<110>
<120>
<130>

<150>
<151>

<160> 9
<170>
<210>
<211>
<212>
<213>

<400> 1
atggcgtcac

€agcgggage
caacagcage

PCT

DNA

tcgccaccac
tcctaccatc
gggaacaagt
gcctecccag
aatagccceca
attgacaaca
cccaacacgce
acagceteee
gagctcacag
aacttaattyg
ctgatcccca
tctgtggatt
cactctecgec
atgcaggctc
ctggcecage
atgctggggg
ctgccecctge
agctttgggg
catggctccc
tcactgctac

gccagcagee

1
1437

121583

US 61/715,187
2012-10-17

Homo sapiens

gcatagggtt
gcatgcagca
agctcggagg
ctgtgcctgg
tgcagcagtc
ttgctgecca.
gggtgcgagc
tggccatget
ttatgcgtct
tacccctgtce
tggtgggegt
atgctgagag
aaaggagacg
aggccaatga
acatccggag
gcetggagat
gagtgcacgg
aggtggtgaa
ctgaggtccc
ccacccagcc
gcagggagga
cattccccag
cgctggecte
gccggageag

PCT 121583, Telethon_ST25.txt

SEQUENCE LISTING

Fondazione Telethon

PatentIn version 3.5

gcgeatgeag
acaggetgtc
gcecgeecace
ggaggtgttg
gcagcatcag

catcagccca

tggacacgtg
gcacattggc
ggacgatgtc
cagcagccac
caccagcagc
cagggccctg
aaggttcaac
cctggacgtg
gatgcagaag
gaccaacaag
¢cceteectace
gcaggagctg
tgaccctgag
accatcecca
cgagggteccc
cctgtccaag
tgatccactt
cttcagcatg

GENE THERAPY FOR GLYCOGEN STORAGE DISEASES

ctcatgcggg agcaggcegea gcaggaggag

atgcattaca
ccggecatca

aaggtgcagt

tgcagcagea

atacccccgt

‘cctacctgga

aaggtgcggg agtacctgtc

gcccaggget
ctgtcctect
tccaacccty
cttggctaca
ctgaatgtgt
tcctgeectg

atcaatgacc
cgctggaaca .
gacctgcaaa
cagctectgge
acctccccgt
cctagcgaag
ccactgecag
ttccatcace
ccgggetacc
aaggatctyg
ctgtccacca

ctccgaaace
ccgctggeaa

agagggagtt
tcaatcctga

acagcagcga

cggacctgac
gccaaggagc ggcagaagaa
gcatcaagga
agggcaccat
agtccaggga
tecgtateca
ccggcatgaa
agggcccagg
ctctgecece
tggactrcag
ccgaaccect
acctecatget
tgtccecccga

gcagcagcag
ccacttccag
‘gaatcccaca
cgagacctat
cceaccagec
cagtgctcce
ggatgatgtc
aatgcagatg

ccceccaggte

ccagaagcga

agacaatcac

gttgggaatg

ccteaaggec
gctggagaac
ggagctggag

catggctgag

ggaggccetg

gcaagceecg

ccacagcectg

'ggcgeegggy.
cctggacgac

ggcctccaag

gaggagggcg atgtgetgtg agaattc
lagina p

60
120:
180
240
300
360
420
‘480
540
600
660
720
780
840
900
960

1020
1080
1140
1200
1260

1320
1380
1437,



<210> 2
<211> 4

«212>
<213>

<400> 2
-Tet Ala Ser

Glin
Tyr
Pro
val
65

Ser
ser
Gly
His
Ala
145
Ile
Glu
val
ser

Ala
225

Gln

met.

Thr

30

Pro

Tyr

Glu

Ser

val

130

Met

Asp

Met

Tyr

Ser

210

Glu

76

PRT
‘Homo

Glu
GIn
35

Pro
Gly
His
Thr
Pro
115
Leu

Leu

Asn

GIn

Ser

195

ser

ser

sapiens.

Arg
Glu
20

Gn
Ala
Glu
Leu
Tyr
Lys
ser
His
Ile
Met
180
Ser
cys

Arg

TIle

5

GIn

GlIn

Ile

val

GIn
85

Gly

Pro

ser

Ile

Met

165

Pro

Asp

Pro

Ala

Gly

Arg

Gln

Asn

Leu

70

GIn

Asn

Pro:

ser

Arg

ASn.

Pro

Ala

Leu

230

PCT 121583, Telethon ST25.txt

Leu

Glu

GlIn

Thr

35

Lys

Ser

Lys

Pro

Ala
135

- Ser

Leu

Thr

Gln

Arg

Arg’

Gln

40

Pro

val

GIn

Phe

Ala

120

Gly

Asn

ASp

Leu

val

200

' Leu

Met.

