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HUM-MOLGEN
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Resource Link

South Carolina

Charleston

% Lyn Smith HAMMOND, MS

MUSC # D Yince Moseley Center

41 Bee 5t /Rm 210

Div Genetics & Child Development

Charlesten, SC 29403

Phone: 1-800-424-6872 FAX®* 803-792-5799
EMail: Ham tHE: Tl A i

Center web Site Address: wws periatrin

ﬁﬁduﬂ

Willing to spesk to students interested in learning more about career options in

1 Cancer (Inherited only) i Neural Tube Defects

genetics.
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‘Netsiape: Helix Search. Tool

MR Maxine Covington  Peter Tarcsy
Children’s Hospital and Regional Medical Centar

and University of Washington School of Medicine, Seattle, WA
email: helixPuovashingtonedy  Phome: (206) S27-5742  Fax: (206) 527-5743

Retarts & F

rnush 140

e have been working to i mprove the Helix database.
We welcome your ssinmenty o quastiona regarding the new design and features.
CHoek here for a description of what's new at Helix.

Phonetic spellirg

Specify disease name: frsedse names and Synongans ‘{}
Ewilliams Preferred disease names

(Leave "~ blank to view entire list. CAUTION: with a medem may take many minutes - > 100K file)

USER [D:jos1sl: (required )

Total Hefix searches to date: 56567

Funded by the National Library of Medicine (ML and Maternal and Child Health Bureau iMEHE).
Technical/administrative support: FAIRME, WHILID, CHRMO,
Copyright © 1996~-1998 University of Washington. AN rights reserved.

X 3a

elix Search Tool Siies

Williams Syndrome
External References:

11 1940580

OPTIONS: Select 61 tabo | New wearch | Feadbuck | #25x m

Wrar's Hospital | Calgary, Alberta, Canada

Director : Peter Bridge, PhD

Bayior College of Medicine , Houston, TX
Director : Lisa Shaffer, PhD )

iBaston University Schast of Madiving , Boston, MaA
Director : Aubrey Milunsky , MD DSc

Srigham and Waomen's Hespital , Boston, M&
Director : Cynthia C. Morton, PhD

Cedars-Sinat Mediss! Denter |, Los Angeles, CA
Director - Julie Korenberg, MD PhD

+ ottek Coeporation , Milwaukee, w1
Director : Anthony T. Garber, PhD

Chaprnan nstitute of Medical Senetizs |, Tulsa, OK
Pirector : Nancy J. Carpenter, PhD

Chilidron's Hospital ane Medical Certer |, Seattle, WhA
Director : Kent E. Opheim, PhD

ihildren's Hospital of Fittshurgh |, Pittsburgh, PA
Pirector : Carolyn Bay, MD

Dy nasare Laboratury of Pathalogy |, Seattle, Wa
Co-director : Elisabeth Keitges, PhD

_Co-director - Frederick Luthardt, PhD

Genetios & WF Institute , Fairfax, va
Director : P.N. Howard-Peebles, PhD

= donaf ics By ch-Trianala Bark. MC 2
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& Pugen MR taning Dovingion Fater Tarozy~Hornoeh MO
Children's Hospital and Regional Medical Center
and University of Washington Schoo) of Medicine, Seattle, Wa
email: helin@u. washinglonsdy  Phone: (206) 527-5742 . Fax:(206) 527-5743

Williams Syndrome
External References: (M 1 G40

Awaiiabitiiy O ~ Dlintcsl only
# - Alberta Children's Hospital
Molecular Diagnostic Laboratory Calgary, Alberts, Canada T2T 5C7
Director : Peter Bridge , PhD
Main Contact: The Laboratory
Email: phridgs@rulecgen erilgary cs Phone @ (403) 229-7026  Fax: (40X) 229-7624
Availability : Clinics) only (CLIA®: Not required, non-US)
Comments : FISH analysis
Last updated: 01/13/1997

OPTIONS: Mew search | Fesdback | #lix main | Help

Funded by the National Library of Medicine {4} and Maternal and Child Health Bureau {0343 5.
Technical/administrative support: |AIME, UWHSLIC, THEME,
Copyright © 1996-1998 University of Washington. All rights reserved.
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THE ALLIANCE
OF
GENETIC
SUPPORT
GROUPS

Phone: 1 800 336-4363
g-Mail- medudliane da] sor

The &lliance of Genetic Support Groups is a non-'profit organization dedicated to hel ping individuals and families whe have
] genetic disorders. Our toll-free helpline is 8 resource for consumers and professionals who are looki ng for genetic
support groups and genetic services.

