g (53)

meagiuuleuisguamlusguaanesidennediugUlslsamenn Califomia Department

of Public Health laaufiun1siasanisnsiasansaannLsniiafiannuasainsinsluidadonas

SnwnlsamaiugnssuvisernuraunAudiLinvewmisninngadu JagdulassnisAnnsesilanunsadn
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n509LsANRAUNALAUTELN 80 1sA Wiy 1sANdiANURAUNRYaY Metabolism  szuumalsvie  way
Fulnadu WWudu f9lul 2016 nulasenisiladinisverslasanisuindundsannilainisosn

nouelyi COPH ve1elAsInIshasiiun1snsiafansadlsndue) (46)

2.2 S2AUTBINITINAULELLAZIUUTZUN (risk and fund pools)

[
=

FEAUMITINANUFRITTUUUSEAUgUAvRUsTIAanIgaIsn1Tu Fuediudniuseiu

guamvesienUseiu uarliladinudimeziunisdutiedungulsevinenn lneiiussavudulng
FegoUseiuguamMeNtuazinITTINANLAssluNquTeUsEAUNUT IR IUTINISUTMSINNTS

Usgriuaunnvesuseiuguamiensudnazdnnisaglusaieniu risk pool ves@euseiugunn

Y
[y

nyudsdineglunduussusunveuseiuvesusdnmildluistug

'
v a a I o I 4

ANlASUANS Medicaid AUNISTUIMNITIANTTVOI5TUIRTRsTH9Y Tnedndaanizngunguy

9 Y

54

[

= R Va 4 a gj § @ 1 1 a = . = <
ZJT]EJVLWL!@EJ WWA9 Qé;l\‘i@?q AURTUBA NENANATIN LA LA ALAINTIUN QllliJ‘QG]i risk pOOL AwUU

Uszmnsnguilnielusyiug

ANlAsuaNS Medicare Wun1suimsinnistaesguianandbiuingudgeeny uasiUaelsals

9

[
[ [

TUAANIEY ATOUAANUTEYINT 16.3% Ul 2015 iasnseaulunsusmsdnnisegfisguianand 3

919881931 Medicare 1Ju risk pool #ilugiignvasszuulsziugunnlulszmeansgowsni (35,

54)

2.3 UkUUN5¥BUINT (purchasing)

N5¥RUINSTUBTUUTERUgUANITLY B9l aN15aILUU fee-for-service, capitation Wag
pay-for-performance dmsuguaguanann1sIeaIsssUldeun1sUTeiuguan (insurance

premium) ka7 FasndufesdneAiusnisaiunsn (deductible) nssanTIeeasuiladnsuuIng

(co-payment) M33IMAUANL % VBIANUINT (co-insurance) FaiaunNUTEAUgUAMALTEUUNS

(%
| [y

eludnunsil wazlionsINIsINevaLiazadIuLazEaulunN1sIeNLANFeAWean Y (35)

IS 1

UsginaanigolsmiindlisnunifeitestunisauasudUlslsameniidrdn g vaty

ee

=

[

MUY A3
FuUI99U National Organization for Rare Disorders (NORD)
ANYULVDIDIANT onwu lauasnails

N13M0RAIBIANT AnannIsnivesdtieiadoulniiiioativayy Orphan  Drug  Act
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(1983)
- SuUTEINUANNF YT UN U
- {UUTR1A LU ATUTINANITNAAYDIUAAS DIANTHAZUTENAINY 13U
atvayudwiulasinmsiianutiewieaey
- AsssuenanAnTeUARaLaY AL TNBIANT LARUIINNITIZANNY
- yelnanyadisuasyunisfinuivesesAns
- AANTTUTTANNU LYY 914 Gala dinner Useany
1N199UEDAITNYINGIUTA WU Patient  Assistance  Programs &4
Uagduanunsaliinisviewmdeld 53 1aa laslinsyismdelueilydne
soludl
- fruuimanemsunmdiilieglunudunsoswesseiy
- mslimnuhemdemnueslaglifaliisdmiviienlifiuse iy
- mslaruthewdedumsiundentudslsefu anuthewdedu
AdsuseAuiifinefessnesiu (Co-pays)
- Wnrmdowmdslunsidumanas ifndmsuginefiazdondunean
W3 IR NATNNvToNSIITUNMTS IR UG

'
=l 1 ' o w =l

- Msveensiinfanslasuendediegedadniaiion1sinuivesUae

= X U i Ay Yo wa o v § v
Lu@\ﬁ'ﬂqﬂQﬂjﬂiiﬂﬂqEJ']ﬂU']\‘]Iiﬂ@’]"Uﬁ]g‘ENVLiJNEJ']VleﬂiUﬂ'ﬁ@TéiJmﬁ']MiUeLsU

Tusnw

Frfufinesonaagldfulsslominnmadiulunsitedelnl
n1stin1strewmdeunnansiuliluwsiazlsn (19w vialsagisanizaen
vrslsataeaaieuazasssaisuuse fuguaiw ud) duaniny
Hemdedesadnsiuanutiewmae nedlasudndenaglasunistismvie
pdtay 1 T uavanunsoadasvennutieimdevalldluddely
FUaefiannsadniunugioivaeainlaseinisyes NORD  Aesdinaauid
ol

- fUheavaelin1IdduudIvIvaUnTeliTayas 1989 NUNNE

- fUheRnsenduegluanigowmsn

- {theilnuaudRnnunaeinisdieaeniunsiuves NORD

WU Patient  Assistance  Programs fildiaSuneluudadnedu Tnesdunis

Hremdelilalden n153lads warn1sdnnstigUasdngnisdnunidenis
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AaTn
o Y a & 13 (BN} . . o o 1 A
MnUIMUUDIANIINYNY (umbrella  organization)  @1IUALANGNNTD
14 A g v 1 A v o P
aeAnsluaseteilinudiemaedUieiazasounsivesduielsamen
Tudszinudissaludl
- wrasdeyalsamienn eIy uIdeneadiln deyadmiuunnd
Toyadmiudiieuaruananily wasUseiuguam
- lassnslviadnudigmaegUislsanienn (Patient Assistance
Program) A1UATTREY WazN1SI91094n155n91 1198y 1ATIN1TIENS
AGHN
13 Y [y a [y . =
- Wudarduayunanvesfianssuiulsaienn (Rare Disease Day) Lien1s
afeanunsgninisadlsamennliusevulasuiegianiierinauin
84y
| o 14 = Y = o
- wndssIuniNdeyassdnsiiediulsameInaus Mlan
[J v & 1 2 (3 a
- vhwthinduusdeliiuesinsaundn
- yhwthidu organizer TWiugaaMnssuMIaNISUNNE waziLieIyey
arulsamginlunisidenasimuin1ssnwilue W1y Corporate
Council
A < o o Y
- ndeulmidfieatuayuuleuigifgliulsamen

) 4

MUUNNSuazEldeIa V1
fdinaulngsy Connecticut wazdl 2 d1ngugae?l Washington DC
LLazifn; Massachusetts

(9, 55, 56)

National Center for Advancing Translational Sciences (NCATS)
Wumdeaunels NIH
Aesveghadunisnisdled 2012

WUsEININITFUIANANS
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nszduliAn wimnssumsitouazinelulad ewamunmssnw Idadelse
waznisuimaluladluldlidausiaswasUssndadunulunisiamun
weluladiug lnenisadraniediefuiinide uaznaensu Teyuun
1n398 AAenau Tun1sITeRmuINITSNY 1azN15INDUTUAINY
TNINGIIEATN NN TRNNSUaENLAVAIUVTIVITN

(57)

Rare Diseases Clinical Research Network (RDCRN)
lasansnelanismiuguaves NCATS
gniInnsliulagdtinanidelsavienn Office of Rare Diseases Research

(ORDR) 1T 2003 Fsdaqfu ORDR egelfinisiifuguaues NCATS

19SuMuAdLaIn NIH 511 ORDR wag NCATS

nsdabgUleilanialasunissnwiiiunisidnsinlasinisidenieeadn
Rerfumsinulsamenn

Wannnuidenansumdiiietulsamenn Taeaslinisatuayufu
mMshausmiuneedin uaznisameideunsidouazuaniuasudeya

