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]: Al Sa D ALS ONLINE GENETICS DATABASE

You are here ==> Home
NEWI!! Check ALSoD on your smartphones and tablets ..

| search

... ALSOD is now Mobile-Friendiy!!! .........

EiRecommend 16 Qsend

Chromosomes

~—————
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~32Y -
340 Acta Neuropathol (2012) 124:339-352
Table 1 Genotype-phenotype correlations for ALS-FTD genes
Years Gene Locus Ph P Pl py/ft UMN, LMN, Mean AOO MF Mode of Refs.
Bulbar AOO  rmange ratio inheritance
1993 SOD1 21g22.11 ALS » FTD PMA, PBP, BFA, CI, CA, UMN, LMN, 47 13-19 58:43 AD, AR, De [96]
AuD, FTD Bulbar Novo
1998 NEFH 22q12.1- ALS » FTD - UMN, LMN, 60 46-73 23 AD [1, 109]
ql3.1 Bulbar
2001 ALS2 29332 ALS JPLS, JALS, iHSP UMN, LMN, 1 1-3 73 AR [46]
Bulbar
2003 DCTN1  2pl3 ALS-FTD CA, FTLD UMN, LMN, 55 48-64  2:1 931
Bulbar
2004 PRPH 12912 - - LMN, Bulbar — - - - [43, 68]
2004 SETX 9q34.13  ALS AOA2, CA, MN UMN, LMN, 18 1-73 13:9  AD [n
Bulbar
2004 VAPB 20913.33 ALS MN, SMA, PBP, PMA  UMN, LMN, 44 1873 2:1 AD [82])
Bulbar
2006 CHMP2B 3pl2.! ALS-FTD PMA, Park, FTLD UMN, LMN, - - - AD 891
Bulbar
2006 ANG l4911.1  ALS-FTD Park, PBP FTLD UMN, LMN, S5 21-83 43 AD [42]
Bulbar
2008 TARDBP 1p3622 ALS-FTD PSP, Park, FTLD, Ch UMN, LMN, 55 30-77 45:26 AD, AR [40, 55,
Bulbar 103)
2009 FIG4 6q21 - HSP, PLS - 55 29-77 54 AD [20]
2009 FUS 16pl1.2  ALS > FTD Park, FTLD UMN, LMN, 46 13-80 39:31 AD, AR, De [58,122]
Bulbar Novo
2009 OPTN 10p13 ALS-FTD POAG, FTLD LMN, UMN 51 24-83 10:9 AD, AR [741
2010 ATXN2  12q23- ALS CA LMN, UMN 57 21-87 23 AD* [33]
q24.1
2010 DAO 12924 - - UMN, LMN, 44 42-55 - - 751
Bulbar
2010 SPGI1 15q21.1  ALS » FTD jJALS UMN, LMN, 16 7-23 11:12 AR [85)
Bulbar
2010 VCP 913 FTLD > ALS Dem, Pag, FTLD UMN, LMN, 49 37-53 - AD [52)
Bulbar
2011 C9orf72  9p21.2  ALS-FTD FTLD, Psych, Park UMN, LMN, 568 27-80 11 AD [27, 94)
Bulbar
2011 SIGMAR1 9pl3 ALS » FTD jJALS, FTLD LMN, UMN 1 1 - AD 4]
2011 TAFIS 17q11.1- - - LMN, UMN 50 45-55 04 ADand AR [107]
qll2
2011 UBQLN2 Xpll2l ALS:>FTD Dem, FTLD UMN, LMN, 41 16-71 22:13 SD 291
Bulbar
PMA i lar atrophy, PBP bulbar palsy.BFA benign focal amyotrophy, CI cogniti CA cerebellar ataxia,
AuD avtonomic dysfunction, j juvenile, PLS primary lateral sclerosis, HSP hereditary spnslic p is, AOA2 ocul apraxia type 2, MN
motor SMA spinal lar atrophy, PBP pseudo bulbar palsy, Park i PSP p i lear palsy, Ch chorea,