For more informaticn, please choose one of the following:

3t e

s {list of support groups)

.
[ ]
.
e oretion about the Slliencs
L]

Membership ap

Plagss Role: The Office of Rare Disesses (ORD), National I nstitutes of Health { NIH) has a new home page which has

been developed to provide information about rare diseases and ongoing research studies. This information is available to

4 Yon Hippel -Lindau Syndrome
{ Address: P.0. Box 1516; Toms River, NJ 08754-1516
4 Contact person: Joe Heisler, Executive Director

Phone: 908-349-5462

fax number: 908-244-2635

Founded: 1990

This organization provides—

{ Informaticn for: affected individuals

{ families of affected individuals

the public or media

professionals (e.g., clinicians, teachers)

Support and referral: peer support

matching individuals/families

medical referrals

referrals to local chapter or group

Technical assistance: forming 8 group or chapter
fundraising

Speakers and consultants: speakers

Financial assistance: scholarships

Support for research: registry of affected individuals
linking resesrchers and families

Educational materials: fact sheet{s) k
pamphlet{s}

booklet(s)

bibliography

| audiotape(s)

i{ Other special services: clinic{s) or treatment center(s)
telephone helpline




National Center for
Biotechnology Information

OMIM Home Page --
Online Mendelian Inheritance in Man

Welcome to OMIM{TM}, Online Mendelian Inheritance in Man. This database is a catalog of human genes and genetic
disorders authored and edited by Dr. Victor A. McKusick and his colleagues st Johns Hopkins and elsewhere, and developed
for the World Wide Web by HCE1, the National Center for Biotechnology Enfor matisn. The database contains textual

information, pictures, and reference information. [t also contains copious Tinks to NCBI's £r:érez database of MEDLINE
articles and sequence information.

ote! The Cedars-Sinai Medical Center Genetics Image Archive is not available st this time. We hope it will
return soon.

Pasitine Avaliably: GPHM Seigotific Lirector

Browsing OMIM

=7 b

petscape:OMIM ENTRY 194050
194050 WILLIAMS-BEUREN SYNDROME; WBS

Afternative 1illes; symboia

WILLIAMS SYNDROME; WHS

WS

HYPERCALCEMIA, INFANTILE, INCLUDED
SUPRAYALYAR AORTIC STENDSIS, INCLUDED
ELFIN FACIES WITH HYPERCALCEMIA

TABLE OF CONTENTS

® TEXY

8 REFERENUES

® GEE ALGD

& COHTRIBUTORS

B LEEATION DATE

® EBIT HIBTORY

0 CLIMICAL SYROPGIE

Balabage Links

MEDLINE §| Protein || DN i Genome ][ HewD i[ Gene Mapl[ @B [ coriell }

Gene Map Locus: 7911.2

Note: pressing the @ sumbol will find the citations in MEDLINE whose text most closely matches the text of the preceding
OMIM paragraph, using the Entrez MEDLINE neighboring function.

ATEXT




Netscape: Genline Demonstratwn Page

Genline
Roberw A, Pagon, MD Patricia K. Baskin, M Peter Tarczy-Hormoch, MD
Bditwr-in-Chief Manasging Editor Informatics Lead
University of Washington School of Medicine, Seattle, WA

Email: Ipagon@u washington.edn Phone: {206)221-4674 Fax: (206)221-4679

Medical Genetics Knowledge Base

Chadire is a knowledge base of expert-authored, up-to-date information relating genetic testing 1o the disgnosis,
ma.nagement and counseling of individuals and fammes with inherited disorders. <fudine complements Ky .4 Disowr

Py , Which providea listings of clinical andfor resesrch laboratories performing testng for
heritable disorders. Dewelopment or ey is now wnderway, following receipt of a3 yesr grent from the Natdonsl Librery
of Medirine and the National Human Genome Resesrch Institute of the Mational Institutes of Health.

