3700 Downwind Drive

@ . . Marshfield, W1 54449

i iﬂ PreventionGenetics Phone: 715-387-0484

Disease prevention through genetic testing Fax: 715-384-3661
References for ASS1

November 2, 2009

Engel, K., W. Hohne, et al. (2009). "Mutations and polymorphisms in the human
argininosuccinate synthetase (ASS1) gene." Hum Mutat 30(3): 300-7.

Gao, H. Z., K. Kobayashi, et al. (2003). "Identification of 16 novel mutations in the
argininosuccinate synthetase gene and genotype-phenotype correlation in 38
classical citrullinemia patients." Hum Mutat 22(1): 24-34.

Haberle, J., S. Pauli, et al. (2002). "Structure of the human argininosuccinate synthetase
gene and an improved system for molecular diagnostics in patients with classical
and mild citrullinemia.” Hum Genet 110(4): 327-33.

Haberle, J., S. Pauli, et al. (2003). "Mild citrullinemia in Caucasians is an allelic variant
of argininosuccinate synthetase deficiency (citrullinemia type 1)." Mol Genet
Metab 80(3): 302-6.

Kobayashi, K., N. Shaheen, et al. (1994). "Mutations in argininosuccinate synthetase
MRNA of Japanese patients, causing classical citrullinemia.” Am J Hum Genet
55(6): 1103-12.

McKusick, V. A. (2007). "237300 CARBAMOYL PHOSPHATE SYNTHETASE |
DEFICIENCY, HYPERAMMONEMIA DUE TO." OMIM, created 1986.

McKusick, V. A. (2009). "207800 ARGININEMIA." OMIM, created 1986.

McKusick, V. A. (2009). "207900 ARGININOSUCCINIC ACIDURIA." OMIM, created
1986.

McKusick, V. A. (2009). "215700 CITRULLINEMIA, CLASSIC." OMIM, created 1986.

McKusick, V. A. (2009). "311250 ORNITHINE TRANSCARBAMYLASE DEFICIENCY,
HYPERAMMONEMIA DUE TO." OMIM, created 1986.

Summar, M. L. (2005). "Urea Cycle Disorders Overview." GeneReviews, created 2003.
http://www.ncbi.nlm.nih.gov/bookshelf/br.fcgi?book=geneé&part=ucd-overview.

Thoene, J. G. (2009). "Citrullinemia Type |." GeneReviews, created 2004.
http://www.ncbi.nlm.nih.gov/bookshelf/br.fcgi?book=gene&part=ctim.