Met
25

Gln
val

Gln

His

Ala

105

Ala

Ash

Pro

Asp

Pro

185

Thr

Thr

Gln
10

Gln

Gin

His

Ser

Gln
90

Ala

Ser

ser

Glu

val
170

L.eu

Ala

GIn

Leu
GIn
Gln
Phe
Tyr
75

Lys
His
Pro
Ala
Ar

15

L.eu

ser

ser

Lys Al

a Lys Glu Arg GIn

235

Met

Gln

Gln

Gln
60

Leu
val
Ile
Gly

Pro
140

“Glu

Gly
Ser
Leu

Ar
22

Lys

2agina p

Arg Glu

Ala val

30
Leu Gly
45
ser Pro

Glu Asn

Arg Glu

‘Ser Pro

110

val Arg
125 J

Asn ser
Leu Asp
Tyr Ile
Ser His.

180

val Gly
205

Glu Leu

Lys Asp:.

GIn
15
Met

Gly

Pro

Pro

Ala
Ala
Pro
Asp
%
i
val
Thr

Asn

Ala
Ris
Pro
Pro
Thr
80
Leu
Gln
Gly
Met
val
160
Pro
ASn
Thr
ASP

His
240



Asn
Glu
Asn
Gln
Leu
305
Met
Asn
Glu
Pro
Thr
385
Ser
Leu

Leu

Pro

468

Leu

Leu

Lys

Lys

290

Glu

GIn

Met:

Glu

Glu
- 370
Gin

phe

Ala.

AsSp

Leu

450

ser

<210>

<21l>
<2125
«213%

<400>

3

1409
DNA _
Homo sapiens

3 ‘ _ e
ctagcaatta gctagctggg aaagggctgg gccccatgta aatatttcta aagcaccect

Ile

Gly

ASp.

Met

Ala

Ala

Gly

Pro

Pro

Gly

Pro

Leu
435

Leu

Ser.

Glu
Met
260
Thr
Leu
Thr
Arg
Glu
340
Pro

Leu

Pro

Gly

ser

Phe

PCT 121583, Telethon_ST25.txt

Arg Arg Arg Arg Phe Asn Ile Asn ASp Arg
24? S 250 ;

Leu

Ile

GlIn

Asn

Val
325

‘Leu

Ile

Leu
Lys

Lys
316

His

Ala

Gly Glu

Pro

Ser

L Leu

Thr

ser

Ala

Pro

390

Glu

Gly

Leu

Met

Met:

470

Pro

Lys

Ser
295

Gln

Gly

Gln

Ala

Leu

375

Phe

Asp

Ser

Asp

ser

455

Glu

Lys

Ala

280

Arg

Leu

Leu

GIn

Leu

360

Pro

His

Glu

Pro

Ala

265

Ser

Glu

Trp.

Pro

val

345

Met

Pro G

His

Gly

-Phe.
425

p- Ser.

Glu

Asn

val

Leu

Leu

Thr

330

val

Leu

Leu
Pro
410
Pro

Leu

Ala

Glu Gly Asp

Asp

Leu

ASP Tyr

Glu

Ar
315

Thr

Lys

Gly

“Ala

Asp
395.

Pro

Ser

Leu

ser L

val

475

Asn
300
Ile
ser
Gin
Ala
Pro
380

Phe

Gly

Leu

Pro

3agina p

Asp
Ile
285

His

Gln

‘Pro

Glu

‘Glu
‘365

Leu

ser

Tyr

Ser

Leu
445

Ala.

val
270

Arg

Ser

Glu

ser

Leu

“Ile

255

Arg

Arg

Arg

Gly

Pro

350.

val

Pro

His:

Pro

Ser

Pro

Leu

ser

 Glu
415,

i)

Ala:

Lys

ser

‘Ser

Leu

Trp
Met
Arg
Glu
320
Met
ser
ASp
Pro
Léu
400
Pro
Asp
Asp

Arg

60



cteccectecc
gccagtectc
gaactcagag
gagacccgat
ctgtactctc
cgecgagage
gtcgctgecc
ccttgtaagg
cgtggcgaac
tcggectttg
accgagacce
‘ggttaagtgg
caactcagcec
gcgggtrict
cctecagetce
ctgggactcg
gggctggtag
gttcccagec
ctcagcactt
ctcagcccat
ggtgcgggag
ccccteccag
tccrttgogt
S
%

<400> 4
cttiggggag

tttcagatgg

DNA

agggcetgece
ccccaggatg
ctggttcttt

ggggttttga

gagacccctt

4
2147

ccctcagate
acctgcctaa
ggaagggaca
cagcctgeaa
ctccacagaa
gcttgectetg
agcececttce
aggcgaggcec
cecectecaa
cggcagagga
tcectgtece
gggggagggt
agcctcagtt
ggggttagac
acagggtatc
ggtaggagtg
ctgaaggaga
accgteccat
ggtcagggta
acaaggccat
cagggaggtg
ccaatagcac
cagtgtcacc

