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JAGGED1/NOTCHS3 activation promotes aortic hypermuscularization and stenosis in elastin deficiency.
Journal of Clinical Investigation, 2022, 132, .

LTBP4 in Health and Disease. Genes, 2021, 12, 795. 1.0 15

LTBP4 affects renal fibrosis by influencing angiogenesis and altering mitochondrial structure. Cell
Death and Disease, 2021, 12, 943.

Novel defect in phosphatidylinositol 44€kinase type 24€alpha (<scp> <i>Pl4K2A<[i><[scp>) at the
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Exploring the Paradoxical Relationship of a Creb 3 Regulatory Factor Missense Variant With Body
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Loss of skin elasticity is associated with ﬁulmonary emphysema, biomarkers of inflammation, and 14 1

matrix metalloproteinase activity in smoRers. Respiratory Research, 2019, 20, 128.

Bi-allelic Mutations in the Mitochondrial Ribosomal Protein MRPS2 Cause Sensorineural Hearing Loss,
Hypoglycemia, and Multiple OXPHOS Complex Deficiencies. American Journal of Human Genetics, 2018,
102, 685-695.
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Novel ELN mutation in a family with supravalvular aortic stenosis and intracranial aneurysm.
European Journal of Medical Genetics, 2017, 60, 110-113.

A thrifty variant in CREBRF strongly influences body mass index in Samoans. Nature Genetics, 2016, 48, o4 201
1049-1054. :

Integrin 123 inhibition is a therapeutic strategy for supravalvular aortic stenosis. Journal of
Experimental Medicine, 2016, 213, 451-463.

Integrin 123 inhibition is a therapeutic strategy for supravalvular aortic stenosis. Journal of General 0.9 o
Physiology, 2016, 147, 14730IA18. :

Latent transforming growth factor binding protein 4 regulates transforming growth factor beta
receptor stability. Human Molecular Genetics, 2015, 24, 4024-4036.

Biomechanical Properties of the Skin in Cutis Laxa. Journal of Investigative Dermatology, 2014, 134,
2836-2838. o8 1

Cutis laxa: Intersection of elastic fiber biogenesis, TGFi2 signaling, the secretory pathway and
metabolism. Matrix Biology, 2014, 33, 16-22.

A Novel Elastin Gene Mutation in a Vietnamese Patient with Cutis Laxa. Pediatric Dermatology, 2014, 31,
347-349. 0.5 4

Comprehensive Clinical and Molecular Analysis of 12 Families with Type 1 Recessive Cutis Laxa. Human

Mutation, 2013, 34, 111-121.

The complexity of elastic fibre biogenesis in the skin 4€“ a perspective to the clinical heterogeneity of

cutis laxa. Experimental Dermatology, 2013, 22, 88-92. 14 47
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The Complexity of Elastic Fiber Biogenesis: The Paradigm of Cutis Laxa. Journal of Investigative

Dermatology, 2012, 132, E12-E14.

Alternative Splicing and Tissue-specific Elastin Misassembly Act as Biological Modifiers of Human
Elastin Gene Frameshift Mutations Associated with Dominant Cutis Laxa. Journal of Biological 1.6 28
Chemistry, 2012, 287, 22055-22067.

GLUT1O0 is required for the development of the cardiovascular system and the notochord and
connects mitochondrial function to TGFI2 signaling. Human Molecular Genetics, 2012, 21, 1248-1259.

Cutis laxa: A review. Journal of the American Academy of Dermatology, 2012, 66, 842.e1-842.e17. 0.6 163

New insights into the pathogenesis of autosomala€dominant cutis laxa with report of
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Cutis laxa and fatal pulmonary hypertension. Clinical Dysmorphology, 2011, 20, 77-81. 0.1 2
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Mechanisms of emphysema in autosomal dominant cutis laxa. Matrix Biology, 2010, 29, 621-628. 1.5 27

Loss-of-function mutations in ATP6VOA2 impair vesicular trafficking, tropoelastin secretion and cell
survival. Human Molecular Genetics, 2009, 18, 2149-2165.

Decreased bone density and treatment in patients with autosomal recessive cutis laxa. Acta o7 13
Paediatrica, International Journal of Paediatrics, 2009, 98, 490-494. :

DANCE/fibulin-5 promotes elastic fiber formation in a tropoelastin isoform-dependent manner.
Clinical Biochemistry, 2009, 42, 713-721.

Chediak-Steinbrinck-Higashi Syndrome. , 2009, , 314-314. 0

Mutations in LTBP4 Cause a Syndrome of Impaired Pulmonary, Gastrointestinal, Genitourinary,
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Impaired glycosylation and cutis laxa caused by mutations in the vesicular H+-ATPase subunit o4 330
ATP6VOA?2. Nature Genetics, 2008, 40, 32-34. .

Defining the phenotype in an autosomal recessive cutis laxa syndrome with a combined congenital
defect of glycosylation. European Journal of Human Genetics, 2008, 16, 28-35.

Characterization of the Molecular Interaction between Tropoelastin and DANCE/Fibulin-5. Journal of 0.9 29
Biochemistry, 2008, 143, 633-639. :

Mechanisms and treatment of cardiovascular disease in Williams-Beuren syndrome. Journal of

Clinical Investigation, 2008, 118, 1606-1615.

Domains 16 and 17 of tropoelastin in elastic fibre formation. Biochemical Journal, 2007, 402, 63-70. 1.7 24
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Elastic Fiber Formation. Journal of Molecular Biology, 2007, 369, 841-851.

Molecular genetics of congenital diaphragmatic defects. Annals of Medicine, 2007, 39, 261-274. 1.5 54

Population Differences in Elastin Maturation in Optic Nerve Head Tissue and Astrocytes. , 2007, 48,
3209.

Fibulin-4: A Novel Gene for an Autosomal Recessive Cutis Laxa Syndrome. American Journal of Human 06 266
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A transgenic mouse model of autosomal cutis laxa. Matrix Biology, 2006, 25, S65-S65.

Inflammatory Destruction of Elastic Fibers in Acquired Cutis Laxa Is Associated with Missense Alleles
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Echocardiographic findings in patients with Williams-Beuren syndrome. Wiener Klinische
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Fibulin-5 mutations: mechanisms of impaired elastic fiber formation in recessive cutis laxa. Human
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Sensorineural hearing loss in children and adults with Williams syndrome. American Journal of
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Loss of ATP-dependent Transport Activity in Pseudoxanthoma Elasticum-associated Mutants of Human
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Supravalvular aortic stenosis: genetic and molecular dissection of a complex mutation in the elastin
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Elastin Gene Deletions in Williams Syndrome Patients Result in Altered Deposition of Elastic Fibers in
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Supravalvular aortic stenosis: a splice site mutation within the elastin gene results in reduced
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A tetranucleotide repeat polymorphism within the human elastin gene (ELNil). Clinical Genetics, 1997,
51, 133-134.
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