A7/28/208R9 22:85 B1773IAAZ2T7Y TE&M 3 PAGE  AL/B2

! HARVARD MEDICAL SCHOOL

Departmant of Neurology

o8 Childrenis Hospital Boston

/" Department of Neurology

Children's Hospital Boston
300 Longwood Avenue
Boston, Massachusetts 02118

FACSIMILE TRANSMITTAL SHEET

FROM.:

TO:

Ko ke Nontyngeln_ P Darras
COMPANY: v DEPARTMENT OF NEUROLOGY
PHONE NUMBER: PHONE NUMBER.:

(0] ASS-82>3S
FAX NUMBER: FAX NUMBER.:

Ngl-41s -0 2 L1 730 a4
R%’Qmu,@ Vonty n@d "~ F)ATE: / /ﬁ‘*/ /MZJ 4

TOTAL NUMBER OF PAGES INCLUDING COVER: s

NOTES/COMMENTS:

This document and the documents accompanying this facsimile transmission may
contain information that is privileged or confidentinl. The information is intended
only for the use of the person to whom it is addressed. If you are not the intended
recipient, any dissemination, distribution, copving or use of the information is
prohibited. If you have received this facsimile in error, please notify us immediately
and destroy the document. Thank you for respecting this information.

The first place for children



A7/28/ 26889 22:85 E17738A279 TEAM 3 PAGE  B2/82
g7/on/288d9 14:53 E1 77249621 MEH DAL AE PAGE B1/81

HARVARD

MASSACHUSETTS c“'G R‘:“‘”E‘*Z“ FOR HUMAN
GEN‘E RAL HOSPITAL A GENETIC RERRARCH MEDICAL SCHOOL

Neurogrnetics DNA Diagnontic Laborakary Katherine B, Simz, ML.D.

: Diraclor
EL:;:':’-;::F!;TEL: ;B:I)E E-migil: kstmn@pmrinersary
163 Camibricge St Winnie Xan, Ph.D.
fiartem, MA 02114 ’ Co-Diractor
Tel: /1 7.726.5721 Pax #17.724.8620 E-mail: sintthaliz.mgh.harsird.adae
Websitz: www dnainb org
CLIA #22D0583923
New York State #OQP4866

REPFORT OF DNA-RASED TEST RESULTS
Teat: Javenile Nenronal Ceroid-lipofuscinosis (JNCL, Batten disease) DNA analysis

Patietit Name: Rachel Vontungela Referring Physician/Counselor:
Patient ID number; DOB 5/18/00 Dr. Basil Barras

Sample submitted: DNA, Children’s Hospital Bogton
Date of specimen collection: 300 Longwood Ave.

Date of specimen reocipt; 7/13/09 Bosion, MA 02113

Accession #: 09-503 (617) 355-8233

Date of Report: 7/17/09 (617) 730-0279 fax
RESULTS:

Genomic DNA from this individual was analyzed by polymerase chain reaction (PCR) amplification of an internal
fragment of the Batten disease gene (CLN3) in both directions. DNA fragments were sized by agarose gel
electrophoresis, Only a 1.0 kb deleted fragment was identified.

DNA, testing shows this individunal to be homozygous for the Batten’s associated deletion,
As reported recently', a 1.02kb genomie defetion encompassing intronic sequence and 2 coding exons of CLA3 hag been
identifiad in appraximately 73% of alleles of patients or obligats camviers of Batten dissase (JNCL). Further DNA testing

for carrier and/or affeeted statis i possible in this family and should be considered if appropriate, Genetic counscling is
recommended. ‘

Testing of at-risk familv members is available. Genetic counseling is recommended.

A support group is avajlable for patients and farilies with NCL ¢ ievs. If intereated, please contact Mr. Lance

Johneton at 800-448-4570. @
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Winnie W. Xin, Ph.D. Kathering B, Sims, M.D,
Co-Director Dircctor
References; "The International Batten Disease Consortium (1995) Isolation of a novel gene underlying Batten

disease, CLN3. Cell 82:949-957,

A Teaching a1k ate ‘

w; uf Farare Medianl Rehen T,

e PARTNERS,
NMOMALTIICART