Homo sapiens

tcctaagagg

agctgtagaa
agtgaggcct
acctcagtta
tagaagatca
caagctatgg
ctcerectee

PCT 121583, Telethon ST25.txt

aggagtctga gggagaggca cagaggctcc crrtcrctaa

gaagatgtga aggagaccca ggagaccctg ggatagggag

ttctrrtctt
tcctagegeg
ccceectete
cccagatctg
cccgggaggt

cgaggacacc

cacctgecec
gacagcaaag
ccgcacageg
gaccaccgec
tceectecac
tgcectecat
tgctectect
agggcccagg
ctcaggggec
gttcecggceg
tcagcttggt
ggggctggge
agaggctcag
agcctaggtc
tecggecgec

gcagetggea
agatgccatg
cttgcgagea
ggeccttgeec
tggacctcca
tatagtgtat
atcattggtc

cgtcgeaatc
tcccaggagg
agccctggaa
cgcgagtetg
gggagcggec
cgagacgcce
cgaaccccecee
cgccctctaa
gaaatctccce
tcccacectt
tcagtcccta
tgcaattggt

ggagccacac

‘gggcacagygg

aggggacggt
gggggecage
gggggggcgt
gcaaagcatg
ctgcecteca

cccctatata

atggacacct

gctcacagtg

ggaaatcacc
gactgtcctc
ggtcatttcg

gtgggggtac
tgccacatcc

ctgggagctc
agaaagcgge
gtecttgete

gcgeeegege:

acccagggee
ggttataatt
catacccagce
aaataactcec
agtggcaceg
gccctgagtt
ggaggaagag
ccttcteccg
cttaggttcce
ggagccgagg
dgcttctacg

tgtecccace.

gagcccagcec
cctgggttea
gaactcctcee
aggccacgge

agcagtccct
cctacctggy
agagacaagg
agagtcccat
taaccggaat
tgacgaattg
ctcecaggeg

4agina p

cctggaggag
ttcctctata
acagccgagg

TCtgaacgge

ccgtggetge

-aaccaggaca

geetegggte

ttteceggeg
agggggcgag
tgaatctete

gcgeccaage

gceretgett
cgaggtgecg

gccacaggaa
tgcttgggac
gccageccaa

cctggggeag
gggtgggtat

ctggggacaa
tgetggecct

ttgagactta

‘aagggggcag
aaagaccaga:
tctetgtgte
ctgectgegg.

gaagatcatg

actcacagca

120
180
240
300
360
420
480
540
600
660
720
780
840
900
960
1020
1080
1140

1200

1260
1320

1380

1409

60.
120
180
240
300
360

420



gagagacctt
tctgttttca
aggctggeca
atgtggaggc
gaggccaccc
acacagaagc
tacatagctt
cgaatctgtc
cctacaggga
cctgeccaat
ttctetcgge
ctgggataaa
ccteteecta
aacctagaat
tectctgeage
tgcttagtat
ttcaggcagt
atagagtgat
cccretgeag
accccagcca
tecettetca
cagcagccac
ggccageect
gcaacagtca
acacgggggce
ccaaagttta
ccggeccett
ttctgtatac
ggaacacacc
<210>
<211>
SR

<400> S
atggctcage

DNA
Mus

tgtgcacaat

ggatgtatgt
ccttaacctt
tgaatctcag

-actgagctgg

ctcctgagea
tccagcgaac
tgtagagtga
acacgtctta
agtaggccat
gggctctctc
tcgttcaatt
ggtctcgctg
gactcttgga

.grctrgaaaa

ccageetgac
tctttctgec
agtaatgaat
tattctatat

tteatcttgg

actcggetgt
tgacctttgg
tggcacacaa
gtcctrgacc
cggtcaaagt
ctgaggccte
ttgtgttagg
acgtcagagg
tatttaaagc
cttggccaac

5
1601

musculus

tcgctcagtg
gggagcaacc

PCT 121583, Telethon_ST25.txt

agggtgcttt
ccagggatgc
agaaagtgct
acgttctage
gtctcggtga
ccccagaatg
gccaagecca
gtaagcagag
gtcectgece
tgattggctt
ggcgtgaagg
ctcaagtgta
tgcaagaaga
agacattaag
tgacatgtaa
tcagtttccc
gagctgacat
caggcattgc
ggtggccaga
tgcagacttt
ccgtgggagt
aatgtgcagc
cccacctgac
ttagtcaatc
ccaacattca
tcagttccaa
cgagceteca
gaggagggct
aggggaaatc

gtcttgggca
atacttatgc

aaaactccag ctgagttaca gtctctectt

aaacccacga caggtttagc agcagagtgg

cactggaaag
ggggttgaca
cttgaagagg
ctggcagtgt
gtctgtttgg
tcacagagtt
¢ctactcetga
ctcactcact
tctgtgtett
gcccagtaga
atccaggcag
gggactagag
ctettctggt
agcctgtace
aaaacattta
ctecteggaa
ggatccagca
gtctagaagt
gacaccteac
cagcagcata
aattaaggca
aaacgttgty
ttaacaacag
accgtgctga
ggtccagety
agctaccaag

cggcgagacg

aatcccttct
cagcctgtge

gctggtttag
cccaacagtt

aagcegette

gggtgctatg
gatgactctt
tctgtcacat
gcccagetgt
tctaaactce
gcagagaagg
actgccaagc
ctccaaggot
aagacagggg
tctcaccage
cagggctgtc
gagcaggggt
tgaagcttac
gacacctagt
ttcacgtcte
agctgtggty
tgaagtccaa
agagcctata
taaggactca
caagttcaat
ccatggctat
aggggcagyg
cacggttgge
ctctgag

