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HIBREB A E R RR AT NNA
KRB DHINETIFEERNAE.

CHMREZ-LwH (Niemann-Pick
type C) J& — MR 5 W i Mg 14 BUAE
(lysosomal storage disorder, LSD) , H
RIFERLINN5TT o 95% M) 3 # =2 A
NPC1HE R SR AT B 1 o 209 1 1 2RI N
JOEL [ P A 4 B % AL 40 P RV AR 9 K BB,
I RAEFEEMER. RZ)E 2 -TTwh &
BEAFN0LHARIT T N ERFRKE, X
BT SR R 8 (Ebola) WA 4%
Fo FATFIE, HRIEHDEEE R M AR A
#HmEE, 2ol ER M. NAE20145
F2016E XA A E R, R HR M 02
fEPEAEL. 1 2 N, (H 235 R 51X Ik
FEVEAE B RAT FEIRATIRAS T — ARSI K
W, AR SENPCTHE PR R ) C AL JE 2 - UL be 7
BFEX BRI RR R RA UM, XA
B LR ANRAT -

P9 E 43 K2 (University of Oxford)
BT 5T JE 2 - U8 5095 40 j 2E 4 % X Fran
Platt/r 4, FHITA GATR G ORI, SR 10
BRI AR T ANFESN M B R0, T AR A .
E R TR R VAEZS SR L R DRk N VA RS
BRI . HAERT, RN NN —N T
AERERAELS, WA —MEF L
FEGEE A s . HIBE, XMUED
ZPMRFEAR T

EEALZHEHE%K (Albert
Einstein College of Medicine in New York)

BRI . R MKENMARESELMEETMXE

[R) 1 2 %% 52 Steven Walkley I 7E 8 LSD¥ i
H5BREAIREZ MR R WA, Bk
CawERE T, EAEHEELLER
HE B E Y. FARANRCE RN, W
R TR — R R EEMEA . ik
JUER, FHIFN RATE R R, 3R A 5
iR 400 M P D R TR T R I A, o 4T R
R Ccell metabolism) 1% F7R 25 1 B0
(nutrient sensing) #E 2| [ JEH EEZHEH

PlattiAhy, VA BEARIIX S Ih et kA
AR T Bt 5 FELSDAE N 1 2 b AN 2850
AKX by b, CHLUJEE-ULywii g FRAF L2
Bl /R 2 BR9%  (childhood Alzheimer” s)
DR % £ 2 R B JR R0 RO B A IR 2 LR
(RPRE RN B 2240840 . CY J8 2 -8 5 JR 3 1
P TG A B P9t 2 KB AR R taud X PR /R
TG BRI AR BT

Platti® iy, RKRJLEN, BN GATE
H0 308 o T 2 2 AL D Y T AR 0 25 AR AN T A B
ZIHEPIH. HAlCL R 7502 FMLSD
Wi, B — LS DY #2355 4 A ™ A — Fh iRy
(REm, LU Al SR i PN 5 25 7P 38 N 44k
RO TT BORRAE RS o5 i I8 i 5
S X LS DREAT I 40 i A= 0 2 T 9L T g 4 2k
e, AHJZAR 22 LS DI Al A& B I [R5 15
KA AR T — N EF L2, 1hIRAT
RAE% B — b a7 5 7 2025 R & B A [R50
Ji 3L () FR) s Bl A AL
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A WA BE TR A T ONATT R 5 A
L. 35— B 70k =2 5% 1E BR 44 3K A B &
kAP E = 8F 5C BT (Whitehead Institute
for Biomedical Research in Cambridge,
Massachusetts) David SabatinisZi; % 12008
FEFFRMAATH . Sabatini®: A& mTOR
B (mammalian target of rapamycin) iX
Bl 5 2 M NAR SR A S BE SOOT R T WFF .
mTORH M 5 EHEH &M T mTORCIE
Gk, ZEAREYIRMEALRE S, RiE
HB G R WA ORI, W S i 2 B
BRI KPR, IB2mTORCIE &AkBL &5
B R AE M N Z R R KA, B4
MTORC 1 & &4 5t 2 e % B B A R 1H -

Sabatini% NN, AT R X
B, WA RREEAHRERRBEMARSA
(nutrient-detecting system) [1— 4R
55, HREREMFEATAIAIX 40 . HiESabatini
B2, FRIRZTAAEATR I, W BEAAR XA 40 i 5
PR 3% Tm T WSk s 2R 0 R 8 5 24 i P ) L i

T

L bRmy, 2R A #) B Telethon izt £
=24 7C T (Telethon Institute of Genetics
and Medicine in Naples, ltaly) K% T i81%
5 Andrea Ballabio W #EHH T 2 1 5% T 14 fig
PR RO, AlATT A D v B AR A — A A
AR AN BE S A0 By L e R AT R R A
# . Ballabio%§ N KL, WEEAREW 2 &2
BB P55 1) A A A AR L R, T X
J& R AL R N 2% I S AR . T,
Ballabio®5 A S 2 X £ 4 PE S4B 5. ARAITR
W7 ILE AN IS BE AR, 3% 5 PR L [ 2H
TR B AR IA TR M 4% (coordinated
lysosomal expression and regulation
network) , EJATIEMCLEARM% . CLEAR
WK £ L [K] 52 5% % [K] TEB  (transcription factor
EB, TFEB) iz, XK ilBallabiok
W —1, DUONFERMCZ AT, R HEIN i Bl i dE
DRt 2 0 52 30 R 4 1A R R 2R R

. o B : ol . ,_If'
Andrea Ballabio (E#&) FfthHOFHH A7 L& BhiARR A @R IaTT 2 MR .




B 720124F, HAMNMR CERLKE
% — 5% 3 % fhBallabio fllSabatini & 1 5 i »
f AT R B TFEB S mTORC 1 it % 75 1 iy 1 & T
RAMEAEM . EIEEEHLT, mTORCISX,
Wl AR TFEBHEAT bRIC, ARG 10
R TYVHRIRES, MImTORC 1 X
R TFEBEEATARIC, LI TFEBHE A
¥, AT S 2 B 4 B 3 RIS .

9 m SCE R S EERE K (Yale
University in New Haven, Connecticut)
) 40 B A W0 2 %X Shawn Ferguson5g [
Ferguson & X KB T A AR H M TFEB A
F. FergusonZ|HL7E B 1L AT & IR TE B4
T B Bl AR 2R T AFAETFEBEE 1~ 15 1 R A i
0. R ATTRIRE], IR U A 2
5 xR RIE SR,

& BT 730k

TR AR (VR B A B T RATT R R OE
WIRIT ik Rz . tan, BRWFA G IE/EDE
FUUN 058 7T 1) 5 T AR B B 4 B A IS 1
TR, A AT DU 41 R N R P I R
fE. R AR R, B FiRITCAE 2-IT
SR IR AR A B, ORI R
I B R R AL sk R A B o g T
W5 . 10 2 A0 5t B BALE TT R 300 48 i 5
Wi Cautophagy) MIZi¥). FATMIE, 4MH
Wik 59 A2 4 IR 5 P 23— 0 4 L 25 02 3% 31 I Tl
PP BRI I R, SR AT DA R s 4 A
Wi 1259, A R Be A ka9 ik T RE R A
(brain disorders) 25 .

A — o R A MY B Ak N R R I T i
Hia FIATFEBE T (1 /K ¥ 80 R e 308 R 7 1
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TFEBS5mMTORC 1 2 [i] B A # HAE H 1
I, U B I T A I 40 B P 1E Sl i Y
AR5y, AL R e — AR AT,
Sabatinifi t, XK ILXT A1 Bl 44 B 540
WA EAA IR BN R . B, AT ME
T, BEEATTLLIEEmMTORCT, MimTORCI
SO Sk nT DO R A . X2 — IR
g, AR G PEREAE

RS =T R ERA a2 T NS AR (R 2 B 2N
PRI AN AL B ALK B ) 5T & AR T B R e
DRI G LE 20 L P S AR A I TR R Y 5
By, nTLUE A SO M R e 1.
Walkleyih Ay, AT VR B 120K V4 1 4 95 0 R
£ “Wyi k= F9% (deficiency disorders) .
AR, IXIE T ETIT R 2 T TR LUIESE .

FikE., EEZMTFEBK 71 L7 4L 8 £ (A
BEEAAS, AN R R R R a0 A I o
“BEY” . TFEBIHFRFIL vl LLBEOE — %4
ZHLE g, RIEN A rEEA (lysosomal
exocytosis) . EITIXKIEE, HEEART LK
PRl “rk T Aifash, JRRETIEE,
AN FLRE i o

fiBallabio/r 24, BT TFEBZ — i3
BT, Frled558E N EENEREER
Ko WTFEBREAT 4577 A 1 5210 B X B
PR BN — R AT R RS 2, F
BB R SR R B KA 2 . (AR 2
HFEFAMAEAB W R A2 MEE,
o tur, A (R A6 40 M g A8 1 m] etk . LU,
Ballabio% A\ 1EFE 7t 4] 22 4= #h i i TFEB




WER, DAL A Al B0 TFEBE #E o A1)
WAEXT X TFEBSS Sl BT 001, 1%
—ANH KILThRE, Ay B RN HR BT AT T

BallabiolA1FA, &4 H fth — Le RHGF A A XS
ZhYIRE R A0 I A RO RE TR ST, SR K
B, =AM ERE, WTFEBIE AT I
PR LIRS AR B o R AL PR S5 1 22
HMeEVETEB ) . HEBallabio /24, WA 2 40 6
ol A A U, T DLOd i e R R AR T R
THERANGRIT TAF

EARIRAT O 4 RE ¥ Mg R AE 2 bR
HOEE] 7R HEREN, BT RTTEL

- \‘
WERGRE M
_______ )

Plattih Ay, 18 W18 -0 50 X FF 1 57
P W RE A FRAT T MR W, G
RGP PE— L E TR . K T
Mpk (B e dniss) FEisdEs suk, Koy
ZICMMIIGTE 2, BT AN A R K
AEAT AR — B /NI L, # S B A B ROK RR
S0 WA A R A R A P, B A R 3
Z, Mo HUEG. Al Gk B I nr o
I JR R A X P e L, DR D 3 A i RS S IR
THEVRHERR I G, 2 i 40 M 7y 2
J7 FOR X B8 ) oM R