6

U230 RDCRN - dsiianuddesnulsamiennuinndt 200 1sa laedeud

¢ aa Y

ARHUNTIWIU 267 AUE AghadlunuIseduduiu 43,845 au @

Y

7 d' Y L%

HUrannsanasinfumsativayulalag
v P v o =~ I ¥ A o a

o hensiiniumsameloulissienduireluanigausniwagly
Ussimendllansiunisamelsuinsenuld

o nisasvnzideudUisaiuitsaasnzidouniuiivlad

https://www.rarediseasesnetwork.org/registry/index.htm lagazsag

= v Yo 1 2
szyTelsamenifesnisaelasuanugiemie
ok UrgamzilouudiUivarlasu doya U413a135 wagfanssuan

naugativayudte nieuelasulenawdsludeyaiiesiulsamenn

voagtheltutinidewasnguiatvayuiUis wardiillenanaslasu

=) ¥ ! =

N15ANABIAEATIINNYNIFULNDLY1TINNITANBIIIEN1ENAINTT

= Y Y
NMBLUBULAINUIE
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YAAINg UnNIMeeansnINIskNnduas inana v an

uvesoya (58)

CRYGVRLRGI! Genetic and Rare Diseases Information Center (GARD)
ANYTVBIBIANT 1A339n15989 NCATS

N13MORAIBIANT Juaudnegneldnisiiduguares National Center for Advancing

Translational Sciences (NCATS)
wiasTiies 1AsURUNUAIN NIH ’ NCATS wag the National Human Genome
JuUTEUNE Research Institute (NHGRI)
mi%@U%ﬂ’]iQLLa -

Snwthe

NMsIAMeIuAZNIg

S

U313 Welvilhe  AseundinazunmevsediTormasunisunmddus i
foyatagiunazdoyafiinlaieiferiulsavnennuielsanaiugnssy
aansnfumdeyaifeaiu

'
o o

o allalvimuuzimiluundiie aseuaiuasiiious

o

e alladSUlIEIvIRYAUMTgLaaun1N LsAvenn)

ed_
g}

Hed mSutinidy oAU IuraIRuNUAeg NN sativayuauile

[ J
e edD_

ulsAenn

hO]

4

e unasauiineaiulsamennuselsanieiugnssulvnuasaounas
v A
UniSeu
YAAINS Tungua e ya1ua1eg

Muvesoya (59)

a

M5 4 asdivansaldrdgineiunisuImsinnisvedsamennluansgewsni (16, 38)

Y WAnI3al

¥ 1 = [y 1 (-1 1 & 1 2 Ly
1970 ladinanusiuiiofuegrehitlunianisveanguesdnsdnee insatduayunis
slununianusndusdenisvauiedmsuainisteanulaen
1975 ARENITUNITUDN Interagency federal government TANILNI T8 UNDBUYE

anelymvesenliifuentunisianiedhsnaziausiugumalunsing
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iy YTy

soluluouan

1978 Ssanlédamanniznssuntsdmiumuaulsn Huntington wiouteAnnLHa

1979 AMEYINNUTINTEIINE FDA way NIH leoansiesnu Significant Drugs of Limited
Commercial Value

1979-1980  fhwesesAnsgirelsamenldaiiannusmileiielfnisatuayusiuiunield
nguanglunisatuayunisimunnsshunliiugdelsamen
1980-1982  Anuzsganldsuilinnudadiufiodnuifsuiymueseninulsemeinuniy

1983 lasin1seannguue Orphan Drug Act
M59nRa89Ans National Organization for Rare Disorders (NORD)
FDA Igeusffendmiasausnduau 2 via

1984 $ganléfinisuily Orphan Drug Act Usuasuiisnmadlsamenn
fnsdadsamenssuniswdmfdimivlsamen Weussfiunisieues NIH
wieusgdug wagvsnuenvulunsiame

1987 NORD l¥mslassnislienugamdelifingldfuendininunldansadrevio
lildeglumnuduasesvasdseiu

1989 AMZATINATLTITIALAT B ulgueslsanien (National Commission Issues
Report) nUszaunsalvesiithouazasouniailldunanseny

1990 SganilafimsoysiAngmned “Safe Medical Devices Act”

1992 Sganlsonidnnsdnersssuondmivadnfusiouasndniasidinmdmsugd
TnsatuayunsaTeRen i

1993 Office of Rare Diseases l#igniasstunmeludinauyos NH

2002 inseulAngvung Rare Disease Act

2007 gfinsuily FDA Act 59t Pediatric Medical Device Safety and Improvement
Act Wieifunsaaussgdalituniagranvnssuuasinidslunisesnuuuiniesilo
VNNITUANGANTULAN

2008 %’gamléfaaﬂﬂgwma Genetic Information Nondiscrimination Act tievun1s
WenuuRlun1suseiuaunimiaznisisuaIntayanaiugnssy

2009 NIH ladnlasens Therapeutics for Rare and Neglected Diseases Program

wazlivenen13InlATINIsNITAs LA eTEIENeAGENTBILIAIEIN

NORD latUnginlasen15iulsAmienn (Rare Diseases Day) Tuansgolsn,

2012 aanNHMNNE FDA Safety and Innovation Act %ufluﬂgumaﬁLﬁﬂ’;ﬁﬁ’aﬂﬁ’mgwma
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b

YTy

g miungudielsavnenn luudveanszuiunsiiansane

[

szuvgunniveguagUlglsamennlulssmaanigesnaunsaasulanal

1. AUNTRAUNIATEUU (stewardship)

E%’W%’Uﬂgwmaﬁlﬁm%’aaﬁéw AgyUsznausie Orphan Drug Act (1983), Rare Diseases Act
(2002) wag Food and Drug Administration Safety and Innovation Act (2012) ngsne Orphan
Drug Act feidlunguunsatiuusnvedaniiietestulsameinuagziinsimunienslsamenntily

v

nnuaneatiuil Tunmsungranevesewinutiunisyslaliniagsineunaulandnerdmiulsam
671 (orphan drug) uazatiuayugudidelminideiaunendmiulsamenn dmdungmanefitiesu
n1sLi1fisUinng Ao Patient Protection and Affordable Care Act (2010) Fadunguneiiiunis
Wrtsusnislunmanluladiwiezselsameann

szuvteyaiieiulsamennlusidsniiey 2 dnwa Ae szuunzfoulsameiniivugney
suteyavesiiesieyana Rare Diseases Registry (RaDaR) warszuugiuteyaiisiusiudoeya
\Aendulsamennly Genetic and Rare Diseases Information Center (GARD) ﬁm%’ugmsﬁauﬂa

IS v Y ¥ a % ! N o 4
seyanaiiauneesznteyagUisnnlsalilugiuteyaieriuwanudymilumaieulesinly

ldanunsavhlalumefus

2. MUNSASIAUNIN (financing) dmsulsavnenn
AlgiesuaunImaetowsnituamsadualdieanaaensuludadiuginiininsy
IngUszavudlng@eussiuguamencu dwiudiaslsamendsasdnludesiiamssuudseiu
quNMYeINAsE kA Medicare wag Medicaid diufiddgyues Medicare 7gUhelsameinitan
Ao Medicare Part D #ulunisaduayuueien orphan  drugs  wanwsa Fenguane Patient
Protection and Affordable Care Act (2010) dewalvidnisadvayusildaneiiadsluge coverage
. | a ] I a i a & to A o
gap %04 Medicare Part D duloulrlunisdngaruinisuianiuuinistuegiuoulvvesseiun

AUreldRdlszuunsTeivainvane

3. MuMIIiUINTT (provision) wngUaglsavmen
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a [ gj 4 I3 a v a ;,{ -dl' 0 a o v
1N15ENAUEANULTULEA (centers of excellence) Tmzmgmmmmwama% WRIUINS

Y

Uasiu mruau Alade wazdnwilsamenn dunsaduayuain Office of Rare Diseases Research
Fagndnmaneleinguang Rare Diseases Act (2002) ag13lsnd msidnsuuinisvesitheasduegiv
A ) a v a v o ' A . .