gcecggacte
ttaaagacta

Sagina p

cccaggectg
tacatagggg
ttctgtacca
taaaagtatt
cacagtgcect
catcctcetg
gggagccagce
agtgagcaac
ttcttcacaa
‘ccettecect
gattgtgtcc

atccaacggt

cagctggacc
atagttccat
cagtatgtat
aatcacceect
ggggtaacac
agagctgaat
ttttgacaac
gaggcgtece
gtttgcatca
actatggctyg
cattatctce
gatccaaagg
€tgtectecc
cttccctetg

agtttectect
cgaagatgat

480
540
600
660
720
780
840
900
960
1020
1080
1140
1200
1260
1320
1380
1440
1500
1560
1620
1680
1740.
1800
1860
1920
1980
2040
2100

2147

120



gaatacttca
gcgtcacgcea
cgagagcgca
cagcagctgg
tcgectgtge
cacctgcaac
aagtttgctg
ccaggggtgc
c¢ccatggeca
aacattatgc
acgetgeecc
tccatggtgg
acagatgctg
attgagagaa
cccaaggeca
gattacatcc
cggcgectgg
gcacgcegtgce
cagcaggtgg
gggcctgagg
tcggecegeec
99999tg99gg
técccattec
ctccecctgg
agccgccgga
<210> 6

S
<213>

<220>
<223»

<400> 6

DNA

tgggcctgtc
tcgagetgeg

‘tgcagcagea

gtgggccccc
ccggggaggt
agtcccagca

cCcacgtgag

-gggctggaca

tgctacatat

gcctggacag

tgtctagcag
gtgtcaccag
agagcagagc
gacgcaggtt
acgacctgga

‘ggaggatgca

agatgactaa
acggcctccc
tgaagcaaga
tcectgagec
agccacagtc
gcgacgagag
ccaacctgtc
cctctgacce
gcagcttcag

6468

PCT 121583, Té]ethon_STZS.txt

tccectegac
catgcagctc
ggctgtcatg
caccccagec
gctgaaggtg
tcagaaggtt
cccagececaa
cgtactgtece
cagctccaac
cgtgctggge
ccacctgaac
cagctectge
cctggccaag
caacatcaat
cgtgegetag
gaaggaccty

caagcagctc

caccacctceg

gttgcccagt
tgagcaaatg
tccgttecat
gcccacaggt
caagaaggat
cctettttct
catggaggag

Artificial Sequence

PAAV2.1 CMV-mTFEB plasmid

agcgcccaat acgcaaaccg cctctecccg

acgacaggtt tcccgactgg aaagcgggcea

tcactcatta ggcaccccag getttacact

ttgtgagcgg ataacaattt cacacaggaa

tacagggagc
atgcgggaac
cattatatgc
atcaacaccc
cagtcctace
cgggagtatc
ggttccecga
accteggeceg
cccgagaaag
tacatcaacc
gtgtacagcg
cctgeegace
gagcggcaga
gaccggatca
aacaaaggca
€agaagtccc
tggctccgea
ccgtegggtg
gaggatggcc
cecggetette
cacctggact
taccccgata
ctggacttaa
accatgtctc
ggtgatgttc

cgegttggee

gtgagcgcaa
ttatgcttcce
acagctatga

ccgaaccaac
aggcecagea
aacagcagca
ctgtccactt
tggagaaccc
tgtctgagac
agcctgeccc
gcaacagtgce
agtttgatga
ctgagatgca
gtgaccecea
tgactcagaa
agaaagacaa
aggagctgag
ccatcctcaa
gggagctgga
tccaggaget
tgaatatggc
caggggaggc
cteeccaggce
tcagccatgg
ccctggggac
tgctcctaga
ctgaggccte
t

gattcattaa
cgcaattaat
ggctegtatg
ccatgattac

6agina p

agctgecatg
ggaggageag
gcagcagceag
ccagtegece
cacctectac
ctatgggaac
agcagceatcc
teccaacagt
tgtcattgac
gatgcctaac
ggtcacagec
gcgagageta
tcacaaccta
aatgctgatc
ggcctetgtg
gaaccactce
ggagatgcag
cgagctggec
gctgatgetg
tcegetgecc
cctgagettt
agagcacgge
tgactcectg
caaggccagc

‘tgcagctggc
gtgagttage
ttgtgtggaa
gccagattta

180
240
300
360
420
480
540
600:
660
720°
780
840
900
960
1020
1080
1140
1200
1260:
1320
1380
1440
1500
1560
1601

