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The second International Symposium on Pediatric
Neurotransmitter Diseases (PNDs), entitled “Medical
Management of Pediatric Neurotransmitter Diseases:
A Multidisciplinary Approach”, was convened on July
18-19, 2008, in Washington, DC, USA. The meeting
was sponsored conjointly by the National Institute of
Neurological Disease and Stroke (NINDS), the Office
of Rare Diseases (ORD), the Johns Hopkins School of
Medicine and the PND Association. This second
symposium followed almost six years to the day from
the first International Symposium (May 18-19, 2002),
the proceedings of which were presented in a supple-
ment to Annals of Neurology (Volume 54 Issue S6,
pages S1-S109 (2003)).

There are currently five rare, inherited disorders
that affect central neurotransmission and are housed
under the umbrella of the PND Association. These
are: succinic semialdehyde dehydrogenase (SSADH)
deficiency (or y-hydroxybutyric aciduria), tyrosine
hydroxylase (TH) deficiency, aromatic L-amino acid
decarboxylase (AADC) deficiency, guanosine triphos-
phate cyclohydrolase I deficiency (GTP cyclohydro-
lase, or GTPCH deficiency), and sepiapterin reductase
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(SR) deficiency. Generally speaking, early presenta-
tion with an array of movement dysfunction is the rule
in these disorders, and this umbrella is likely to expand
as more disorders are recognized, and more parents
join the ranks of the PND Association.

The conference brought together scientists and
clinicians to discuss current and potential treatments
for PNDs, and to develop practical guidelines for
multidisciplinary treatment of these disorders. The
conference was attended by more than sixty medical
professionals representing six countries, ten medical
professionals from the National Institutes of Health,
and more than thirty families whose child (or children)
are affected with one of the PNDs. As it was with the
first Symposium, the opening talks presented an
overview of the phenotypes and metabolic features of
the PNDs. The future prospects for gene therapy in
this group of disorders was also discussed. As always,
the exceptionally insightful comments of Prof. Segawa,
who in 1971 first described autosomal-dominant GTP
cyclohydrolase deficiency, provided thoughtful discus-
sion for all in attendance. A goal of the second
Symposium was to present a “multifaceted” approach
to treatment. The corresponding sessions highlighted
traditional physiatry, sensory integration intervention
and the potential for deep brain stimulation for
amelioration of symptoms. These approaches generated
lively discussion, and it is probable that these approaches
will be discussed in future Symposia.

The second Symposium afforded the opportunity
for research updates by investigators funded through
the PND Association, as well as other investigators
who had important new data to present. An impressive
update on neuroimaging in AADC deficiency was
developed into one of the written contributions to the
Symposium proceedings. One of the more rewarding

@ Springer



320

J Inherit Metab Dis (2009) 32:319-320

aspects of the Symposium, as in the past, was that all of
the professionals remained for the final meeting
session in which families had the opportunity to sit
and discuss their personal situations. The families were
extremely grateful for this rare opportunity and the
consensus was that professionals and families gained
much from these valuable interactions. In total, there
were eight reviews presented for publication, repre-
senting a permanent record of the second Annual
Symposium.

The role of parents and patients in propelling the
research enterprise forward is expanding significantly
each year. In the past, the relationship between the
physician and the patient/family was formal and
distant. These relationships have changed more
recently, and the benefits of a strong partnership are
now abundantly clear. The origins of the Pediatric
Neurotransmitter Disease Association are emblematic
of this partnership. We would like to acknowledge the
indefatigable efforts of four parents from the PND Asso-
ciation whose ongoing support has been instrumental.
These champions are Brad and Carolyn Hoffman, and
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Nancy and John Speller. The proceedings of this
Symposium form a testimony to their extraordinary
commitment, both to their children and to the PND
Association.