Reoulvusgiuguniniighed fUiedianunsavennutieiiodn Patient Assistance Programs

294 NORD Faidussansianvulainaismdnls Tlalden n1sdady waztdnden1sfnyiden1emasn

5]

4. puUNINeINS (resource generation) Ya4N1ATTHALLONTY
sulsznanMasiauayunsliunsiislsamenndugesmensatuayugudan
Juidadiulsameinaiunalnueanguune Rare Diseases Act (2002) uarszuuUsziugunm
Medicare way Medicaid fifimsldsuuszananisnniguianatsuas fgunaresduessy sulszun
INAIALBNYURNIUNITTLANNUVBIBIANT L ULATEUIEVBY NORD  dIn15¥7ewmdesUlsnu Patient

Assistance Programs
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zﬁlﬂiu (Japan)

UauaNUTIY

WIUUTEIINT 126,994,511 Au (Toyal 2016) (34)

51ulareUseIns 38,900.57 USD (Teyadl 2016) (34)

ALY

MBAIUFUNN 10.22% V83 GDP dndiuldanen1asy 84.1% vesrnlddngsmuaun1niiavan

daurlddn8 out-of-pocket Anidu 12.9% vosaldinesuaunmiisiun (Teyal 2014) (34)

EC

v 1 o v

seuuUseiugunn Useuvueigdusinisiedondeniungvuiennaunesinuseduguainiuy

Y Y Y

usnisselanenilanigld Statutory Health Insurance System (SHIS) arinfiugualagszuia

a

natsuazaiunislaesguiaiesiu InesguranarndugivuasnsiAiuinig Avusyaans

Y 9

Y a

Usglon waglimsatuayususuuszsanaun Sgunavesdu gliusnisuseiuavnin waghliusnis
[3

NNITUNNEG Usenausindie 30%  vesdshw eniunduiin ggeeny wazgdselas (31e 10-

20%) Usziuguamvssenyutumduiissdiuaiuuseiuguaminsguiadanistii (60)

UssinagUuidudszimaiiuszansussann 127 §ruau ulsemaneldge dmsy
Aldieduguninaderoautelvessemadiuiulndifssiuussmanelfgedug wWu Singu
wawA wesiiull usiu (36)

dsuanumsaiifeaulsamenlulssmeadduii Wl 2015 wui Gftae 1.5 &y 4
\InGudfnwmeuiadildlunisinulsamenn Sslulssmmanssguuldtonindulsaifidiuy
AUaetioandy 50,000 AU

Tudsemadiu Tsamennluneunsnizugninoglungulsa “Intractable  diseases” 130
“Nan-Byo” Tunmwndiu lnsnmeanufinunfusniigniusesindulsangui Ae Subacute Myelo-

Optico-Neuropathy (SMON) 1wl #./1.1958 Frmdanulanasait 2 (61)

1ud A.7.1972 Ministry of Health, Labor and Welfare lagatiiun1smia National Program
on Rare and Intractable Diseases @uiiudrunilsvesszuuasisagududadoidulasens
sgvmAtdunsnslasinisusnvedaniitisadestunisdanislsamenn (62, 63) 1wl 1972 é
feuilddmsulsanauil e lsafildnsvanvg Lifinssnwiidany Sanudesiiesineunmwg
awgs uaznoliAnassuiviayaainsmanisunmduazasauniivesiiae azdaunaindifewiss

TalamrusLn i AeIfUALIIEINYD9LSA

TuT 1995 Ministry of Health, Labor and Welfare léifinfienulsisrudslsamudonsdnesui

f9unugihesiutesndt 50,000 A (25, 64) msiasuintsaladulsameintugnimunlag
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<

Pharmaceutical Affairs and Food Sanitation Council #udunguideygivimiiidunuinm

Y

iy Ministry of Health, Labor and Welfare Toya i iouiiuiay 2018 finziigniuidulsam

enluduuiiaau 330 L5 (65, 66)

Tud 201315ﬁﬂ?3ﬂ§UU§&Lﬁawﬁ National Program on Rare and Intractable Diseases I
sonlul 1972 lngdanannagnsdidsy 3 Usenis fie 1. Wawnagnslunisguanasinwilsamen 2.
aseszuumsteadnumeualiwngUislsameinegiatusssn 3. afnanudilauideuuas

atfuayunisilduiuludmuvesiielsamen (67)

&N LdunIIImwNuLloutefInalul 1972 wan lalin1sesnnguuie 11asn13
u‘[amaﬁﬁﬂﬁqﬂumiﬁﬂmﬂ,iﬂmmﬂ laun Specified Disease Treatment Research Program Tud
1972, miLLf?ﬂ‘szd]Msz Orphan Drug Regulation Tut 1993, mﬁ@(??ﬂ Intractable Disease
Information Center Tul 1997, 1A59n15 Bases for Early and Exploratory Clinical Trials in
Specific Research Areas Tud 2011, ﬂ’l'ﬁU%JUU‘ﬁqﬂLLﬁlﬁu National Program on Rare and Intractable

Diseases Tl 2013, N1309NNHMNNY Intractable Disease Health Care Act (2015) WD

1. NN9AVNATLUU (stewardship)
1.1 nunng (legislation)

1.1.1 Revised Orphan Drug regulation (1993)

1191nM15UALY Pharmaceutical Affairs Act Wag Drug Fund for Adverse Reaction Relief
and Research Promotion Act 1u¥ 1993 Suflevnddaesngune e Weedlaldsunisiansan
Induensndrlaeg Pharmaceutical Affairs and Food Sanitation Council w&atu TR IATEIREY
wlFsunaUsslminnsiane fil

- atuaywavyssanalunisi‘idugaan 50% vedsuyu

- idvdfiesunuidmdnanenduna 10 9 lunsveefmdiinaatuuiifiesdife:

- AETAYNI9NE tax credit 15% YBIAUNUVDINTTYINITY

- annBIAUARALAUTEN gedn 14%

- spuumsinsaneyiRenfigininung

- vEansssusenlunistuveiansanen

1.1.2 msunly Services and Supports for Persons with Disabilities Act (2005) Tut 2012
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nsunlunguuneatuilludl 2012 vihlvllewves person with disabilities s3udanguEUae
lsamenlume Bsdmalvisguianesiuianuiuiaveuludalassmsiieguaddielsamenn siuda

nstewmielunstiedielsamennlunismauinee (63)

1.1.3 Intractable Disease Health Care Act (2015)

ngvingatuiigadinalut 2015 MilmAansdinasssulssananioativayuasnwgUlglsam

'
a o

10 lnardun1ssamdsiudinesyussninedguianans uazsguiaviesdu uenaniidadinalnlunis
advayunITeiiensdilanalnnisfialsn nsifadewazsnwnlsamendadunasinnguunsatu

diuru (61, 64, 68)

1.2.4 WHUUYDITFUIRTINLITD
wH191U National Program on Rare and Intractable Diseases vaasguraqituludl 1972 fio

2

Jugnisuduresnisquatitslsamenvestssmadiu nesuiimstuadewmesdsalunguid
Tunsuusnizuazldlédnistvuanasiaumenliinig venandlulifeafusainsdads
Specified Disease Treatment Research Program e?fau“;JuagmL‘%'uﬁwuaamsaﬁfumumu%%‘aLﬁaaﬁu
Tsamennegraduszuu Tl 2011 IeflassmsatuayuaAdoiionmunisinu waziniesle
WWQﬂWiLwaﬁmaQUizL%ﬁiﬂﬁu A9 Bases for Early and Exploratory Clinical Trials in Specific
Research Areas @emnalasamsididen 5 antuilaniduguiiselunsynidnnsiannnsinulse
aziiu Tae 4 aorduiiunsfaune uazdn 1 aarduidiunstauigunsainanisunng Tagd
an1Uu Keio University Hospital tag University of Tokyo Hospital Fadu 21u 5 ﬁaﬂﬁuﬁgﬂﬁaﬂ
Iefusumsidaulunsiannnssnulsamenn (63, 67)

Tud 201315ﬁm'§ﬂ§uﬂ§uﬁam National Program on Rare and Intractable Diseases
gantull 1972 lngdavannagnsaAsy 3 Usen1s Ae 1. Waunagnslumsgualasinwilsanienn 2.
as19sruuNIsTeRsny e uIa kg Uielsameinegialusssy 3. aseenudilaundeuuas

atvayunsilawsuludnuvestislsamenn (67)

1.2 S%UU{J)@;J”a (information system)

1.2.1 nglyugUlelsmmennseauna

Wasnnszuuvanyseiugunmuesuseinagyuusenauiu Intractable  Disease  Health

Care Act (2015) ArsnwmenuavesrthelsamenaglasunisativanuniuszuunanUseiugunm
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UszinagUuddlitoyanisidniievesilrenquilunzifeuiiislsamennsedund neUieasiu

[

YaFunsatvayunaudusnisavnmluiug gudusnisauaimavdsioveyaiily

de

SUIATRIY

iethtayaindssuy dedamulymisguareduluvsiunldueudedeyaiingssuy

Y

[y o

Poyaluszuunsilauasiinmsuanidsuiuinsevietnideninauiddeneiiulsameiniiniu
N1INTUTBLEUDLATINTTILAN Ministry of Health, Labor and Welfare Wa?3 wagnasann

