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vRrs RrmMurgeias SRR (Acid Sphingomyelinase Deficiency, ASMD), fore shvH-fues f3fors
2129 U 3R o} (Niemann-Pick disease types A and B) ¥ &I SITdT &

ASMD U@ oy SR § ol IR & $& YT H Te aargad e o Fafor &1 SR a1t 81 ASMD-B I TRid
ATl ¥ freR SR Tl ) 0 961 g8 Bl 8, 1Y 1 398 Bhe SR Rar & NAR off urg ot B, o I b
1Y Tl STt B 1 39T Iy TR 0 ASMD-A ®, S A &1 off uuifad e § Sk 39 gRumRa=y
ST H € g B Jobal 81 ASMD 1 Teb U1 0 +ff € 7t 7 fiRan & Henadf gt 21

Gﬂ?{aﬁiqarsn%m

SMPD 1S9 H IARTd & BRI ASMD BIdT 81 SMPD1 SiF IR IR TR TRR B TRTS
RRPTITIEEIS ST 1 =1 <o ¢, I8 T U1 Uoied &1l &, Sff fRB7IIwsfert e aurgerd uard
B! died H JEIIdT Bl 8| ASMD-B ¥ TR Al & folaR, TeiiF, hpg 3R Y AT #
fETTETRfer &1 fufur g1t §; ASMD- Aﬁﬂﬁfﬂﬁlﬂ\’:ﬁGﬁTASMD ¥ noed wU S IR g &

aftass  off REmasfem &1 i g ]

&0 & TR H 3P STHBR:

ASMD-B (RS Niemann Pick B & A1 § 4 ST o1 8) ¥ UfRId @ #f SITHAR R ds dieR 3R W&t
U7 S71d &, forg 3R S99 § Ugall IR ¢ Sl § | 994 & 914, ASMD-B I IRid $© dfaddl &l
T o | SHioTs, ﬁﬁﬂﬂ‘q’%ﬁﬁﬂ Wﬁaﬁﬂﬂw ﬁflﬁ%’aﬂwwdmeﬁ?mwms%ﬁraﬁwﬁ
ST ¥ ASMD-B 2 IRYd S AT el quiehel deb & Sfdd W8 &1 ASMD-A (R Niemann Pick A &
Wﬁlﬁww%)ﬁuﬁﬁmsﬁm&mwﬁmémaﬁ$aﬁmﬁﬁaﬂmmi
Fifer ITH 98 IR 3R TA=T g1d &, P HRUT 3 I gl U T8 = U1 § 3iR 3771 fapry
BT HH BIdl &1 ASMD-A J URYd BT s BT 2-3 a8 B 3 H §g &) Oiret 81 3P Hegad! =y
T IR ATl H§ ASMD-B T&UN & SraTaT AR el I 4} U1 ST &, @i ASMD-A &1 g o
AfRTss & W7 et vfa A Tgd ©

ASMD foFaT 9= 32
ASMDQ? Tt U 98¢ gay faeR 8, /A § % I8 1:250,000 @RI &1 FHTfad
FRAT G

g I U @ A g1 82
ASMD & I+ &1 sifeiaiaa afRia s9eew ted # dema g g1

T SHBT BIs IUIR 872
TFIGY 2020 TF T FAHIT GI7PIT &1 5 [RUT BT Use/7 &, 8 3R 57 TR &% 385 a8 5 1707

EHT 37 W FEHIT TGTT & TTe eIy BT Ty

SUAR
I § ASMD & folT ®I5 FDA SigHIfed SUaR SUdas gl ¢ |

fFafea Tieor
%MD-%&%?WWWWWMWWWWﬁMﬁmé
|

Sfafvad S RT 3R gad=

e Genetics Home Reference & Medline Plus (ASMD)
e National Organization for Rare Diseases (ASMD)
e National Niemann Pick Disease Foundation
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https://clinicaltrials.gov/ct2/results?cond=ASMD&term=&type=Intr&rslt=&recrs=b&recrs=a&recrs=f&recrs=d&age_v=&gndr=&intr=&titles=&outc=&spons=&lead=&id=&cntry=&state=&city=&dist=&locn=&rsub=&strd_s=&strd_e=&prcd_s=&prcd_e=&sfpd_s=&sfpd_e=&rfpd_s=&rfpd_e=&lupd_s=&lupd_e=&sort=
https://medlineplus.gov/genetics/condition/niemann-pick-disease/
https://medlineplus.gov/genetics/condition/niemann-pick-disease/
https://rarediseases.org/rare-diseases/acid-sphingomyelinase-deficiency/
https://rarediseases.org/rare-diseases/acid-sphingomyelinase-deficiency/
https://nnpdf.org/

A
o  OAfCHT B YBIH (Genetics Home Reference, GHR) 3R ASdRdwd (MedlinePlus)

ﬁ?‘fs':s' mﬁlﬁm cISY 2 (Ceroid Lipofuscinosis Type 2, CLN2)
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https://medlineplus.gov/genetics/

CLN2 U Af&Tsh Tt dHHRY g Sl 3Mud s &1 UHTad Bl 8| CLN2 T IRid 9=t ol gR, ¢ faom v,
TA-9g H T 3R 2P g1 St TH=an3ii &7 -1 31 usdl 81 SUER & fo1, CLN2 J URyd &Rt AR
W 3T fpRiRIaRyT B 3y dep i Shfad =gl 38 urd B

TPP1 SiH H IARdd & HRUI CLN2 BT g1 TPP1 S Il IRR HI Treuucrsied TueZad 1
(tripeptidyl peptidase 1) & FAT &7 A T ], T8 T TSISH BiaT ¢ Sl UPISsy (M Ws) & drsd
g1 CLN2 I IRd @1 H, 9% UPTgSy g e UrdT 8, 3uforg Al o e i 819 o e 3|

&N & IR H 3D THBR:

CLN2, 5 9 fIHRY (Batten disease) & &0 & 1t STH1 S1d &, 0@ 2-4 99 &1 31 & = A
U7 ST 8 1 CLN2 § IRyd = § 39T URIYE T80, AR UR gR TSI 3R IH-aa § 371 arelt
HieTsal § 1 CLN2 & IRy dn aiufkml & mig, = g1, Jarem Sivra ot srmest @em 3R
T 3Mfe H grE) 3R U fATy, Sifgd Siemar 3R SIagR et Jrwmaf o7 T ©3d &1 CLN2
¥ HRUI UgA Bd &1 Trgarsil &1 +ft I 81d1 81 SU=R & fa1, CLN2 ¥ 3Rid §= SHaR TR
3O FRIRTERAT BT 3G O it Sfad g1 36 UId &1 CLN2 ¥ TR $© arll #f 9909 & ae o 396
A&7 A RId T2 81d € 3TR 3 Tl o 311g ab ff Sifad 38 T&d &

CLN2 fora=r | 82
CLN2 U% 98¢ gay [aR g | SFeRed & 39! IRARGT BT 30 781 6

I8 93MTd U d $A gar 82
CLN2 3iferaa fraftra gaefds I & dama 81a 7
T THHT PIS SUTR 272
TIGT 2020 TF Tg TAHTT TBNT 81 3 [RIfT BT aie/7 Fa 8 3R 159 bR & 59 R & [uf

EHT 37 W FEHIT TGTTT & TTe AeTepy BT Ffeq/

SUAR
CLN2 3 URid @Il & faW FDA §RT SrAifed TogH Rwiee 2Rt Higg ¢

CLN2 IUIR & IR § 3 SHHRI & forg vl faaqs H|

fafAda utero
CLN2 8q UM Torsd fwsie 2Rt 3R siiF Rt &1 gegie axA ard fdafraa adteror
1 4@ & forg 7a] foeied |