HSP hereditary spastic paraparesis, POAG primary open angle glaucoma, Dem dementia, Pag Pagcl s Dnscasc. Psych psychosis, AOO age of
onset, M:F male:female. Mode types: AD l domi: AR | ive, SD linked domi

* ATXN2 is ded as 1 domi: because heterozygosity for an intermediate allele is associated with ALS. It is classified as a
dominant variation by OMIM

12 3 4567 8 9 10 11 12
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‘pationt data now Gene report of all ALS-Related genes in ALSoD (104) |
== o —
— Detall Causative Gene Gene name
Sk s AGT ra;gf::!::v;rogen (serpin peptidase inhibitor, clade A q42-q43
Remember me P o o K]
w-m Select ALS2 mnropu) e lateral - sclerosis 2 (uvenile) homoiog|, 3
1f you wish to Select |ALS@  |ANG |Angiogenin 14q11.1
you must REGISTER | Select APEX1 [Apurinic 14q11.2
APOE ein E 19q13.2
ALSoD is a joint project (<o, o Rl Ll
of World Federation of T g
Select 13 |ATXN2 ataxin 2 12923-g24.1
Neurology and UoP. bots 14
European Network to |Select B4GALTS o 18q12.1
Cure ALS BCL11B B-cell CLL 18 (zinc finger protein) 14q32.2
Select BCLE B-cell CLL 6 3q27
Select Clorf27 1 open reading frame 27 1925
select  (2-5FT |coor72 chromosome 9 open reading frame 72 9p21.2
cCs Copper chaperone for superoxide dismutase 11913
Select CoH13 cadherin 13, H-cadherin (heart) Bsais
(CDH22 cadherin 22, type 2 20q13.1
ALS-FTD E— ®
Select |3 CHMP2B chromatin modifying protein 28 3p12.1
Select CNTF Clliary factor 11912
Select CNTNA contactin 4 3p26.3
‘Select CNTNG DOC2B double C2-iike domains, beta 3p26-p25
Select CRIMI :l:z:)lelna rich transmembrane BMP regulator 1 (chordin- 2021
ALS SOCETY OFCANADA CRYM crystaliin, mu 16p
Select (CSNK1G3 casein kinase 1, gamma 3 5q23
'Y]"](" a csTs cystatin C [20p11.21
[ CYP2D6 = 450, subfamily 11D, 6 22q13.1
ALS DAO D-amino-acid oxidase 12q24
ALS DCTN1 Dynactin 2p13
IDIAPH3 diaphanous homolog 3 (Dmopm-) 13g21.2
DISC1 disrupted in schi 1q42.2
o DOC28 double C2-like domains, bﬂ- 17p13.3
Iceland DPP6 dipeptidyl-peptidase 6 7q36.2
www.mindis DYNC1H1 Dynein heavy chain 14932
EFEMP1 EGF-containing fibulin-like matrix protein 1 [2p16.1
INGENUITY' ey '
I S FEZF2 FEZ family zinc finger 2 3p14.2
FGGY FGGY kinase domain containing 1p32.1
st |res gs:av::vn:z) SAC1 lipid phosphatase domain containinge 4
B % ALS6 |FUS (involved in 1(12;16) in malignant 16p11.2
THERAPY ALLIANCE Select GARS Glycyl tRNA 7015
Since 03/01/09 Select GRB14 \growth factor receptor-bound protein 14
Viewed 628061 times, [Select HEXA | A 1523

. @ usual use hitp:/alsod. iop kel.ac.uk
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Participating Brewers s e Contact Us
& Hopunion

Loftus Ranches and Hopunion have created Ales for ALS to support a very worthy cause
— ALS research. They have offered participating brewers access to a proprietary hop
blend, free of charge, in exchange for participation in Ales for ALS™. Participating
brewers are brewing special beers with these hops and will donate a portion of the sales
to ALS TDI, the world's leader in ALS research.

Target Brew Time: JUNE / JULY 2013

WHAT IS ALS? (AKA: LOU GEHRIG'S DISEASE)

Amyotrophic lateral sclerosis (ALS, Lou Gehrig's disease) is a progressive neurodegenerative disease
pr- that leads to paralysis,
due to the death of motor neurons in the spinal cord and brain.