Intractable Disease Health Care Act (2015) fin@ Sﬁamuapziﬂ’ssngml,aﬂLﬂﬁauiwdmﬂﬁﬁmsﬁaa

Y

Turiesduieniuld (61, 64)

1.2.2 Intractable Disease Information Center Ul 1997

[V 7 '
¥ L2 = v & A

AudtayanUielsamengninaadulul 1997 lnelifngUssasiiemeunstoyaiednulsn

Y Y Y

[
o Y &

WeNganssae IV Jliusn1smamsunme Unide wasusenel n133nnsaudlayanain
ANTINLOTEIIN Ministry of Health, Labor and Welfare wag Japan Intractable Diseases
Research Foundation U83/af199 gRiNeunssy website: http://www.nanbyou.orjp/ lngtaya

dilvigiduauduingu (64, 69)

1.2.3 1A59n15 Enhanced International Information Exchange

Ssunadguldatiuayusuuszanalsiun 15e13 Intractable and Rare Diseases Research
(IRDR) 1ilon1sARaiteunsuideisadulsamenludgiuginiediodnidouunea tnonns
atuayuauUsTaunIEiWulATeng Japan Society for the Promotion of Science %ﬂ@LLﬁIﬂS

Ministry of Education, Culture, Sports, Science and Technology (69)

2. AUNTARIEUNIN (financing)

2.1 uvaTianYeasuUsEaa (revenue collection)

AldresnuaunmuesUszmadUuanifu 10.22% ves GDP daduaildaneniady 83.6%
vosrnldieduguninianun (Feyal 2014) TsdeldiuvasiinvosuussanumesUssmeadusn
nsguna ogdlsifftaedndusesineiuissauieuyseiuguaim (insurance premium) Liode
wunsUsERUTSUUaTesRiudnl Uiy (39)

uaNaINi 7 Intractable Disease Health Care Act (2015) sutszanaudildaifuayudn
%’ﬂmwmmammﬁﬂ’wimmEﬂﬂﬁ’mmﬂmsiamaﬁuagmm%’gmaﬂmqLLaz%“gmaﬁm?iumiuﬁwzﬂ

n1ssnwnerutalaeialiuazlsanenanildnisdanisiiussuundnuseiugunimaessy SHIS
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[ Y
Y

Vadu WeauslagUnAaeiin133iuinguuu co-insurance 8gl 30% @eiUaglsamenatunsaidne
ShwunalnaussuunsatiuayuauUssanafianan Intractable  Disease Health Care Act

(2015) 161 (61, 64, 68)

2.2 S2AUTBINITINANUELLAZIUUTZUN (risk and fund pools)
FEAUNTTINANULFVRITTUUUTEA UG NYasUsEmAl Y utue1vdednlniteglusediu

Yy  a

Viosdu (prefecture)  Muszdunisufufnisainliuznisussiuguainuesdgfeliuszuna 3,400
VioshuMIUsEne wag risk pool Bnduenanednegluserusemeiilosniguranaisiinisatuayuy

auUszanaduntladiundssruunanyseiuguan (60, 68)

2.3 UkUUN5¥8UINT (purchasing)
n13%euinstusgivUseiuguaIntuY d@eausnismanssdumhenuvessyuianedulay

L =] dy a . Ao [ Y o [y ' =) o o
QU’JEJUEJﬂ‘\]%lJﬂ'ﬁ‘?I@Uﬁﬂ’]'ﬁLLUU fee-for-service IWEJ‘I/I'iEU’]aLUUNﬂWMu@@@ﬁWﬂWﬁﬁiNLUH@J a1y

=3

AUaeluN"580UIN159 UL Diagnosis Procedure Combination (DPC) &sAanefiuseuy Diagnosis-

(%
v &Y 1 1

related Groups (DRGs) dwiusUleiiuaziin1sdneasssutlounisuseiuguan (insurance

Y

'
o

premium)  dwiiudeunuyszuguainiissuratiesiuinali waglaeiiludesiinde 30%  veq

AMU3N15 (co-insurance)  @eglhelsamennasailnAsnurunalamussuunisatuayy

sUUs¥aniina N Intractable Disease Health Care Act (2015) (60, 68)
mhuiiguaszuuvanyseiuguamuisnivesdguiinalnlunisdesssnaielungue

Awnslaerivuasielindunuuinilsdn 10% (64)

asu

2=

[

szuugunwdieguaditelsamennlulssmaduannsoagUladd
1. AIUNTOAUNATEUU (stewardship)

1A53715 National Program on Rare and Intractable Diseases Faaviaudd 1972 uavdl
nsUTudslut 2013 laeBandn 3 Usenas Ae 1. simuinagnslunmsauauazsnwilsamenn 2. a1
JEUUNIsEAITnwIneIUIabikigUelsameined1ndusssy 3. asanudilanndanunas
atfuayunsildusuludsanvesfinelsamen  foifulasinisszfunilasinisusnvedlani

Wetasiunmsguadielsnmen
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dmiunguuneatuddgiieitesiunisquaiuiglsarienn fie Revised Orphan  Drug
Regulation (1993)  &sliumsnisalaviemenlunisidouasiauinisinwilsanen n1sunly

Services and Supports for Persons with Disabilities Act (2005) 1ut) 2012 1% persons with

a dl'

disabilities  tusanfsUIglsAmenyiligUledanssuatainisdus veesyla uag Intractable
Disease Health Care Act (2015) Favilianniszaninymeuadiuiilu co-payment voegUae

Tsavennasle

TudsemagUu lsrmengnsaudniungulse intractable  diseases laedifienu As Tsanilyl

n31vanng Lifin1sfnwndaau danudssnagiinanuywnanings wazneliinn1ssunns
¢ 1Y) v - o I o ! N =
UAININNNSWIMELazaseuniIvewtie vislsanlduiugUiesiudesndt 50,000 au dewilgn

fivvualag Ministry of Health, Labor and Welfare nisfiansauninlsaladulsavmenniugninvun

[

Im8 Pharmaceutical Affairs and Food Sanitation Council @anvinuiinduniusnwilenu Ministry
of Health, Labor and Welfare
A 3% a ' A w ' ¢ Yy  a &
giulddayanistiurennudigimderinwinguiadugudssaruanuluiesdudussuy

mLﬁEJu;Eﬂ’Jaiiﬂwﬂaﬂﬂizﬁ'u%ﬁlﬂuﬁ? 1n159A949 Intractable Disease Information Center &le

a

FITLazweLnsTanatngiulsAnIennlif http//www.nanbyou.orjo/ uana1ndfeiinas

Y

atuayuIVUIEINUATNTANS Intractable and Rare Diseases Research (IRDR) tien1saiuw

weknsdeineiulsamenntugdudiniaietinideuiunea

2. MUMIARIGUAN (financing) dmTulsavienn
sutszanadlunmsinwgdaslsameniuldiussuunanuseiuguaimauund dausesnvu
' ! a ) a o ) Y a o= a Y ] ] .
FeAsssllenysyiuguamidalnlaesguiaiesiu dalagUnfagfeiin1ssiudng co-insurance
30% WANAINNYMNY Intractable Disease Health Care Act (2015) vilvigthelsnanunsave

atvayualdeadmianiguiala

3. MMuUM3UINTT (provision) wigUaglsavmenn

= s

n1stiusn1snseiiIusEuvUsNsuUng lnedaudieivigianzaulsameinaigle

1A53n17 Bases for Early and Exploratory Clinical Trials in Specific Research Areas 972U 5

an1Uu leuA Keio University Hospital Wag University of Tokyo Hospital Hudu

4. puUNINEINS (resource generation) YBINIATTHATLONTY
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[

Wasnszuumsauasnwidiielsanieinnseyimiussuunanyseiuguainideguas tng

Y

M119899uUsEaN Ae SUUsTUIUAIATY warUsesrunineludeuseiuauninidnlaesguia

71990U
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AavVud (Philippines)

UauaNUTIY

F1WIUUTEIINT 103,320,222 AU (Toyal 2016) (34)
$ulareUseIns 2,951.07 USD (Teyal 2016) (34)

AlEIeiuguaIm 4.71% ves GDP dndiurlddneniasy 34.3% vasrldinenuauainiiaie

daurlddn8 out-of-pocket Aty 53.7% vosAldinesuaunmiisiun (Teyal 2014) (34)

EE

sruulseiuguan Useuwunaiautudusesann 85% egnneld National Health Insurance

[y

Program  Fefiosuunuussiuguninununianiguiadnbignuinsdanisiaeg Philippine Health
Insurance Corporation (PhilHealth) Ms3gesssutienUseiuavnmasamianaingndtuazdn

