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o PLEASE ATTACH A MATERIAL SAFETY DATA SHEET QR EQUIVALENT FOR NEI BIOHAZARDS.
3 PLEASE ATTACH A BRIEF DESCRIPTION OF THE WORK THAT EXPLAINS THE BIOHAZARDS USED AND HOW THEY WILL BE
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As the principal investigator, I have ensured that all of the personnel named on the form have been
trained. Iwill ensure that this project will follow the Western Biosafety Guidelines and Procedures
Manual for Containment Level 1 2 Laboratories (and the Level 3 Facilities Manual for Level 3
projects). [ will ensure that UWO faculty, staff and students working in my laboratory have an up-to-
date Hazard Communication Form, found at hftp://www.wph.uwo.ca.
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We found that cathepsin B is involved in autophagy flux and defects in the flux causes
cell death. NPC-1 deficeint cells are defective in autophagy flux. We will examine if this
cell types are more sensitive to autophagy induced cell death. Other cell types are for
control or to examine cell death induced by LPS or anthrax toxins.
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Cell Biology
ATCC® Number:

Designations:
Depositors:
Biosafety Level:
Shipped:

Medium & Serum:
Growth Properties:
Organism:

Morphology:

Source:

Permits/Forms:

Restrictions:

Applications:

Receptors:
Tumorigenic:

DNA Profile (STR):

Cytogenetic
Analysis:

CRL-1573™ [ Order this item

293 [HEK-293]
FL Graham

2 [CELLS CONTAIN ADENOVIRUS |

frozen
See Propagation

adherent

Homo sapiens (human)

epithelial

Organ: embryonic kidney
Cell Type: transformed with adenovirus 5 DNA

In addition to the MTA mentioned above, other ATCC and/or
regulatory permits may be required for the transfer of this
ATCC material. Anyone purchasing ATCC material is
ultimately responsible for obtaining the permits. Please click
here for information regarding the specific requirements for
shipment to your location.

These cells are distributed for research purposes only, 293
cells, their products, or their derivatives may not be distributed

to third parties.

efficacy testing [92587]
transfection host (Nucleofection technology from Lonza
Roche FuGENE® Transfection Reagents)

viruscide testing [92579]
vitronectin, expressed

Yes

Amelogenin: X
CSF1PO: 11,12
D138317: 12,14
D16S539: 9,13
D55818: 8,9
D75820: 11,12
THOI1: 7,9.3
TPOX: 11
vWA: 16,19
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This is a hypotriploid human cell line. The modal chromosome
number was 64, occurring in 30% of cells. The rate of cells
with higher ploidies was 4.2 %. The der(1)t(1;15) (q42;q13),
der(19)t(3;19) (q12;q13), der(12)t(8;12) (q22;p13), and four
other marker chromosomes were common to most cells. Five
other markers occurred in some cells only. The marker der(1}
and M8 (or Xq+) were often paired. There were four copies of
N17 and N22. Noticeably in addition to three copies of X
chromosomes, there were paired Xq+, and a single Xp+ in most
cells.

Age: fetus

Although an earlier report suggested that the cells contained
Adenovirus 5 DNA from both the right and left ends of the
viral genome [RF32764], it is now clear that only left end
sequences are present. [39768]
The line is excellent for titrating human adenoviruses.
Comiments: The cells express an unusual cell surface receptor for
vitronectin composed of the integrin beta-1 subunit and the
vitronectin receptor alpha-v subunit. [23406]
The AdS insert was cloned and sequenced, and it was
determined that a colinear seqment from nts | to 4344 is
integrated into chromosome 19 (19q13.2). [39768]

ATCC complete growth medium: The base medium for this
cell line is ATCC-formulated Eagle's Minimum Essential
Medium, Catalog No. 30-2003. To make the complete growth
medium, add the following components to the base medium:
fetal bovine serum to a final concentration of 10%.
Propagation: Atmosphere: air, 95%; carbon dioxide (CO2), 5%
Temperature: 37.0°C
The cell line does not adhere to the substrate when left at room
temperature for any length of time, therefore, live cultures may
be received with the cells detached. The cells will re-attach to
the flask over a period of several days in culture at 37C.