60
120
“180.
240



-attaaggctg
gacctttggt
catcactagg
atgctctagg
cggggtcatt
gcecgectgg
ccatagtaac
ctgcccactt
atgacggtaa
cttggcagta
acatcaatgg
acgtcaatgg
actccgeccee
gagctggttt
agtatcaagg
agaagactct
ctctccacag
ccttetgece
ctgtgcttaa
gggagcccga
gggagcaggc
atatgcaaca
acacccctgt
cctacctgga
agtatctgtce
cceccgaagec
cggccggcaa
agaaagagtt
tcaaccctga
acagcggtga
ccgacctgac
ggcagaagaa
ggatcaagga
aaggcaccat

cgcgeteget
cgceccggect
ggttccttgt
aagatcggaa
agttcatagc
ctgaccgecc
gccaataggg
ggcagtacat
atggcecgec
catctacgta
gcgtggatag
gagtttgttt
attgacgcaa
agtgaaccgt
ttacaagaca
tgcgtttctg
gtgtccaggc
ggactcagtt
agactacgaa
accaacagct
ccagcaggag
gcagcagcag
ccacttccag
gaaccecace
tgagacctat
tgccccagea
cagtgctccc
tgatgatgtc

gatgcagatg

ccceccaggte
tcagaagcga
agacaatcac

gctgggaatg
cctcaaggec

PCT 121583, Telethon_sT25.txt

cgctcactga ggccgoccgg gcaaageccg
cagtgagcga gcgagcgcge agagagggag

agttaatgat
ttcgeectta
ccatatatgg
aacgaccece
actttccatt
caagtgtatc
tggcattatg
ttagtcatcg
cggtttgact
tggcaccaaa
atgggcggta
cagatcctgc
ggtttaagga
ataggcacct
ggccgcatgg
tctecttgtg
gatgatgaat
gccatggegt
gagcagcgag
cagcagcagc
tcgeccccege
tcctaccace
gggaacaagt
gcatccccag
aacagtccca
attgacaaca
cctaacacgce
acagcecteca
gagctaacag
aacctaattg
ctgatcccca
tctgtggatt

taacccgeea
agctagctag
agttccgegt
gcccattgac
gacgtcaatg
atatgccaag
cccagtacat
ctattaccat
cacggggatt
atcaacggga
ggcgtgtacg
agaagttggt
gaccaataga
attggtctta
ctcagetcge
cacaatggga
acttcatgag
cacgcatcgg
agcgcatgca
agctgggtgg
ctgtgcecgg
tgcaacagtc
ttgctgecca
gggtgcggge
tggccatget
ttatgcgect
tgccectgtc
tggtgggtgt
atgctgagag
agagaagacg
aggccaacga
acatccggag

tgctacttat
ttattaatag
tacataactt

gtcaataatg

ggtggagtat

tacgccecct

gaccttatgg
ggtgatgcgg
tccaagtcte
ctttccaaaa
gtgggaggtc
cgtgaggcac
aactgggett

ctgacatcca.

tcagtggtct

gcaaccatac
cctgtetece
gctgegeatg
gcagcaggcet
gcceececace
ggaggtgctg
ccagcatcag
cgtgagcceca
tggacacgta
acatatcagc
ggacagcgtg
tagcagccac
caccagcage
cagagccctg
caggttcaac
cctggacgtg
gatgcagaag

7agina p

ggcgteggge

tggccaactc,

ctacgtagec
taatcaatta

acggtaaatg

acgtatgttc
ttacggtaaa
attgacgtca
gactttccta
ttttggcagt
caccccattg
tgtcgtaaca
tatataagca
tgggcaggta
gtcgagacag

ttatgccage

ctcgactaca
cagctcatge
gtcatgcatt

. ccagccatcea

aaggtgcagt
aaggttcggg
gcccaagget
ctgtccacct
tccaaccecg
ctgggctaca
- ctgaacgtgt
tcctgecctg
' gccaaggage
atcaatgacce
cgctggaaca
gacctgcaga

ctttgccttt
tgggcaaatce

300
360
420
480
540
600
660
720
780
840
900
9260

1020

1080
1140

1200

1260
1320
1380
1440
1500
1560

1620

1680
1740.
1800
1860
1920
1980
2040
2100
2160.
2220
2280



agtcccggga
tcecgecateca
cgggtgtgaa
atggcccagg
ctcttectee
tggacttcag
ccgataccct
acttaatgct
tgtctectga
atgttctggg
tcgactacaa
acaaaatttg
gatacgctgc
cctecttgta
aacgtggcgt
ccacctgtca
tcatcgeege
ccgtggtgtt
ggattctgeg
ctteccgegg
tgtgecttct
ggaaggtgcc
gagtaggtgt
ggaagacaat

tecctagagea

ccctagtgat

gaccaaaggt
gcagccttaa
ctggegttac
gcgaagaggc
acgcgcectg
ctacacttgc
cgrtcgeegyg
gtgctttacg

gctggagaac
ggagctggag
tatggccgag
ggaggcgctg
ccaggetccg
ccatggecetg
ggggacagag
cctagatgac
ggcctcecaag
atcecggget
ggatgacgat
tgaaagattg
tttaatgcct
taaatcctgg
ggtgtgcact
getectttec
ctgecttgec
gtcggggaag
cgggacgtcc
cctgctgecg
agttgccage
actcccactg
cattctattc
agcaggcatg
tggctacgta
ggagttggec
cgcecgacge
ttaacctaat
ccaacttaat
ccgeaccgat
tagcggegea
cagcgececta
ctttcccegt
gcacctcgac