Aslananwedne dmsulssnsuiieinausguassiluineasssudenuseiuguainlimamun

Y

InenquiliiuszanansaviliveagionUseiuves National Health Insurance Program @n1uu3n1sdiu
Tnglduvenenau (Ussunad 60% vadaIuusni1svianun) ludiuvesdniuu3nisuessguiaiudiy
Ingjegnelinisinnisvesmiieunasesviosdiu (Local Government Unit) vilvidaniuuinisiigua

lneSgunananaiies 10% vesanuusnisvessgurawindu (70, 71)

UsewmanauUudidulsewmaniuseansuseunad 103 auau Wulszwmaselauiunaiarau

[y |

i1 dmsuAldIneimuguamiadedenudeUegi 4.71% ves GDP  Beinitnauusemasiglage

USEINUATINT g (34, 72)

[V 7
v a

Toyaaind 2017 wuii FfUheladnunamedewiesunissnendugUaelsameniisdu

¥

319 Ay waztholulsamenn 63 lsa nefiomvedlsameniulssmeaiautud Ao IgUaedosni

1 Tw 20,000 AU (73)

Ca

Tl 1991 Jigtv gy unITUNNgn Institute of Human Genetics YesanUugun

a

WA uazumAnendeuzianvesiidutud leinsihauswiuiielsamennildefinsianels
dmsvlflumsdniunsneaesmendin leflazairsanuaseviniAeaiulsamennlulszimauas
ihlgnsiaunduguamuesdielsamennlufiduludlfunngdu
vuzFefummsiidomymaildhusudamunasiuuiannisssmaasludssne
wioulliusinenan grsomns o1 uasioulul dwisuldlunsinvifiedisatduayunasulss
AunMEInvesthe egslsfinuanundeulviiiotiemdedtaelsavnenlulsemeflauTudndy
Lilgsunstimudiomdennmassuaemeionty duunssnuiadudesen wagelddielums

Snwfigemnetugsdwansenuligiislianunsaidntansiinisshwla (73)
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[
[V Y 3 [ 13

soulul 1997 UssinailduTudliiiudsnnudndunmsazinisdamagudnisdnnsod
wsnindu WlarduiesufuiRnisnarsdmsuriinismageudnnsesinusniinisnunvesussine

WaUTud (National Comprehensive Newborn Screening System) \iesanlsavenn 75% Hulse

¥
€ o

MAnTuluen uas 80% Wulsafiiinainszuuiugnssy eglsinuenilautud d1duszfasdng

(% (% (%
a ! I

ANUSNNTdUTLeIUSELNAl 12 USD/ASY denalvinisennsadtdnisniiaddnadunisedinsy

ATBUASINLF IUTENNAUNI1EUSEEusiauTudlselasamitey (22)

<3

£ '
a v

Tul 2004 Sgualaiinisesnnguane Newborn Screening Act (2004) Judadingussasd

A A

wienvzdiulalddndnusniinynauaiusadniansnsIaAnNTaIi UGN IIUUINRENNEUN0dINE

Tanusniininig dlsaunsndounseauisadedialaninlulansianunesunazlulasunisdnen

(% [%
= v @

AL D79 dAMILAZIIUTINTTUUNITARNTOLANLINAAG NS USTULAS1504dY wenanidudunis
a59nunsein ALAYAaINIATUNISENNEYNAUTILTINaLULANT 1T BRvIN 13 TIAAANTBUANLIN
a [ <3 a £4 a 14

WAn sganunsadesiudnusnifialaainanuiiniswasanunigla (74)

w3 2006 l4Tinsdadiosding The Philippines Society for Orphan Disorders, Inc. (PSOD)

=

Fulussdnsilauarommlsiwihnilunquatvayulimnudismdedelsaiimlseniifidnau

o o A

WinunTusazdeslasunisatuayusuaildinglunisiiisunissne uas PSOD WWurdsddgi

Henanaulvisiniseanngying Rare Disease Act (2015) TuU 2015 Wavtudlaiinsesnnguunelse

MEINTU N51891UT 2017 (Aouunsiaw) 189 PSOD wuddlsamendiuiu 63 Lsanilylae

=)

auludsauvianuadiuau 319 au ladnamesdeudriunsshwidudiaelsamenn laelsafinu

=

infianfie Maple Syrup Urine Disease (MSUD) (73)

q

1. NM59AU1aTLUU (stewardship)
1.1 nunng (legislation)

1.1.1 Rare Disease Act (2015)

Usginaauludifulszmensnlugianaeiens fuoonidesld Afunugnsmansseiuwia
Rerfunisuimsdnnislsamennsiiunnsesnngmng  Rare Diseases Act (2015) (22) 3l
fngusvasd 2 Tosil

1. wnsmsididauimamamsunmdvesiielsamennvidediieiiasdoindulsamenn
fail

° ﬂ’]ﬁ‘:fﬁ]é]gﬂﬁa'ﬁuuqﬁuﬂ’lwﬁ'm%luiiﬂﬁ’lEJ’]ﬂﬁﬂﬁE]UﬂquLLazﬁﬂ’J’lﬂJébﬂguiu33UUU%ﬂ’]i

GULHEL
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]
a

o Javimeleunediulsamenniiiveyaifediv W guielsamen lsameiniiny
TuRAUTUA 9N MNSLBLNARAUNNIINTRNNE DU
o nssaussAbdeyaigiulsamenieAumEtelsamenias ey sevrunaly

fanudnlalsamen waganudeanisvesielsamenn

o msatiuayunsaieaseviediidulddiudsningiteedainaue
2. Mmyausegelanuszidgvnazeudssnanieatvayuanuideifeadiulsanienn tive
Wannsinwvseddngniiniiand1aseing

o w a v

Lﬁammﬂmm Rare Disease Act (2015) st

1. msdmiszuunsdouiinelsamenn uassiulidnstungDoudtefilésumsitadedy
15A%I8IN

2. WandneamumainslunisauagUlslsamenn

3. msdagUhelsamennilu persons with disabilities vinbiaunsofuansuselesiaunag
299 persons with disabilities T1uvELAAFUNMTUTNIFLAUA AR BT NYlsA

4. T¥insuseda Rare Disease Technical Working Group (RDTWG) %ﬂﬂ/‘fmﬁﬁmﬁ%%am
Department of Health Tunisimuainlsalaidulsamenn wagimunine vsenaniueinig
nsunneflEShwlsamenn

5. msatuayumsdanseadinusniinlunddneeseiiles

6. guhelsamenntasudniusglovindnyseiuguainvesizuia lagldsudseanaainaidas
kaze1gu (Sin tax)

7. mssnunddmiuduusnaienuiteieiulsamennuiedniumsintes/uansoe
fmd videe/wansasinilainnsfusesnnesdinisemsuazeudifegldTuniseniu

AMEuiy (75)

1.1.2 Newborn Screening Act (2004)

°o v a o aa a sda a v Y] X a
ﬂJ;]VQJ'WEJZ‘Z"W’]QJIE]ﬂQUUcﬂaﬂwaUﬂuaWNﬂrﬂuLﬂEJ']GUE)\‘]ﬂ‘Uﬂ']ﬁﬂLLanTJ’JEJIiﬂ“"IEJ']ﬂ AD Newborn

Screening Act (2004) wgratiiasinisavnendulugidulsanaiugnssunisAnnsewaudusniin

=< A [ ! { [y

Jafeilunildlunszuiumsauasnuidienguilidafay

<

[

npUszasAvasnguuneatull Ao WelinisnusnifinnnAuaIusatnnIsAnnsaelsanis

(%
[ (% !