Subculturing:

hitp://www.atcc.org/ATCCAdvancedCatalogSearch/ProductDetails/tabid/452/Default.asp... 09/11/2009



Cell Biology
ATCC® Number:

Designations:
Depositors:
Biosafely Level:
Shipped:

Medium & Serum:
Growth Properties:

Organism:

Morphology:

Source:

Cellular Products:

Permits/Forms:

Applications:

Receptors:
Tumorigenic:

DNA Profile (STR):

HB-8065™ | Orderthisltem |  Price:

Hep G2

Wistar Institute
1

frozen

See Propagation
adherent

Homo sapiens (human)
epithelial

b
LHO10;

Organ: liver

Disease: hepatocellular carcinoma

alpha-fetoprotein (alpha fetoprotein); albumin; alpha2
macroglobulin (alpha-2-macroglobulin); alphal antitrypsin
(alpha-1-antitrypsin); transferrin; alphal antichymotrypsin;
(alpha-1-antichymotrypsin); haptoglobin; ceruloplasmin;
plasminogen; {3525]

complement (C4); C3 activator; fibrinogen; alphal acid
glycoprotein (alpha-1 acid glycoprotein); alphaZ HS
glycoprotein (alpha-2-HS-glycoprotein); beta lipoprotein
(beta-lipoprotein); retinol binding protein (retinol-binding
protein) [3525]

In addition to the MTA mentioned above, other ATCC and/or
regulatory permits may be required for the transfer of this
ATCC material. Anyone purchasing ATCC material is
ultimately responsible for obtaining the permits. Please click
here for information regarding the specific requirements for
shipment to your location.

transfection host (Nucleofection technology from Lonza
Roche FUGENE® Transfection Reagents)

insulin; insulin-like growth factor Il (IGF 1) [22446]
No
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Amelogenin: XY
CSF1PO: 10,11
D13S317: 9,13
D165539: 12,13
D58818: 11,12
D78820: 10
F13A01:5,7
FF13B: 6,10
FESFPS: 11
LPL: 10,11
THO1: 9
TPOX: 8,9
vWA: 17

Cytogenetic modal number = 55 (range = 50 to 60); has a rearranged
Analysis; chromosome 1 [3525]
Age: 15 years adolescent
Gender: male
Ethnicity: Caucasian
The cells express 3-hydroxy-3-methylglutaryl-CoA reductase
and hepatic triglyceride lipase activities. [23557]
The cells demonstrate decreased expression of apoA-I mRINA
Comments: and increased expression of catalase mRNA in response to
gramoxone (oxidative stress). [20594]

There is no evidence of a Hepatitis B virus genome in this cell
line. [1205] [22909]
ATCC complete growth medium: The base medium for this

cell line is ATCC-formulated Eagle's Minimum Essential
Medium, Catalog No. 30-2003. To make the complete growth

Propagation: medium, add the following components to the base medium:
fetal bovine serum to a final concentration of 10%.
Temperature: 37.0°C

Subculturing:

http:/www.atce.org/ATCCAdvancedCatalogSearch/ProductDetails/tabid/452/Default.asp...  09/11/2009



Cell Biology
ATCC® Number:

Designations:
Depositors:
Bigsafety Level:
Shipped:

Medium & Serum:
Growth Properties:
Organisim:

Morphology:

Source:

Permits/Forms:

Isolation:

Applications:

Virus Susceptibility:

Virus Resistance:
Reverse Transcript:
Cytogenetic
Analysis:

Gender:

Comments:

Propagation:

CCL-61™ [ Order this ltem |

CHO-K1
TT Puck
1

frozen

Price:

See Propagation

adherent

Cricetulus griseus (hamster, Chinese)
epithelial-like

Organ: ovary
In addition to the MTA mentioned above, other ATCC and/or

Page 1 of 5

$256.00

Related
Links »

NCRBIi Entrez
Search

Cell
Micrograph
Make a
Deposit
Frequently

Questions

Material
Transler

regulatory permits may be required for the transfer of this
ATCC material. Anyone purchasing ATCC material is
ultimately responsible for obtaining the permits. Please click

shipment to your location.