Funded by the National Library of Medicine and Nanoml Human Genome Research Institute
Techuicalladministrative support: (AR TIWERLIC Deputmen of Nioleolay Sintecinology

Copyright & 1998, Uuurs:ty of vnslnstol All rights reserved.

EifS]e]

‘Genline: Alzheimer Disease

Alzheimer Disease

Author

TDBind, MD
University of Washington School of Medicine

i Last Update

— 43 —
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e
Molecul
Disease Name: AD1

# Inheritance Pattern: 4D

@ Proportion: 109%of Early Onset Familial AD

» Gene/Locus Name: Amyloid precursor protein (425}

» Chromosomal Locus: 21921.3-22 :

» Nommal Allelic Yariants: The 47° gene has 19 exons and encodes a laxge precursor protein of 635-770 aming
acids which is proteolytically cleaved to form A-beta peptide. The &-beta peptide portion is encoded by parts of
exons 16 and 17,

¢ Abnormal Allelic Yariants: The mostcommon 427 mutation is & substitetion of isclevcine for waline at

codon 717 [f3oate ersd 1291, Substitations of phenyalanine and glycine may also ocour at this codon. Bach of these

mutations results in eaxly onset familisl AD. A double mutation at codons 670 and 671 in exon 16 also results in
early onset AD (so-called Swedish mutation) {Axelmsn 21« 19941 Combined cerebral hemormrhege and presenile
dementia has been caused by a mutation in codon 692 with substitution of glycine for alanine. & substitution of
glutarnine for glutamic &cid at codon 633 results in cerebral hemoxrhagic amyloidosis of the Dutch wpe

, & disease in which dementa and brain amyloid plagues are uncommen.

Product: The 477 protin contains 695 to 770 amino acids and undergoes alternative gplicing.

There is a 57 amino acid portion with homslogy to Kunitz type protease inhibitors. The major Transcripts in
periphersl tissves are the 422 757 and £2° 737 variants. The A-beta peptide conteins 38 to 42 simind acids and
resides in the transmembrane domain of the protein. APP may be cleaved by an alpha secretsse within the A-beta
peptide sequence, thus eliminating the possibility of A-beta sccumulation. However, 427 may also be cleaved by
beta and gamima secretases that result in the sccumulation of A-bets peptide.

@ Abnormal Gene Product: 1Tnknown

Disease Name: A3

@ Inheritance: 4D

®» Proportion: 40-709 of Early Onzet Familial AD

® GenelLocus Name: Pregenilin 1 (287 )

@« Chromosomal Locus: 14 24.3

e Normal The pregenilin 1 (P87} gene on chromosome 14 is
2h ine reejon jis Q110 exons 3\

ar Genetics

‘Netscape: Genlire: Alzheimer Disease Sy

g, 3

X|9a

etscape: Human Gene Mutation Databas

'HGMD"™

The Human Gene IMutation Database
Cardiff

Welcome to the Human Gene Mutation Database at the Institute of
Medical Genetics in Cardiff

Copyright © Unfrarsity of Wales Dotlege uf Medicine 1997, A1 Rights Reserved.

HGMD is supported by Y

- This database is maintained by D.N.Cooper,
E.¥.Ball, P.D.Stenson & M.Krawczak with the
assistance of |.Fenton & S.Abeysinghe

Deutsche .
Forschungsgemeinschaft
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Netscape: ELN:

Deutsche )
Forschungsgemeinschaft

s

Cardiff

= Nefscope: EL

ELN
Nucleotide
substitutions ¥4 »
™ {missense/nonsense) Deutzche
HGMD Forschungsgemeinschaft
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