Sfafvad SR 3R Iad=

e Genetics Home Reference & Medline Plus (CLN2)
e Batten Disease Support and Research Association

od
o  WAfCHT B YBT (Genetics Home Reference, GHR) 3R ASddwd (MedlinePlus)

W@‘%ﬁ'ﬂﬂ ﬁzﬁﬁaﬁr&r (Cerebrotendinous Xanthomatosis, CTX)

CTX 3 IRid @l & fafts TRiRe YRt § 991 71 3RaTHIfde YRl gidT 8, Forge uRumH sy dfewT geth
TAEOT I B A &, T TN AT RIS bl 8 JRE Bid o | 3= CTX TEf0T oY fs Rl g iR
DI FASST AT 90T I B 3RH 8 9 d § |
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https://www.biomarin.com/our-treatments/products/brineura/
https://clinicaltrials.gov/ct2/results?cond=CLN2&term=&cntry=&state=&city=&dist=&Search=Search&recrs=a&recrs=b&recrs=d&recrs=f&type=Intr
https://medlineplus.gov/genetics/condition/cln2-disease/
https://medlineplus.gov/genetics/condition/cln2-disease/
https://www.bdsra.org/
https://medlineplus.gov/genetics/

S 3R TolsH & HR:
CYP27A1 SfF & SANGd & HRUT CTX BT 81 CYP27A1 SiF IHN ¥U F IRR Bl W 27-

&1 T B 1 =T <dT §, I8 TP U U8 H &, Sl pIad o dieq H JgrdT HRal
¥ CTX T IRya AN & BIoRETd $IR U 3 JuTga Uar, BT Sfife aurgad M8 & w0 & &l
%%&?%@WWW% ST P w0 § AR 3R T, o Aol @ g3 3 Sisd 8, o
|1 |

TN & IR H 3P THBR:
CTX ¥ URYT &7 &) = F & W g3 iR Aifeariae ot 90w g1 god! 81 T | § Iep!
RSP TIB Al P ERM diFAeT Jaeh Ty it fisRid 8 ard & 9UT 394 SR UeT, Ieq-hea &
IR, S | &fiurdr, 81y 3R URY T Yae-=iiddl ol T, TGP BT B H HHT, AfTyH 3R ISRt
Ht =mfiret 8 1 U (Xanthomas) (@@ TR SrEaTHIfde dieft a9 &1 SH1G) Iram=adan feiRawr ar
IRF Tl | BRI 81T § IR I AR TR gTdl, g, gel, T 3R TSt & 99 § U S
?&aﬁg@%aﬁmﬁwﬁamaﬁ%lCTxﬁmﬁﬁﬁﬁaﬁwaﬁwsh@nlﬁ
|

CTX fra=T I 82
CTX U& dgg TR faR 8, 39 © f I8 1:1,000,000 AT B GHIFAT HRal &

CTX 9YITd U $4 gidl 82
CTX 3iTaraHa YARIa 5931 ¥ Ued & U H d1d gidr g

T THST BIS ITAR 32
TFIG 2020 TF Tg FAHT TITPIT &/ 5 [RUT BT Uae/7 &, 8 3R 7 TR &Y 39 a1 7 1707
EHI 3T W FE@HIT TGIT & TTY AT BT Feq/

JTAR
CTX ¥ 9Ryd il & 1T FDA gRT 3AIfed SUaR Suasy 2|

CTX SUIR & dR H P SHBRI Ui & & ol Ta1 fFaesm de |

fqafed wiem
CTX Bq ATHUMIHD <al & Heidh o faal(-Td e USI&UT Dl ¢@- & fore gt fadas He |

Sfaf¥ad SR 3k gud=

e Genetics Home Reference and Medline Plus (CTX)
e National Organization for Rare Diseases (CTX)
e United Leukodystrophy Foundation

od
° @ﬁﬁaﬂiﬁﬁw (Genetics Home Reference, GHR) aﬁ?ﬁmﬁw (MedlinePlus)

aﬁﬁﬁ'ﬂ(Fabrv Disease)

el I U gaH AR g, forad &RU $& IRING il # te aurged uard &1 fAufor 81 avrar g1 fod, 1Te
3R & aifgpraft & 39 uard &1 FHf0r g1, Sitad & ot Sgd 9@ ©, SHP HRUT A BT SR, e & aTar
3R 3feTd 31 i 8 ¥hd B
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https://travere.com/our-pipeline/chenodeoxycholic-acid/
https://clinicaltrials.gov/ct2/results?cond=Cerebrotendinous+Xanthomatosis&term=&cntry=&state=&city=&dist=&Search=Search&recrs=a&recrs=b&recrs=d&recrs=f&type=Intr
https://medlineplus.gov/genetics/condition/cerebrotendinous-xanthomatosis/
https://medlineplus.gov/genetics/condition/cerebrotendinous-xanthomatosis/
https://rarediseases.org/rare-diseases/cerebrotendinous-xanthomatosis/
https://ulf.org/
https://medlineplus.gov/genetics/

GLA ST H I@Racd & HRUT Uit 7T BT § 1 GLA S JTHRIAT [RR Bl HAPI-TAae IS S U
(alpha-galactosidase A) fAfHd A &1 G ST 8, I8 T THT Uoled §ial 6, off
(globotriaosylceramide) [THd ddYdd gard &l ?—ﬁ?s’%[ & DI ATl %I st AT Y

IS ARRME S
Ry AT & e, T8, ATl 3R BIE Yad aewTen & TSRS S &1 Fmfor 8 o 21

&0 & TR | 3P STHBR:

woH ot & Tsit I0T P HRUT IS B AT, T I 3R 3TETd 8 Jobd 8, S SMRYP TqbdT | & Ube

B T 1 Ol 71 R < ergeb bl o A gl SR ORY & o BNl 8, 9 el  cere TR req
THQ TS, T BT &maT & T, SiE F BT & YU, ReIEwRTd (qe)iBy) TR 3R
&Y &l § o) & St 81 et A1 3w iR T JuHT $ TH e Bl Uohd g SR T8 =0 J
BT 1 TS &) UHIfad o Joba B

Bt I foraaT AT 82
el I TP goH faBR 8, A § fob I8 1:40,000-60,000 T &1 GHIfAT Hdl & | Afgarnsii # 59
faPR & Had &1 Bz THGRI SUA T8l & | Tg SATGIR SR Hdd g&u! & i iR g1 ]

Pl THT IR 9 F S g1 82
sl A7 va-fefae 578REH (X-linked inheritance) U & &0 H IRINTd
BiaT 3| Higanen # st A TALUEH F AR yuH Joft F g
78T Y Hifd TR B T B

Wsﬂmﬁimﬁm%?
TFIGY 2020 TF T FAHIT TI7PIT &1 5 [RUT BT Use/7 Ba, 8 3R 7 TR &Y 585 a8 5 1707

EHT 37 W FEGHIT TGTT & TTe ATy BT Ffeq/

SUdR

Tl AT O TRy T, o fafkiy GLA Icafad= uran Sirdn 8, & fo FDA Tmiford geirsd e
Rt (enzyme replacement therapy) 3R FDA JHIOG wrafd e ore Suea 2t (pharmacologic
chaperone therapy) RUGEIR] 9 &N B AT B & [T STOHT WG ST Uardn sifafad
Rt IR 1t foaR o= w1 31

il AT P ITIR &b IR | 34 THBRI & fow a1 fode B3|

. a@\_rﬂ%"q (Fabrazyme)
. WRIARCT (Migalastat)