PCT 121583, Telethon_ST25.txt

cactcccgge gcctggagat gactaacaag cagetctgge
gcgtgcacgg cctecccace acctegeegt

atgcaggcac
ctggeecage
atgctgggge
ctgeccctegg
agctttggag
cacggctcecc
tcecetgetec
gccagcagec
gactacaaag
gacaagtagt
actggtattc
ttgtatcatg
ttgctgtcte
gtgtttgctg
gggactttcg
cgctgetgga
ctgacgtect
ttctgctacy
gctctgegge
catctgttgt
tectttecta
tggggggtyg
ctggggactc
gataagtagc
actccctctc
ccgggctttg
tcactggecg
cgccttgeag
cgcccttece
ttaagcgegg
gegeecgetc
caagctctaa
cCCaaaaaac

aggtggtgaa
ctgaggtccce
ccgeecagee
gtggaggcga
cattccccaa
ccctggectc
gccggageag
accatgacgg
gaaagcttog
ttaactatgt
ctattgcttce
tttatgagga
acgcaaccee
ctttceecect
caggggctcg
ttecatgget
tcecttegge
ctcttecgeg
ttgeccctec
ataaaatgag
ggtggggcag
gagttaaggg
atggegggtt
tgcgegeteg

€cegyggeggc

tegttttaca
cacatccecc
aacagttgcg
cgggtgtggt
ctrtegettt

atcggggoct:

ttgattaggg

gcaagagttg
tgagcctgag
acagtctecg

-€gaggggecc

cctgtccaag
tgacccectc
cttcagcatg
tgattataaa
atccaatcaa
tgctectttt
ccgtatggct
gttgtggcec
cactggttgg
ccctattgee
gctgttgggce
gctcgeetgt
cctcaatcca
tcttvcgagat

ccegtgectt

gaaattgcat
gacagcaagg

cgaattcccg

aatcattaac
ctcgetcact
ctcagtgagc
acgtcgtgac
trtcgecage

cagcctgaat.

ggttacgcge
ctteecttce
ccctttagag
tgatggttca

8agina p

cccagtgagg
caaatgccgg

ttccatcacc.
.acaggttracc

aaggatctgg

ttttctacca

9aggagggtg
gatcatgaca
cctetggatt
acgctatgtg
ttcattttct
gttgtcaggc
ggcattgeea
acggcggaac
actgacaatt
gttgccacct
gcggacétec
ctgectegac
ccttgaccct
cgcattgtct
gggaggattg
attaggatct
tacaaggaac
gaggccggge
gagcgagegce
tgggaaaacc
tggcgtaata
ggcgaatggg
agcgtgacceg
trtctcgecca
ttccgattta
cgtagtgggc

2340
2400
2460
2520
2580
2640
2700
2760
2820
2880
2940

3000

3060

3120
3180
3240

3300

3360
3420
3480
3540
3600
3660
3720

3780
3840

3900
3960
4020.
4080
4140
4200
4260
4320



catcgceccg
gactcttgtt
aagggatttt
acgcgaattt
tgcgcggaac
gacaataacc
atttcegtgt
cagaaacgct
tcgaactgga
caatgatgag
ggcaagagca
cagtcacaga
taaccatgag
agctaaccge
cggagctgaa
taacaacgtt
taatagactg
ctggctggtt
cagcactggg
aggcaactat
attggtaact
tttaatttaa
aacgtgagtt
gagatccttt
cggtggtitg
gcagagcgca
agaactctgt
ccagtggcga
cgcageggtce
acaccgaact
gaaaggcgga
ttccaggggg
agcgtcgatt
cggecttrett

atagacggtt
ccaaactgga
tccgattteg
taacaaaata
ccctatttgt
ctgataaatg
cgeecttatt
ggtgaaagta
tctcaatagt
cacttttaaa
actcggtege
aaagcatctt
tgataacact
ttttttgcac
tgaagccata
gcgcaaacta
gatggaggcg
tattgctgat
gccagatggt
ggatgaacga
gtcagaccaa
aaggatctag
ttegttecac
ttttctgcege
tttgccggat
gataccaaat
agcaccgect
taagtcgtgt
gggctgaacg
gagataccta
caggtatccg
aaacgcctgg
tttgtgatgc
acggttectg

PCT 121583, Telethon_ST25.txt

tttcgeectt
acaacactca
gcctattggt
ttaacgttta
ttatttttct
cttcaataat
ccctrttttg
aaagatgctg

ggtaagatce

gttctgctat

cgcatacact

-acggatggca

gcggccaact
aacatggggg
ccaaacgacg
ttaactggceg
gataaagttg
aaatctggag
aagcectece
aatagacaga
gtttactcat
gtgaagatcc
tgagcgtcag
gtaatctgct
caagagctac
actgtectic
acatacctcg
cttaccgggt
gggggttcgt
cagcgtgagc
gtaagcggca
tatctttata
tcgtcagggg
gectritget

tgacgctgga
accctatcte
taaaaaatga -
taatttcagg
aaatacattc
attgaaaaag
cggcatttg
aagatcagtt
ttgagagttt
gtggcgeggt
attctcagaa
tgacagtaag
tacttctgac
atcatgtaac
agcgtgacac
aactacttac
caggaccact
ccggtgageg
gtatcgtagt
tcgctgagat
atatacttta
tttttgataa
accccgtaga
gcttgcaaac
caactctttt
tagtgtagec
ctctgctaat
tggdctcaag
gcacacagcc
tatgagaaag
gggtcggaac
gtcctgtegg
ggcggagect
gcggttttge

