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BMPR1B mutation causes Pierre Robin sequence

Supplementary Material

Supplementary Figure 1: The karyotypes of the family 01. GTG-banding carried on I:2 and II:1 detected the karyotype of 46, 
XX, t(4;6)(q22;p21) and 46, XY, t(4;6)(q22;p21), respectively.
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Supplementary Figure 2: On I:2 of family 01, Sanger sequencing of the fragment derived from DER 4 and DER 6 
allowed defining breakpoints at base pair resolution. The 4q22.3: 95703025 fused to the 6p21.31: 34001435. The AG was sharing 
sequence. The 4q22.3: 95703035 fused to the 6p21.31: 34001442. The C was sharing sequence.
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Supplementary Figure 3: On II:1 of family 01, Sanger sequencing of the fragment derived from DER 4 and DER 6 
allowed defining breakpoints at base pair resolution. The 4q22.3: 95703025 fused to the 6p21.31: 34001435. The AG was sharing 
sequence. The 4q22.3: 95703035 fused to the 6p21.31: 34001442. The C was sharing sequence.
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Supplementary Figure 4: The overview of the 4q22 and 6p21 breakpoints in the PRS family 01.

Supplementary Figure 5: The family 03 and the BMPR1B variant c.1024A>G. (a) The pedigree of family 03; (b) Sequence 
chromatograms of the BMPR1B missense variant (c.1024A>G/ p.Lys342Glu). This variant (upper) was detected on the family cases II:2, 
II:3, III:2, III:4, IV:1 and IV:3 but not on II:1, II:4, III:1, III:3, III:5, IV:2 and IV:4.  
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Supplementary Figure 6: The phenoypes of the family 03 with BMPR1B c.1024A>G. The IV:1 exhibited bilateral radioulnar 
synostosis (A) and the unilateral phalangeal dysplasia (b). The IV:3 exhibit unilateral radioulnar synostosis.

Supplementary Figure 7: A multiple alignment of the amino acid sequence of Homo sapiens with the orthologous 
proteins Mus musculus, Rattus norvegicus, Bos Taurus, Capra hircus, Ovis aries, Sus scrofa, Macaca mulatta, and 
Pan paniscus for protein BMPR1B.
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