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Genetic Disorder
Mu“'sys'tem'c smooth muscle dyﬂfu"‘:hu“ syndmme is a QEHEHC Multisystemic smooth muscle dysfunction syndrome is a genetic dis
disorder caused by R179 missense mutations in the ACTA2 gene. Initially caused by R179 missense mutations in the ACTA2 gene. Initially
described as a case rep.ort in 1999: it was Characterized in 2010 as a described as a case report in 1999, it was characterized in 2010 as a

syndrome of congenital mydriasis, patent ductus arteriosus, and
aneurysmal arterial disease—in particular aortic and thoracic aneurys
The disorder has variable penetrance, ranging from severely symptom

syndrome of congenital mydriasis, patent ductus arteriosus, and aneurysmal
arterial disease—in particular aortic and thoracic aneurysms. The disorder

has variable penetrance, ranging from SEVEFEIY symptomatic and fatal in and fatal in early neonatal period to a more benign and manageable c
early neonatal period to a more benign and manageable course with ... with surgical intervention.
Multisystemic smooth muscle dysfunction syndrome - Wik... W/ Wikipedia
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Suggest an edit
Case Report: Cerebral arteriopathy associated with ... ”

https:/iwww ncbi nim_nih_gov/pmc/articles/PMC3847515

Mov 29, 2013 - ACTAZ mutations were first identified in cases of familial thoracic aortic aneurysms 1
and later expanded to account also for a pediatric syndrome of stroke, congenital mydriasis and
other smooth muscle dysfunctions. 2 Imaging features of this syndrome in pediatric patients have been
defined as predominantly involving the white matter, possibly indicating small vessel ..
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Multisystem smooth muscle dysfunction syndrome in China: A case report

Sai-Nan Chen, Yu-Qing Wang, Chuang-Li Hao, Yan-Hong Lu, Wu-Jun Jiang, Chun-Yan Gao, Min Wu

Abslract

BACKGROUND

Multisystemic smooth muscle dysfunclion syndrome (MSMDS) is a rare genetic disease worldwide. The main mutation is the actin
alpha2 (ACTA2) gene p.R179H. In this study, we aimed to report a Chinese MSMDS patient and systematically review the previous

literature.

CASE SUMMARY
Here, we reporta 9.6-month-old Chinese girl who was diagnosed with MSMDS based on her history and symploms, such as recurrent

cough, wheezing and complications with congenilal fixed dilated pupils. Chest high-resolution computed tomography scanning,
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De Novo ACTA2 Mutation Causes a Novel Syndrome of ...
hitps:/fwww.ncbi nim_nih_gov/pmc/articles/PMC3573757

Smooth muscle cells (SMCs) contract to perform many physiclogical functions, including regulation of
blood flow and pressure in arteries, contraction of the pupils, peristalsis of the gut and voiding of the
bladder. SMC lineage in these organs is characterized by cellular expression of the SMC isoform of
a-actin, encoded by the ACTAZ gene.
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Megacystis-Microcolon-Intestinal Hypoperistalsis Syndrome ...
hitps:/fww.ncbi.nim.nih.gov/books/NBKS40960

May 09, 2019 - Review Megacystis microcolon intestinal hypoperistalsis syndrome: Case series and
updated review of the literature with an emphasis on urologic management. [J Pediatr Surg. 2016]
Review Megacystis microcolon intestinal hypoperistalsis syndrome: Case series and updated review
of the literature with an emphasis on urologic management.

Newly described recessive MYH11 disorder with clinical ...
hitps:/fonlinelibrary. wiley.com/doifabs/10.1002/ajmg.a. 38647

We describe a neonatal patient with fixed dilated pupils and pulmonary, bladder, and bowel
dysfunction suspicious for the presence of ACTAZ R17T% mediated multisystemic smooth muscle
dysfunction syndrome.

Endocrine Manifestations in POEMS Syndrome: a case report ...
https://omcendocrdisord biomedcentral. com/articles/10.1186/512902-019-0355-6 «

Mar 22, 2019 - We report herein a case of POEMS syndrome that initially presented as
hyperpigmentation and severe pitting edema of the lower extremities. Throughout the patient's multiple
hospitalizations for more than one year, he was treated erroneously for Addison’s disease and primary
hypothyroidism due to the presence of limb numbness and weight loss.
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