gttcacgttc
ggtctattct
gctgatttaa
tggcatcttt
aaatatgtat
gaagagtatg
ccttectgtt
gggtgcacga
tegeeccgaa
attatccegt
tgacttggtt
agaattatgc
aacgatcgga
tcgccttgat
cacgatgect
tctagcttce
tctgegeteg

tgggtctege

tatctacacg
aggtgcctca
gattgattta
tctcatgace
aaagatcaaa

adaaaaacca:

tccgaaggta

gtagttaggc

cctgttacca

acgatagtta
cagcttggag
cgccacgett
aggagagcgce
gtttcgccac
atggaaaaac
tcacatgttrc

9agina p

ctcaatagtg

tttgatttat.

Caaaaattta
cggggaaatg
ccgcteatga

agtattcaac

tttgctcacc
gtgggtrtaca

gaacgttttc

attgacgccg

gagtactcac
agtgctgeca
ggaccgaagg

cgttgggaac
gtagtaatgg
cggcaacaat
gcecttecgg
ggtatcattg
acggggagtc
ctgdttaagce
aaacttcatt
aaaatccett
ggatcttctt

ccgetaceag

actggcttea

caccactteca
gtggetgetg
ccggataagg
cgaacgacct
cccgaaggga
acgagggagc
ctctgacttg

gccagcaacg

tttcctgegt

4380
4440
4500
4560
4620
4680
4740
4800
4860
4920
4980
5040
3100
5160
5220
5280
5340
5400
5460
5520
5580
5640
5700
5760
5820
5880
5940
6000
6060
6120
6180
6240
6300
6360



PCT 121583, Telethon_ST25.txt

tatcccctga ttctgtggat aaccgtatta ccgectttga gtgagetgat: accgetcgec

gcagccgaac gaccgagege. agcgagtcag tgagcgagga agcggaag

<210 7

<211> 3657
<212> DNA
<213>

<220>
<223

<400> 7
ctgcgegete

ggtcgeceyg
aggggttect
aggaagatcg
attagttcat
tggctgaccg
aacgccaata
cttggcagta
taaatggccc
gtacatctac
‘tgggcgtgga
tgggagtttg
cccattgacg
tttagtgaac
aggttacaag
tcttgegttt
caggtgtcca
cceggactea
taaagactac
cgaaccaaca
ggcccageag
acagcagcag
tgtecacttc
ggagaacccc
gtctgagace
gcctgeccca
caacagtgct

gctegetcac
cctcagtgag
tgtagttaat
gaattcgcce
agcccatata
cccaacgacc
gggactttcc
catcaagtgt
gcetggeatt
gtattagtca
tagcggtttg
ttttggcacc
caaatgggcg
cgtcagatce
acaggtttaa
ctgataggca
ggcggecgea
gtttctcctt
gaagatgatg
gctgecatgg
gaggagcagc
cagcagcagc
tagtcgcece
acctcctacc

tatgggaaca

gcagcatccc

€ccaacagtc

Artificial sequence

pPAAV2.1 CMV-mTFEB plasmid -

tgaggceegec
cgagcgagceg
gattaacccg
ttaagctagc
tggagttccy
cccgeecatt
attgacgtca
atcatatgcc
atgcccagta
tcgetattac

actcacgggg

aaaatcaacg
gtaggcgtgt
tgcagaagtt
ggagaccaat
cctattggtc
tggctcaget
gtgcacaatg
aatacttcat
cgtcacgcat
gagagcgcat
agcagctggy
cgcetgtgec
acctgcaaca
agtttgctge
caggggtgcg
ccatggecat

from 3"ITR

cgggcaaagc
cgcagagagg
ccatgctact
tagttattaa

cgttacataa

gacgtcaata

atgggtggag
aagtacgcecc
catgacctta
catggtgatg
atttccaagt

ggacttrtcca
‘acggtgggag

ggtcgtgagg

-agaaactggg

ttactgacat
cgctcagtgg
ggagcaacca
gggcctgtct
cgggetgege
gcagcagcag
tgggccccec
€ggggaggtg
gtcccageat

ccacgtgage

ggctggacac
gctacatatc

to 5'ITR

ccgggegteg
gagtggccaa
tatctacgta
tagtaatcaa.
cttacggtaa
atgacgtatg
tatttacggt
cctattgacg
tgggactttc
cggrrrtggc
ctccacccca
aaatgtcgta
gtctatataa
cactgggcag
cttgtcgaga
ccactttgec
tcttgggcaa
tacttatgec
cccctegact
atgcagctca
gctgtcatgce
accccagceca
ctgaaggtgc
cagaaggttc
ccageccaag
gtactgtcca
agctecaace