HUINITTUALALINLAR LHDEAS1952UUN5ANNTDITWTUAIUNTNYBITZULUINITAS15UEY LYl

]

AliUSMsanssauguaseninieauddgvesnsAansasazintndanislvmsnusniiniilenian

54
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LATUNNTANNTDY haztiavin N akllAnAUASTERUN I UAIMUSURATDUNL TN UNANSENUNIIATY

AUNINFADNITNLINNAKNIUNTANNTBINITALINLARA

aeldnguneaduildinisdads anznssunisnisdansesmsnusnifadulaensengis
mﬁﬁmqsuLﬁa@uamwmmﬁ’wizLﬁuiiﬂﬁ'miﬁmmaa MsfruARIUINIAANTES QUALEEINMAIN
yoamsliuinisdansesmanuaniin Tinsenssasisuguindauas susesgudnisdansosmnanusn
Aaussmalidssrvuanansadidausnisld wavliinissnds Newborn Screening Reference
Center WiemIusmmazianisgiudeyanisdnnsesmsnusniin udsdavimeidounisdanses uaz

Jumbeanwimnistunistinnuduaziinudnenmeudnisdansemisnusniiaiusemne (76)

Tl 2013 W§dnsifiunisdansesainidin 6 ng Ae Congenital  hypothyroidism,
Congenital adrenal hyperplasia, Phenylketonuria, Glucose-6- phosphate dehydrogenase
deficiency, Galactosemia Waz Maple syrup urine disease B 22 m’JzImJLﬁaJﬂﬁjmmmﬂmUﬂa
vosglulnatu taznnzaulaunAues metabolism 84 organic acid, fatty acid oxidation wag
amino acid lnedinsinuasssulonnisannses 550 Philippine pesos (Usgana 330 Um) d1msu
AIAANTDY 6 A kg 1,500 Philippine pesos (Uszanad 900 U) dmsunisAnnNgas 22 AN
(77)

1.2 syuudaya (information system)

1.2.1 nelougUlelsmmenseauna

NHMU1e Rare Disease Act (2015) léfimﬂﬁ Department of Health Wag National
Institutes of Health SaudlefuieasiassuungileugUlglsamenniu degluseninanisaniunis
(78) du PSOD  FaluesAninavszuderuladiiisntunzsioudulsamendiwig 319 au

@Ay 2017) (79)

2. AUNTARIFUNIN (financing)
2.1 uvaTianYeasuUsEaa (revenue collection)
AldaaiuguanvesUssmaiauludAndu 4.71% w09 GDP  dadiumldaneninsy
30.3% vesAldneduguamiianue dndauanldine out-ofpocket Andu 53.7% wosarlding
Fruguamitanua (Foyal 2014) TsdelduvasiiuvessulszanamdnvesUssmaialudunain
mAensuLazAsIFeu (30) dwdusulssnaifududmiuitielsamenduiifivessuuszana

WILLAYN AB 11INABETIarengu (Sin tax)
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2.2 2AUTBINTTINAULELLAZIUUIZUN (risk and fund pools)

FLAUAITTINAINALIVDITEVUUTEAUAVA NV IUsEIMATadUudtuLenm U TLaN Ve s

Y
[y

anuu3n1sdanuslailu 2 Ussinvlvgjy fie aniuuinisnvuiunssnssansisagy (Sguianans)

% '
v v a [

wazanIuUINISNYUAUTIUIaiesdu Inglsaneruraivuiunsensnaissagulasusuyseunu

lnens99nsguIanaliuazaunsaiuauInsiiuinlaseaunissinadssrealsaneiuia

£% 1Y
1 [y v v

Usznilfseglussavyssinanislulsmeuialssinmifednues dmsuaniuusnisnauiusiuia

Y

'
o ¥ a

Viosdiuty tasusulnenssassuiarissdunazaiunsaiuatuinisiiisdulaiandes seaunissm
d‘ 14 dyd LY ¥ QI d‘ a :JJ 1 Q’lj a [ 1
ANUEsveIUUTTINMNBUlRegluszAuTiasdunanuuIn1sAted uenanilantuuinislidnagey
meladeinlanind1unisusesiugin PhilHealth anansalasusuyszaunnain PhilHealth 8nniewils
e
A

aglsfinny AldanedmiunissuuinisiUislukasAentudulnginunvessussun

911 out-of-pocket vasUsEvUTUNSN

2.3 gﬂLmesé??aU'%mi (purchasing)

dusuuinsgunmugugiuazitheueniuiiduluddnlngasdunssuuinaninevioeg
U3nsaglesusulssanamududainuasaulsyanaann PhilHealth fafiesungluwdrinegu dwdu
n1susnsgUasluaauuinisanunsaiuanldinglaies uazdmsuaenasinelaesulssunaves
$gunavize PhilHealth Un9du wagtdiu out-of-pocket igflhedreiesludgndivie

dmsunmsdnusnisliungUaelsamenntusemeiidUuTudnnu Rare Disease Act (2015) 1y

&

flAssn s ugusssunda Ao Rare Disease Medicines Access Program (RDMAP) @sludusuiiiy
1A39n137919UTNT Enzyme Replacement Therapy (ERT) W3unxU3g Gaucher disease %inil 1

Lay 3 (80)
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'
a

M15799 5 agdimansaldrdgineatunisuimsinnisvessamenluiautud

U WAn130l
1991 nauumEFnmauaziielsamennldsmiuduiunsmaasssaadn
1995 n1388NN{ MY National Health Insurance Act LLaz%’m&’jﬂﬂsqmiﬂszﬁ’uqsumw
wisANAaUTUE (Philippine Health Insurance Corporation)
1997 famagusnisdanseadinin
2004 len1sesnngmiing Newbom Screening Act (2004)

v v
LY

2006 Philippine Society for Orphan Disorders, Inc. (PSOD) lﬁgﬂﬁmm;ﬁu
2012 NHWNNY Sin Tax Reform Law (RA 10351)
2015 ﬂg%maiiﬂmmﬂ Rare Diseases Act (2015)

asu

o=

[

szuugundieguaditelsemennlulssmaiEudannsnagUlawsd
1. AIUNITOAUNATEUU (stewardship)

nganefiAgadesiulsavenvesiiduludatuusn Ao Newbom Screening Act (2004)
iloduaiunisdanseslsamaiugnssudsudusniin wazlilinisdads Newborn Screening
Reference Center Litodnmsgudayanisdnnsosmnsnusniin uenaintudsll Rare Disease Act
(2015) Fadungmneaduusniieatulsamennlaeassluglmaeidons fuoondedds Taeidevniis
Tuwdgslalviinmsimuvsetiinnmssnndmsulsanen MsiunseuuuInig wazseuvativayy
Usnisdmsulsamenn dnisivualvgdielsamendaniug persons with disabilities fnsdasa
Rare Disease Technical Working Group titefuusinlsaladiulsamenn (Fvusiensidosdulsd
< Wosndn 1 Tu 20,000 AW) wazdin1sseynluldeudseannan sin tax

TUUgIUTeYAveINIATENeLA Rare Disease Act (2015) aglusgninanisaiunis dwsu

giudeyavetasdniniaUsyndny de PSOD figUasuntuvgideudulsavneindiuiu 319

2. 9MUMIARIGUAN (financing) dmTulsavienn

finnsinvualilu Rare Disease Act (2015) Tlildaudsvanallunisdnnisisamennain g
THsuuszmnaanmegnuazengu (Sin- tax) duumsdansesmsnusnifeduiialddefiussam
G’Taaéamiwaggjﬁ 550 Philippine pesos (330 UI) d@%5UN13AANTDY 6 A7 hag 1,500 Philippine

pesos (900 Um) @nSUNMIANNTeY 22 N1
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3. uMsiuInTg (provision) wngUaglsamen

mslvuinmsfisinedmiulsameinluvasd 1 2 daumdn fo nisdansedlungumisnusn
Lﬁmé'?j!aamwaﬁ’ﬂﬂiaﬂﬁqaqm 22 Amg LaxrlAsIN1s Rare Disease Medicines Access Program
(ROMAP) Fsludugulaiinisliusnns Enzyme Replacement Therapy (ERT) W3ungU38 Gaucher

disease ¥HUAN 1 kA 3

4. AuUNINeINS (resource generation) Ya4NIASTHALLONTY
I A ) v a Y iy & P .
LLM@WIQJWJE)NU‘U%SJ?NQ’]ﬂigIUﬂﬁﬁ]ﬂUimﬂmLﬂQU’JEJIiﬂ‘VﬁEﬂﬂ AB N ILATYIGU (Sin
o U = s Q‘I 1 S U o o [y} 2]
tax) @1UIUNALEAYUNDIANT PSOD wﬂamwmqumﬂL‘waaLLazwwﬂﬂsqmimmijw

1sArIeIN
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NAINNTSNUNIUITTUNSSHTUUSEIMANY

UauaNUTIY

WIUUTEIINT 68,863,514 AU (Toual 2016) (34)

$elareUseyIns 5910.62 USD (Tayal 2016) (34)

AldIeiuguam 4.12% ves GDP dndiudlddneniasy 77.8% vasrldinenuguniniiaie

(%
1Y Y

daurlddne out-of-pocket Anidu 11.9% vosaldinesuaunmsisiun (Teyal 2014) (34)