Isolation date: 1957

transfection host (Nucleofection technology from Lonza
Roche FuGENE® Transfection Reagents)

vesicular stomatitis (Indiana); Getah virus
poliovirus 2; modoc virus; Button Willow virus

negative

Chromosome Frequency Distribution 50 Cells: 2n = 22.
Stemline number is hypodiploid.

female
The CHO-K1 cell line was derived as a subclone from the

parental CHO cell line initiated from a biopsy of an ovary of an

adult Chinese hamster by T. T. Puck in 1957, [22224]
The cells require proline in the medium for growth. [25976]

ATCC complete growth medium: The base medium for this

cell line is ATCC-formulated F-12K Medium, Catalog No. 30-
2004. To make the complete growth medium, add the following

components to the base medium: fetal bovine serum to a final
concentration of 10%.
Temperature: 37.0°C

Agreement
Technical
Support

Culture
Products

http://www.atce.org/ATCCAdvancedCatalogSearch/ProductDetails/tabid/4 52/Default.asp... 09/11/2009
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Protocol:

[

Remove and discard culture medium.

2. Briefly rinse the cell layer with 0.25% (w/v) Trypsin-
0.53 mM EDTA solution to remove all traces of serum
which contains trypsin inhibitor,

3. Add 2.0 to 3.0 ml of Trypsin-EDTA solution to flask and
observe cells under an inverted microscope until cell
layer is dispersed (usually within 5 to 15 minutes).

Note: To avoid clumping do not agitate the cells by
hitting or shaking the flask while waiting for the cells to

Subculturing: detach. Cells that are difficult to detach may be placed at
37°C to facilitate dispersal.

4. Add 6.0 to 8.0 ml of complete growth medium and
aspirate cells by gently pipetting.

5. Add appropriate aliquots of the cell suspension to new
culture vessels.

6. Incubate cultures at 37°C.

Subcultivation Ratio: A subcultivation ratio of 1:4 to 1:8 is
recommended

Medium Renewal: Once or twice between subculture

Freeze medium: Complete growth medium 95%; DMSQO, 5%
Storage temperature: liquid nitrogen vapor phase
recommended serum: ATCC 30-2020

Related Products:  Recommended medium (without the additional supplements or
serum described under ATCC Medium):ATCC 30-2004

Preservation:

http://www.atcc.org/ATCCAdvancedCatalogSearch/ProductDetails/tabid/452/Default.asp... 09/11/2009



Cell Biology
ATCC® Number:

Designations:
Depositors:
Biosafety Level:
Shipped:

Medium & Serum:
Growth Properties:

Organism:

Morphology:

Source:

Cellular Products:

Permits/Forms:

Restrictions:

Applications:

Receptors:

Virus Susceptibility:

Tumorigenic:

Page 1 of 6

HTB-37™ [ Order this Item | Price: $264.00

Caco-2 Related
J Fogh Links »
1 NCBI Entrez
frozen Search
See Propagation Cell
adherent Micrograph
Homo sapiens (human) Make a

thel; Deposit
epithelial

o Lrequently

2 Questions
Organ: colon Material
Disease: colorectal adenocarcinoma Transfer
keratin Agreement
retinoic acid binding protein 1 Technical
retinol binding protein 2 Support
In addition to the MTA mentioned above, other ATCC and/or  Related Cell
regulatory permits may be required for the transfer of this Culture
ATCC material. Anyone purchasing ATCC material is Products

ultimately responsible for obtaining the permits. Please click
here for information regarding the specific requirements for
shipment to your location.

The cells are distributed for research purposes only. The
Memorial Sloan-Kettering Cancer Center releases the line
subject to the following: 1.) The cells or their products must not
be distributed to third parties. Commercial interests are the
exclusive property of Memorial Sloan-Kettering Cancer Center.
2.) Any proposed commercial use of these cells must first be
negotiated with The Director, Office of Industrial Affairs,
Memorial Sloan-Kettering Cancer Center, 1275 York Avenue,
New York, NY 10021, phone (212} 639-6181; FAX (212) 717-
3439.

transfection host (Nucleofection technelogy from Lonza
Roche FuGENE® Transfection Reagents)

heat stable enterotoxin (Sta, E. coli), expressed
epidermal growth factor (EGF), expressed

Human immunodeficiency virus 1
Yes

Reverse Transcript: N

hitp://www.atce.org/ATCCAdvancedCatalogSearch/ProductDetails/tabid/452/Default.asp...

