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SERIES  NOTE

Each bibliography in the Current Bibliographies in Medicine (CBM) series covers a distinct subject area of
biomedicine and is intended to fulfill a current awareness function. Citations are usually derived from searching a variety of
online databases. NLM databases utilized include MEDLINE®, BIOETHICSLINE®, HEALTHSTARTM,
LOCATORplus® , POPLINETM, PubMed®, and TOXLINE®. The only criterion for the inclusion of a particular published
work is its relevance to the topic being presented; the format, ownership, or location of the material is not considered.

Publications in the Current Bibliographies in Medicine series are available at no cost to anyone with Internet access
through the Library's World Wide Web site at http://www.nlm.nih.gov/pubs/resources.html.

Comments and suggestions on this series may be addressed to:

                       Karen Patrias, Editor
                       Current Bibliographies in Medicine
                       Reference Section
                       National Library of Medicine
                       Bethesda, MD 20894
                       Phone: 301-496-6097
                       Fax:     301-402-1384
                       Internet: ref@nlm.nih.gov

PubMed® and Internet Grateful Med®

To make online searching easier and more efficient, the Library offers two user-friendly interfaces to its databases. Both
PubMed and Internet Grateful Med are available from the World Wide Web. The user with
Internet access need only point a compatible Web browser to the NLM Web site http://www.nlm.nih.gov. No other
software at the user end is required. Searching through either PubMed or Internet Grateful Med is free-of-charge. Further
information on both PubMed and Internet Grateful Med may be found at the NLM Web site given above.

For those users without access to the World Wide Web, please contact the Library's Customer Service Desk at 1-888-
FINDNLM (301-594-5983 international) or e-mail custserv@nlm.nih.gov for information on alternative ways to search.

Use of funds for printing this periodical has been approved by the Director
of the Office of Management and Budget through September 30, 2000.
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INTRODUCTION

Phenylketonuria or PKU is a rare, inherited metabolic disorder that, if untreated, causes mental retardation. Approximately
one of every 10,000 infants in the United States is born with PKU, which usually results from a deficiency of a liver enzyme
known as phenylalanine hydroxylase (PAH). This enzyme deficiency leads to elevated levels of the amino acid phenylalanine
in the bloodstream.

All infants in this country undergo blood testing for PKU.  The current treatment for this disorder involves dietary
modification.  When a very strict diet is begun early and maintained, children with PKU can expect normal development and
a normal lifespan.  The diet generally excludes all high protein foods, such as meat, milk, eggs, and nuts, since all protein
contains phenylalanine.  Dietary noncompliance can result in a decline in mental and behavioral performance.  Women with
PKU must also maintain a strictly controlled diet before and during pregnancy to prevent fetal damage.  Scientists are
actively exploring nondietary treatments for PKU.

This bibliography was prepared in support of the National Institutes of Health (NIH) Consensus Development Conference
titled Phenylketonuria (PKU): Screening and Management held in Bethesda, MD on October 16–18, 2000.   It includes
citations to journal articles, books and book chapters, conference proceedings and conference papers, and dissertations
in all languages published primarily from January 1980 through July 2000. Works of historical significance and other selected
references from earlier years have also been included.  Citations have been arranged by subject and then alphabetically by
author within each subject.  A citation may appear under more than one subject.  For example, a citation discussing the
economic aspects of screening for PKU would be found under both “Economics and Socioeconomics” and “Screening and
Diagnosis.”

The compilers wish to thank Ms. Twann Dailey of the National Library of Medicine for her assistance in the production of
this bibliography.

This publication is not copyrighted and may be freely reproduced. However any reproductions of this bibliography, in whole
or in part, should include all credits.  If you wish to cite this bibliography, the correct format is:

Patrias, Karen; de la Cruz, Felix F., compilers. Phenylketonuria (PKU): screening and management [bibliography].
Bethesda (MD): National Library of Medicine (US); 2000 Sep.  (Current bibliographies in medicine; no. 2000-4). 
3394 citations from January 1980 through July 2000, plus selected earlier citations.
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SAMPLE  CITATIONS

Citations in this bibliographic series are formatted according to the rules established for Index Medicus®*.  Sample journal
and monograph citations appear below.  For journal articles written in a foreign language, the English translation of the title
is placed in brackets; for monographs, the title is given in the original language. In both cases the language of publication is
shown by a three letter abbreviation appearing at the end of the citation.

Journal Article:

          Authors                  Article Title

DiLella AG, Woo SL.  Molecular basis of phenylketonuria and its clinical applications.
Mol Biol Med 1987 Aug;4(4):183-92.

  Abbreviated Journal     Date   Volume  Issue  Pages
          Title

Monograph:

           Authors/Editors                               Title

Demirkol M, Shin YS, editors.  Diagnosis and treatment of inborn errors of metabolism.
Istanbul (Turkey): Turkish Society for PKU, Istanbul Branch; 1996. 233 p.

             Place of        Publisher                                                Date      Total No.
     Publication                                                        of Pages

_________________________________

*For details of the formats used for references, see the following publication:

Patrias, Karen. National Library of Medicine recommended formats for bibliographic citation.
Bethesda (MD):  The Library; 1991 Apr.  Available from: NTIS, Springfield, VA; PB91-182030.
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