The first Symposium was developed simply because
so few individuals (and scientists) knew of these rare
PNDs. The second Symposium, six years later, was
brought to fruition because knowledge of the disorders
had expanded, but approaches to treatment were not
consistent or sufficiently developed. This time interval
between these two Symposia is representative of the
slow progress in medicine and the basis for the
impatience of parents and patients as they wait for a
clearer understanding of the disease that affects them
or their children. It is our hope that a future third
Symposium, in the not too distant future, will bring
effective treatments or, miraculously, a cure for one or
more of these disorders. The sponsors of the two
Symposia, and the Guest Editors, wish to express their
sincere thanks to the Journal of Inherited Metabolic
Disease for their willingness to report the outcomes of
our meeting.



	International Symposium on Pediatric Neurotransmitter Diseases


<<
  /ASCII85EncodePages false
  /AllowTransparency false
  /AutoPositionEPSFiles true
  /AutoRotatePages /None
  /Binding /Left
  /CalGrayProfile (Gray Gamma 2.2)
  /CalRGBProfile (sRGB IEC61966-2.1)
  /CalCMYKProfile (ISO Coated v2 300% \050ECI\051)
  /sRGBProfile (sRGB IEC61966-2.1)
  /CannotEmbedFontPolicy /Error
  /CompatibilityLevel 1.3
  /CompressObjects /Off
  /CompressPages true
  /ConvertImagesToIndexed true
  /PassThroughJPEGImages true
  /CreateJDFFile false
  /CreateJobTicket false
  /DefaultRenderingIntent /Perceptual
  /DetectBlends true
  /DetectCurves 0.1000
  /ColorConversionStrategy /sRGB
  /DoThumbnails true
  /EmbedAllFonts true
  /EmbedOpenType false
  /ParseICCProfilesInComments true
  /EmbedJobOptions true
  /DSCReportingLevel 0
  /EmitDSCWarnings false
  /EndPage -1
  /ImageMemory 1048576
  /LockDistillerParams true
  /MaxSubsetPct 100
  /Optimize true
  /OPM 1
  /ParseDSCComments true
  /ParseDSCCommentsForDocInfo true
  /PreserveCopyPage true
  /PreserveDICMYKValues true
  /PreserveEPSInfo true
  /PreserveFlatness true
  /PreserveHalftoneInfo false
  /PreserveOPIComments false
  /PreserveOverprintSettings true
  /StartPage 1
  /SubsetFonts false
  /TransferFunctionInfo /Apply
  /UCRandBGInfo /Preserve
  /UsePrologue false
  /ColorSettingsFile ()
  /AlwaysEmbed [ true
  ]
  /NeverEmbed [ true
  ]
  /AntiAliasColorImages false
  /CropColorImages true
  /ColorImageMinResolution 150
  /ColorImageMinResolutionPolicy /Warning
  /DownsampleColorImages true
  /ColorImageDownsampleType /Bicubic
  /ColorImageResolution 150
  /ColorImageDepth -1
  /ColorImageMinDownsampleDepth 1
  /ColorImageDownsampleThreshold 1.50000
  /EncodeColorImages true
  /ColorImageFilter /DCTEncode
  /AutoFilterColorImages true
  /ColorImageAutoFilterStrategy /JPEG
  /ColorACSImageDict <<
    /QFactor 0.76
    /HSamples [2 1 1 2] /VSamples [2 1 1 2]
  >>
  /ColorImageDict <<
    /QFactor 0.76
    /HSamples [2 1 1 2] /VSamples [2 1 1 2]
  >>
  /JPEG2000ColorACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 15
  >>
  /JPEG2000ColorImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 15
  >>
  /AntiAliasGrayImages false
  /CropGrayImages true
  /GrayImageMinResolution 150
  /GrayImageMinResolutionPolicy /Warning
  /DownsampleGrayImages true
  /GrayImageDownsampleType /Bicubic
  /GrayImageResolution 150
  /GrayImageDepth -1
  /GrayImageMinDownsampleDepth 2
  /GrayImageDownsampleThreshold 1.50000
  /EncodeGrayImages true
  /GrayImageFilter /DCTEncode
  /AutoFilterGrayImages true
  /GrayImageAutoFilterStrategy /JPEG
  /GrayACSImageDict <<
    /QFactor 0.76
    /HSamples [2 1 1 2] /VSamples [2 1 1 2]
  >>
  /GrayImageDict <<
    /QFactor 0.76
    /HSamples [2 1 1 2] /VSamples [2 1 1 2]
  >>
  /JPEG2000GrayACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 15
  >>
  /JPEG2000GrayImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 15
  >>
  /AntiAliasMonoImages false
  /CropMonoImages true
  /MonoImageMinResolution 600
  /MonoImageMinResolutionPolicy /Warning
  /DownsampleMonoImages true
  /MonoImageDownsampleType /Bicubic
  /MonoImageResolution 600
  /MonoImageDepth -1
  /MonoImageDownsampleThreshold 1.50000
  /EncodeMonoImages true
  /MonoImageFilter /CCITTFaxEncode
  /MonoImageDict <<
    /K -1
  >>
  /AllowPSXObjects false
  /CheckCompliance [
    /None
  ]
  /PDFX1aCheck false
  /PDFX3Check false
  /PDFXCompliantPDFOnly false
  /PDFXNoTrimBoxError true
  /PDFXTrimBoxToMediaBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXSetBleedBoxToMediaBox true
  /PDFXBleedBoxToTrimBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXOutputIntentProfile (None)
  /PDFXOutputConditionIdentifier ()
  /PDFXOutputCondition ()
  /PDFXRegistryName ()
  /PDFXTrapped /False