09/11/2009



Cytogenetic
Analysis:

Isoenzymes:

Age.
Gender:
Ethnicity:

Hel.a Markers:

Comments:

Propagation:

Subculturing:

Page 2 of 6

The stemline modal chromosome number is 96, occurring at
16% with polyploidy at 3.2%. Ten common markers were
detected i.e., t(1q;?), 10q-, t(11q17q) and 7 others. The t
(1q17q) and M11 were found in a portion of cells. The ins(2),
10g-, and t(15q;?) were generally paired, and t(11q;17q) and t
(21q;"?) were mostly three-copied. Normal N9 was absent, and
N21 was lost in some cells. One to 4 small acrocentric
chromosomes were detected. No Y chromosome with bright
distal g-band was detected by Q-observation.

AK-1,1

ES-D, 1

G6PD, B

GLO-I, 1

Me-2, 1

PGM]I, 1

PGM3, 1

72 years adult
male
Caucasian

N

Upon reaching confluence, the cells express characteristics of
enterocytic differentiation [PubMed ID: 1939345]. Caco-2 cells
express retinoic acid binding protein I and retinol binding
protein I [PubMed ID: 9040537].

ATCC complete growth medium: The base medium for this
cell line 1s ATCC-formulated Eagle's Minimum Essential
Medium, Catalog No. 30-2003. To make the complete growth
medium, add the following components to the base medium:
fetal bovine serum to a final concentration of 20%.
Atmosphere: air, 95%; carbon dioxide (CO2)}, 5%
Temperature: 37.0°C

hitp://www.atcc.org/ATCCAdvancedCatalogSearch/ProductDetails/tabid/452/Default.asp... 09/11/2009
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Catalog ID: GMO00038 Product (Source): CELLCULTURE - (g aco 1o cart

Overviey
Characterizations
Phenatypic Data
Bubiications
External Links
Iimmages

Protecols

L B B B A

Overview

Collectlon NIGMS Human Genetic Cell Repository
Subcollectlon Apparently Healthy Collection
Sample Description APPARENTLY HEALTHY NON-FETAL TISSUE
Blopsy Scurce Unspecified
Cell Type Fibroblast
Tissue Type Skin
Transformant Untransformed
Specles Homo sapiens
Common Name Human
Age 9 YR
Sex Female
Race Black
Family 163 view Pedigree
Family Membker 1
Relatlon to Proband daughter
Clinically Affected No
confirmatlon Karyotypic analysis and Case history

Remarks 46,XX; 2% of cells show random chromosome lgss and 4% show random chromosomal aberrations; skin biopsy; mother is
GMQ00438

Catalog ID GMQQ{038
Product Cell Cuiture

Pricing Commercial Pricing: $85.00
Academic and not-for-profit pricing: $85.00

How to Order Online Ordering
Assurance Form (Must have current form on file)
Statement of Research Intent Form (Information will be entered electronically when order i1s placed. DO NOT fax forim to Corielt
Customer Service}

Characterizations

Sample Description APPARENTLY HEALTHY NON-FETAL TISSUE
Passage Frozen 10

IDENTIFICATION OF SPECIES Species of Origin Confirmed by Nucleoside Phosphorylase, Glucose-6-Phosphate Dehydrogenase, and Lactate Dehydrogenase
OF ORIGIN Iscenzyme Electropheresis and by Chromosome Anglysis

Phenotypic Data

Remark 46,XX; 2% of cells show random chremosome loss and 4% show random chromosomal aberrations; skin biopsy; mother is GM000438

Publications

Yamauchl Y, Reid PC, Sperry 1B, Furukawa K, Takeya M, Chang CC, Chang TY, Plasma membrane rafts complete cholestercl synthesis by participating in
retrograde movement of precursor sterols The Journal of biological chemistry282:34994-5004 2007

PubMed ID: 17916561

Pal A, Severin F, Lommer B, Shevchenko A, Zerial M, Huntingtin-HAP40 complex is a novel Rab5 effector that regulates early endosome motility and is up-
regulated in Huntington's disease The Journal of cell biology172:605-18 2006

PubMed ID: 16476778

Merla G, Howald C, Henrichsen CN, Lyle R, Wyss €, Zabat MT, Antonarakls SE, Reymond A, Submicroscopic deletion in patients with williams-beuren syndrome
influences expression levels of the nonhemizygous flanking genes American journal of human genatics?79:332-41 2006

