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Table 1. Clinical phenotypes observed in probands.

« Pathogenic variants in TRPM3 (e.q.,

V837M) cause Neurodevelopmental

sutures. Arrhinia (nose absent) - eats and breath through mouth. and skeletal anomalies, with or without
Microcephaly. Developmental delay - not walking at 1 year. V-shaped seizures (NEDFSS) - OMIM# 6202247
eyebrow that meet at midline. Erupting teeth (central incisors).

* Though FGFR-related syndromes like Apert and Crouzon are

the predominant ones, several rare syndromes can present
with CS?®
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Chr9:70536620 TRPM3 ENST00000677713 c.4493G>A p.Trp1498Ter
SUBJECTS AND METHODS

(Novel) « Our study confirms the contribution of TRPM3
Chr15:56094927 RFX7 ENSTO00000559447 c.2801T>G pPheQ34CyS 6 pathogenic mutations to the aetiology of

(rs376549300) syndromic craniosynostosis.
Chr2:235042606 SH3BP4 ENST00000392011 c.1837C>G p.Pro613Ala 6

(rs142429272) .

Pathogenic variants in TRPM3 exhibit variable
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Chr1:150557329  ADAMTSL4 ENST00000271643  c.2041G>A p.Gly681Arg 10 autosomal recessive conditions but were
(rs371872840) observed in the heterozygous state in the
Chr3:47412742 PTPN23 ENST00000265562  c.4468G>A p.Gly1490Ser 7 current study.
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Chr1:5874499 NPHP4 ENST00000378156  ¢.3203T>G  p.Phe1068Cys 7 « Whole exome sequencing should be adopted
(rs764323785) when syndrome diagnosis is uncertain based
Chr2:107860796 RGPD4 ENST00000408999 c.1789C>T  p.Arg597Ter 18 on clinical presentations_

(rs777730182)
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