ESIREIENEL

st [T %ﬂ USITgH fregde Rt (enzyme replacement therapy), ﬂﬂ@@' reaer gt
(substrate reduction therapie) 3R S A (gene therapies) & WW I B
fFafred TLtar (clinical trials) @1 4@ & forg a1 faad H1|

Sfafvad SR 3k IadT

Genetics Home Reference and Medline Plus (Fabry Disease)
National Organization for Rare Diseases (Fabry Disease)
Fabry International Network

Fabry Support and Information Group

National Fabry Disease Foundation

od
o U B IBIY (Genetics Home Reference, GHR) 3R ASdRAwd (MedlinePlus)
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https://www.fabrazyme.com/
https://www.fabrazyme.com/
https://www.amicusrx.com/product/
https://www.amicusrx.com/product/
https://clinicaltrials.gov/ct2/results?cond=Fabry+Disease&term=&cntry=&state=&city=&dist=&Search=Search&recrs=a&recrs=b&recrs=d&recrs=f&type=Intr
https://medlineplus.gov/genetics/condition/fabry-disease/
https://medlineplus.gov/genetics/condition/fabry-disease/
https://rarediseases.org/rare-diseases/fabry-disease/#:%7E:text=Fabry%20disease%20is%20a%20rare,known%20as%20lysosomal%20storage%20disorders.
https://rarediseases.org/rare-diseases/fabry-disease/#:%7E:text=Fabry%20disease%20is%20a%20rare,known%20as%20lysosomal%20storage%20disorders.
https://www.fabrynetwork.org/news-events/
https://fabry.org/
https://www.fabrydisease.org/
https://medlineplus.gov/genetics/

Tﬁ%R ﬁ"T (Gaucher Disease)

TMreR AT TH gy T g, Fords uRumaasy fafie TRiRe yrt & aumrged gerd &1 T80 g9 ardl 8 | TR
T, TRY 1 & FEY ITHRI UHR I TR AN § 96 PR & foIaR 3R Ty, g1 o I SR Iqarg dareh
A I 81 Ibd g | TT3Y 2 TR AT H doll T Tha aral diesT Jeielt o7 +ft =nfire § 3R a8 ammaar uRfie
F9U9 § U g1d &1 213U 3 TR A7 A URd s &1 Sl I0T il 7, 9 THRG1 & A § ey 1 3R 2 Y
Aeadl ST BT gl 8

ST 3fR TSTTsH & B
GBA SfiF §f IARad= & HRUT MR INT Bl 8| GBA - AT IRR & -1 RS TS oo
(beta-glucocerebrosidase) M B BT e ST % g Udh QﬂT USTgH Il % S| Jq\dv\lsl\wi\lt-llss
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TS T UG Uerd & aradl g1 <18y 1 TaR AT J TR Al & foraR, Tt iR Y Tl |

DRSNS BT A0 81 AT 81 <184 2 3R 3 J TR Al & A § off o RS NS S &I
fmfor 89 @ ]

&0 & AR T 3P DR
TT3Y 1 TR I0T T TRd A A 59 A& 99U J Sa™bdl & SR fhat Ht Iy femrs an aa &1 34
LU B} T Beb T AR TTHR Tb &1 Tohelt § 3R 3T 9¢ 8T TR 3R Teff, Jaeg =, St
HleRARIE T 3R iRy Taieh grwmat afed 831 &7 e 3R ¢ +ff <Nt §1 <=y 2 3R <18y 3 TR
T TRy AT AT Taeh sifafa I e S 1 35U Al & siivat ot sRaryifde TR, gR
T 3R AU 1 T e €| 218y 2 31fie MR § SR I8 SreurawyT & g Udhe g adl §,
SIafeh 212U 3 99U § Uahe gidl & SR §gd %iﬁ-%iﬁﬁv—cﬁn%l glrﬁﬁﬁ,mzlﬁa?w@mﬁm
I 5= 1-3 T HI Mg H & TR I & 1 3BT I TR, THahTel = °grdes &9 oFH I gd &t
SFICIAT TERITSHT BT HROT ST § 3R T 8 R RIY 8 %—rﬁweﬁrxﬂﬁﬁwﬂﬁ%@ﬁuw@
W%Waﬁwﬁﬁﬂ@rmaﬁﬁmwﬁmaﬁmﬁ% AP I 3Gl B ST,
géﬁwﬁﬁamﬁwmﬁw%lwWQWWstﬁma

|

TeR T feamm w82
TR T U gaiH T ], 3ITHM § % T8 1:50,000-100,000 TN BT THTIAT &l g1 13U 1 TR I
TRIGHTSN SR Jd & Afdadl § e o gl

MR I NG 7Y § $A g1 82
MR T 3ifeiaae ¥Ra 57eRew Ued & *u § d2mrd g gl

wmﬁiw%¢
TFIG 2020 TF Tg FAHT FITPIT &/ 5 [RUT BT Use/7 &, 8 3R 7 TR &Y 59 a1 7 1707
EHI 3T W FEHIT TGTAT & TTe ATy BT FfeT/

ITER

TTY 1 TR INT ¥ IRd A 8 FDA SigHifed Tairsd fewerde 2t ok
Havee reae vl Juas g1 gui 9, mz@vsﬁmﬁn%n@r&ﬁ
Taeht snfaufa 3 IS THIG IR Iudsy el &

MR I P ITEIR & IR | 3ifaad SHeRT & forw uai fadae &%

Cerezyme® (imiglucerase)
VPRIV® (velaglucerase alpha)
Elelyso® (taliglucerase alpha)
Cerdelga® (eliglustat)
Zavesca® (miglustat)

e aRiemr:
MR I B ATHYFIAS IUAR 31eT & faaf-rar el T31eur o) 3@ & forg
gﬂgaﬁl 31;;4«4-1 o1 o gt R H S A SR wewee frgaw=
A gl

Sfaf¥ad RT3k gad=

e Genetics Home Reference & Medline Plus (Gaucher Disease)
e National Organization for Rare Diseases (Gaucher Disease)
e National Gaucher Foundation
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https://www.cerezyme.com/
https://www.cerezyme.com/
https://www.vpriv.com/
https://www.vpriv.com/
https://www.elelyso.com/
https://www.elelyso.com/
https://www.cerdelga.com/?utm_source=google&utm_medium=ppc&utm_campaign=Patient-Branded&utm_content=CerdelgaPatient&utm_term=cerdelga
https://www.cerdelga.com/?utm_source=google&utm_medium=ppc&utm_campaign=Patient-Branded&utm_content=CerdelgaPatient&utm_term=cerdelga
https://www.zavesca.com/
https://clinicaltrials.gov/ct2/results?cond=Gaucher+Disease&term=&cntry=&state=&city=&dist=&Search=Search&recrs=a&recrs=b&recrs=d&recrs=f&type=Intr
https://medlineplus.gov/genetics/condition/gaucher-disease/
https://medlineplus.gov/genetics/condition/gaucher-disease/
https://rarediseases.org/rare-diseases/gaucher-disease/
https://www.gaucherdisease.org/
https://www.gaucherdisease.org/

A
S 819 YWY (Genetics Home Reference, GHR) 3R ASdRTw@d (MedlinePlus)

GM1 NTATNATES IR (GM1 Gangliosidosis)

GM1 AT SR U goiH fapR 8, forids SRUT doit I a1 aTelt &S, HhTd Jaeh S, 9

R 3R Wi, = &1, 5 B AR 3R FeR BT e H AR UHR F a0 IO 81 I &1 GMH
%ﬂ@ﬁ?%ﬂaﬁwwwﬁmﬁw&m?%wmﬁujwﬁeﬂﬁﬁﬂﬁﬁqﬁ%
GM1 TTAITESIRN & $6 HH THR T off Aivig &, o 9gd & #R-R Iaa g1a |