9

EE

sruulseiuguain Ussvisurnlng 99.4%  fuseiuaunmaeliuleutenanussiuguaingiu

'
Y Ao o a a 1

WNN53InIN 73.7% veilaniegneldansuanuseiuguainaiunt 17.2% veswildnsegniele

<9

ansuseriudsny 7.4% vewilavsegnelddniaiafinisnisinymeiuiarestnsiwnis (81)

UszimalneiJulsemafifiuszvnsuszanal 69 duay Wudsemeaselaviunaisrougs
dmsualdinedugunmadedonudetileAndudndiuso GDP  vesUszmdlnedusiniings
Uizmmwlﬁgﬁuﬂ wWu g sanqy uauan  wesiiull 1Wudy TneAndulszanunimiles
Uszimenguanglagediandny (36)

ludssinalnedaldineinismmuaiousedsamentilunguune dueaUseniadiingu

¥

AMZNTINAITOIMITUAZET 1599 UyT51un1581AIns1 w.a.2560M8n15lvAteuuesefininilaiu

LY

a v [y [ 2/ v @ J = « a [ ] ¥ Y A aa
Wneenulsamen lagenmnitlulsenidaduaing naeds “erndnnudndunsdddineidady

U531 Y1 Jesdu vsesnwlseninulates nsolsaidudunsiesiowss nselsafineliinAiny

]
aa v

Nnnanmeg1esieLiles wieenlensINsldinlaglidiienduinlinawnuls wazlidyminisuauaau”

=

(82) fipeAiszyfiein “lsainulivos” lufisnufinaetanuiesiuda ngulsamenn agelsnang
= N ° o w P ] = =~ A

finsaindinisiherdmsulsamennildlusinssemeaunvuneloululssmalnglagveduniuaniue
grindudlilasunisiiansanindueidm @eyasnnisdunuvalnguunndniugmans way

YARINTVBIUIENEN)

N a a o

Mndglaruswdmugiislsamenain 3 nigaundudlvdeya fe yalslsaiugnisy

Y Y

1%
an v

a an v dy 1 o w v 1 v Y 1
LHRALBERN HaUSIiﬂﬂaWNLUBBQULLiQ kagEIUNIUUTENUFIAL I@EJHG‘L!ﬁ‘VN 2 LLM\‘iimﬂﬂJ@%aQﬂ’]Uﬂ'ﬂu

v

A aa & [% Y o (Y o v Ao o [ YY) Y o
VlVI']Q@JﬁUﬁLUUN’i’JUTJMI’JNﬂV ﬁ?ﬁiU“ﬂJ@%ﬁ’iﬂU’Jw}dU'}EJI‘JF’]‘W]EJ’]ﬂ‘I/Iﬂ’]UﬂNuU’igﬂUﬁﬂﬂiﬂﬂVl’]ﬂ’]'ﬁ

U Y

duAuaingudeyayliansuseiudiay Tnetdnideladusevelsamieinaingiudeya Genetic and

q

Rare Diseases Information Center (GARD) wilanandtiudiasng asandslidinisldenulsam



56

g1nnsan1sInvinsiedelsamentulsemalng laduiugUliensiusinaingiudeyavesinag

89UlARINNT19N 6, 7 kay 8 ANuaIRU

M3199 6 Snufthengulsa LSD Tuuszmelne Fhnay 2561)

FolsA

uugeludsenalne (aw)

Mucopolysaccharidoses (MPS)
Gaucher disease
Pompe disease

Fabry disease

38

16

un: yailslsmiugnssuneatosas

M5 7 udUiengulsanauilegeunsemennlulsewmalng @unau 2561)

FalsA

uugUaglulsemalng (aw)

Duchenne Muscular Dystrophy
Ocular myasthenia gravis
Spinal muscular atrophy
Charcot-Marie-Tooth

Brachial plexus injury
Congenital myopathy

Systemic myasthenia gravis
Congenital muscular dystrophy
Guillain-Barré Syndrome

Non-specific muscular

dystrophy
Peroneal nerve injury

Polymyositis

58

29

25

16



FolsA

ungthelulsenalng (aw)

Chronic inflammatory

demyelinating polyneuropathy

Congenital myasthenic

syndrome

Emery-Dreifuss muscular

dystrophy
Gait abnormality
COL6A1 muscular dystrophy

Facioscapulohumeral muscular

dystrophy

Glutaric aciduria type Il with

neck drop and weakness
Hypokalemic periodic paralysis
Juvenile dermatomyositis

Necrotizing autoimmune

myopathy

Sciatic neuropathy

Ullrich congenital muscular
dystrophy

Acute motor axonal
neuropathy (AMAN) in acute
lymphoblastic leukemia
patients (unlikely from

chemotherapy)
Distal myopathy

Sensory polyneuropathy in

diabetic patients

3

57



FolsA

wugUaglulsewelne (aw)

Miller Fisher syndrome
Hirayama disease
HyperCKemia

Left L2-4 Plexopathy

Limb-girdle muscular

dystrophy type 2B

Monomelic amyotrophy with

peripheral neuropathy
Myalgia

Myofibrillar myopathy

1

1

n: yailslsanduiilogouuss

M5 8 IwudUlengulsameinuilsrangiuteyaditinaudseiudaud 2559

FIalsA

syidlsa (ICD-10)

gty (Aw)

Alpha-1-Antitrypsin deficiency
Crohn's disease

Dercum's disease

Devic's disease

Cystic fibrosis

Duchenne muscular dystrophy
Amyotrophic lateral sclerosis
Tardive dyskinesia

Cystinosis

Progressive multifocal

leukoencephalopathy

E880

K50

E882

G360

E84

G710

G122

G240

E720

A812

2,295
1,106
376
261
167
147
137
52

a1

31

58
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Folsn salsA (ICD-10)  dwuugiie (aw)
Tay-Sachs disease E750 29
Huntington disease G10 24
Fahr's disease G238 19
Gaucher disease / Niemann- E752 19
Pack disease
Tourette syndrome F952 16
Xeroderma pigmentosum Q821 6
Landau Kleffner syndrome E803 1

37: @naulseiudeny

1. NN9AVNATLUY (stewardship)

1.1 nuang (legislation)

Uszinalnedalsifinguurefiiierdunisquagislsaneinlaenss fiflesszniaves
mirsausenislulssifuiiianuAsadestunisquadiienduil Ae Ussnediiinamgnssunis
o Msuaren 13eadyTsen1seniing n.a.2560 Tnemuuseniad erdmé vanede “eriina
dududealdiiiedtesy vssin v1ve Jeeiu wieshmlsaimuldios nialsaidusunsioiiouss
wialsaiinaliiinnaiuywwaninegrematios nseeidensinislenlnglideduultnaunuld

uazddywinisviaupau” (82)

& YIi_ o a ° Y Y va o 1« =i vy o= = P = i
puladAdemvesedmilainisseyddn “lsavinulates” Geonafianuladn munesiudnay
lsamgnn wluneURUR wetinnstiil danunereudungsidousilesnwlsamenauiieuves

Ussinransgaisnilulssinalnelaglddamwaseimifnan Wedadinssuiunstunesdeu

Yoed1INUANENTIUNITEMTHAZEN (B8.) vesUsendalnaudinauligndmlueniingi vilidesld

¥
= =

a = at v %] a o~
ﬂiz‘U']‘Uﬂ’]iW'ﬂ']im']L‘WZJ'EJUEJ']‘Uﬂm“ﬁﬂﬁ]@ﬂfﬁigﬂzL'Ja'ﬂUﬂ']iW"U']imf]Uigll"lm 1-2 Y9d@1u1509uU

v o

neideuls (Yoyannnsdunualinguunmgaiugmans waryaainsveusenen) toyailaainnis

U

ae. Ao Mawdinisanfivnuiietfideivigaiulsameindiunddasaulunisiansudseau
Wenfvennquilluewian (eyaandunu sy, Midrsudssyusuiliasuaniisuanufndiusona
N1INUNILITIUNTIUIATINTNMTHUATIERNLIToRRIU ST UUgUAmdmSUlsAamenlulUsemna

Tne)
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Usznatnasulaisnetesnlvlunissnuvseitadelsanotazielaindulsarien (1999

mﬂiﬂﬂ%@liﬂﬂmug’msﬁagamaﬂ Genetic and Rare Diseases Information Center [GARD] 984

UsELnAansgolsni) femns1ed 9

AT 9 T8ATEIEINSUShwmIeIladelsarenludTsIen15EINING W.A. 2560

a9 518%08N TsafiAedeq
1 Phentolamine mesilate Pheochromocytoma
2 Edrophonium Myasthenia gravis
3 Tetrabenazine Huntington’s disease
4 Cabergoline Hyperprolactinemia
5 Corticorelin Isolated ACTH deficiency / Cushing’s
(corticotrophin-releasing  syndrome
hormone [CRH])
6 Diazoxide Insulinoma
7 Hydrocortisone Primary adrenocortical in sufficiency /
Congenital adrenal hyperplasia /
Addison’s disease
8 Oxandrolone Turner syndrome
9 Somatorelin (Growth Growth hormone deficiency
hormone releasing
hormone)
10 Tetracosactide Adrenocortical insufficiency diagnosis

