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FIGURE : NTD phenotype observed in a monozygotic twin with a de novo, likely null, allele in SMARC1TA. (A]) T-2WI image of

the index. (B) Right talipes calcaneovalgus deformity and left club foot seen in the index. [C]) Left convex congenital lumber

scoliosis secondary to abnormal segmentation. (D) T-2VWI image of the twin sister. (E] Sequence tracing of PCR (left, DNA]
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and RTPCR without (middle) and with cycloheximide treatment (right) across the variant site. (F) Cartoon of SMARCC1 with

the site of likely truncation indicated

Ay ol Al o)l Lo CLallaa piiiiod
American Journal of Genetics in Medicine

A mendelian form of neural tube defect caused by a de novo null variant in SMARCC1 in an identical twin. Al Mutairi F, Alzahrani F,
Ababneh F, Kashgari AA, Alkuraya FS. Ann Neurol. 2018 Feb;436-433:(2)83. doi: 10.1002/ana.25152. PMID: 29360170