ST 3R USTTsH & B GM1 RIS SR GLBT SiF # IARddd & URUTHRGRY gidl §, Sl
Sudett o & SRSy S B3 B Fe adl g1 Siel- e aEey U UesH gidi g, Sl
Tl GM1 T TATINITR S 1S augad Uard ®f dle- & H1H S1dl g | 9 diel-adesed & &l
glal 8, dl GM1 TS s AT, fofar, Ty, 3R 3= 3T ot HIRB13N H §71 avIdT & | T8
FwTer FIHT0T 3 3 wI&il o1 BRI SIell
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https://medlineplus.gov/genetics/

TN & IR | 3P THHRT: GM1 ARSI & o A ¥4 €8y 1 8, Saa! ugaH
AR R Sftad & Ugd oy H &1 81 St 3, o Rggaft & faewra & g areft 38 &1 udl i g, 3R I8
TR G & 1Y Fgdl St ¢ | TG & 1Y, T_Y 1 GM1 AT s i ¥ aRid Rigreft & forer 3k
TG 9 91 7, TR 3R Hapra Gaef W1 ot I B I § | F© ! | "HI AgX Bi §1aC 3R
gad el AT ITF §F A & SR S0 F 1T SRe au- & 3Tt fel ao +ft sifad 81 @
O7d €1 TI8Y 2 GM1 TANIg S IR $© it 1fd & A1 STedrawi1 & 3ifad Usa a1 URfes §au &
IAY I 81 bl & | 3BT I8 HH THR TY €87 3 GM1 TAaEZeRg 8, S fheiRawy &
TG IEF gl qhl |

GM1 ATAITSS IR frar 9= 872
GM1 TTAINTESIRN U 98¢ gaH f[a®R g, 3R I8 SIIHIAT 9 ¥ 1:100,000 ¥ THR 1:200,000
oo fRrgref 7 g T 2|

GM1 NTAAATSSIRY d=INTd U | & gid1 872
GM1 TTARTS SR 3ifciave Yafia 398y diid ¥ 9INTd giaT g

T SHBT BIs SUIR 872
TFIGY 2020 TF T AT TI7PIT 8/ 5 [RUIT BT Use/7 e, 3G 3N 7 TR &% 55 a8 & 170
BB 37 WG FEGHIT STl & T [THN HI] FeT/

IR
aaE ®, GM1 T TATaITZS IR 8g ®1s Hf FDA SgHifed SUaR Iuas T8l ]

T d OTeur:
%ﬁwmﬂ 2 o9 T & UMD e & fFafae udlen & u & faw
|

Sfafvad RT3k Iad=
e Genetics Home Reference & Medline Plus (GM1 Gangliosidosis)
e Cure GM1

e Hunter's Hope

i
o SRR BIH YWY (Genetics Home Reference, GHR) TS ASARAWH (MedlinePlus)
m@m@sm%ﬁm@ (Lysosomal Acid Lipase Deficiency, LAL-D)

LAL-D ¥ Ufyd @rTl & U GoTsH Pt S 81 STl & Sff 991 &l die- & Y8HI& g1 LAL-D & HRUT faar Tl A
I@F BId §, S FRIggeif & forw Siieiar 81 9ehd €1 LAL-D &1 U gg I dfdh &d TR =0 Sfta & sifam
T & SR Y& g1 9l g

LIPA SiF § IaRad & BRI LAL-D BIdT 81 LIPA SiiF IRR &I ARSI TRIS Arguy THe TegH
aﬁﬁgaaﬂﬁwﬁ%sréw%ﬁﬁwﬁm%l LAL-D @ URra &ivii & forar & o &1 i g
NRIGIE

&0 o IR F 3H TABR:

LAL-D & TR &0 (S ared= 71 & 9 ¥ +ft 5711 ot €) § i Riggaft & forer ik vy 9¢ 8l
§, 3T o el FedT, 3= Tiferar iR SoxifAg THwm gidl €, 39% 1Y 81 3% 1o # 997 8iaT ¢ |
fRregant & ferar Taeht A7, g { 37T BT BT = AT 3R 7R HUITOr S 7 Iy 21 & 3R
IHIAAT 9 U 98 &1 31 e ) ofifad 781 38 urd 81 39 TR &0 3 R Riggsft &1 siftigas
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https://clinicaltrials.gov/ct2/results?cond=GM1+Gangliosidosis&term=&cntry=&state=&city=&dist=&Search=Search&recrs=a&recrs=b&recrs=d&recrs=f&type=Intr
https://medlineplus.gov/genetics/condition/gm1-gangliosidosis/
https://medlineplus.gov/genetics/condition/gm1-gangliosidosis/
https://curegm1.org/
https://curegm1.org/
https://www.huntershope.org/family-care/leukodystrophies/gm1-gangliosidosis/
https://www.huntershope.org/family-care/leukodystrophies/gm1-gangliosidosis/
https://medlineplus.gov/genetics/

T} 7 HfeRaH BT o/HTd, Yade-d 3R AETIHS <31 81 Iohdl 8| LAL-D & 3T &7 (dex-3{de)
& (ﬂ@ﬁﬁ@mw@ﬁ%ﬁrﬁ (cholesteryl ester storage disease)%Q?qff ?-ﬁGTHTTﬂﬂT%) CT&ur
SIU ¥ Il a% Bt 1} Ushe 8 Ihd €1 LAL-D & 3T ¥ (AeR-3H4e) F URd Al & forar 56
BUEIA § 3R 2 §¢) U iy, forar Tsiehh InT, Sty ey i €1 god) §, 3R 37 vl  faet o
IRT 3R 3TETd BT W1 4t Sgd Sa1eT &Il 2

LAL-D forae 9= 32
LAL-D U% 98¢ gaH faR 8, 3/ AM & % T8 1:40,000-300,000@ T BT YT BT € | STDBT ST
Y AeR-HTdc BIH (later-onset form) STal ITHT gl

LAL-D 9YINTd U I $4 gia1 872
LAL-D 3ffereae Yafia s9adic | Ued & U # 9md grar 8|

T THHT IS SUTR 272
TIG 2020 TF Tg FAHT 7PN 8/ 5 [RUfT BT UG¢/7 &G, 37 3N 7 TR & 59 are 7 170/

EHI 3T IR FE@HIT TGIAT & TTY AT BT Feq/

SUAR
LAL-D & URid @l & T T FDA SigHifed TorrgH frwwrde Avdt 3uas g

LAL-D & SR H 3{f% THBRI & o uai fads »

e atemn
%%-D%%@%Ww$am$muﬁﬁéﬁww&mm%ﬁsﬁm$

Sifafed TH®RT 3R I\dF
Genetics Home Reference & Medline Plus (LAL-D)

National Organization for Rare Disorders (LAL-D)
American Liver Foundation
LAL-D Aware

d
o OHfcHT B YBT (Genetics Home Reference, GHR) 3R ASdZTwd (MedlinePlus)
NeTh Rfed RIBISEeIB] (Metachromatic Leukodystrophy, MLD)

URATABCH (arylsulfatase) & HRUT G dTelt HebIHed YHISISLIh! Th T gy qufdr a1 &t gl §,
forerd oty T1ft | Srg) aret dfepT el A7 I Bl &, O slifesiey Siefell, T S1eed # Bl 3R 3
SYMHIAT U7 gidt &1 MLD T T 919 &Y SMHIR TR 5909 § UTde gid1 & | 961 HHH 0 990
AP IYH T dob Tt Hf THY Udbe 81 bl o