PubMed ID: 16826523

Zhu Z, Ramos J, Kampa K, Adlmoolam S, Sirisawad M, Yu Z, Chen D, Naumovski L, Lopez CD, Control of ASPP2/{53BP2L) protein levels by proteasomal
degradation modulates p53 apoptotic function The Journal of biological chemistry280:34473-80 2005

PubMed ID; 16091363

Rydbery B, Cooper B, Cooper PK, Holley WR, Chatterjee A, Dose-dependent misrejoining of radiation-induced ONA double-strand breaks in human fibroblasts:
experimental and theoretical study for high- and low-LET radiation Radiaticn research163:526-34 2005

http://ccr.coricll.org/Sections/Search/Sample_Detail.aspx?Pgld=166&Ref=GM00038&t=3  09/11/2009
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PubMed ID: 15850414

Csoka AB, English 58, Simkevich CP, Ginzinger DG, Butte AJ, Schatten GP, Rothman FG, Sedivy JM, Genome-scale expression profiling of Hutchinson- Gilford
progeria syndrome reveals widespread transcriptional misregulation leading to mesodermal/mesenchymal defects and accelerated atherosclerosis. Aging Celfl3(4):235-
43 2004

PubMed ID: 15268757

Yan Q, Hunt PR, Frelin L, Vida TA, Pevsner 1, Bean AJ, mVps24p functions in EGF receptor sorting/trafficking from the early endosome Experimental cell
research304:265-73 2004

PubMed ID: 15707591
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Monsense-mediated decay micrearray analysis identifies mutations of EPHBZ in human prostate cancer, Nat Genet36(9):$79-83 2004

PubMed ID: 15300251

Csoka AB, Cao H, Sammak PJ, Constantinescu D, Schatten GP, Hegele RA, Novel lamin A/C gene (LMNA) mutations in atypical progeroid syndromes. J Med
Genet41{4):304-8 2004

PubMed ID: 15060110

Rubkl CP, Milner J, p53 is & chromatin accessibility factor for nuclectide excision repair of DNA damage. EMBO 122{4):975-86 2003
PubMed ID; 12574133

Tuo J, Jaruga P, Rodriguez H, Bohr VA, Dizdaroglu M, Primary fibroblasts of Cockayne syndrome patients are defective in cellular repair of 8-hydrexyguanine and
8-hydroxyadenine resulting from oxidative stress. FASEB J17(6):668-74 2003

PubMed ID; 12665480

Rubhki CP, Milnar J, Disruption of the nucleclus mediates stabilization of p53 in response to DNA damage and other stresses, EMBO 122(22):6068-77 2003
PubMed ID: 14609953

Famulski KS, Al-Hljallan RS, Dobler K, Plankowska M, Al-Mohanna F, Paterson MC, Aberrant sensing of extracellular Ca2+ by cultured ataxia telangiectasia
fibroblasts, Gncegene22(3):471-5 2003

PubMed ID: 12545170

Burgess JW, Kiss RS, Zheng H, Zacharlah §, Marcel YL, Trypsin-sensitive and lipid-containing sites of the macrophage extracellular matrix bind apolipoprotein A-I
and participate in ABCA1-dependent cholesterol efflux. ] Biol Chem[epub ahead of print):471-5 2002

PubMed ID: 12050168

vassitiou G, Benoist F, Lau P, Kavaslar GN, McPherson R, The low density lipoprotein receptor-related protein contributes to selective uptake of high density
lipoprotein cholesteryl esters by SW872 liposarcema cells and primary human adipocytes. ] Biol Chem276{52):48823-30 2001

PubMed ID: 11604390

Rubbi CP, Milner J, Analysis of nuclectide excision repair by detection of single-stranded DNA transients. Carcinogenesis22{11}:1789-96 2001
PubMed 1D: 11698340

Le Page F, Kwoh EE, Avrutskaya A, Gentil A, Leadon SA, Sarasin A, Cooper PK, Transcription-coupled repair of 8-oxoguanine: requirement for XPG, TFIIH, and
CSB and implications for Cockayne syndrome, Cellt01(2):15%-71 2000

