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Recent Publications on Galactosemias: PLI bWE’d

» Galactosemia and amenorrhea in the adolescent.

Hereditary galactosemia is a biochemical genetic disease due to a...1st October, 2008
Division of Genetics, Children's Hospital Boston, Boston, Masschusetts- Ann N Y Acad Sci.
2008;1135:112-7. (DOI Direct Link)

» From fire in the belly to a boiling heart: fuel for participatory research.
It has been said that governmental bureaucracies lack the animating life...1st October, 2008
Rachel's Well, Inc., 9513 Millgate PI., Burke, VA 22015, USA.- Ann N Y Acad Sci. 2008;1135:1-9. (DOI
Direct Link)

* Nutrigenomics in postgenomic era.
The last years modified major our conceptions about nutrition. These...25th September, 2008
Gr.T. Popa University of Medicine and Pharmacy lasi, School of Medicine,- Rev Med Chir Soc Med Nat
lasi. 2008 Jan-Mar;112(1):152-64.

» [Hypergonadotrophic hypogonadism and congenital galactosemia]

In three young patients who presented with bilateral cataracts the cause...20th September, 2008
- Arch Pediatr. 2008 Jun;15(6):1124-5. Epub 2008 Apr 9. (DOI Direct Link)

» A pulsed amperometric detection method of galactose 1-phosphate for galactosemia diagnosis.
Galactose 1-phosphate uridyltransferase deficiency causes the accumulation...31st July, 2008
Department of Oriental Pharmaceutical Sciences and Kyung Hee East-West- Anal Biochem. 2008 May
15;376(2):200-5. Epub 2008 Feb 29. (DOI Direct Link)

« Fertility and impact of pregnancies on the mother and child in classic galactosemia.

Despite the high prevalence of premature ovarian failure (POF) and...30th July, 2008
Department of Pediatrics, University Hospital Maastricht, The Netherlands.- Obstet Gynecol Surv. 2008
May;63(5):334-43. (DOI Direct Link)

» Acetic acid aldose reductase inhibitors bearing a five-membered heterocyclic core with potent topical
activity in a visual impairment rat model.

A number of 1,2,4-oxadiazol-5-yl-acetic acids and oxazol-4-yl-acetic acids...29th July, 2008
Dipartimento di Scienze Farmaceutiche, Universita di Pisa, Pisa, Italy.- J Med Chem. 2008 Jun
12;51(11):3182-93. Epub 2008 May 2. (DOI Direct Link)

» A yeast model reveals biochemical severity associated with each of three variant alleles of galactose-1P
uridylyltransferase segregating in a single family.

Classic galactosaemia is a potentially lethal inborn error of metabolism...24th June, 2008
Department of Human Genetics, Emory University School of Medicine,- J Inherit Metab Dis. 2008
Feb;31(1):97-107. Epub 2008 Jan 22. (DOI Direct Link)
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» Analysis of UDP-galactose 4'-epimerase mutations associated with the intermediate form of type I
galactosaemia.
Type lll galactosaemia is a hereditary disease caused by reduced activity...24th June, 2008
Department of Human Genetics, Emory University School of Medicine, Emory- J Inherit Metab Dis.
2008 Feb;31(1):108-16. Epub 2008 Jan 14. (DOI Direct Link)

» Evidence of cataplerosis in a patient with neonatal classical galactosemia presenting as citrin
deficiency.
Classical galactosemia is an autosomal recessive disorder caused by a...20th June, 2008
Centre de Reference des Maladies Hereditaires du Metabolisme et Inserm- J Hepatol. 2008
Mar;48(3):517-22. Epub 2007 Dec 31. (DOI Direct Link)

» Diagnosis of inherited disorders of galactose metabolism.
Galactose metabolism occurs through an evolutionarily conserved pathway in...28th May, 2008
Leonard Miller School of Medicine, University of Miami, Miami, Florida,- Curr Protoc Hum Genet. 2008
Jan;Chapter 17:Unit 17.5. (DOI Direct Link)

« [Bilateral cataract in childhood years: always an indication for screening on a metabolic disorder]
In three young patients who presented with bilateral cataracts the cause...13th May, 2008
Universitair Medisch Centrum Utrecht, divisie Kinderen, Huispost KC- Ned Tijdschr Geneeskd. 2008
Mar 15;152(11):632-6.

» Electrokinetic probes for single-step screening of polyol sterecisomers: the virtues of ternary boronate
ester complex formation.
Electrokinetic probes based on the differential migration of ternary...29th April, 2008
Department of Chemistry, McMaster University, Hamilton, ON, L8S 4M1,- Chem Commun (Camb).
2008 Jan 21;(3):338-40.

» Unsuitable blood glucose measuring devices in neonatal or paediatric acute care.
Galactose 1-phosphate uridyltransferase deficiency causes the accumulation...7th March, 2008
- S Afr Med J. 2007 Dec;97(12):1231.

» Heterozygosity for the classical galactosemia mutation does not affect ovarian reserve and menopausal
age.
Female patients with classical galactosemia (galactose-1-phosphate...15th February, 2008
Department of Reproduction and Gynecology, University Medical Center,- Reprod Sci. 2007
Dec;14(8):780-5. (DOI Direct Link)

Galactosemias Clinical Trials:

e |nactive FSH in Galactosemia
Galactosemia; Premature Ovarian Failure
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