O 3R TolsH & HR:
TR e HH P HRUT MLD J TRId SATSTdR @l & ARSA SiF & SARad gidl 8| ARSA SfiF
AR TR IR ) TRATEHH T (arylsulfatase A) §9H &7 AR a1 8, S Th T TolzH & Sl
AhCI38Y M a4 & disdl & | MLD ¥ URId @l & AfTsh W Jetherzgy &I faurad AT g
AT, @WWW@THWWWW%I MLD @ IRId $ AR 5 ARSA S % FeT
%P i & SARad 8idT 8| ScreenPlus PSAP & IdRdd & HRUI g dTdl MLD &1 UgaT gt

|

AN b IR T 3P BRI
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https://kanuma.com/
https://clinicaltrials.gov/ct2/results?cond=LAL-Deficiency&term=&cntry=&state=&city=&dist=&Search=Search&recrs=a&recrs=b&recrs=d&recrs=f&type=Intr
https://medlineplus.gov/genetics/condition/lysosomal-acid-lipase-deficiency/
https://medlineplus.gov/genetics/condition/lysosomal-acid-lipase-deficiency/
https://rarediseases.org/rare-diseases/cholesteryl-ester-storage-disease/
https://liverfoundation.org/for-patients/about-the-liver/diseases-of-the-liver/lysosomal-acid-lipase-deficiency/
https://laldaware.org/
https://laldaware.org/
https://medlineplus.gov/genetics/

MLD ¥ Tfyd a1 et aeh ol & shitie FRTae &1 3Hd ad &, forid URUMRG®Y aifgd Hrf
3R UG BIerel | ot § St 3 el 81 3ifafvad deron & gralf 37k ORY § Wae ot ot g,
SR, &TaTd, Sa T TR, ST SR g H W 81 Tabdll ¢ | MLD & ey [ &0 ¥ 3Rid
1Y, ot sifaw A=A H §d 8, d SHAR IR §9u o +f Shfad 78! %8 UTd & | MLD ¥ IR fh=iR
3R TEREGAT UR R b ANl DI ST H HSATS, QIR & 1Y B 1Y HagR SR Afadd & g ardl
gRad- ol AT BT USdT g

MLD fae=T TmaT=a 82
MLD U o fd®R B, /A g f& I8 1:40,000-160,000 AT B! THIFAT HRall |

MLD 9XIRTd U I HH gid1 282
MLD 3fiereae Yafia sefies Ued & U & dnd gar g

FIT THBT PIS SUAR 872
TFIGT 2020 TF Tg FAHT 7PN 8/ 59 [RUfT BT Uae/7 &, 7 3N 7 GHR & 59 are 7 170/

EHI 3T IR FE@HIT TGIAT & TTY AT BT Feq/

ITAR
CREIEE:S %I\/ILD IR $© AN BT SRS TSI TARTIUT (bone marrow transplantation) ¥ SUAR
far T gl

[ESIREZURIEIY
MLD &g Torrsd wrade At ok Sif9 AVt & Sruumiats Sieqd & fal-raa ULi&or &l o &

fore usi fade &9
Sfafied THeRT 3R g

Genetics Home Reference & Medline Plus (MLD)
National Organization for Rare Disorders (MLD)
Cure MLD

MLD Foundation

Hunter’'s Hope
United Leukodystrophy Foundation

o OHfCH B YBIY (Genetics Home Reference, GHR) U AEdASTwd (MedlinePlus)
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https://clinicaltrials.gov/ct2/results?cond=Metachromatic+Leukodystrophy&term=&cntry=&state=&city=&dist=&Search=Search&recrs=a&recrs=b&recrs=d&recrs=f&type=Intr
https://medlineplus.gov/genetics/condition/metachromatic-leukodystrophy/
https://medlineplus.gov/genetics/condition/metachromatic-leukodystrophy/
https://rarediseases.org/rare-diseases/metachromatic-leukodystrophy/
https://rarediseases.org/rare-diseases/metachromatic-leukodystrophy/
https://www.curemld.com/
https://www.curemld.com/
https://mldfoundation.org/
https://www.huntershope.org/family-care/leukodystrophies/metachromatic-leukodystrophy/
https://www.huntershope.org/family-care/leukodystrophies/metachromatic-leukodystrophy/
https://ulf.org/
https://medlineplus.gov/genetics/

HHIUIIPISSIRINT 284U Il (Mucopolysaccharidosis Type II, MPS ), 39 §¢3 RigIH (Hunter
Syndrome) ot ﬁ% %

MPS || T& gaH fadR 7, Fored YRR & Ps fewdl & wifed 2= wult &1 fAafur 81 @ 81 MPS 11 ¥ wiRta
fFTal § SMHAR WR ferITas fAemdiTdr, 98 &1 Ry shce iR Agayul Wy et Iawm IO g4
T ¥ 1 STRER & oA, MPS 11 & TR e 3 Ra s Sifad =gt 38 U 7

IDS S H IART & HRUTMPS || 81T 8| /DS S AMEIAT IRR Bl TS SRIHC 2-Tethed §H
Wﬁ'g{‘ﬂaﬂ% i‘rwﬁmw% Ghlasaﬁwﬁvam (glycosaminoglycans, GAGS)WE@,
B HUN B ASdl g1 MPS 11 § IR arfl & forer, Wi, ged, dabTd, @, g 3R Afkrss &
GAGs IfId 8 ST 8, frads uRumas I & d&ur fawrs 33 ord g

AU b IR H 3P BRI

MPS Il & SaTeT TR deror T aRa antl o1 Fe SiaR IR Sreara®iT & JHT fhdr Srar g1 9]
ARy AR AR Bt 3pfa, Tepivl argANT, 56 g forar iR Twii=, iy a1 deqor gffar, Bier &g, @@ R
Wmﬂﬁaﬁ?@ﬁm@?ﬁ%lﬁ@ﬁﬁwﬁw I H W, BwS! & I, §SI
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el 7, P aTS fapanTdn, 3R dgiRe erifd Hf I 8 bl 81 MPS 1l & HH THR &un 9
TRy T H I97 BT Tharg AT BT B

MPS Il fFaT 9= 382
MPS || T% §8¢ gaH f[A®R &, 3AM & & T8 1:100,000-170,000 T&H &I FHIFAT Hall 5

MPS Il GRIRTd U A $H giaT 82
MPS |1, X-feias Yafa geddd Ul & U § 93N giat g

T TAPT B IUAR 82
TFIG 2020 TF Tg FAHT TITPIT 8/ 5 [RUIT BT Use/7 &, 8 3R 7 GHR &Y 59 a1 7 1707
EHIT 3T TR FGHIT TSIl & T [HeTHY HT FNeT/

SUAR
FDA-JHTIOIG GomgH Raeie R Iuasy g St MPS 1| & $ @&l
JYR 1 &, AT I8 dfepT Yaeht e &1 ITaR & w1 ]

MPS || & ITIR & dR H 3% THeRI & fau aa1 faaes &9

fqafed wiem
MPS |1 8q TeiTs® Nwiadie 2T 3R SifF R & SrIuumTds® 3fea &
e uieur & g & fou 78l fdas &L

Sfaf¥ad SR 3k gadT

e Genetics Home Reference & Medline Plus (MPS-II)
e National Organization for Rare Disorders (MPS-II)
¢ National MPS Society

od
° @ﬁﬁ?ﬂ@ﬁw (Genetics Home Reference, GHR) @?ﬁ—s’ws——!w (MedlinePlus)

o e AshIgs IR™ 2129 lIB (Mucopolysaccharidosis Type HIB, MPS 1lIB), 55 S-fbferal RigH
<24 1B (Sanfilippo Syndrome Type IIIB) i $gd &

