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Recent Publications on Dysmorphic s: PLI bWE’d

» [Balanced chromosomal rearrangements resulting in intellectual disability. An analysis of 22 cases with
application of CGH and FISH methods]

INTRODUCTION: In approximately 6% of balanced chromosomal rearrangements...18th November,
2009

Zaklad Genetyki Medycznej, Instytut Matki i Dziecka, ul. Kasprzaka 17a,- Med Wieku Rozwoj. 2009
Apr-Jun;13(2):81-93.

» "Bleb window"-pexy for the management of symptomatic, oversized blebs.

PURPOSE: To describe a simple method and outcomes of remodeling...13th November, 2009
Department of Ophthalmology and Visual Science, Robert Cizik Eye Clinic,- J Glaucoma. 2009
Sep;18(7):546-51. (DOI Direct Link)

» Characterization of a 5.8-Mb interstitial deletion of chromosome 3p in a girl with 46,XX,inv(7)dn
karyotype and phenotypic abnormalities.

Interstitial deletions of the short arm of chromosome 3 are rare, and a...10th November, 2009
Servei de Bioquimica i Genetica Molecular, Hospital Clinic, Barcelona,- Cytogenet Genome Res.
2009;125(4):334-40. Epub 2009 Oct 27. (DOI Direct Link)

» Loeys-Dietz syndrome type | and type ll: clinical findings and novel mutations in two ltalian patients.
BACKGROUND: Loeys-Dietz syndrome (LDS) is a rare autosomal dominant...4th November, 2009
Division of Biology and Genetics, Department of Biomedical Sciences and- Orphanet J Rare Dis. 2009
Nov 2:4:24. (DOI Direct Link)

» Detailed molecular and clinical characterization of three patients with 219 deletions.

Lindstrand A, Malmgren H, Sahlen S, Schoumans J, Nordgren A, Ergander U,...30th October, 2009
Department of Molecular Medicine and Surgery, Clinical Genetics Unit,- Clin Genet. 2009 Oct 23. (DOI
Direct Link)

» Growth without growth hormone and similar dysmorphic features in three patients with sporadic
combined pituitary hormone deficiencies.

Background/Aims: Mutations in the HESX1 gene are associated with a broad...22nd October, 2009
The Jesse Z and Sara Lea Shafer Institute for Endocrinology and Diabetes,- Horm Res.
2009;72(5):302-9. Epub 2009 Oct 19. (DQOI Direct Link)

» "Essentially" pure trisomy 3927 --> gter: further delineation of the partial trisomy 3q phenotype.
Partial duplication 3q is a well defined clinical entity characterized by...21st October, 2009
Department of Medical Genetics, Molecular and Clinical Pharmacology,- Am J Med Genet A. 2009
Nov;149A(11):2522-6. (DOI Direct Link)

» Progeroid syndrome with scleroderma-like skin changes associated with homozygous R435C LMNA
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mutation.

Hutchinson-Gilford progeria is a rare genetic disorder resulting from...21st October, 2009
Neuromuscular Unit, Medical Research Center, Polish Academy of Sciences,- Am J Med Genet A.
2009 Nov;149A(11):2387-92. (DOI Direct Link)

» Germ-line mutation of the NRAS gene may be responsible for the development of juvenile
myelomonocytic leukaemia.

We report the case of a child with clinical and haematological features...25th September, 2009
Medical Genetics, Department of Human and Hereditary Pathology, University- Br J Haematol. 2009
Dec;147(5):706-9. Epub 2009 Sep 22. (DOI Direct Link)

* MAL/SRF complex is involved in platelet formation and megakaryocyte migration by regulating MYL9
(MLC2) and MMP9.

Megakaryoblastic leukemia 1 (MAL) is a transcriptional coactivator of...3rd September, 2009
Inserm, U790, Villejuif, France.- Blood. 2009 Nov 5;114(19):4221-32. Epub 2009 Sep 1. (DOI Direct
Link)

» A newly recognised microdeletion syndrome of 2p15-16.1 manifesting moderate developmental delay,
autistic behaviour, short stature, microcephaly, and dysmorphic features: a new patient with 3.2 Mb
deletion.

Megakaryoblastic leukemia 1 (MAL) is a transcriptional coactivator of...3rd September, 2009
- J Med Genet. 2009 Sep;46(9):645-7. (DOI Direct Link)

» Supernumerary marker chromosome 15 in a male with azoospermia and open bite deformity.
Supernumerary marker chromosome 15 (sSMCJ15]) is the most frequent marker...25th August, 2009

Department of Medical Genetics, Gazi University, Ankara 06500, Turkey.- Asian J Androl. 2009
Sep;11(5):617-22. Epub 2009 Aug 24. (DOI Direct Link)

» Automatic and strategic measures as predictors of mirror gazing among individuals with body
dysmorphic disorder symptoms.

The current study tests cognitive-behavioral models of body dysmorphic...21st August, 2009
Department of Psychology, University of Virginia, Charlottesville, VA- J Nerv Ment Dis. 2009
Aug;197(8):589-98. (DOI Direct Link)

» Effects of prenatal alcohol exposure on brain activation during an arithmetic task: an fMRI study.
BACKGROUND: While behavioral studies have established that prenatal...14th August, 2009
Department of Biomedical Engineering, Emory University School of Medicine,- Alcohol Clin Exp Res.
2009 Nov;33(11):1901-8. Epub 2009 Aug 10. (DOI Direct Link)

» Microstructural corpus callosum anomalies in children with prenatal alcohol exposure: an extension of
previous diffusion tensor imaging findings.

BACKGROUND: Several studies have now shown corpus callosum abnormalities...4th August, 2009
University of Minnesota, Twin Cities, Minnesota 55454, USA.- Alcohol Clin Exp Res. 2009
Oct;33(10):1825-35. Epub 2009 Jul 23. (DOI Direct Link)

BioNews Results for Dysmorphic s

e Second Qatar Genetic Symposium on Saturday
Qatar Peninsula: Oct 28 2009 12:28PM Matching: dysmorphic
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Resources from the NCBI used in this document, NCBI's standard disclaimer applies.

Nothing in this document should be used in place of personal medical advice from your own qualified medical
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