Ales for ALS inspired by Corey Reich, the Hanses family,
and all others living with ALS

o There is no known cure for the disease.

o The average person survives only 2-5 years following diagnosis.

o About 5,000 people in the US are diagnosed with ALS each year.

o There are about 30,000 people in the US diagnosed with ALS today.
e The worldwide population of ALS patients is estimated at 450,000.

ABOUT ALS THERAPY DEVELOPMENT INSTITUTE

sian Rivers’ Vinnie

i by Rus: . g ; o O
Bg,r‘wlzzzze;g; ;u'g Brewery's John Mallet The ALS Therapy Development Institute (ALS TDI) is the world's leading ALS research organization and

aims to discover and develop effective treatments and a cure for ALS. Built by and for patients, the
Cambridge, MA based drug development institute operates as a 501c3 nonprofit: combining the
optimal entrepreneurial practices of a biotechnology and pharmaceutical company with the passion
urgency of a nonprofit mission. For more information, please visit us online at www.als.net.

Like us on Facebook n © 2012-2013 ‘744 LSTDI is a 501(c)(3) registered nonprofit organization.
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HOME  RESEARCH CENTER ALS COMMUNITY SUPPORTUS ABOUT US m ,

Donate | Login | Register ’333,(;;7,4,57-9;

47 AL5TDI

ALS Therapy Development Institute

o

Our Mission:

Secure funding, develop potential
treatments, end ALS

A el (oo
™
Eﬂlﬁﬁﬁ‘“’mﬁm"""%&“ P Getinvolved |

A

A -
ﬁ \ _ ” Follow Us
FDA APPROVES TRIAL IAN HOGG, YFALS AMBASSADOR GLADSTONE LEII n‘ E
Research Center ALS Community In The Spotlight
90 mins on Stem Cell Clinical Trials Looking for a clinical trial? l/ Diaphragm pacing explained
(Recorded 5/8/13) Our database is unbiased, :. SUNY's Kirsten Gruis MD talks

Co-hosts: Rob Goldstein (TDI) & Dr.
Yael Gothelf (BrainStorm) discuss
current an...

international and updated daily. about the NeuRx DPS including the

upcoming trial

fg?~> 2| May Update from TDI
E il Not registered with TDI? Click here
to see our latest e-update.

P A Go for anti-NogoA

i AP-HP's Pierre-Frangois Pradat MD
PhD talks GSK's ozanezumab, now
at phase Il

GLADSTONE ;
INSTITUTESH TDI and Gladstone Join Forces

Partners will leverage Nobel Prize
winning technology to identify
potential trea...

m TDI adds to-BBB as Partner

Getting drugs across the blood
brain barrier using cutting-edge
drug delivery to...

Craft Brewers Unite to End ALS

30+ craft brewers to donate sales of
special brews this summer to ALS
TDI

A pain reliever for pALS?

An upcoming trial asks whether
mexiletine can help reduce muscle
cramps in pALS.




Augie Nieto, Chairman Steven Perrin, Ph.D. Stan Appel, M.D. Alexander Cappello
View Bio President, Chief View Bio View Bio
Executive Officer, Chief
Scientific Officer and
Vice Chairman
View Bio

James Allen Heywood John Heywood, Ph.D., Spiros Jamas, Sc.D. Keith P. Melanson,
View Bio Sc.D. View Bio Governance & Nominating
View Bio Committee Chair
View Bio
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Theodore Reich, Rob Rodin, Executive Robert Sepucha John Sutherland,
Treasurer and Audit Compensation Committee View Bio Secretary
Committee Chair Chair View Bio

View Bio View Bio

Steve Fowler, Board
Member Emeritus
View Bio
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Leslie Michelson
View Bio

Michael M. Smith
View Bio
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Augie Nieto

Augie Nieto is the founder and retired chief executive of Life Fithess and
the chairman of Octane Fitness. He and his wife, Lynne live in Carona
Del Mar, California and have four children. Wikipedia

Born: 1960

Books: Augie's Quest: One Man's Journey from Success to Significance
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JOIN THE QUEST

IT'S TIME TO CURE ALS

Guestbook Photos ALS-MDA ALS-TDI Donate Now

Contact Us Friends of the Quest

ij’[e (s Yhe c’oarayﬁ&oaj warror
: ; [
whom the f(j?%f against 1O

rneeds.