MPS 11IB T gaiy faeR & o afkass o Sifed wrdbr srupsit &1 fAmfor svar ], s sRur fgayul fawr
el femart 3R TagR et THE IUH gldl & off IHT P 1Y 3R TR idl Sl g |

NAGLU S H IaRad= & BRI MPS I1IB BT 81 NAGLU SiF 3THAR R, TR BT 3h]-T-
W@ﬁﬁ@ﬂ (alpha-N-acetylglucosaminidase) M BT ﬁi"{l o %’ il Udh QﬂT [TIEL S
Wﬁaﬁm&ﬁﬂ?ﬂ%ﬁ (glycosaminoglycans, GAGs) & =Y H SfH1 o ardl EI@ RN 3{E{I\3ﬁ Gl ?—ﬁSﬂT
g1 MPS 111B T IR1d @il # ARk iR T &1 631 § GAGs &I A giar g1

AL & IR | YD THADBRI:

MPS [11B § TfRId sl &1 AR IR Thd I Ugd & 81 & R e a1 SIdr § 1 I deo § o
J ST, SIaeR Yaeh Ty, Hie o g R Sifgs sragardr e 81 WeHdr siR iR Teef
e 4t s Rid 8 Iehd €, 3R MPS 111B T IRid 8= 83 81 & SR Hile U A $6 Waad HId
Y T gbd §1 MPS 1B | TR $3 F=i § 8o HIC AR B 3A1pT, FeT g iR, = 3R aaur wifd
A Tt 3R AT T deror giar e SHwng I g ot § |
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https://www.elaprase.com/
https://clinicaltrials.gov/ct2/results?cond=Mucopolysaccharidosis+Type+II+%28MPS+II%29&term=&cntry=&state=&city=&dist=&Search=Search&recrs=a&recrs=b&recrs=d&recrs=f&type=Intr
https://medlineplus.gov/genetics/condition/mucopolysaccharidosis-type-ii/
https://medlineplus.gov/genetics/condition/mucopolysaccharidosis-type-ii/
https://rarediseases.org/rare-diseases/mucopolysaccharidosis-type-ii-2/
https://rarediseases.org/rare-diseases/mucopolysaccharidosis-type-ii-2/
https://mpssociety.org/
https://mpssociety.org/
https://medlineplus.gov/genetics/

gg = I 82
MPS I1IB T& ga fd@R §, $AM 8 % T8 1:70,000 AT &I T BT 8

MPS lllb 92T 39 | $d gidT 872
MPS 1IIB 3iferaiae e saefies ted & w0 o d2m d giar B |

T SHYPT DI IUIR 872
TFIGY 2020 TF T FAHIT TP &1 59 [RUT BT Use/7 &, 8 3R 57 TR &% 38 a8 5 1707

EHT 37 W FEHIT TGTT & TTe AeTepv BT Ty

STAR
A § MPS 111B & foTT 15 FDA SrHlfed SUaR Iudsy -Tgl g

faafdma uteror
MPS 111B 8 SIS Tarsd rwdie dVdT 3R S™uMIEs Sif- 23Ul &7 3reag o’ aral
fFafred gdtarn &1 ¢u & g &1 fokde $|

3ifafed e RT 3R I\dH

Genetics Home Reference & Medline Plus (MPS-IIIB)
National Organization for Rare Disorders (MPS-IIIB)
National MPS Society

Cure Sanfilippo Foundation

g d
o UHfCH Eﬁﬂ\emw (Genetics Home Reference, GHR) GﬁTﬁEFI'I'SFlW (MedlinePlus)

THIUIRIShIS SR ST24 IVA (Mucopolysaccharidosis Type IVA, MPS IVA), 33 AiRf@4l Rigid =2y
IVA (Morquio Syndrome Type IVA) oft ﬁ?f %

MPS IVA T& gaiH fasR g fored Sifed R1dhet oft] ey &9 § dhavTd § §1d 7, o SRl i g3l A, Bie
B 3R 3T BT HFHIATY YaT gieit B

GALNS S T Iafkacdd & HRUI THUTEY [VA BIdT 81 GALNS ST 3THAR TR TRR & TH-
TG e IITHTS A (N-acetylgalactosamine) 6-eb sl S-H T fARr T 8 S T U1 USIIgH oY
Wﬂgﬁw&l:ﬁﬁm (glycosaminoglycans, GAGs) & =Y T SE1 o ardl aé BER 3{013ﬁ Cal ?—ﬁ_s?ﬂ
g1 MPS IVA I IRTd @l §, T8 ¥4 9 g3l # GAGs &1 A\ grar g1

T&fON & IR H 3P THBR:

MPS IVA &1 3THIR W, 831 I & HRUI URMNG a1 & g1 g fovan oirar g, s wmr=aaan g, Siel
sﬁ?@ﬁ%maﬁﬁ?ﬁu‘rwww%l MPS IVA & TRId 38 o=t & gad 7, el &1 ifeiar &
YT, Boch] ST g ferar, Tepfera argand, e ar deror gffar iR siaor & €1t 81 MPS VA
TR TR NSHa1 Bl YU gt Bl g | THR T&07 aTet AT et s a1 foriRTawT aeb & shfad
€ Tobd 7, el HegH TE{UT ATe TN IRl b Sifad I8 9ehd o

MPS IVa fora=T T 82
MPS IVA 383 gaH fa®R &, 3 A 8 f& T8 1:200,000 — 300,000 A &I gHIfad FHRll
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https://clinicaltrials.gov/ct2/results?cond=Mucopolysaccharidosis+Type+IIIB&term=&cntry=&state=&city=&dist=&Search=Search&recrs=a&recrs=b&recrs=d&recrs=f&type=Intr
https://medlineplus.gov/genetics/condition/mucopolysaccharidosis-type-iii/
https://medlineplus.gov/genetics/condition/mucopolysaccharidosis-type-iii/
https://rarediseases.org/rare-diseases/mucopolysaccharidosis-type-iii/
https://rarediseases.org/rare-diseases/mucopolysaccharidosis-type-iii/
https://mpssociety.org/
https://mpssociety.org/
https://curesanfilippofoundation.org/
https://curesanfilippofoundation.org/
https://medlineplus.gov/genetics/
https://medlineplus.gov/genetics/

MPS IVa 92I7Td U ¥ &3 8d1 87
Sfarame Rafya s9eed Ued & =0 & MPS IVA dmTd giaT 8|

T THHT IS SUTR 272
TIG 2020 TF Tg FAHIT TIHPI] 8/ 5 [RUfT BT Uae/7 &, 37 3N 7 TR & 59 are 7 170/

EHI 3T W FE@HIT TGIT & TTY AT B3] Ffeq/

SUAR
MPS IVA & fTT, FDA-3rHIfed Tamgd frwaerdie 2t di9g g

MPS IVA & IUER & dR H 3{fie THBRI & fau ua faaqs &9

IESIRCISICLALI
g 3 Ry e T Y b &1 MPS 1va & G, $1E U fFarfrara adtar Hieg §

Sfafvad SHHRY iR Iwdq
e Genetics Home Reference & Medline Plus (MPS-IVA)
e National Organization for Rare Disorders (MPS-IVA)
e National MPS Society

od
o  OAfCHT B YBIT (Genetics Home Reference, GHR) 3R ASd2dwd (MedlinePlus)

o el AshIes IR 2129 VI (Mucopolysaccharidosis Type VI, MPS VI), 8 ARICIH-aH RigH

(Maroteaux-Lamy Syndrome) N Eb—b'a %

MPS VI T& ga¥ [AeR § o TRR & &5 YW § Sifed Qb1 (U] &1 FHfor g1t g1 MPS VI 9Rid aafaaal
H, MHIR R IR & B3 U H T AU 3THRT 3R 7 Bt IuFUS il 7, o H gea 8k H guifad
Sta & W) O daeh ufad= i g1 MPS VI 3 Ifd a7 SHdR IR 99T sifgad gidl 81 SUIR &
71, MPS VI & T TR TR § IR 9= 9aehdl § Siifad gl 38d &