AR AR, FE L E R
5 W BT N Z (B AR AR 2 T AT
TR GG thtn, mal i (Gaucher’ s
disease) &2 K Jv i % ¥k & 5 i
(glucocerebrosidase) X Ff i B &4 T
AR, T4 50 i CE 40 R Y OK E R AR T B
B — PR o IAEFRAT ORI, IXFf g 5748

TEARBRIIE 2, B X LSDRIF (K167 SR I 2 75
T DA I B R WL BOR VAT AR . AR
25 L S Al [A] Dy 5P i i Il ok = 17 3 2
(1o F AT R T SR AR IR A TEER K
] X AR SR 6 ST 2 RGN LT A AL
R, RO BT A R 25 4060 T vk i 3 I i 5+
L

ERTCWR AT, 1 A BRI 24 v 1
TER, AT B T 3ADT A8 AT 2 B 7
BT, T BRVRRRAS AT REAN /2 T BB K R
i B, (HR TS BRI B A RE AT 2 T LN
BHERMD, ST AR R . Platt
WA, IXRERATE o /& Z AR

ST 4 AR B o LI — Rl fa e R 2R

KL TEF, BHERATRI, Bk E
RIARE A (progranulin) X5 4 5E S B Al
PGB ENLHIE R, WRER RE—4
ZIHF iS5 R RE 68 IE W TAE, IRA AT eE
B @ & (frontotemporal dementia)
XFh R ZEZ WA LIB AT R A . KL AR
A, BHIEN ST SCAE [A) B ol o i ok R T —
S 2= LR, AT A PN AT R O B A
A Mg, axX 2 A 7E AR /N 16 I g 2
B B A T EME IR UE (neuronal ceroid
lipofuscinosis) XfILSD%5, X 4 Batten ¥
(Batten disease) . W7 KIL, ki AT
B AN T AT, 2B TFEBR 11

Fergusoni& ~, X ELAF 78 R tHE 5L,
B AF 0G5 2 PR R A . LSDIR
DUAFRR ., ™ AR, U T




TRl UKL AT R 1A B R AR A I
(RAE R AIE U R 2R B, o 15 1) 7 B R FE SV I
PR N A DG JE TR 1) 2R Ak /K F A 5% . Fergusonii
o, FAERT, FRATDE R JLF— AT AL (H 2
SR, BATRIL, AR F T W R
NGy, BRI W IR AR, KK T
VRS IR K IAH G HE

R 2 R R, VI A B A
HZME LM E REHIHRA XK. 20104,
EEd % LangonelEZ ¥ H 0 (New York
University’ s Langone Medical Center) (¥
282 % Ralph Nixon &3, £ %5 5 & % i i
IR PR BRI B T LK) — o TR i R 2 £
ARG R T RE IR 10 5 528 o % B Rt A2 G
g B2 &K (presenilin) T HIFEK, &AL
TEVET A AR S VAT Pase E &M 4L %, i
Bt A Y XD IRALL 3K A VS i A R o T PR AR A
BB TR . Nixoni\ o, X LEHf 5T R R
B, 5L 3R DR RAS IR BT 2R S B
kR, Rzt R A 23 A1 58 2 K I #h 42 7T
SRR RS YR E B .

FENixon ™41, BRI I UE YR = P,
B 7R e B G B E TR BRAR R G R R,
{ER IR NN AVATPase E 5 51 5%,
1R 2 ISR B IR 2% i BR 5 S R RN 52— B
WA, EMAEEA (amyloid) 2 S8k
AREEER, MvATPaseE &YW 78 i R
WL G, MATE O~ RS T . BIR K
BOw B STEM R A A %, (HILERIESE A
AT, BEEAEREEANSS, W
PRBERG 2 3BT /R g B . AR — L
FBHIFN AN A AT Nixon M 55, {H 2 Nixon [ A
FARE R RN — THURE 5T SR B — 25 i AIE S T A
TR R TERA I

AR, AT E G K L6 BN T 5 9
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L vATPase & &Y M BEAAT ¢ . #ENixonsr
H, W RFRE R PR KM B B0 K &
S IR B 2 R SR it e, Harie ?
RER 7KL —MA. it RkRkic o KA
B2 () L9005 5 VS Il R T RE RS A K

RN Gt — B R 5 8 5 C
HIE2-TLF MK R, 20165E R KN —F b
REE R C R, NPCLAEWS B3 S B I 3w
FBRFAEAREMEAER . X TN T
— AR ST R R ARG A . R
%Z K HEE 2B (Albert Einstein College of
Medicine) HI#EY) 5 2 Kartik Chandran/&
F—NRIUNPCIERNMZ5H 2 —, fhRR
I axt e g-ILwimA 7T HEZM T, X
S 22 50 R AN IR A B TP o R IR 5

N T TP R R B S, Chandranfi]
PR TEAE TR ARSI HINPC LN T 10 254 .
ERZXFGMEERZIEN “BE” JE2-
PLoidi. A& ERERBAHL, XA L
2, i HaX R 2 B A Sl i — ok
7 AR B L SR . B TNPC1E A
AR Z MR (filovirus) , Ebln /R
5% (Marburg virus) YL B FHR T,
X FINPC 1 ) 25 )t A B TR T IX —
KA 55 R IR e

BN AT C2Y JE 2 T 5 g £ AT 3k
1T TR E AL, AEMATE RS E X TIRE
PR BT AR R S, BN S 5 BR R E R
IT R ORI A8 AR M, 0 75 0K 2 58 3 A
W A 2 ZRE o ROk, IR LR IR R R
B A AF T e 8-ILrw i B . A
Ui, XM R T . Ballabio i€t #
AT DA 2R G X B W (JE 2 L) B
— A, AT G IR

10
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#ETim CoxE1Z, HitbERERBERTEARGTHAR, HREFSHE “BR” —. BLH
AR—BEA, 40SHHEIRIK, BRTRGELREER. LR ALK, FTEBT

ST A M AN /MR SRUEFF S A

74 B R R (Gaucher” s
disease) . M By ARARE ™ A o A 71 %) B Ik
1 /l§ (glucocerebroside, —FHlENi7F) K
i, DAL b 2 B i I AE A A G AN T AR
8, TR 255EHT, R IME—IT AR
JRUE B o ) BEAS A, (R % RS 1 = A b ik
(1 E BE AR5 A VCHEL . BT DA 24 B B Sy 0% 5] 81 M
K% (University of Cambridge) (J48#EE4:
FICox M E % 3] T — Ml v iz—— M AN
T80 Al T B T TR, AR R R I
g e RN

X B [ A A AT R T AR
e, I HRITRCRAER . AHILAA,
Cox 19 A 5t A F RO i i sl #8451 Cox
e, 2 AITEIRTEE, T HF R REE
Bt 1o nRBA BB AT, hBERA
PARTBE AT, B—Se IR RRE T .

SERE R
S J

g B AT, WA B, B IR
B B AR T e SR S IO B o I R4 JE M B T 22
JL#E B (Children's Hospital Oakland)
LA B Bk % % KX Paul Harmatz®
AN, VT VR S o A R O 0 R P [ 2%
T Mz 5IFTF KT — RV 2 5 AF
(mucopolysaccharidoses) (LSDfJ—#f)
(e AT S

TEB M, WS AT IERIZ
a2 FHRIL . 75201 2060454, BRLEHL

202290 AXHT, B B AT VA tH LAY
JE B T R R YT . T VRIS R T
TR E AT FH (lysosomal storage
disorders, LSD) J7ikJltt. LSDEE T4
T ENUAR TC 50 RS 58 4 1 I 20 50 Fh it 4%
i, IR T 5E 23 1 M B I fi R 7] R

BUE, ik 6RLSD A B &5 AT
HAl, JRI7 T ZAWIE I, B 7 & AT %
Gb, BAF I EAER T ML), 5 i 4y BE
LG ) A T A, DA R RO AR i Y 1) R
Mz, RETEMET TEHGEEZ, HX
ZUMICRAEUFIE IR E RS, LURIT
VFZ LSDI R IRt &5 . B AN A A
9, IEETF R — 55 7 iR AT DL X A A
M. Sanofi Genzyme EWH AN A I m iy
[R5 John Marshallfg i, A A 1807 IE TG
FARZ AL ANHELLEAS B LA .

BRI A& JE I R 2238 A2 0L 70 12 (University
of California, Los Angeles) 41k %
Elizabeth Neufeld 324 = 1 78 N 0 6 & ot
KB R Z BE AR B (HurlerflHunters: &
fED) WA AR 4 VR & 7E — . 2 A
VA, WA EERIKE ER T .
Neufeld % ANEWT, 45 Mg i &R < 73 Wb th 53 —
Tt 48 Fr e = RO, S AAKE AT 4 B R R BT 7R
(B —— X P S AR NS AR IE

% [ B K 40 & R G0 A XU 5T T

12




(US National Institute of Neurological
Disorders and Stroke) [fJRoscoe Brady*Z %l
KR ER, THIRR RS AT EN 4T
PE o Ath I 7E S0 12 W AT DR SR AL 3RS
TARZ E BRI . A 1 T BN 58 1 7 225 4 i
HAREE, EHRmIG 7 H &, I E
B I T Tk N [ R 4 i —— 52 G E 5
BOKII4M . IFH, ffTETF g T — L & b
O I TV BN R

FCTEN TSt R < S 3 N TN
(Amsterdam Lysosome Centre) {4
=4 Carla Hollak#g i, U i g & AT %
PIRIE “dEw=£iEm” . T2 BET, X
Wk N, I H e T e AR 2 I
BT LABIT Nl 238 AR K . e A MLSD
BERAZ A, RGN AR R

Genzymenx#d (HEIH ASanof
Genzyme) 5Brady&fE, KR TEES AT
i, E7”HiCeredase. CeredaseT 199144
FDAREFH T 167 W K . 29I C a4
., B ZCerezyme———Fh figt 4L T
TR0 7 A G o

FTAHR, BMUIBERBITEHT L
. EAT B (Fabry’ s disease) . [ I

i l

(Pompe disease) Fl4FhA &) 20 (1) kG 2 b
V- AEURE I i A R i JD R = hE . b4, HAT
EHIRZLSDH 4L T WKW B, BLFEE X AL
ZHEREREVIAIE 2 - K 7 (Niemann—Pick
disease) A MI7%.