  /Description <<
    /CHS <FEFF4f7f75288fd94e9b8bbe5b9a521b5efa7684002000410064006f006200650020005000440046002065876863900275284e8e55464e1a65876863768467e5770b548c62535370300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c676562535f00521b5efa768400200050004400460020658768633002>
    /CHT <FEFF4f7f752890194e9b8a2d7f6e5efa7acb7684002000410064006f006200650020005000440046002065874ef69069752865bc666e901a554652d965874ef6768467e5770b548c52175370300260a853ef4ee54f7f75280020004100630072006f0062006100740020548c002000410064006f00620065002000520065006100640065007200200035002e003000204ee553ca66f49ad87248672c4f86958b555f5df25efa7acb76840020005000440046002065874ef63002>
    /DAN <>
    /DEU <>
    /ESP <>
    /FRA <>
    /ITA (Utilizzare queste impostazioni per creare documenti Adobe PDF adatti per visualizzare e stampare documenti aziendali in modo affidabile. I documenti PDF creati possono essere aperti con Acrobat e Adobe Reader 5.0 e versioni successive.)
    /JPN <>
    /KOR <FEFFc7740020c124c815c7440020c0acc6a9d558c5ec0020be44c988b2c8c2a40020bb38c11cb97c0020c548c815c801c73cb85c0020bcf4ace00020c778c1c4d558b2940020b3700020ac00c7a50020c801d569d55c002000410064006f0062006500200050004400460020bb38c11cb97c0020c791c131d569b2c8b2e4002e0020c774b807ac8c0020c791c131b41c00200050004400460020bb38c11cb2940020004100630072006f0062006100740020bc0f002000410064006f00620065002000520065006100640065007200200035002e00300020c774c0c1c5d0c11c0020c5f40020c2180020c788c2b5b2c8b2e4002e>
    /NLD (Gebruik deze instellingen om Adobe PDF-documenten te maken waarmee zakelijke documenten betrouwbaar kunnen worden weergegeven en afgedrukt. De gemaakte PDF-documenten kunnen worden geopend met Acrobat en Adobe Reader 5.0 en hoger.)
    /NOR <>
    /PTB <>
    /SUO <>
    /SVE <>
    /ENU <>
  >>
>> setdistillerparams
<<
  /HWResolution [2400 2400]
  /PageSize [595.276 841.890]
>> setpagedevice