S 3R TolsH & HR:

ARSB i & IARad= & SR MPS VI 81dT 81 ARSB S 3THAR TR IRR & SRiadehes st
(arylsulfatase B) aqﬁwﬁ%srém% Gﬁwﬂw yTIEEs %\‘rﬁ 401I$d7\li-lllr4\-l-|\l*c1|$3h+l
(glycosaminoglycans, GAGSs) % Y H SfH1 o aral a%’ ER Sff{[&ﬁ Tﬁ?ﬁ?,?ﬂ%l MPS VI T Ufd
& TR B At SHae! § GAGs &1 FHf g 2|

AN b IR T 3P BRI

MPS VI & 31t TR TR J IRid I=di &1 3MTHAR IR URFYS STl & <R (e foar Srar g
I SAHAR TR S & INT, BIeT e, SS] Bl [Apia, "HIC" T8 DI 3B 3R 98 g IR iR T
BId 81 378 Top1ut argent, e an deror gfiar, o =f, yaur &fd 3R gea A 8 gohd §1 MPS VI
Afgehdl B THIId el BT 21 TR &0 arel &N ael S I1 fhRTaRAT deb &) Sifdd 78 9ehd o,
W€ T AU AT AT BT deb Silfdd 7§ ebd g

MPS VI fa=T I 82
MPS VI 98¢ gaH fa®R g, 3 § f I8 1:250,000 — 600,000 A B THTAT HRall g |

MPS VI 92I7Td U ¥ &4 gidT 8?2
Jferava rafa g9adw 9ed & =g # MPS VI 9T gidT 5|

U 20 HT16


https://www.biomarin.com/our-treatments/products/vimizim/
https://clinicaltrials.gov/ct2/results?cond=Mucopolysaccharidosis+Type+IVA&term=&cntry=&state=&city=&dist=&Search=Search&recrs=a&recrs=b&recrs=d&recrs=f&type=Intr
https://medlineplus.gov/genetics/condition/mucopolysaccharidosis-type-iv/
https://medlineplus.gov/genetics/condition/mucopolysaccharidosis-type-iv/
https://rarediseases.org/rare-diseases/morquio-syndrome/
https://rarediseases.org/rare-diseases/morquio-syndrome/
https://mpssociety.org/
https://medlineplus.gov/genetics/

T TAPT BIs SUAR 82
TFIGT 2020 TF Tg FAHT TITPIT 8/ 5 [RUT BT Use/7 &, 8 3R 7 TR &Y 59 a1 7 1707

BRI 3T TR FGHIT TSIl & T [HeTHY HT FNeT/

ITER
MPS VI & 1T, FDA-3rHIfGd Tosd Reade O AiNg &

MPS VI & IUTIR & TR H 31f¥® THBRI & forw usi fads o3

faafAda utero
Tg 3T & o uei faas &L fs 71 MPS VI & g, ®is SruTas feaf~aa adteror dieg g
Sfaf¥ed e RY 3 Jwd=

e Genetics Home Reference & Medline Plus (MPS-VI)
e National Organization for Rare Disorders (MPS-VI)
e National MPS Society

od
° @ﬁﬁaﬂﬁﬁw (Genetics Home Reference, GHR) aﬁ?ﬁ—s’zﬂng (MedlinePlus)

WP IURIhIZS IR 2134 VII (Mucopolysaccharidosis Type VI, MPS VII), X TS Risi¥ (Sly
Syndrome) ot ﬁa %

MPS VIl T gaiH faR g ford IRR & &g Yl # wifed bt 3rupaft &1 fmior 81 st g1 MPS Vil 1 aRa
Tl F SMAGR TR IR & B3 HI H U IR MU 3R A7 1 IufRufa g1 &, o geg 3R argAnt
ﬁﬁmﬁg}%?ﬁﬁﬁ%ﬁqﬁaﬁqm% MPS VI & URid o3 cafaaal § $3 sifgd siemany o
fae !

GUSB S § I@Rad= MPS VIl T HRUI §9d1 8| GUSB S TR TR IRR & del-qgried,
Teh USTTSH S BT ST &l 8, S 8 b1 SAU3T Bl dradr & o s i-reg s
(glycosaminoglycans, GAGs)%WﬁGIHT\_ﬂTFIT%I MPS VII T IRid @rT H, IRR A ol Sas!
& ®9 & GAGs FT AU i ]

&0 & AR T 3 TABR:

MPS VI & Je TR &0 3 7yt fRrggefl & SRR # sraftie et Tard B § $fR SR R 7 o &
W I1E 7P GG & St 81 MPS VI ¥ IRYd 3 st § YR s & SR wleir o Rid g4
Fm?r% T e I8R &1 3pfa, TeT goft foraR SiR Wefl=, gaa I, MATa T defur gfar, Bier &g iR
TSI T M B T & | ITH Hh1of aRIANT, HH 2fP IR oa07 &t oft o Rad g1 Favct 81 MPS VI T

IRId P Al 8§ o el sigmans «f g &, g $o o sihiamhd 9 9fS gl g

MPS VI fFaT am=a 82
MPS VII, MPS & & gaH UHRI & I U& g1 3IHM & & T8 1:250,000 AT &I THIId Fxal g |

MPS VIl 92I17Td U & &4 gidT 82
Jferaaa frafa g9edw ted & =y H MPS VI TTd BT B

I THHT PIS SUTR 272
TFIG 2020 TF Tg FAHT TI7PIT &/ 5 [RUT BT Uae/7 &, 38 3R 7 GHR &Y 39 a1 5 1707

EHIT 3T TR FGHIT TSIl & T [HeTHY HT FNeT/
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https://www.biomarin.com/our-treatments/products/naglazyme-galsulfase-for-mps-vi/
https://clinicaltrials.gov/ct2/results?cond=Mucopolysaccharidosis+Type+VI&term=&cntry=&state=&city=&dist=&Search=Search&recrs=a&recrs=b&recrs=d&recrs=f&type=Intr
https://medlineplus.gov/genetics/condition/mucopolysaccharidosis-type-vi/
https://medlineplus.gov/genetics/condition/mucopolysaccharidosis-type-vi/
https://rarediseases.org/rare-diseases/maroteaux-lamy-syndrome/
https://rarediseases.org/rare-diseases/maroteaux-lamy-syndrome/
https://mpssociety.org/
https://medlineplus.gov/genetics/

ITER
MPS VII & 1T, FDA-3HIfed Tomgd rawsie 2t di9g 6|

MPS VIl &% IUIR & IR H AT STHBRT & folg U1 faas &

[ESIRERNECEL
U 3T & 1w uei faie &3 b @1 MPS Vil & i, &1S SR uTaTe faefrae udiern deg §
Sffafved ISR iR THdA

e Genetic Home Reference & Medline Plus (MPS-VII)
e National Organization for Rare Disorders (MPS-VII)
e National MPS Society

od
° @eﬁ?ﬂiﬁﬁw (Genetics Home Reference, GHR) aﬁ?ﬁ—s’zﬂng (MedlinePlus)

Fa-Ne fEforst a2y (Niemann-Pick Disease Type C, NPC)