EEG AT IE A B . B D AURERR L
J ke s — R ER K . AR LB, AN
ot BARERBERERLN25TFET, I
HEARWN T FAMEREG K. I, FR
PEWA 2. B, BB AT VRN i A

4, TR BRI S 1993 R AT L5 195 R 40 5 Tl
AR, JFHXWAEEEH AT, EENHRER
HREAFM ST ARG . —SLSDWAE S 1#
& AT VERATIRIT . BN, CHYJE 2- 1 5w
FBatten FIHT L AW SR B ¥ B A 5 1)
WA BT EEOHARAKENE, B,
alifl, I HASGE LA ke i e s .

R VR B AT VE R R KB A2, BT

ARe s MM B RE, PABUCIER Ly TAERHE
TEH R, — R RIS i H

il B AT VR Bl EL R IS B P XA e R G,
WIENR G BE. HEAFAETFARIIO, HAT
GRSz, TS 52 LS DA £ S R 5 i e K L

Ellen Sidransky () IEfESKAILUETTAEAIIRA S F-
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e ™
=
C— |

BT REZHEARURK, Ae 5 i b
W, FrLAF 20 AN ROIEERR N T4,
BRI A /0 93 - 2 ok i i o B ) R 2% B K. B
LSD i RA B T It 25 i kgt ie . =4
B PRI JLE L FE (Children's Hospital
of Philadelphia) /% Fl% i #% FBeverly
Davidson#g th, AT TILAE B R B | X LE 41 g
7, Wi EnE % E AR T,

5N LA B AL AN T A B AR
A SR B Bk 2K (0 B, T 2 R B H e AL A
PrEg RIAEH o o —F 07 v a2 g b IR 9T vk
(substrate reduction) , EliEi[F{KLSD &
FAR N E 43 BRI 7 AE SR EATTHE A
LN R o D YT IR H B R AU E
S — N EEE BCARNGRIT J7E T, Bilan, AT
SRE @ I A2 5 E B S R ) B AT DA PEAIC
L 75 A T

WD RYITEFEARE B AR F FI
H——H I FFA AT 4 KA, KONER RVF
Z o T HEFNAIRE B R EE ., S AR
WBITNERIER, SRR 75 i AT SR A7 AE
[ /> Y. Marshallig i, 78 K2 326
R B AR IR b, R AR A SR Bk BE 1 4
BAWE I8, EATR LA MR R 7 1. AlE
AhTRIE, e AL AT R B TIX s 4y
T 53 fiff B

H AT b O A PR s> T B
FiZmiglustat, & F20024E 340 H T 697 AN
I AN BEER KRS 250, T A Re 52 g B AR
BT IR . AR EER (EAERESE
ED , miglustattb gt T I7CRLE 2 -7
T . 0T R SR UL, miglustatyT A
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MRS, IFHRAEEER, H1WE e
B MBI R H > A6 T I R B R
B, Hollaki\ NiXs2” FF A8 B FIRITIER
— KL .

W IR B R RO IR T R A
Yreliglustat 7 W a7 3k . & EIEH H
miglustat/l, HEA M ——)LF 5 & AA
JYvE—FEA 2. 1E201 2904 MR L 3% 1 LI
miglustal® i )Rk 5%:, (Hi&H 2 Seliglustat
R BICoxHg H, Xt T AF T A B FiH
Eliglustatil g it Hoe arak . shmt 7 &0,
eliglustatn] G A B T 15 77 B 4H M vbk L4984 11
Jo ——— i 5 U I kB DL IR f
i o

B miglustafileliglustatts ml 1Ak H 57
JifE, AHEATHEE St BFEmiglustalf Ak
5 S AW BN T4
Bag ERTLLEE o M B R, (H 2 eliglustatfll
miglusta % 17 L 57 B (14 58 7 3E 5 E 15 P58

{2 TEAE T R 1 B kD IR 97 i 25 )
Al fg B X FlAE 71, Marshall5 H 7E Sanofi
Genzyme ) [F] 55 3L [F] 4 78 — Ml - v Genz-
682452/ T . 7> T EAESNYIHIE 7T T IR
BIAS LAHEN K . MarshallE7, %2530
T % NEHE X (glycosphingolipid) ff—2&
T AR, B AT AT Bhif YT JLRR
HERAR U EEISLSD, AEA B, Sl
R (Tay-Sachs disease) . #4F,
Sanofi Genzyme’%t Xtk B K AT T 212549
W, I IELERT 7T Genz-682452iA 77 X Ui ()
.
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— ~
-
_______ &
LSDYT 5 B 5 = A SR W 2 3 Ko I ) R A%
g, {EVFZLSDEE H—— % MLSDH FEFRAL
) B A AN [R] —— 5% 738 A 52 e lg (1435 PR A7 R
RN TG =445 AT BFARG AR I AR
VIR 2> 7 Orphazyme [ 1 1 £} 2% B Thomas
Kirkegaardg i, XLERGHEATE ), WATR
EALEATIEMIT S . BRI & N EEIR 2 5 w0
PRLRA AR o F T SR X e SR O] DA B IE A 1)
ra e A e 7 AR e e, Pk pk e, Jf
Bl ik B0 E B A 0 IERA AL, B A EATISR RE
AT E IEF IR

NATR: R SEEE B3R B bR i 25 YK R 245
Yoy TR . S RYIT R R, TR
BN T, Rkt B A 5 5 i i B
BRIV S o o> T AEARIR T ME & AR B8, (HAE
HeEsag o g, BarcawisF
FEAB 25 B vt T 967 B 4R 481k (cystic
fibrosis) -

1 NG YSRGS LRSIV
Ellen Sidransky#giti, H#IAHFLSDII 7T
X (R e P T ST it o s S e Y = D 1]
HPE > FAEAE 5 HARBE IS AL g &, 8
fgfase, JFBILELERIEMA. — BB
&, AR AL 2 40 B, X FERG A AE K A5
ER T .

A4 LG IR (g 3E N O T 4 (LS DI 3 —
MMEARITVE R HIE AR IT i . 2R
FrNmigalastat, Jf H 5y 4 AL miglustat
HAMPI S5 . H T iZ 254 Syttt i
TIRYT35-50 % KA B 8 . 1WA 2695
ANF R FEAR, XL AR H AT DL 5 3 -2 FLBE
fifA (a-galactosidase A) iR#E.

Sidransky#& 7, I 731 FEAR 1 1] &

s HIOF R RE T Res L 2Rt it & . il
FEIEAE F ARSI AR, i il 5 YA
AN AL A G R R E B, NS T O
YEo SR, AR 7> AR “ RSk S
A7 o W A BARE— AN T 25 ML S
O Bt AT T KB IR TAE, AR T
JUANA A BB ek 73 1 R4

Sidransky %5 A\ i 8 H ok B 8
{10 B 4 A2 B SR 2 B b PP T A E R At L,
R —FEIEY), BINCGC607E A4 LA
b TR R G R B NSRRI AR
SME ARG . ROCEBNE, XMST
LF AT A%k I i 58 % . Sidranskyfg i, H
I3 T A BT R 52 10 K 1 G (1973, (HIX
T 25 P B2k 28 T 0] DLSUR X MR DL 1 1)
s e R, NCGC607H LM REH BT
BT HCE LM E R G —— A S AR K
(Parkinson’ s disease) -

SR, FRARITVER — AN REIZ, EMIRE
HAOEH T —Fhainr ge > #OLFPLSD, B £
ZAGEH TAMELSDH R & KA. BALSD
AR R A HT, EEEBEA FEBOHE FRE A
[ R4, R K& Re SR 18] B S48 1) 43 7 FR AR
S NIEH NP

NT R RIX A B, Kirkegaard IE 7E WF
FEAT LGS R R AR AR — AR e iR F I 24
Y. B b, XFRTER DLRIT R R
£ LSD. Kirkegaardfg i, X2 —Fhid
MVEHE LB W25, JoHE M T E e R
B SFEHRLERE, OrphazymeX A
12 arimoclomol fE IR ¥T 44 B M A i 44
L% (sporadic inclusion body myosi-tis) [

AL valE A LA (non-lysosomal muscle
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disease) MI/NHIEKRL / 28K MR R
Uf o H AT IR S T8 LS 4 PR %R A4k
Jit (amyotrophic lateral sclerosis) KJilliR .
FoA W 70N G2 Bk )2 s
FrEES . Davidsongor, CARTHFFCAN I i
2 RS F VR o B 1 RIB T I AR R
(Huntington” s disease, —fi# J AR A=
SE PR R WA IRAT IR . R
SR MRS TR T R VR T RUR RAF, (HIm PR ES
REARWMNE . WWIEATF R H SHLSD/NY

2L
5 F AL 18 A LA 3 48 B $4 1% 47 B 9 B 19 IE AR 4T B ROA

4 45 BF www.lifeomics.com

TFITVE, ARIE 4% 55 T AT B AR 28 BAE AL
il o

Kirkegaard ik, 534 HHSP70MH)#
PR 75 A ftrarimoclomol 7] fg & FH 116 97 #4 ig
FKRBIEARS (T. Kirkegaard et al. Sci. Transl.
Med. 8, 355ral118; 2016) . iX &K AHSP70
A] 5 44 ABMP R BRI BIR T 7> 45 &
HBMP 32 2 P I B A e R 4 I8 -, FF T3
DX Le g 1 vEPE . ST, R mHSP70M AT
PR 122 KRN SR I B e R G Dy e

HSF1 (&) SHaEMe L. HEEFRINE (b) B,

ITRBARIIR. R/ 2HIERREERRGMN  HSF #UHE, FEWERTHREBE, XERERKTE
Orphazyme A FIRIZ54) arimoclomol, FARIBEITIFESHIA EBHIEELERK. Arimoclomol EK T XNEIRLTE, FHid
BARAMBz—HRIKRTERHSPT0 KA IFEEAM. f£3E  BIHSF1 5 DNA FHIRIKA R THE S, NMRERKTE

B#R7SHI 28R (a) &, ATEERKRERNERET

B~

16




Orphazymef it #Eth 1 CHLJE 2 - J 5
JLE IR AR, oA K295 % 1 JLE A
PABIT IR BUR M B 1R AT 2 A8 o % HF TR 7E R
MAEEREE D46k B, Hitklisiri-2
o WURSERRLF, AT R H TR
AR YRR o

W FE N BB TE 238K F AN [ 1) 7 vk
HEM T ZLSDIIT L. Bil, KA
Telethonidi 1% 55 2 22 i 51 JT (1) 184 4% 2% 2 Andrea
Ballabioil 5 (1] — AN /N IEAE B 52 T 4% 44
TFEB [ B 1 ) RE 11 35 8 35 7 A8 75 48 = 1A Il
PRIIE T, FEEBRIUARR R &Fh 7

HAdE TN B3 IE 7E 5% F7 9k 20 R 58 4 g 1Y)
74 . Marshallfli v X R g it B2 S 81 0-

15% ILSDJ Bl i B o 38 15 £ A Fl AR 2 7 Bk

KH R (Read-through and exon-skipping
technologies) ] LL45 4 fifd i) & 1 1l 3& Bl 2%
RTE A, LR T W g R A A I Y R R
FAZ ILE5 . H a0 O 78 Ko i fik #9807
FERNE FZA KRIE (Duchenne muscular
dystrophy) 1 —Fi{k & ¥ atalurenik it T
Hurlerfz &1E 2 3991 AR R 56 B Bt .

