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An infant with glutaric aciduria type llc diagnosed with a novel mutation
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PDF | Glutaric aciduria type 11 is a rare inborn error of metabolism. ... Herein we described a 7-month-old
female patient... ... Key words: glutaric aciduria, genetic test, child. ... ETF-DH. mutations as a major
cause of riboflavin-responsive. multiple ... with increasing age negatively affect the life quality of
thalassemia patients.
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Deficiency of glutaryl-CoA dehydrogenase causes glutanc acidemia type | . Glutaryl-CoA
dehydrogenase deficiency is inherited as an autosomal recessive trait. ... gene (19p13.2), and because
no one mutation is prominent outside of inbred ... to ETF through salt bridges and hydrogen bonds to
amino acid side chains in ...
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deficiency in ... Sep 2012; Journal of child neurology ... by electron-transfering-iavoprotain
dehydrogenase ( ETFDH) gene mutations.
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Case presantation A Japanese boy presented hepatosplenomegaly at 2 ... Conclusion This is the
second clinical repart of a NP-GSD IV patient with a ... glutaric acidemia type 2 with novel
mutations of the electron transfar ... Congenital form of glycogen storage disease type V. Acase
reportand a review of the literature,
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Two cases with mucopolysaccharidosis type VIl ... Here we present 7 additional patients with 4 novel
COGH mutations. ... We report a patient with Leigh syndrome who showed a complex | deficiency in ...
Sep 2012; Journal of child neurclogy ... by electron-transferring-flavoprotein dehydrogenase ( ETFOH)
gene mutations.
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Casze presentation A Japanese boy presented hepatosplenomegaly at 2 ... Conclusion This is the
second clinical report of a3 NP-GSD IV patient with a ... glutaric acidemia type 2 with novel mutations of
the electron transfer ... Congenital form of glycogen storage disease type IV: A case report and a
review of the literature.
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201798 3H - . in either the electron transfer flavoprotein (ETF A/B gene) or ETF-ubiguinone ..
SLCBAB gene mutations impair the transport of creatine into cells, and ... 2 Hbs/beta Thalassemia, 1
beta Thalassemia) (1- 7068 NBs); 2 cases of ._____ tab in the patients’ electronic record, providing
recommendations for diet ..
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Glutaric aciduna type 1 Glutaric acidemia type 1 (or "glutaric aciduria”, "GA1", ... Glutanc aciduria type
1, in many cases, can be defined as a cerebral palsy of genetic .____ as clinical manifestation of glutaric
aciduria type |. Report of a novel mutation]”. ... Defects in electron-transfer-lavoprotein have been
implicated in type Il __.
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Deficiency of glutaryl-CoA dehydrogenase causes glutaric acidemia type | (MIM _.. in the GCD gene
(19p13.2), and because no one mutation is prominent outside of inbred ... Electrons from 2-ketoadipic
dehydrogenase are transferred into the ..... in glutaric acidemia {type 1); Review and report of thirty novel
mutations.
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