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Recent Publications on Mucopolysaccharidoses Metabolic Disorders: P bw d

» Musculoskeletal manifestations of lysosomal storage disorders.

Lysosomal storage disorders (LSDs), a heterogeneous group of inborn...18th November, 2009
Department of Paediatric Immunology/Haematology and SCT, University- Ann Rheum Dis. 2009
Nov;68(11):1659-65. (DOI Direct Link)

» Development and maturation of invariant NKT cells in the presence of lysosomal engulfment.
A defect in invariant NKT (iNKT) cell selection was hypothesized in...17th November, 2009
San Raffaele Telethon Institute for Gene Therapy, San Raffaele Scientific- Eur J Immunol. 2009
Oct;39(10):2748-54. (DOI Direct Link)

» Mortality and cause of death in mucopolysaccharidosis type II-a historical review based on data from

the Hunter Qutcome Survey (HOS).

Mucopolysaccharidosis type Il (MPS Il or Hunter syndrome) is a...17th November, 2009
Willink Unit, Genetic Medicine, Manchester Academic Health Science Centre,- J Inherit Metab Dis.
2009 Aug;32(4):534-43. Epub 2009 Jul 14. (DQOI Direct Link)

* Retinitis pigmentosa and mucopolysaccharidosis type Il: an extremely attenuated phenotype.
Mucopolysaccharidosis type Il (MPS Il or Hunter syndrome) is a...17th November, 2009
Department of Pediatrics and Medical Education Development Center, Gifu- J Inherit Metab Dis. 2009

Aug;32(4):582-3. Epub 2009 Jul 9. (DOI Direct Link)

» Sleep-related breathing in children with mucopolysaccharidosis.

BACKGROUND: The mucopolysaccharidoses (MPSs), a group of genetic lysosomal...17th November,
2009

The Hospital for Sick Children, Ontario, Canada.- J Inherit Metab Dis. 2009 Aug;32(4):544-50. Epub
2009 Jun 28. (DOI Direct Link)

 Inadvertent propagation of factor VII deficiency in a canine mucopolysaccharidosis type | research
breeding colony.

Issues of cost and genetics can result in inbreeding of canine genetic...10th November, 2009
Department of Animal Science and the Center for Integrated Animal- Comp Med. 2009
Aug;59(4):378-82.

» Extrapyramidal symptoms and medication use in Mucopolysaccharidosis type lll.
BACKGROUND: We report the case of a 16-year-old male with...27th October, 2009
The Children's Hospital- J Intellect Dev Disabil. 2009 Sep;34(3):275-9. (DOI Direct Link)

» Guidelines for the management of mucopolysaccharidosis type I.

Lysosomal storage disorders (LSDs), a heterogeneous group of inborn...23rd October, 2009
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Centro de Referencia em Erros Inatos do Metabolismo, Universidade Federal- J Pediatr. 2009
Oct;155(4 Suppl):S32-46. (DOI Direct Link)

» Current enzyme replacement therapy for the treatment of lysosomal storage diseases.
BACKGROUND: The mucopolysaccharidoses (MPSs) are a family of lysosomal...9th October, 2009
Regional Medical Genetics Center, N.Y. Medical College, Valhalla, NY- Pediatr Ann. 2009

Aug;38(8):448-55.

* A novel loss-of-function mutation in the GNS gene causes Sanfilippo syndrome type D.

A novel loss-of-function mutation in the GNS gene causes Sanfilippo...29th September, 2009
Department of Pediatric Genetics, Marmara University Hospital, Istanbul,- Genet Couns.
2009;20(2):133-9.

» |IDS crossing of the blood-brain barrier corrects CNS defects in MPSII mice.

Mucopolysaccharidosis type Il (MPSII), or Hunter syndrome, arises from a...24th September, 2009
Telethon Institute of Genetics and Medicine (TIGEM), Naples, Italy.- Am J Hum Genet. 2009
Aug;85(2):296-301. (DOI Direct Link)

» Treatment reduces or stabilizes brain imaging abnormalities in patients with MPS | and II.

BACKGROUND: The mucopolysaccharidoses (MPSs) are a family of lysosomal...15th September,
2009

Division of Metabolic Disorders, Pediatric Subspecialty Faculty, CHOC- Mol Genet Metab. 2009
Dec;98(4):406-11. Epub 2009 Aug 5. (DOI Direct Link)

» Metabolic adaptations to interrupted glycosaminoglycan recycling.

Lysosomal storage diseases (LSD) are metabolic disorders characterized by...25th August, 2009
Department of Internal Medicine, Washington University School of Medicine,- J Biol Chem. 2009 Oct
23;284(43):29684-91. Epub 2009 Aug 21. (DOI Direct Link)

* Impairment of glycosaminoglycan synthesis in mucopolysaccharidosis type 1lI1A cells by using siRNA: a
potential therapeutic approach for Sanfilippo disease.

Mucopolysaccharidoses (MPS) are severe inherited metabolic disorders from...20th August, 2009
Department of Molecular Biology, University of Gdansk, Kladki 24, Gdansk,- Eur J Hum Genet. 2009
Aug 19. (DOI Direct Link)

» Recurrent unexplained episodes of facial cyanosis and shortness of breath in Hunter disease.
BACKGROUND: The mucopolysaccharidoses (MPSs), a group of genetic lysosomal...23rd July, 2009
Department of Pediatrics, Inselspital, Bern University Hospital,- J Pediatr. 2009 Jul;155(1):144, 144.e1.

(DOl Direct Link)
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