Kirkegaardfi i, F0s 75 K 56 4F s A2
TV 287 BRI AR B AN . X ERE
LSDAYT (R K 1] B ANTE T —Fhvik e K0 1 24
W, MR M HE, R TR
2 e A RAS o RIVEE B 5 AT D R
JTE FEABITIE RN L & g & R SR AR/
s, (ISR e TRAE—i&, Bamhfnr
R 2 0T 3K BEP o 7 A AR I (R0 T 3R

www.LifeOmics.com
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TT7ARiaTrLSD

Michelle Hopkinsg)/h & A 2 iBid B E AT Ik 15 00E .

TEEHEN+F/, SR (bone-marrow transplants) R RIS T BS54 B (4 < 7%
(fatal lysosomal diseases) HBJLH—4%. HiE, BHFARNEBHFLFZI—MESERFT
&
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—A4ERHT, 33% [Paul FranklinZ&R %t T
DX, TG MR T IR E, Franklin# A1
AR N B A X 5. BAAFranklind ZiAk
R, ARARIE 2 A IR N — 8 TAE A AR .
flnfE B 2 BT B X MIE R AR &
Croydonf] —x #4557 BT 1., fhthERER
5, & EERFE. Franklinfid@Anne® =,
flsg—ANRM L PRI, BRZ K. 1H
Paulit 5 — M 2 &b, FEA 114> A KIS
fie, Al oyt 5 B — AN B RE R TR
SKAGIT VSRR R L. R R T A
FA, hrTgeEAL 2.

Paulf & 1 &
Hurler4i & fE (Hurler
syndrome) , X 4144
HEZHECHUE (severe
mucopolysaccharidosis
type I, MPS ) . XFhjk
T 2 {8 S5 2 KD THI 58 O A e
%, B LA 2 SRR AE
JIE 5t R E IR B S R R
(gargoylism) . MPS Ij& i Fo-L- %k ks
2 (o-L-iduronidase, IDUA) %3 A 1f
REBR R RBUN . RARRT, 8Lt
INEIThRE N OAERI R D RE R . B,
DA K B 6 1) RS 1 22 B i o

WM& K )75 RIG T Hurler
25 5 RE 1 S UK o B A 0 B 5 Ry )L
ZEBt (Westminster Children’ s Hospital
in London) [#i# %% John Hobbs. fhz
AU B & H B B8R M 1 IR iR T I B I
(leukaemia) , ANid A SR I6 7 15 B AR 2200
Paulik 72 fil (1) 55 — ) B ¥ . JF R REfefin
7B Ja i AT RSB AN B B i
MFA0R, SR M RR 46 1 2 5 BL3R1S A 40
i, Ferazs .

FL3 ) B E RS R TR R AR, AET
HEIE50%; HRMENMEFAR, EILLTH

Paul Franklin

AR R . Paulif) s LAl it —A~Hurler
CREREE L. AT IAEIER R, mmH
ELHAE RS, #EAnne [BIfZiE, flA1%E
XA KR Ak, AAIT AR, b
IR AMEE TIRA, XA AT (1) f5 AR AE )
WiE. Eizli, Paulltii 7. XAHF ARG
TARE R, SRR R T 2 LR A
o

W, HHERETARMRIIECE L
95%, (HXEAZ —Fi I i6 A Hurlersi &
hE T, SR E B JE 975 K% (University
of Minnesota in Minneapolis) 1 JLE}E4
Chester Whitley & fEJL 35— M R HRER
BITHurlerSi AEM R A . RM A1, B2 T
FARKEIL, MK EHEEE UM, =
KBk, 1M H W RAR TR, XLEE )L
(18 R i 9, 2 18 52 A i 7 B AR A A

ST AR AT 8 LA D BESGE H
s, (HWIEARZZENW . Paulz—1 3%
ig)L, MAFBEEE RERBZ. 1 Z&{EPaul
JE S AN B R L, BARMIE
T=12%, HAMMEE N ABRTE &%T
7K

B2 7 B RER M F A, HurlerZ&is
hE B WEA A& BN, Ko A
W FEFEMM ., e, EEAGIUAM
CLAFFUEX B 2E )L AT HurlerZg S RE TR £ T,
Hfg FE H MmN TR, FHnbl#k
Ao

B HF 2 MR h & (Society for
Mucopolysaccharide Diseases in the United
Kingdom) [ J# 17 & Christine Lavery#®
Ny ABATTEE R 55 AT LA B AR 2 AN R Gun B
BIT T, RONRE 2 MR i 2 e B 1A %2
N RGP . T HIX BRI T REE AR
VEIMER, KA, AAZRTIEEEEAL
%o
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_
777777777777777777/;
WAE, HEEPaullFARCAN £ 7364,
WAV TR EE a7 7k T BRI
H B E X S HurlerZi & 5E £ # 4& N IDUAKE
PR AT DA S At 375 Il A 1 B8 25 A
R IBEETE. BT CA SR HE T Tk
EHFRIGIREL, ARHEE LM T IR
5.
FH & R B R SR V68 IT Hurler 28 60 5 2 F)
R TAEMFEERKE ., EREFEEN R
IDUAZER ) D fe, f3 5835 B 5 el 35 7~ 4E
1B HA Bl . X Lo il Sk ok 2 5wl DLk
ANH e, EIEEEH, XWEERNL
HEHEEH (cross-correction)
[EPSIVAE 2SSOt Ohe e 7S b P N
e b 6 TE A R R E NGB, X AR IL 2
v o s 5 2 H A EE VR 9T Hh o i A 21 1) 4%
NGNS AR A DS PO = el 21 AN
I Jf 0 4 B AT VR T o e AT BRI — T VR
ERIEE A S MNE N T, REMAELKE
B H A T EOE, EEEREEE (entiviral
vector) W IERf I LD 3 N IXLe4l Y rh, AR
S R N T e o ) 4 i 2 el R AR A,
SEREENE T o JF I MR RYG T 7R B AL
TN s B SR R Tl R A R A, A
AREE R, DRI E SoE M EA . sk
%252 Simon Jones— B 7F 5 [E] 2 1) ¢ 5 [K 41
EJ7H L (Manchester Centre for Genomic
Medicine, UKD BT AHCHIIGPRATHEFT, 48
A, XV R A R A S E A
ED
FAT A 1) B FH B DRIR 9T B 7 VR A B
FAN—FIE AR . B ORFIK =B San
Raffaele TelethonZ R G Jr W 5L Fr (San
Raffaele Telethon Institute for Gene Therapy

4 45 BF www.lifeomics.com

in Milan, Italy) H20104E LRt — B EFF
G TAE, A1 & M & KB IT R IT
T24% 5 4N A R (metachromatic
leukodystrophy) & JL. X Fhf 0 e Bk 5 i iR
fEHEA Carylsulfatase A, ARSA) %ifit 3k (K &
HERAZFT . BT BRI 52 24 AT LU
Tyt BEL 1B Py gt e, BL 22 340 ] DA BT 9 9 )
K4 (M. Sessa et al. Lancet 388, 476—487;
20160 o WZHTLPETK, B4 2% K Luigi
Naldinis 41, ™ 5 ) 57 G VE I 3 50 A2 &
2% DLk 2 R . 1H 2 a0 SR Ab AT 5
AT BT AR ST, AR A 2 R I H
SER, IF HLX e £ 1 2 3 AE # AL g R
GlaxoSmithKline A 7] 4 3k 7 X TH AR,
Naldinith 7 2 1] LL{E20184F, 1F 3k &
BT TR E, DA X T AR R Roih 7 e i
JR AR B o AT T IR B AT R B R R T
HurlerZg &E il R 5256 TAF

HFER, Whitleyth IE7E 2% ik 189% &
WA BN TN . FFg0 2 —A4
e AE MR IR T SE R A, RO A K
=AM, T LI 2 PRl A A AR ) R T
I AR EMNEATRME. o, X
PP A4 R CTTi AN 2 1 40 B I PR 434
YD BEAT N TS0 2 A 7 R 8 E AT T
(1. Whitley (1) 81 20 L 2 sl S b ¥ IDUA B [A]
SN T HurlerZE GRE /N BRI BRI, AT
PLAE IEAES RS FUAR, B I H 7E T R &%
TSR S AH AR . Whitley Xt b 783 T A
B, [ I (R IX AR — AN TR TR
WF L. FoAh RN 53 7R 5% ) TAE,
1M HABAT AR 2 465 17 1 5 T A, AdAl
IR T HE LA M FIWhitleyZ5E NORTTH T -