‘! / Oy,
=~ Narcy U Lel

Featured Video

2013 Bash Research \ YouTube
MDA’s ALS research v /
initiative, is an aggressive, cure /
driven effort focused on finding 7
treatments and cures for ALS.

Join the Quest.
It’s time to cure ALS.

AQ-BigNews

Augie’s Golf &§ Wine Extravaganza BIG NEWS from
MDA'’s Augie’s Quest!

Our 6th Annual Augie’s Quest Golf &
Wine Extravaganza held on April 30,
2013, at Big Canyon Country Club was
a huge success raising $130,000 for
ALS research! Thank you // Leam More...




TDI Timeline

One-of-a-kind bicinformatics and Steve Milne
ALSTDF be es A / .
m o o laboratory management system, ¢ Fund reaches its

Helping Jerry's Kids ITr:l(::taur;Z ?:C’: IT(:)‘)I;l;z{I‘:)vving *KnowledgeSphere', is built at $1 million goal.
e, e AR 663 ree- ALS TDI allowing for seamless Commits to

e data analysis and management of hitting its next
ear, $18 million grant from .
:AD A's Aug e’; nge’,' ot the world’s largest drug discovery target in half
SOD1 mouse in ALSTDI purchases a Laser

effort dedicated to treating ALS. the time.
- partnership with +  Capture Microdisection (LCM) to

9, 0 O> GENE (7 >LoGICc Genelogic. fnvestigale cell-sp'eciﬁc char?ges
in gene and protein expression.

Steve Perrin, Ph.D., becomes
the organization’s first chief
scientific officer.

ALS TDI completes
the first ever
comprehensive
gene expression
database of the

After eight
= years leading
3rd Annual Leadership ALSTDI, Jamie
Summit fills the room at steps down as
= e . the Museum of Science CEO and joins
Yoda"and“Darth;"two in Boston. Drs. Ray the board.

BioMek automation robots

ALS TDlI raises an astonishing
become permanent members

Onders, Dale Lange and —_—
Forthesecond  $9.687,302in 2007 - making

Hans Kiersted make

L R A I A I R A A B B
® 8 5 5 5 P PP PSS e NN E GO e s

ALSTDI launches of the team at ALSTDI. They presentations. year in-a- the Institute one of the best
novel gene therapy are tasked with speeding up row. the DOD funded private research
pipelinfe and_ partners the p:oc_essmg of RNA and funds ALSTDI,  ©rganizaitonsin the world
with Microbix to genotyping. awarding a $1 focused on a single disease.

Mlcrobnx s::flfsptargeted million grant.
Ors.



FDA Approves Clinical Trial of TDI-132
(Gilenya) in ALS Patients

02/11/2013

February 11, 2013 — CAMBRIDGE, MA — The ALS Therapy Development Institute (ALS TDI) announced today that
it has received FDA approval to conduct a clinical trial of TDI-132 (aka: fingolimod, Gilenya™) in ALS. Fingolimod
is currently being marketed by Novartis AG as Gilenya™ as a treatment for some forms of multiple sclerosis.

This clinical trial is being launched as a Phase IlA with the primary purpose of determining the safety and
tolerability of TDI-132/Gilenya in people with ALS. ALS TDI, a non-profit biotech, is the sole funding sponsor of this
clinical trial, thanks to the support it received from the ALS community. Current enroliment sites include
Massachusetts General Hospital in Boston; University of California, Irvine in Orange; Georgia Health Sciences
University in Augusta; and Methodist Neurological Institute in Houston, TX.

“It was exciting to see how expeditious the FDA reviewed our application to test Gilenya in ALS patients,”
comments Steve Perrin, Ph.D., CEO and CSO of ALS TDI. “We are eager to start enrolling patients in the clinical
trial of TDI-132 and take this important step toward understanding whether or not Gilenya is a potential treatment
for ALS.”
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