10agina p

ggcgaccttt
ctccatcact
gccatgetct
ttacggggtc
atggcccegee

ttecccatagt
aaactgccca

tcaatgacgg
ctacttggca
agtacatcaa
ttgacgtcaa
acaactccge
gcagagctgg

gtaagtatca

cagagaagac
tttcteteca
atcccttetg
agcctgtgct
acagggagcec
tgcgggagca
attatatgca
tcaacaccec
agtcctacct
gggagtatct
gttccccgaa
ccteggeegg
ccgagaaaga

6420
6468

60
120
180
240
300
359
420
480
540
600
660
720
780
840
900
960

1020

1080
1140

1200
1260
1320.
1380
1440
1500
1560
1620



gtttgatgat
tgagatgcag
tgacccccag
gactcagaag
gaaagacaat
ggagctggga
catcctcaag
ggagctggag
ccaggagcetg
gaatatggcc
aggggaggcg
tccccagget

cagccatggc ctgagctttg

cctggggaca

gctcctagat

tgaggcctce
gggatcccgg
caaggatgac
ttgtgaaaga
tgctttaatg
gtataaatcc
cgtggtgtgc
tcagctcctt
cgcetgectt
gttgtcgggg
gcgcgggacy
cggectgetg
tctagttgcec
gccactccca
tgtcattcta
aatagcaggc
gcatggctac
gatggagttg
ggtcgeecga

gtcattgaca
atgcctaaca
gtcacagcct
cgagagctaa
cacaacctaa
atgctgatcc
gectetgtag
aaccactecc
gagatgcagg
gagctggccc
ctgatgctgg
cegetgecct

gagcacggct
gactcecctge
daggccagca
gctgactaca
gatgacaagt
ttgactggta
cctttgtatc
tggttgctgt
actgtgtttg
tccgggactt
gcccgetget
aagctgacgt
tecttetget
ccggetetge
agccatetgt
ctgtcctttc
ttctggggag
atgctgggga
gtagataagt
gccactccct
cgcecggget

PCT 121583, Telethon_sT25.txt

acattatgcg cctggacagc gtgctggget acatcaacce

cgetgeeect
ccatggtggg
cagatgctga
ttgagagaag
ccaaggccaa
attacatcceg
ggcgectgga
cacgcgtgea
agcaggtggt
ggcctgaggt
cggecgeeca
9999tggggg
ccecattecc
tecceccetgge

‘gccgecggag

aagaccatga
agtgaaagct
ttettaacta
atgctattgc
ctctttatga
ctgacgcaac
tcgetttece
ggacagggg<
cctttccatg
acgtcecttc
ggectettec
tgtttgceec
ctaataaaat
tggggtgggy
ctcgagttaa
agcatggcgg
ctctgegege
ttgcccgagce

gtctagcagce
tgtcaccagc
gagcagagcc
acgcaggttc
cgacctggac
gaggatgcag
gatgactaac
cggectecce
gaagcaagag
ccctgageet
gccacagtet
cgacgaggygg
caacctgtcc
ctctgaceec
cagcttcage
cggtgattat
tggatccaat
tgttgctcct
ttcccgtatg
ggagttgtgg
ccccactggt
cctcectatt
tcggetgttg
getgetcgec
ggccctcaat
gcgtettega
tccceegtge
gaggaaattg
caggacagca
gggcgaattc
gttaatcatt
tcgetegete

ggcctcagtg
llagina

cacctgaacg
agctectgec
ctggccaagg
aacatcaatg
gtgcgetgga
aaggacctgc
aagcagctct
accacctege
ttgcccagtg
gagcaaatgc
ccgttecate
cccacaggtt
aagaaggatc
ctcttttcta
atggaggagg
aaagatcatg
caacctetgg
tttacgctat
gctttecattt
cececgtigtea
tggggcattg
gccacggegg
ggcactgaca
tgtgttgcca
ccagcggacc
gatctgecete
cttecttgac
catcgcattg
agggggagga
ccgattagga
aactacaagg
actgaggecg

agcgagcgag
p

tgtacagcgg
ctgeccgacct
agcggcagaa
accggatcaa
acaaaggcac
agaagtcceg

ggctecgeat:

‘cgtcgggtgt
aggatggccc
cggctettec
. acctggactt

accccgatac

tggacttaat
ccatgtctee

gtgatgttct

acatcgacta
attacaaaat
gtggatacgc
tctectectt
ggcaacgtgg
ccaccaccry
aactcatcge
attccgtggt
cctggattet
tteetteceg
gactgtgect
cctggaaggt
tctgagtagg
ttgggaagac
tcttcctaga
aaccectagt
ggcgaccaaa
€gcgeag

1680
1740
1800
1860
1920
1980,
2040
2100
2160
2220
2280
2340
2400
2460
2520
2580
2640

2700

2760
2820
2880
2940
3000
3060
3120

3180
3240

3300

3360
3420
3480
3540

3600
3657



<210>
<211
<212>

<2205
<223>

<400>

PCT ‘121583, Telethon_$725.txt

8
23
oNA
Artificial Sequence

synthetic primer
8

gcagaagaaa gacaatcaca acc

<210>.
<211

<212>
<2135

<2205
<223>

ng
18
‘DNA

Artificial sequence

SYﬂthtic primer
9

gccttgggga tcageatt

12391na p

18