15993 B B A4 AT LUK BE Ny BC N IEAE 43
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g, el DUR KRR, H2iX
Bl B A7 A — A ) R, SR A2 45 2 3t R I
BRI RAR, By LA N B A IR AH OG0 55
(adeno-associated viruses, AAV) ff#1k
X E A BB B A, S BE BAE
SRR DR ZH B, AT R e R R R e A
(mini-chromosome) [, ¥ 4MJE T
DAL BET B R4 M O 4 B AZ P CARROIR FA Ui
Bk (episome) JERAFAE. BEIRIXFR 5 A BF
IC T HBRIT IBUCRA LR, (HJ2 ik ifAE ¢
T 75 AN K& A 58 e IEAE 7 R 4 i, PROA X
Lo N B InAA I A fie it A 4 i) 2 i A2
S UMM 2 a3 PR A 2 B A R
o A, MRAH I BE o MO AR I f g R
Gt, PR TPERNL, BT CUEH R e — .

o SR MR A OG0 B 1 I2 B e ) 5 %
(nuclease enzymes) #i&E—i&, AT
Al LLIF JE S K w4 (gene editing) #:1E T .
1) FH 25 R o 66 R W DLE 48 ff i PR 2B 1) 5 o Aor
R HEATRRIE DA NARAE, AN T 3B G it B KN
(off-target) . 3% [ InA4# e I/ Sangamo
YR A7 (Sangamo BioSciences in
Richmond, California) (& A 5 A7TF]
F R AH 50 35 K BE fe i IR B (zinc-finger
nucleases) FIIDUAR:H Fr Bk N T & M
LA o

% A& R B S M Michael Holmes
e, AR TR B e CA 3
1%) AT BN 44, Wi DU AR R 2
(FIDUARE, MTIEENAT BB E K. B
JH- 20 B PR AR, X S A AT N IR IDUA ZE TR
AT EH, P CARENSAE BE AR N — AR R4
EH . Sangamo = RH 2 F] i XI 4 4 41 5%
124 HurlerZR &0 B (%, TT e 1723001l PR 5
5, [FIA A UE 45 B AE S Hunters2 &5E - (Hunter
syndrome, BMPS I #EATIIfR S .

bR T S R 2 Ah, FRATTIE AT DA %
+ (transposons) X FhdE £ N DNAF B
LAREAE, ARG AR B AT AL B AT i D 4
NERAE . 36 [ W8 75k K27 I 18 4% 2 K Perry
Hackett /£ 19974E Wl AL 1 “MESE N7 e
F (Sleeping Beauty transposon) . Hackett
T AHUX AN 245, o B g fth 2 £ £ B IIX
Tty 2 2 1

Hackett 15 5t 5 Hurlersg & 4 /1N iR 3h 4
RUBEAT TG a1 S50 o ARAT K5 AT 1 I DR
S NN AR, SR DA I T
IDUAF Gk Z (19 @, 7] 5 76X K S Yt AT
ST RIS i 0 B RE T o T A TR T AR T 5
S A B ) R, JF HA EOR ek gs 1 R T
BT 9T B 2 W] Immusoft, %28 5] 4E
T F I R S5 TAE .

A ik U7 ik, H e ERIBUEE B
S B4, AR5 H B B TR IDUA JE R e
NIZEE AN, e Jm e o o 1) F 4 i E
e N o BOVH T AT, PrblAs
G RN G SN, i HL 3 )i 5 iX A DNAFP
I RAEE B TG . #EImmusoftA =] & i
4T B Matthew Scholtz/r 42, 1 FIDNA T B
(R A L AR T B RAS 22, 1 HARA 5 it e
B H R EFIDNAR B TG il T 3 )
B

AN o 3 8 PR VA o A R i 1 AT A O AN
LRGN RE, T AV AT R AT AT AT 2 R
Midnie . AR EME A, #E2 7RITH RE AL
FAE— SEN RN T RE Ty A Pk A, TR IR
BHNHEX RN 4. BETE—KEWHEAR
N FHRAT A I Whitley 550, FFAIRZ S T
Sangamo 2 F {2 R 25 J5 T RE A R H 1 2
BERIE,  INTJEAE 1 ML B B, 0k i 4 19 2
B TRITER
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.
W sers g

—

B 1 ik B 77 F I BE R 2 Ah, 3 AT B
1% 26 [H T B 22 JH iy Regenxbio ¥ 5 AR 4 7
(Regenxbio in Rockville, Maryland) #f
FE SR B 55 A — P O 5 —— B 8 0 T 4 A
ITIRIT o ABATAE F B 7735 Bt 2 35 5% 47 3%
JE W K% (University of Pennsylvania in
Philadelphia) &% % %% % James Wilson
FERIFHA . Wilson&E NWEE T & Fh IR AH ¢
TEE, A I R B F RIA T i 24 X o
AN ZL M 1) B B e 4, PROAIR BRI B NI
Ui B AR AT DAE 1K Se AN 3 R0 i T KRR AR AE, I
RIEVEH

SRR TR, AAVOIX Filp 25 AT LLIEN
AR KN o A2 4 X Hurlerss & 5 X sh i A 7Y ik
TR, WP N EAAVYRFEEIEA T
LI IR R, SSRENNEMZ G, %
WP T . Wilsonfg i, MhAT7ESCE8 M 1)
K 5 Ak ARG R R A R B T AAV 9
Wilson# £ R ¥ ik45 /' RegenxbioA®], A
H] TR A A AE 3% I &R X Hurler g 6 B
T EE AT 2GR 525 . H AT fERegenxbio
2w AEAT T R R Y Wilsonid T Rl H 1% 4
KRBT HunterZi A5E . fihRoRn, AT LA
fil itk —FMPSER , 84 1% [A] I AT DA R I
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— KB -

R NS TREZE s s R RN T
FERERVGIT MRS 7. LhWnfE20134E 15
H, EEAYH A A A Lysogenedt B4 58 K
T —EEXMPS AR 11281 R SE 56
A AR F BB A 7 i PV N IR A S0 5
P 1% o~ &) 1) 5 3 4 %5 5 Samantha Parker /)
H, AT RIS SR %A JE R SR AR
dn, FRAR2BMAIG IR L5 . A4S H, FEE R
7% 2% ffjAbeona Therapeutics A &t 4t X il 4]
B AIMPS A 3EAT T IR K525, RH
(1A 2 B AH DR TR A . 38 B B A T A2 35 L.
#[ER: (Nationwide Children’ s Hospital in
Columbus, Ohio) &7E4 4 F H AAVIH &,
%}Battenypi (Batten disease) HEH AT 1l
R5E: . Wilsonth7EH| HICRISPR-Cas9 i R
TEREIm PR AT LS, BL T iz B ARG I7 Hurlerss:
HHREITEE T

Jonesi\fy, WA NHGEBF TEA R IE
WITE . HRINERZ, TATA WA R0
AlfE. RIE, KREEEEMER T RS
J#. AidWhitleyid %oRx, 75 IEIR @IX L5
PR, MARTRA YR xAME, gk
AT A PR YA AOX S T .
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ME, HMNSET A EE)LFATHF/LALSDIN T, BIX LE48NAN 53505 B 32 A0 A BB A A< s
HEEERNR. HIESIZNREFEMEERMNABAEREENMIZMAFRIHEILERE

mETHEE TIE.

200541 A, EEALNMIMNKGeorge
PatakilX i — 2446 F B2 )L 1 5 A 1 &
M T —WATES, SEfE R AZM BT A # A
JLEFR AT A% (Krabbe disease) i
o ehA R — M E WFLSD. X IATE 4
{1 AUATS K BEAS AL 2 MR AR J T — IR K S 06 =
OE JTR A LI bR AR A% 13 S8 = AT R
ANi, FRATT e B W04 A B A b ) % X
BEAE N, AR E B R FH R AR O ik gk AT A
s g ELAFRHMERS IS 5, 52 ok XAz R HL
WISAL S it , X LB R AR E B R .
2%, R M HT A )L A 2 — I0 K TR,
MTELAE, XI5 TR A8 w] LA o A B A= ) L 25 150
H it — MR 7RG

SR A A — Rl N GAL CHE R R AR k[
M3 BN - FATTRIE GAL CEE A (1) gt 7=
Yk — P, ©r] DR EERERE (myelin) 1)
G, FERBEI R R A4 ER .
HE A B LA ERE A s, AT
WA REIGRRI, FAR R B )LAE A
W% o

Pataki#y 8 £ ) LI 28 TAF 7] DL Bl R
B A e KA B R R I &L, R R AT I
RTHL RIfEMATH AR ILAA W, ERA -
UG RARER B sk AT BERE HE,  3X AT DARK K H
KL A3 A, IR A AT AR Vs R . E

ARIARHIE, ARG —EILE 2RI
T I REEIR, T LI RS A R
SRR RS o 027 W3 HEAT BT A LI 2
H A7 B A & 4 A 2, RO 25 L, R
Bz —AWER ARRT TR B2
BRI X PP A TAE, eSS bk 2&1{E
1S RMER .

EEZFEK% (University of Chicago
in lllinois) A= ¥ 2% 58 K A& P % 5 Lainie Ross
Fon, FLRLANE LR DAEAS [F] i AR 8 B B Kk
5, FTCAIn R FRA T FAb HEAT IR R T, e
X R LIE A . (BN, W — N
FERE, XL KA KR R

UL JUAER, 8 AR 8 A% 2 A 0 P 2 52 FEE
EAWT IR & . RZ RN RBERRIA N, R
BRI W IR IR s A 2w A, 5
T DAHE B I 6 2 WL ) B AT, AT DL X i
I LA R KATIAFIE R 1 Hak mr BAS
A, ERKATE R B MR HIER
FERIS A Z T B RAR, BN DR

BORH T L5 K% (University of
Florence in Italy) 74 )L S2 56 = 7 £ 4T
Giancarlo La Marca®£7rx, WA H ATiE#A
BB FB, RHeltbESH/ AN
fb, BRRTDLAEIRATERIEE T, A RE
LF I A F B
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19614, 36 W B A MM A % K Robert
Guthrieft (EEE¥Wa%E)  (Journal of
the American Medical Association) 1k
T ROCE, AT e T A LR TR B PR
Jit (phenylketonuria, PKU) [)77i%. PKUH
JUES AR P 2> — Fhill, By LGV 8 A 2 1 1 2
i (phenylalanine) , 50X & 3Rk
NWRKEER, HESHWEILNSEEE.
Guthrie & WCR S 8 4= )L I & JR i Ff &, BA
HEATE A LPKUTR A . — BRI T UL, K
TR AT PLSZRRBUR &7, AR m i K&,
A MG RSER, AT LE LB IR R A A
i

B 7 EMANTERAR, IMHELE
WRIFHKT, WHOR L T AL R A T —A 8

QW
& Hunterfy (3= ‘\

HulskEHCEA G )L HMEm s T
WA LA 4 5 (35 & AT BB AT U8 B
AJLEETE D 0 B A I
P W 9 5 AR AT s 5 b LR 4 i 2 I
(sickle-cell anaemia) . K HRBRINAEAR T
(hypothyroidism) . fRZ &ALTwhif
995 T 28 DL M IR N X e 4 B, R R IR
WHO I bR #E, X e #JE A & & 247 8 A4 )L
A o

A4 At 4 JE R R A Patakifid i 1 X FE 1
YesEWR ? IXIRTF [F B 19974E K% AT, Hunter

R IR T TAE . % BECUE fnitE, JFEX
Tl 5 0 200 — A B AR I 2 B, DA K AT R
FHR YT T IS, T HOE TR BB M
b7, 3E S B RV B R A 2 A S R B8 A R
JLI Ao ARP, X 4R R AR TR )L 2
TAERI bR, H4E T g B 2R A e ) i iR
O TS A AT R ) L A .

