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Look at the clinical and molecular spectrum of Wiedemann-Steiner syndrome: An

emerging member of the chromatinopathies family

Abstract

Wiedemann-Steiner syndrome (OMIM #605130) is a rare cogenital malformation
syndrome characterized by hypertrichosis cubiti associated with short stature; consistent
facial features, including long eyelashes, thick or arched eyebrows with a lateral flare,

wide nasal bridee, and downslanting and vertically narrow palpebral fissures; mild to
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Nov 13, 2019 - In addition, genetic variants in KMT2A can also cause Wiedemann-Steiner syndrome
(WDSTS, OMIM #605130). 45 With the establishment and application of exome sequencing and other
NGS in molecular diagnostics the number of identified pathogenic variants in KMTZ2A is rapidly
increasing. 46-48 KMT2A is a histone methyltransferase that preferentially ...
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