11

12

(cosyntropin)

Carmustine (BCNU)

Dacarbazine

Hodgkin’s disease / Non-Hodgkin’s

lymphoma

Hodgkin’s lymphoma / Metastatic

malignant melanoma
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a9 s1e%een TsaflAgados
13 Dactinomycin Gestational trophoblastic neoplasia /
(Actinomycin D) Wilms’ tumor / Ewing’s sarcoma /
Rhabdomyosarcoma
14 Lomuscine (CCNU) Anaplastic oligodendroglioma
15 Melphalan Multiple myeloma
16 Mitotane Adrenal carcinoma
17 Procarbazine Hodgkin’s disease
18 Vinblastine Hodgkin’s disease
19  D-Penicillamine Wilson’s disease
20 Dantrolene sodium Malignant hyperthermia

1.2 izuuﬁauua (information system)
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aac a o v 1 QII 'y 1 = aa gj [ d‘ = Yas |
azyaiiBiveiduugiisludiununsuanudisivioninyaiisiug fdam151ei 6 uaz 7 v3eldivds
edelsaniou sialsa ICD-10  IWdmhenunfinsinunzideudiuiugUienu ICD-10  1gu

drinanuseiudsay HauAuugUemusialsaaina1iuily fwm1sei 8

Iopedianumenenudavinaidegslsamennlulssmelnglagyaiislsaiugnssuweatean
o "y a v v o 1 < v a - a ¥ o o A o =3
¥N15ITUTENeNuNIdRYT egslsinulasinsiilaeluilieinfiatedndnnediulsvau
93e555uMIelunyed iiusiumudeyaliguassalunisldteyaniinsduiinlunssidouesus
aglsang1una LesnguideeratefianamieasesssungInunsitameanuduveslie (Toya
InvszyusUiliaruanUasuauAn LA NaN TIUINISTUNSTUIATINSNITE AT IZANLIRY

Wemwsruvaunndmiulsamenlulseinelne)

2. AUNIIARIFUAIN (financing)

2.1 waesuveassuUseanal (revenue collection)
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2.2 S¥AUTDINITTINAMINLEDAZIUUIEUN (risk and fund pools)
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2.3 gULLUUﬂ’]‘i%@U%mi (purchasing)
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Nauluvesdn

dd‘d 1 1 a a % 1% 1 .
NIUNTAMULANATITENING 3 @NBn1sTneneauna taunn 1sa Mucopolysaccharidoses

4"d o v v

(MPS) Gailendmiusnunlsail 2 i Ae Laronidase uaw Idursulfase Nilaagludaydumanuviayi
wignsadafnisnisSnwineunavestnsunsansaidndiele dwdn 2 @3 fe Useiudiau wag
nanusziuguamdruninliauisaidnle dusudseiuguaimenasudilinseunguendnuwlsnm
gINTIAUNG (Toyaannnisdunivalupainsvesusenen)
S aw < a L= P ! A v [ 1
wanINHUUITENeN0NTlATINITUTMIAIUY SIS e LTl ndeg e lagnsEviTNIY
aa A v ! = < a = A o o 1

yaildiedisianizngulsa viailun1suianelaenselunlsmeruiaiinnissne wu lasenis

International Charitable Access Program (ICAP) @4 U3t @l 1auleyl Usewmeansgaiauini

3. uMsiuInIg (provision) wngUaglsamen

3.1 M3UIMIansIsaavaInuana (personal health services)

\desnlutszmalnedalifinsfmuadeulsamenidaau lsavaslsafiegluguteya
U949 Genetic and Rare Diseases Information Center (GARD) ‘Uaﬂﬂizmﬁaw%ﬁmaﬁmﬁu YAans
mamsunngluseilsmeruianill Tsmeiunagud vielsmenunaludsimumingrduaunsogua
Snwla

dwdulsameinlunguiidulsanisiusnssy 1wu lsangal lysosomal  storage  diseases
(LSD), MPS, Prader-Willi syndrome 1fusfu fidnnuunmsiisnmiihenguilldisssmalveaglsl
110 Ao nguunndwiugaans dejiRnueglulsmerunaluasiiuiingummasUsuumaiiou
favmn (FoganinnisUssguiuiluasuanildsuruAaiusonanisnumuassunssulasenisns

dumarznauidduienauissuuguaindmsulsameiniutssimalng wazainnisdunivaingy
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3 15IMEIU1ANANNTA! PAAINTAUNIING G NFANN 4
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AMENEANUNUR L Ineeuing uATUFY
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Mans) dmsueioresnmdninulsamennaunsiugaansiiuanalilunianuan
dmsunisAnnsesngulsameindaawsmiialulseimalneg In15Aansee 2 A1e e

Congenital hypothyroidism ez Phenylketonuria (PKU)

MSUINIMIANEsaNgUvTRUReensaug Nfllededlasuuennioaine laud Aldane
dmsumsitadelse gunsaltieNvieiiuAmnMTIn Wy nTewalaNre 1n3eI8Ra N ANl
(PAP) insaenaneanTiau Nusuaudesiunisiiauranavivdmsuiisueufnfes Wusiu Andung
WAz luNIsSAAMIUNTSNY

' Y ! élaln o [ v v a J Y L= aa A L

Aldargduilgirsdndudesiuinveualddngies vieyadsiedursianizlsnaiuise
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AU3eAl Agunsaltelunsmsedinlindu Tifu 20,000 vI/dUae ANAUMNEIRAMLNTTSNE
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L3ivAu 20,000 v/aw/A nsdius) Tiraznssunseydidunsdly WU [@eyannyaislsanugnssy

=
LOALDAR)

3.2 mshivsnisansisauaviildldusnisdiuyama (non-personal health services)

galifimsdnusnsluduillagiamedvisunguetelsamenludsendlne

4. puUNINeINS (resource generation) YB4NIATTHAZLONTY
4.1 Yaans (human resources)
TeaziduaeINudlieInganznanansaguashyigdielsamennls landanluuas

e uluiTe 3.1

4.2 NTNYINTNWABAIN @071UUINT (physical resources/facilities)

dmsuninensiferosiunisquainufihelsameintu Usznauludae madnnsodlse
FaurusniAn edesileuasiosufoRnisaldmsunisidadelsa dwmsunsiansosusniinlulseime
Ine finsAnnseaiias 2 N3y Ae Congenital hypothyroidism wag Phenylketonuria (PKU) @115u
neifadelsaneiugnasy wdesdiefidaelivhnmsitadelsanduilfedemafuagdumedegly
Tsmeaiifunmdiangmeduiiaueg Tseiivesujifnisalluussamalngldannsonsiald
Sududesdwnegmdinmlunsaluviosufifnisalinsussma wu léniu giu 1Gudu doya
INMIFUNTYANUWNNE IV UTAERS)

JaymdrAgyannnisviaviesufianisallunisitadelsalunqulsamienn Ae uiinaeliszuy
auanguiiaglsamennifntuudy wiliasndudunansitedelunduitieléfonasnelfiin
Pagmmienguingiazanunsaguatiemdedtaesetug aunalnnsguagiislsamennlduield

(Tayaannmsdunvainguunndnviugaans)

4.3 g1 (medicine)

v A o

grdmsungulsamenntulssmalvnefegludadeidng wea. 2560 fas1etelunisnedn 9

o

Y] Y 1 o

wanNuLmgllifiegeinulsameinndsimunaiieglulnyBemanuan@ fe Imiglucerase

(Wan13A1 Cerezyme) @slddmsuinuilsa Gaucher disease type 1 #gnussaluday® a(2) @

a o LY

annsainanglenndninanyseiuguamaueuluiiimun (83)

Y]

wenandfadensnwlsamenniilasunstunsideuludsemealng walildgnussgegludayd

PIMANWIAYR Lawn Laronidase (1A MPS), Idursulfase (IsA MPS), Alglucosidae alfa (Pompe
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disease), Agalsidase beta (Fabry disease) (Tayavinnisdunivainguunyngiisiugeansuag
UYARINTVBIUIENEN)
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