EEAL/ DU R K (University of
Rochester in New York) K& JLRHE &
Jennifer Kwonikly, PKUZ IEH & 4t () Hr
A2 L0 A AR . PKUSTAE LI 25 i AR I 75 v
e B, i HUR IR T IR R SR LR
W, ARRIGRIR R AR S 2 . BT . XA
BT A AT A ) LS 50

Kellyih & 7E 8 R H A . /NHunter )& & 5l
KAL) KA R BB ERBL (Buffalo Bill)
V44> TJim Kelly. Hunter i A& i & e SRk 2 4
R, (R AR PRAL R T A6 AN Hh Dl , 25 51
WA s W B ) LSRR (colic) - JLAMH
Ja, AR BRI AEE, BE S RS
Wr NS (cerebral palsy) . %% /NHunter
TEUE I W R A PR AR, R A g At Al 1 58
ZWk A, EAIAH ORI, & THhi2
N, EAN B, SAELEEZE
BHEFART.
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TZHunterf) X A& 57 7 Hunter#y B 5
4 (Hunter’ s Hope Foundation) iXANE&
FIBLAL, 7 B 5 A AR SR A k3, IF
TRATAHSCHI FL it — D IF I, [R]INF tAy BRI 2% 5
ZHEILFEE . AR SBCR VR R 2 R BT g
BrE LA, KB RIS R &)L RS
52, HunterffiiZ ()i {5t 1 2 & 505 1% 5K
(tandem mass spectrometry) 47 [} i,
T I AR AR AR H & & A7 2 W A, T
BT DA TR] B 2R AT HORh A O 5 W Al . B
N GATTAT D@ I 3 oA B AR K BILL S D B 3 44
P W 6 il ) B R B RO . SR O A 45 A N P
PE, FTCLR gk T ek A, DIiZE.

Hunterd AL G 19 %5 )1 24 T-HUA5 1 M4k .
20054, Pataki K4 e i s 7R EA
ZIPE A LI A A4 R, AR 8 % B /NHunter
WAL A —FAE LM

FI 1 i A 25 B 5 BH M R AR LR KA
WK BIR T IO . 36 AL L0 v i A 21 24
(New York State Krabbe Consortium) &—
MHMEEFR . JLRHEA . F8H ME, —Ik
PR IE200 75 48 A ) LEEAT T sa B A 0
=312 7514 AR L ZAE L 2 K
MR . RIEMATRRE, EEALINE
200658 ] 220148 mfa &)L, HPAsAE
P BE AL R AR, R AR i WA AT 1B 52 i R RS
HIRTT « A — %8 E—NH KRRz T
HHRHEGTT, SR IESURAEIER, H2
BAAG IR RGBS, TEMATE. ©F
— AR EWBETARNE LSRR E M ER
2%, B UIReREAS, XTRER K N TE2N H
KIS A2 B EGEIT. AW AEIET
HHREEEABNIRE. 8 HAEILIRKIE
HFR, EREIL— PN AEL,

5 [ A1 249 0 5 B AV 995 2 2R 1) 1 3 Kwon ik
9, XSGR E R D, 3 TR RS B ERATT A
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W 75 LR AT B A ) L A A L RS A R
J7. kR, RENETESZ TFAR, &A
TR MR AT HATAT S5 18 .

AidHunters 2 & 20 H £ 2 Anna
Grantham 7 f 3R AT, 5496 Bl N 1) S it 224
PFriaafs b TRRMER SR . ERE, Hhaw
Frfam B L D a2 T E R E T ARIGIT,
Hrp RE R L AEE /N, R AR I
PRAEAR 1 28 ) Lo

Granthami& /28 1 B A7k F %5 X i —
XSS R . BFEFEAN I — & I 12 W
SR, A 2 T iR 3R B IR ARRE IR
T, FTUARHEZBEFAREGIT . %
WEB 2 TR, a5 OB, TR AT
REFEE R S H B T FAR . /5 A AHE6 S I
B, T oR o M — B A 3R I IR AR IR .
Grantham#7x, EKBPKHFIEHERS . XL
B AREHEEHRERE, e iiih. £k,
RERS M AT A7 15 R 8 2% 7 Ak is 3, R JHG A £
R % B AT AR X

HREA NFE, WRAMEEFAR,
Rk 5 A3 XM R 26 25 A 753 2 R4 1Y) BF =F —
e, BIHECNE, FrASm T EEALM
TR AT R A R PRAR S (46 44 v E1 RS BB LR IE
BB RGP T ASH 2 Qo] PR iR
AR S f 7, AHO I BT, A E)
B 7 X A RS R, i AR A AT 40
TERIFEERIESLL.

RAEGFIEA e, (H 2 R A0 1 5 2
TAECEER T HITH . 36 E %758 BN K414
M, HAE20 124K v AR AN N T AdLAT TN R8T
ALREDUE M, REHIEEMN WS FX
BT BAAMIOE . A TAS PN ERTE S5 f5 ik i
i, D s R AR T AR LI AN SR T E .
AR T RAAE, How— L SD I AR TE
SEIMNHT A LR 44
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PAE, BRBACEMEAET REMN WA
A5 05 2 PR PR Bl (EUAR S 0 A 2L ) R i

(consent) ” L. 7EILA BIMAHI T, KRER
RE 1% PEAOL 2 Ao A2 LR A, A EE R kiE
FELC PR A . T H, RSB A AR
EFEE, AIRZFEETFENA, FrbiAge
P 2 PR LR A 0 R L, L B AN R 2
T AL E. STk, RossfgH, A1
BT TEN BAE A SRS A0S R 2 B s oL R
KA LAY AL BR ALAE 5

Ak, Rossif$g il 7 — MW EIRME R
Gi. WHMIXERS, THiEPKUSE LI N EE
WHO R FRAE, T 9 7 F & I 7] DAAS 33
TEWHO R bR . A — 2 NN NREATHTAE L
7 5 06 TR S ) R S, X R RS
BALENS . #EGrantham M4, HLxrkK
56 AT IR J7 T B AR, Bk A AT SR i vk
5E, MR T . AidGranthamd 4501
FRHEARME, SIERIZIR.

KEIr SBF AT R o2 %5 22 At R = 15,

W FRMHCHT A LI A . SR 1 I A AR A e 2
EFi (Brigham and Women’ s Hospital in
Boston, Massachusetts) [{Hf 7% A 51 & 4%}
5002 %A LI A REEAT I A, T A AT
T AR E F s R, 45 R R
AABNT% KK LR BB, TT46% K
KA R IR A R

H2 MR R 2R Je K% (University
of Sydney in Australia) K4 LT & & %
Bridget Wilcken X} 1% i AF 45 e R oR T i %€
Al X B AL A ) R AN B R R SR AKAT]
TE 5= 21 BH A I 25 S (0 B S ARE, JRHRA
HUETE H A8 %A AT BT Ak B F B o
T REAMAG AR B

TR, FAKAE R MO AL A 2
JE 3R Bl Ross 1 P S AR 1 & 4t /2 A 55 it L il
Fo MR, A LEAEE] B A R R ANOH A L
B, HIRATE RRE L. (B2 IR 2 X REERIE
B EME, BVEX AT R A T — AN B
%7, (E ST EA S F,
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REFEE—HHE/LAERM RATUMERRSEARLERR.

AR, 3 [ % I BN TR IR B A B AR Lt
iTHE L)% (Pompe disease) fift. 5yahiff1i
— R, R4 P2 DU IR B )L FF IR AR 2 I B AT AT I
KRBT . HRSRAVREA —FER R, 8H &
RITVETE A AT LUVR T B ULIGHR o BRI AEAE — 2L ]
B, HEMBRTZELEHEEZCEB L.
LA, P DUIR 2 R & A BT J A2 LR A I . SEbR
b, FEBE M R BN B A )Lk AT
SERAR IR AT, AL AT R DL B 7 T

SRR, 38 [ 7E 25 HEORE U6 8 953 5 41 N BT AR
LI H SRR I 2 LR SEfA 1. HAb K2 3 E
FH R A AL iR IT (LSDER W . BARIRTT
2 F LA o, 1 AR AN BE TR R, (HAE T I
5, MERTEER—F22m. HRMRT
%.

TERERF], FHOEA G IELE T R — A 34
B 56 P T A I E X e T DL B
BRITIERIT LSDE M, QR I . A
5 (Fabry’ s disease) FURiZ W (Hurler
syndrome) . HHIZWHSEH#T 7T —HF¥T. &
KA B 1655 K2 (University of Florence) s
LIS EAE, KI5 Giancarlo La Marca#y
BRI S H SR AR %, IR 3R RE S 5
N BRI e ) 975 28 R 2 H 3%

¥ EZMAE K2 (University of Chicago in
lMinois) M)Az 2% 58 ] A= fn { B %% K Lainie Ross#
N, MATTBLE IR MR R T LSDEENG, (B2 —Fhk
T3 G A DG HAG PR 27 ) U EE R, K EATR N —

YIRA LA
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w1 ;afr 5LSD
X ®ma
B3 ?

