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Background: Interstitial deletions of the long arm of chromosome 12 have rarely been reported. To date, deletions including the 12g21 region were reported in only 11 patients.
Interestingly, these patients share common specific developmental features, suggesting the existence of a microdeletion syndrome®-2.
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Clinical features shared by the patients are detailed in table 1. Genome Browser (GRCh37)

Those patients allowed us to narrow the critical region to a 1,6 Mb region containing 4 genes: SYT1,
PAWR, PPP1R12A and OTOGL. Among them, SYT1 and PPP1R12A are predicted to be highly intolerant to
haploinsufficiency (EXAC, gnomAD, DOMINO). According to the known function and consequences of a

Table 1: Clinical features of
patients with 12q21 deletions
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