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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/
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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://www.bdsra.org/
https://medlineplus.gov/genetics/
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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://rarediseases.org/rare-diseases/cerebrotendinous-xanthomatosis/
https://ulf.org/
https://medlineplus.gov/genetics/
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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://fabry.org/
https://fabry.org/
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https://medlineplus.gov/genetics/

MR fEIERE, TTSHBRELEMUIEIYRER. RELH 1 BXEmEE o868 FFIEF0pEAEh
K. BRFIHIMEER, 2 BEHmits R TIE R RS, BEE) L ERRITEGE. 3 BXighmE) LI
SRAETEEENT 1 BUf0 2 B ZjE),

ERFIESTRE:

GBA BERREZASEL SR, GBA EEBHIESANTE B-BENEIEEE, XIEERT LD EIRE
FERRERERIASEYIR. 1 BRBTRRERIATIE. IRIEEHEERaRREEER. 2 38 3 BUX
REENNS I SERERREIEER.

AT ERNESER:

1 B SmBE 1) LERR IR EAR RIS T RMBER. RERXNBEREEAS, SEFE
A, R, FZHMFULGANBERETE (BIEBIFNER) . 2 BE 3 BXREERSHIRER
&, EAERRENKENRE. ERAFNIRRE. 2 BEmRTE, BRTE/UE, m 3 2k
BRENTILES, HEHERIE. FENR, ASHE 2 BXiiiE/LRE 1-3 ZZEF%E. )
BENEFIROE RS LHERR S B REMIHAKE, SHE/LTRNXEEHE. EX
OMERLEREETEHE OIRER, EEAJRENIRSNSEE. SROEMEREMNA, BEXHT
BRBETREFEEENE.

XismEa B mEEIN T ?
K EE—MEIER, AiTEBEA 1:100,000 = 1:50,000, 1 BXENREE WFERZITAA.

KRR ANEERY?
XEmIAEREF R IEEEENEE.

EEBHEHNNETTEIE?

UEEIEEE 2020 £F 11 BHISHISE. WIS EHIET RS EHEITICRERT. 1THIARLNT
BT XA,
=g

HRIEHIXE FDA HUEREEE( U A BRI ET BT ST 1 BXimEE. F=0N2, Hi
SRICFT AT 2 BU0 3 Bl aHmIRERERANiaTT /3iE.
REGUAELL T SR T X Ew e RIES(ER

o Cerezyme® (FAREES )

e VPRIV® (FIZEHEEES a)

e Elelyso® (taliglucerase a)

e Cerdelga® (eliglustat)
e Zavesca® (E T )

IEPRIZEE -
R U EERRERIIIe e mEInmREE, [EERRar =BT E R RS

e ool

801, H21


https://www.cerezyme.com/
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https://medlineplus.gov/genetics/condition/gaucher-disease/
https://medlineplus.gov/genetics/condition/gaucher-disease/
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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://www.huntershope.org/family-care/leukodystrophies/gm1-gangliosidosis/
https://www.huntershope.org/family-care/leukodystrophies/gm1-gangliosidosis/
https://medlineplus.gov/genetics/
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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/
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https://medlineplus.gov/genetics/
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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/
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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/
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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/
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https://rarediseases.org/rare-diseases/mucopolysaccharidosis-type-ii-2/
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(5%&#EZ https://ghr.nim.nih.gov/primer/inheritance/inheritancepatterns)

X EHERRH X REA LEENSE ("RE") Bk, KSHEME—F X RBEI—F Y REK (XY). BT
BHRE—F X REF, Bt X REF E—NEBRERIRESS ERARHRER. MASELMEERE X Rk
(XX), EEEFBP—F X REK E—NERBREENRZSH I —F X e CERRREE AT, 5 X EH)
wmns, SHEERLEEEHIRER.
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