LSDFNE B E
RITHER 2 8
BHAaXAR?

B B 1R 7 2 R
Bt A
1ERm?

n fa] 24 i Iife K SE
WRITAR, L
MR IFER
LSDHIAMF %
T1E?

FATEH

15 5 R 1 2 AN 4 4L R
Rir REERB T £
LSDy7 %, JLH 2 H
PRITVE B 4 A RE % i i
i P e, R 2E R A i
Bt B ) R AN

LSD 5 H & i 0 % i 1
o3 B 7 TH A M AL A .
GBAZEK =AW T 8 X
R, A R X A 3 A
W 4 AR ) B
H&. CHIJE 2 -t
(—FFEWKLSD) &
& IR A7 7E 5 B R %
Vi B D AH [ (R AE

A2 — A
“llsE” , BEdT
2 W 3 IR 2% 55 41 i k%
BEAT AW, AW & A
R Thae

NRAEZERAKMLSDE
I R 56 A2 R T A
M, DN N B 5E AT ]
1 3% 2 5 8 1 i R AR
B8 2% P IR 95 9 9 B A R
HAR sz B,

ESTP

AtLER

B4 Th e SRR,
B INF I REAIZ 5]
2 ] B 3 K2 T 2
LSD# /™ HHIAER Z
o — BRI
i, BARMER R

H Al L A 2R AT
YRR EL IR B K
ZHORTT A Ptk .
LSD ) 40 g i 72 2%
i w] LAY B 4 5 1)
BT RUEELAR

T fifR 15 i A 0 2 PR A
Z ) AH EAE FH A Bh
T8 75 LS DY B 2% A
B T2 40 AR 2
B

R % B KL SDE BT
EILPRRERKT
Tz Rk
A3 54 BRI PR 1 6 2%
B WATF IR LR
TR 254 LT R AT
REHT -

e
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B BHY SR

N =

5N T2 IEE T K Re o it

I Fi o B ) /N 2 7 25400
ANt %5 FIEARGE % 4]
SEHL R IA K. B E X
HRRX 28 2R B 3 R T vk
WL 77

s TR, HRGBAWETE
29T LAY B BRAR K
H 1A 4 Ax FC 40 A 1 a- 2% fi
BEA. RN RIEER
% DL H W 9 AR I o AR
BT B ATA TR BRI A4
P4 77 T (09 7

U WNIZNIR ML e
AR RS ER, &
37 X 3 2 AN 73 i 1) 9 2 5
M o

FDAXT Il R AR 56 2% 53 040
JE e AR H RIE I ——1E AT
ftaliglucerase alphaif
I7 U R I R e
Pfizer i F M A% AT JIE 2
FifENZ R BREEYE
B AL SRR AT SR A B
o
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Megan Donnellf#%FJudeFAlslatfiZ i B2H I BEF5 2 #EI°FRE (Sanfilippo syndrome)
ath Atk 8173 T Sanfilippo) LEE £ % (Sanfilippo Children’ s Foundation)

BREBYFNREBRDBTFR, EEALERNRE-—MREXATHRT FRERE. RTH
FHA B s = A ma i & e, REFRFHEXREBEBLES D, LUERFERLRHYIR
PREFHI AR .
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JEAE T & Je i) —fr/hH Klsla DonnellfE
28240, Wi EMegan KB K E 7 .
HoAh2 5 2= (1) /N AR C 8 W] DL HY 52 B2 11 )
T 7, Al &/bslaik2 R EEut LA i . Ak
BIEHILRIE LN Alslaffy kB RA . 4
LI, Islaffi® 1k B SRR E T4 R
JETREBZT. B RN, Islag—4lll
RIZEZ W BE (Sanfilippo syndrome)
Ho Xt — PR R B A e, 2
50% Fh g g 44 5+ % % (lysosomal storage
disorders, LSD) Z—.

FELE Islalff) SRR it 9 i[RI, Islalfi
Hof, EWUIFJudeth 2 TR . fElIslad
Wiz —MNHZJE, JudetB i & Bl ERAT [RIRE ()9
I o

KAFTH LT HHA14 28 BT
B2 PR RURE, X2 AR /D BEVE B RAE, T
H B AT AR 6T FB . BATR&HE T
AMHEFLIUE IEAE, B0 R RN B R e
BB, T Hx Se T H A A )4 Ef 2 — s T T
Bt. YR A0 P A Megan /4, Al 4145 5
RS, BIEA R IEAER X AR, HEH
A BT R A BRI 2450, IR IR K —BE
. T R&Megan tih £ BEA: IR Lok, 25
RRI, AHROEFRN G T AD TAE. ATRAE

Emil KakkisdEHIG#, k42
(family foundation) HfeEH £ K. F1EL
H290FAH], 1 NfESE E N Harbor-UCLA
=2t (Harbor-UCLA Medical Center in
Torrance, California) — 4 [ 223 A% 24 HF 7T
N FifIKakkis IEFE 7T % 2 B AUIE (Hurler
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ZI0OMRIIUH B, RAE24 T H 2 H 2
Al JFRERY, HoABIH # 2 FARBL, B
AE N B R 28 9% 1 R RS /N Al
JEH.

T, H5HAMEIILKK—F, Meganik
EFHOWE /. 20134, Meganfl/r T
T 24 %6 2 il e R B8 L2 42 22 (Sanfilippo
Children’ s Foundation) . 7, XA%4
2 IEAE N — AR A 18 E BT R 1R
IR RIS AL T B, AR E R SR EfH
HEWRIE, UITREE.

XL LSRR, BE BN 51 A1 I i K
o RFENFH ARSI EE ) E. H
e H IR 2 B & WMARRIET, S RINA W
BOE BRI R, EERBUM S T 245 4l S
R ) 24 AV T R 52 ISR T i 24

THR IR STV, ] A2 SR A2 g YR A R I gk e = 245
5Bt (South Australian Health and Medical
Research Institute in Adelaide) HILSD 5T
#John Hopwood#7r, 7 WL 77 [ A7 7EAH 24
Ky B PR R, 3K RS T 27 DL 3 25 IR ik
AT AR, S5 W 2591 K TAERZ AT LA
IR . ATILSE R, WERAME S 4, X
s B E I E .

syndrome, MPS D . %ifKakkis &4 & Al H
TMPS LEE RN EZ 0B, 11 HAEsh
RIS RIS 1R S ——f A X S ] LUR T X
PR . PEKakkis®os, 45t 5 2kl
T EETRAFEKR —FKAw], ibbATE™
MR LA T
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SR WA, WA — KA A X Kakkis
[ 77 O . Kakkis$E ®] T Genzyme 2y
A, ZAFFE19924F 3K 1F T FDARI L,
e — XA AEEE B A, B TR T R
J% (Gaucher disease) A d. HE%XT
X% (Gaucher disease) HIRIHHE N
1/50000, TIMPS [ 4 J91/100000, Fir
LLGenzyme A A INAX AT R/NT . T2
Kakkis AL E T % 1728 2 W B 3 A = A0 L 24
fJOrphan Medical A @], 25R WL T,
~NOrphan Medical A & FA AN AX AT A &
KA, NMEREN.

FIEM 2, Kakkisf s R 5& T
Ryan3t4: % (Ryan Foundation) M.
Ryan % 4 £ /2 B 36 1 48 70 5% 5 JHMPS 18 )L

Q 0L Z580YATE

———

FEAE1983F @ | (CEEAMILLGESR)
(The US Orphan Drug Act) , iZiEZiE L
FERUSORN B IR S 7 T 45 T — 22, SRslih
B 25 A\ JF R IT FERR A IOLY . B H
B4 K, FDAW Rt 7747 FH 11697 LSD
254 . 1R K Pt (Heidelberg
University Hospital in Germany) ] JLRHEA
Markus Riesfif /' — i/ #r, S8R &M, FH
LI R IR ILSD, PILAE &4 n] LAAS B IR 1F
PIVEIT T, Eednya T s I 259k CL ik 3|
T5Fh . E K ER 4> LSDHR S je M H i &
R, HUANEKRA — P9 n] LG 7 IX 77 T
. fERies/ 28, LSDiAYT £ Bf H ik &
B B AT AT BAE T, X EERg SRR
K, ISR KA N 425, el ki@

Ryan DantfSC BRI — g . ABAIT5C
FrKakkis I J& T If R . 19974, ZEE A
A8 J& S HT AL [ AE M) B R 24 7] BioMarind%
TIEATUH .

19984F, Ryaniih & — 4 2 ik K5
(. SHEZJERI20034E, FDARLHERHX
HKAYKIGITMPS |, HiEKakkis/ 47, HHl,
RyanB &% T 18FE 2 AMIGIT, MBLE
S AR AR 47, O g RN T
Kakkis%5 A 1 s 2 560 25 JL e AU LZG 3 it 1
— MBI . W24 Megan DonnellfE+
TS5 A R BX AN W R i, X I AR
TE4RSE, Ik & e T
SRR

i B R, Bk B X2 RS .

FEREIT . BOE He T VA AT AR AT DL v
XA ). {H S K Il A UK 5 T 1 1]
o A 24 i RS8R FH P 4 A v 48
If PR 2 & (clinical endpoints) , /2 5%
Wi ESRIRFEARLE, MMM G RE 2
WREM A 257 . AMPS NI, IGRE fh
S BEAE6 T B AT LT E MR RS . WA
JEATEMIBE B O, AR AN AYA
o

AlER R ZLSDkK UL, BT AR W,
T ABRATEA R+ T el B8R vifE.
KRB IR EAKPAERIGRLE i, W2 kAR
ZZE. W LOE S KB KPR AIGIKZ
o IAARFERIE SRR Em. A
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HHECER T M A s a R a7
ROPIARE . (HEERTTE, BZ 5 I R4 2
LT 2 TF R — KA

Kakkisif 3 X L& i) f 1) I #E. 20094F,
i 2 FF 7 BioMarin, H & £]7r 7 EveryLife %
%3 44 (EverylLife Foundation for Rare
Diseases) , Ez1T “VB@IH (Cure The
Process campaign) ” . %&E4& S T EK
— A Hbrit 2 A HFDARE S 4 T LA s it T
VESE KRB RGN 16 @ H ZRFDATERR g
BF A {58 FH W0 A6 A W b 25 400 T LA B 7 (6 T e i
PRARE .