PubMed ID: 10786832

Piret B, Schoonbroodt S, Piette J, The ATM pratein is required for sustained activation of NF-kappaB following DNA damage. Oncogenel18(13):2261-71 1999
PubMed ID: 10327072

Dianov G, Bischoff €, Sunesen M, Bohr VA, Repair of 8-oxcguaning in DNA is deficlent in Cockayne syndrome group B cells. Nucleic Acids Res27(5):1365-8 1999
PubMed ID: 9973627

Wang XW, Zhan Q, Coursen JD, Khan MA, Kontny HU, Yu L, Hollander MC, O'Connor PM, Fornace AJ Jr, Harris CC, GADDAS induction of a G2/M cell cycle
checkpoint. Proc Natl Acad Sci U 5 AG6:3706-11 1559¢%

PubMed ID: 10097101

Cooper MP, Balajee AS, Bohr VA, The C-terminal domain of p21 inhibits nuclectide excision repair In vitro and In vivo. Mol Biol Cell10:2119-2% 1999
Pub:Med ID: 10397753

Ford 1M, Hanawalt PC, Expression of wild-type p53 is required for efficient global genomic nuclectide excision repair in UV-irradiated human fibrablasts, J Biol
Chem272:28073-80 1997

PubMed ID: 9346961

Nouspikel T, Lalle P, Leadon SA, Cooper PK, Clarkson SG, A common mutationa| pattern in Cockayne syndrome patients from xeroderma pigmentosum group G:
implications for a second XPG function. Proc Natl Acad Sci U 5 A94:3116-21 1997

PubMed ID: 9036355

wang XW, Yeh H, Schaeffer L, Roy R, Moncollin v, Egly JM, Wang Z, Freidberg EC, Evans MK, Taffe BG, et al, p53 modulation of TFIIH-associated nucleotide
excision repair activity, Nat Genet1Q:188-95 1995
PubMed ID: 7663514

Mirzayans R, Famulski KS, Enns L, Fraser M, Paterson MC, Characterization of the signal transduction pathway mediating gamma ray- induced inhibition of DNA
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PubMed ID: 7478584
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Lobrich M, Rydherg B, Cooper PK, Repair of x-ray-induced DNA double-strand breaks in specific Not T restriction fragments in numan fibroblasts: joining of correct
and incorrect ends. Proc Natl Acad Sci U § A92:12050-4 1595
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External Links

1 EC Acc ..GSMBB289
GEQ Accession No: GSMBBZO0
GEQ Accession
GEQ Acgession Ho: GSMBB30T
GEO Accession No: GSMBB30§
GEQ Accession Hg: GSMBB309

Images

Vlaw pedigree

Protocols

Passage Frozen 10
Split Ratio 1:4
Temperature 37 C
Percent CO2 5%
Medium Eagle’s Minimum Essential Medium with Earle's saits and non-essential amino acids
Serum 15% fetal bovine serum Not inactivated
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Catalog ID: GM03123 Product (Source): CELLCULTURE - {{) #oo To carr

Overview
Charactenzations
Phenctypic Data
fublications
External Links
Images

Protocols

.S P e

Overview

Collection NIGMS Human Genetic Cell Repository
Subcollection Inherited Disorders
Class Disorders of Lipid Metabolism

Sample Description NIEMANN-PICK DISEASE, TYPE C1; NPC1
NPCI GENE; NPCL

Cell Type Fibroblast
Transformant Untransformed
Species Homo sapiens
Common Name Human
Age 9 YR
Sex Female
Race Caucasian
Family 451
Family Member 1
Relatlon to Proband proband
Clinically Affectad Yes
Confirmation Biochemical characterization after cell line submission to CCR

Remarks See GM03124 Lymphoid; 38% of normal sphingomyaelinase activity, normal B-galactosidase activity, and impaired cholestarol
esterification in fibroblasts; the donor subject is a compound heterozygote; one allele carries a missense mutation C>T at nucleotide
708 {709C>T) in exon 6 of the NPC1 gene, resulting in a substitution of a serine for a proline at codon 237 [Pro237Ser (P2375)}]; the
second allele also carries a missense mutation T>C at nucleotide 3182 (3182T>C) in exen 21 which results in the substitution of a
threonine for an isoluecine at codon 1061 [Ile1061Thr {11061T)] in a transmembrane domain,