NPC T& gaiH fapR 8 S TR & 3 U § SHiokeid 3R 3 gurgad Uardf & At o1 HRur §a1 81 NPC
T IR Srfdremi Al H et Taieh I g € forad wfasiid fasr § &, SifRR ara, €R, e & e
3R HARNT Faieh &0 <A 8 Jobd &1 NPC P HRU ffaR 3R Bwps! 31 SARY +ft 81 gt 21

S SR TRIadR & Hr:

NPC1 S a1 NPC2 SfiF B Iaafad & BRI NPC BIdT 8 (SHRT: €8T C1 3R C2)| NPC1 31k NPC2
S AR TR IR B NPC ZTRITITR HIARSTA AU 1 3R NPC TR HIARCd S RaIes 2,
W TR & AT A € o SBT3 B HIdR Diaela 3R 3 T B! RIFTGRT B H Heg HRd o
NPC ¥ 3Rrd arl &, R, Tl 3R 0ferss § Plekeld 3iR 991 &1 SrmArg fAafor 8) Siran g, s
URUTRGET AT Yo 3R &0 Uhe B1d 7 |

&0 & IR T 3P TABR:

S&fd NPC UTah Jfad ¥ gaR afad | 47 81 Iavd €, fihR 1t NPC & I dem § dedd ol Y&,
dq1 gafl forer 3R Tel= =nfira § 1 g & 1y, NPC ¥ IRia sufdaat & goeay, i 3R fAeren deeh
TR, S FEHdr, AU, SR, foraR I 3R Bhe! &t FHR} fasRid 8 ol &1 NPC & defur
SR ¥ GGl § HISlg 81 Yabd & Ud STReniad] S&0n Bt B3fd 3R THiRar iR R &=t ]

NPC fara=T I 872
NPC U& 9gd gl gaH fa®R 8, /A 8 f I8 1:150,000 A & AT Rl 1

NPC 9YITTd U & S gIdT 872
Sferma e 39afed Ued & =4 H NPC 93ImTd il 8|

T THHT IS SUTR 272
TIGT 2020 TF Tg TAHTT THBNT &1 3 [RIfT BT sie/7 Fa 38 3N 159 bR & 59 R & [Fufg
BB 37 WG FEGHTT STl & T [THN H1 FeT/

ITAR
gda B NPC & ol ®is FDA 3HIfed SURR IUdsy -8l §
e adteor
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https://www.mepsevii.com/hcp/
https://clinicaltrials.gov/ct2/results?cond=Mucopolysaccharidosis+Type+VII&term=&cntry=&state=&city=&dist=&Search=Search&recrs=a&recrs=b&recrs=d&recrs=f&type=Intr
https://medlineplus.gov/genetics/condition/mucopolysaccharidosis-type-vii/
https://medlineplus.gov/genetics/condition/mucopolysaccharidosis-type-vii/
https://rarediseases.org/rare-diseases/sly-syndrome/
https://rarediseases.org/rare-diseases/sly-syndrome/
https://mpssociety.org/
https://medlineplus.gov/genetics/

NPC & oTT faei=Ter URIE0T & a1 8 SH®RI 8q U861 o ®Y, oIl [T YR & IUAR PPN &l
HTTT PRI 8 |

Sfafvad S RT 3R Iud=

Genetics Home Reference & Medline Plus (NPC)
National Organization for Rare Disorders (NPC)
Firefly Fund

National Niemann Pick Disease Foundation

Ara Parseghian Medical Research Fund

° @ﬁﬁaﬁﬁﬂw (Genetics Home Reference, GHR) ﬁ?ﬁ@?ﬂ%‘rﬂ?ﬂ (MedlinePlus)

Term Definitions

serama AR (Autosomal recessive): A YRR T UTT STH aTel e Ter =g &t &) ufdpfaat gt €,
SHife ATaT-far § d=rHH & dgd U gt € 1 siferwa rafia s8R (Autosomal recessive
inheritance) @1 374 g for To Afd o9 &1 g7ufawfadl § srammadang (Safkadd") U St & off g fuRor
H! & o o {5 UaR T wrd vt | e aRumiasy v & demon +ft I gt Iad §1

(ﬁa? B https://ghr.nim.nih.gov/primer/inheritance/inheritancepatterns)

X-fei@s (X-linked) fA®HR X TORE & S & SrTHRIarst (SdRacd") & HRUT gl ¢ | SIHi= gosi # Ta X
wsﬁ?wvw(xv)ww%lmﬂﬁsmﬁ%awxwm% SIAY X TORE & TR Sie |
HINIE SR (RER) T P Tl BT 9T H | Ga SR, SHfini=1 Afgernail # € X TURE (XX) UTY Si1d
ZYeNT X UG & U IR S B HIg[g SARTd- 1 gOR X URE & W o9 &1 Fid gRT dferd faar
SITET | R aR IR, X-fias faaRi &1 fRufa & siard, Siat afganst ot ga=n & g3y 39 fdeR & d&on &

SIS Uhe H3d el

faaferae T3Iequr (Clinical trials) SFHUTT 3199 Bid g fordh 3favid fafRIy Aegad &1 S gt 8 | U
foaf e Tterr R/ ded YU <l BT 3ieT fhar S 8T 8, 39 FHZes Ve s Us ST
Q‘%ﬁlﬁlﬂ%’?ﬁ (United States Food and Drug Administration, FDA) mmﬁ?ﬁrﬁuaﬁﬁqﬁuﬁw&hm
a1 2 % T8 WRIAT oIk yurdt 21

E\Tﬂ%’qﬁ'@ﬂ'ﬁ? OEL| (Enzyme replacement therapy) %WWWWWWW%@W

fa=i I H e B T IR @ 7| SifenTw ToeH Raaric xdt Y &% w1 J B S 7, S 38 &Y

T8 AR TR 41T AT o H Ugarn Sl g |

WWHW(Substrate reduction therapy) WW%W &mmwﬁ%ﬁﬁﬁﬁﬁmﬁ

gﬂﬁ%%ﬁﬁ%dumaﬁaqmmwm% HfYHI Fawce Rear Rt & Aifgs ®u I gar &} ot
|

S A¥UT (Gene therapy) & Sfdid Ue SRATATT INRRA SF &1 WY S1F &1 Hid F gedl Srdl g, St 3fad 9 9
FT B 81 FB T3 o R T IaaRafda SfiF &) Ffspa & foan S 8 aifes A & i & w4 fhar o
T | Fifs o AR} a1 1 U SiUefard a1 83 8, STeTaR oiF X et oft feafea adtemr & s |

BHIBIITE duRIF AU (Pharmacologic chaperone therapy) wﬁ%g@wﬁwﬁaﬁrﬁwwm
Wwaﬂmgﬁhmﬂwﬁwmﬂqﬁmmwzﬁmsﬁﬁmmi%ﬂ@fﬂgé@ﬂﬁﬁ%@r
DPHP YA B
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https://clinicaltrials.gov/ct2/results?recrs=&cond=Niemann+Pick+C&term=&cntry=&state=&city=&dist=
https://medlineplus.gov/genetics/condition/niemann-pick-disease/
https://medlineplus.gov/genetics/condition/niemann-pick-disease/
https://rarediseases.org/rare-diseases/niemann-pick-disease-type-c/
https://fireflyfund.org/
https://nnpdf.org/
https://parseghianfund.nd.edu/
https://medlineplus.gov/genetics/
https://ghr.nlm.nih.gov/primer/inheritance/inheritancepatterns

SR AT YARIYUT (Bone marrow transplantation) DS g?«h-r, SITeidl SHHTRAT B Sich B o e fardit
ST o ST HOST Dl UIARTIU B Bl Teb Tfebedm Ufshar 81
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