W RAE HIm R 2 B oA da A, T
o F S ] DU A AR A B kA A 25 2
G Gk BRI . tin iR T R
25k G 24l A B AR B (physiological
marker) {E AV FEFR, RIARYEEE HA 2
i P R ARG U e K ) 73 A A7 10 SR A 24540 () 7
o UG AN 2 A=, 8 A
r—— G KB EEE (viral load) . #FFEA
R TR A AR M R HIVIE R, kT
PLRGE [ 25097 2 T HAE R X A br
RO T R /NI A D PR 3 el 2 DA
SRIFUERIIIZE . KakkisihN A, g < fir b
Rems gl e, st R N FDAR & i 25 28 =) 48
I3 1 B IX N A WDAR EADAE VAN 25 9T ) Fa
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PR o

Kakkis# B AL T K16 J7 8 #1242 R G 1)
LSDIM s, AHC N 53t AT LA F 2RALL A 2F
Yok &), b LA R B I B
SRRV FR bR . AR 2 5 WA A JE 5 R
PEMIA bR EY), i HX L AR P RS R
a1k B VI AR oG, DR X L bR B H R R
RFE IV FE bR . T2 B $119924F, FDAZ[A
R AP AR AR VP 45 5. HEKakkis
H, WA N GETS LEFDARLHE S =Fh A Mbs
EY), FONATTREE BIFDAR R . At LA AT]
A HFDARER 45 KK —NMEM I TR A&
VbR B 2 15 W] LA N 250097 350 8 B FR i
XFEAR OGN 52 AT LAk SR TF Je i 221 1A

SR, HETIXT7 A T —
J&. (2012 FDAZAAH%EZE)Y (The FDA
Safety and Innovation Act of 2012) #tHlE,
FDARIZZE JEHLHESE 2 1) BRIV 26 5.
0 FXF T 0 28 LU UK AR 5 0 B . 1% B R
L R IR e T RO FEORAIG, AR A TGV
TFREFDAZE R MG AR RS . 2 7201548 1,
FDAMAEH TAJLLHF Kfam I H S, H
AT MR ED VIR A . Kakkis#
N, BAMbAEFERAEESR— A, Bl
far, WATATHEERZXANHET .
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Megan DonnellH1iE ih ¥ 4 45— H 5%
J1N%E, HEE K, FDARERHLE—FKH T
HIT IR R Z M AU ) 25 Bri . RO,
Wi AT 75 B NBUR IS BLAR1S BE 4 S RE, it A AT
PIRpRF TAEE R 2. AL st HACRE, Rk
AT 1 2 TF R e R 5 A 2 b AT P A
H A

fEHopwood &L, Megani &
3 R ZMON B AS AT T 4 58 L R B
(Nationwide Children’ s Hospital in
Columbus, Ohio) &k i) — AN HE R
Fio IEREOVaITR BB, KR G A RE
5 ;.37 Abeona Therapeutics A7), MIH#FIX

www.LifeOmics.com

TR R A= . BT, TR &I
46T H— MRS TAE .

Megan]# 4~ T-1sla DonnellfilJude
Donnell &4 Hl 275 M52 o RAEGAMATH
(1995 15 30 76 K R, AR AR AT 1 B A4 R L A
#i. Megand #lslaflJudefE e 7E 45 ik N
Abeona Therapeutics A & [l KRR H .

T R ACILZ) 1 TAE B A - MeganiX # [
REE&L M E. Meganih iy, EHMRZIA
R 2 PR AR B LR Z Ry A, AT
CARERBIRY) 7. ERXAHE TR 2 )
— AR, ATREmt 4 LA AR A R AR




HTRARER: ZHER, NS5

-

- N

PEEmIl Kakkis (BH3brg) N4, B4
K, H LK FERB AT AL+ KR AFTE
TERIGIT F W IULE . Kakkisth /267512010
L BT RIULZ ) UItragenyx 2 5] )JCEO.

Bt A, WA NAAIRIT FE R R —
ITHRER I A B X TR 2 RMEBEACE (multiple
sclerosis) X JH WAS IR 245k, BAH A
EMMEHRRRAME2.5TIERICA L. WS FEE
HAEREHAEANWERRTNS, REOB4 “07 1
BAEAT T, AR — KA A AR 1L 5
JGLh b

Rk, AL ZG IR A 7] 6 20T #0 H i l ASE
X, g GenzymeA "I E Fifh . 4 EHE
T AL 2075 3£ 70 R MW K% 2 w5 IF R I S A
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GeneCopoeia’
Exprossway fo Discovery

« FTRUAAIELT BlazeTaq™ #A/SE) DNA BEEEE , R 95 °C FISEME 30 s BIOJ AR 2 H0RLS
- REIER - PHERHEE 5 METIERY DNA 18R

« SREE - FRDHE M REALIRIMG R I8NrE

o FIEWES  ERI R GC SiCENEETST B

Amplification Plot Reaction Efficiency
40
14 35 .
a0 e Slope= -3.35
@ 1z T E=05.0%
£ 2 e
E i S 20 Se
-
E 15 '\--.‘.-H.
a3 10 o
5
015 o
o 5 45 -1 4] 1 2 3 a4 5 [ 7 8
Cycle number Log DNA copy number

M 1. {#/8 BlazeTag™ SYBR® Green gPCR mix 118 8 - 10 S5 EHIEAITIEE ONA KR | DNA ISII8CEEDS 5=10°-5 11, HalR
BRHEEARERFE  BESEI R EERAS R ETE,

BlazeTaq™ SYBR® Green qPCR mix P55

QP051 20 pL=200 rxns ¥ 555 ¥333
BlazeTag™ SYBR® Green gPCR mix

QP052 20 pLx=600 ¥ 1580 ¥a48

{ with ROX ) H mns

QP053 20 pL=1200 rxns ¥ 29497 ¥1798

QP0G 20 yL=200 rxns ¥ 555 ¥333
BlazeTag™ SYBR® Green qPCR mix

QPo&2 20 pL=600 rens ¥ 1580 ¥ 048

{ without ROX ) ¢
QP0G3 20 yL=1200 rxns ¥ 2957 ¥ 1798

GeneCopoeia, Inc. 9620 Me > Web: www.genecopoeia.com




- qPCR it -

RYES . FHREE . HNHS

mRNA EE#MN Hot!

r | e
BlazeTaq™ New ! VS All-in-One™
e Taq REEUETAE {EA D
30s Taq BSENFAEGERTE 10 min
Hrdrk R *ks
EIHHIHEE 5 e EE DNA iR R ETHHIHEE 5 -~ MEIAY DNA iR
P AR *kr
FRER He s Bt
BlazeTaq™ SYBR® Green gPCR mix {ERlNE—m
QP00 20 pL=200 rzns ¥ 555 ¥333
All-in-One™ gFCR Mix QP00Z 20 pL=E00 rens ¥ 1580 ¥948
QF003 20 pL=1200 rxns ¥ 2097 ¥1798
QP006 20 RT rxns ¥ 360 ¥216
All-in-0ne™ First-Strand cOMA Synthesis Kit
QFOOT 60 RT rxns ¥ 795 ¥477
miRNA EEBEMN Hot!
FRE Bws ik B2
QP01s 20 RT+200 gPCR ¥ 2380 ¥ 1804
All-in-One™ miRNA gRT-PCR Detection Kit
QP016 60 RT+600 gPCR ¥ 5920 ¥4736
QrP013 20 RT rxns ¥1380 ¥1104
All-in-One™ miRNA First-Strand cDNA Synthesis Kit
QrP014 60 RT rxns ¥ 3160 ¥ 2528
Qr010 20 pL=200 rins ¥ 1100 ¥ 880
All-in-Cne™ miRNA gPCR Kit QPO 20 pL=600 rxns ¥ 3135 ¥ 2508
QP02 20 yL=1200 rxns ¥ 5940 ¥ 4752
RMAzol RT RMA Isolation Reagent QP020 50 mL ¥ 800 ¥ 640
miRMNA Universal Adaptor PCR Primer | THFSEES 1%0) QrPo29 20 pL=250 rins ¥ 660 ¥ 528

+ Fusobacterium nucleatum Promotes Chemoresistance to Colorectal Cancer by Modulating Autophagy. 2017, Cell, IF 30.41.
All-in-One miRNA gRT-PCR Detection Kit.

+ Extracellular matrix scaffolding guides lumen elongation by inducing anisotropic intercellular mechanical tension.
2016, Nature Cell Biology , 1F 20,06, All-in-One qPCR Mix.

+ A mouse mode]l of MY CMN-driven retinoblastoma reveals MY CN-independent tumor reemergence. 2016, Jowrnal of Clinical
Investigation, IF 12.784. All-in-One gPCR Mix. ]
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N, HATEA SR, E5IEE K I 23 i
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##51 (elephant seal) J& Wl {3 filiEs, Bk K
IKIFAT BRI 9 RE 2 S5 BRI (E i B IR 2 BT 5T
ANEREIN T PR AR A, DA SR
xR R (MR M ORI 9RE SN B R4

=} b
TR

JR A 2R
Bagchi, A., Batten, A. J., Levin, M., Allen, K.
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A NENGURZIH A, X R R R AEHES M rh L
AN RAEAT JAE N SRR N SRR e, 7 2
(4] 9 i S A2 HT 4 [K150-5001% . F &, BTN
BRI S RGP AR IR ML, AR5 R 5 1 I R R
WA S R EoR, SRIU AN RE M JAE
SE, B BELR MR/ B B B R . B B
R, WSS P ST R, REE X PUH RIS
I AR KRR SOE TG (Ui 7K 7 e s - 1 R4
PARHE 5D o WEFO/NR R, AT 5% e X
SRR, A BRI E TR TR
A B ENTR I SEK S B AR T

N.,Fitzgerald, M. L., Hu.cksta. dt, L. A., Costa, D.

P.,Buys, E. S. and Hindle, A. G. (2018). Intrinsicanti-inflammatory properties in the serum of
twospecies of deep-diving seal. J. Exp. Biol. 221,doi:10.1242/jeb.178491.
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