Catalog ID GM03123
Product Cell Culture
Pricing Commercial Pricing: $85.00
Academic and not-for-profit pricing: $85.00
How to Order Onling Ordering

Assurance Form (Must have current form on file}
Statement of Research Intent Form (Information will be entered etectronically when order is placed. DO HO1 fax form to Coriell
Customer Service)

Characterizations

Sample Description NIEMANN-PICK DISEASE, TYPE Ci; NPC1
NPC1 GENE; NPC1

Passage Frozen 5

IDENTIFICATION OF SPECIES Species of Origin Confirmed by Nucleoside Phosphorylase, Glucose-6-Phosphate Dehydrogenase, and Lactate Dehydrogenase
OF ORIGIN [soenzyme Electrophoresis

sphingomyelin According to the submitter, biochemicat test results for this subject showed decreased enzyme activity. EC Number: 3.1.4.12; 38%
phosphodiesterase activity.

Gene NPC1
Chromosomal Location 18qii-qiz2
Allellc Variant 1 P237S; NIEMANN-PICK DISEASE, TYPE C1
Identified Mutatlon PRO237S5ER

Gene NPC1
Chromosomal Location 18q11-qi2
Allelic variant 2 607623.001Q; NIEMANN-PICK DISEASE, TYPE C1

Identified Mutation ILE1061THR; In an initial study of 25 patients with type C4 Niemann-Pick disease, Millat et al. [Am. J. Hum, Genet. 65: 1321-1329
(19993 identified a T-to-¢ transition at nucleotide 3182 of the NPC1 gene that led to an Hle1061-to-thr substitution (110517) in 3
patients. The mutation, located in exon 21, affected a putative transmembrane domain of the protein. The mutation was particularly
frequent in patients with NPC from western Europe, especially France and the U.K. and in Hispanic patients whose roots were in the
Upper Ric Grande valley of the U.5. Millat et al. [Am, J, Hurmn, Genet. 65: 1321-1329 (1999)] concluded that the T106 1T mutation
originated in Europe and that the high frequency in northern Rio Grande Hispanics resulted from a founder effect,

Phenotypic Data

Remark See GM03124 Lymphoid; 38% of normal sphingomyelinase activity, normal B-galactosidase activity, and impaired cholesterol esterification in fibroblasts; the
danor subject is a compound heterozygote; one allele carries a missense mutation C>T at nucleotide 709 (703C>T) in exon & of the NPC1 gene, resuiting in a
substitution of a serine for a profine at codon 237 [Pro237Ser (P2375)]; the second allele also carries a missense mutation T>C at nucleotide 3182 (3182T>C)
in exon 21 which results in the substitution of a threonine for an isoluecine at codon 1061 [lle1061Thr {I11061T}] in a transmembrane domain,
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External Links

dbSNP dbSHP 1D: 17690
Gene Cards NPCI
Gene Ontology GO:0004888 transmembrane receptor activity
GO:0005478 intracellular transporter activity
G0:0005624 membrane fraction
GO:0065784 lysosome
GO:0006886 intraceliular protein transoort
GO:0008158 hedgehog receptor activity
GO0:0015248 stero! transporter activity
G0:0016021 integral to membrane
G0:0030301 cholesterol transport
Locus Link Locustink 1D: 4864
OMIM 257220 NIEMANN-PICK DISEASE, TYPE Ci: NPC1

607623 NPC1 GENE; NFC1
Omim Description NIEMANN-PICK DISEASE WITH CHOLESTEROL ESTERIFICATION BLOCK

NIEMANN-PICK DISEASE, CHRONIC NEURONOPATHIC FORM

NIEMANN-PICK DISCASE, SUBACUTE JUVENILE FGRM

NIEMANN-PICK DISEASE, TYPE C; NPC

NIEMANN-PICK DISEASE, TYPE C1; NPC1

Images

Data are not available

Protocols

Passage Frozen 5

Split Ratlo 1:5

Temperature 37 C

Percent CO2 5%

Madlum Eagle's Minimum Essentizl Medium with Earle's salts and non-essential amino acids
Serum 10% fetal bovine serum Not inactivated
Substrate None specified
Subcultivation Method trypsin-EDTA
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