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Molecular genetics of cleft lip and/or
palate in Japanese
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Table 1. Candidate gene and chromosomal localization of
nonsyndromic CL+P

Cleft lip with or without cleft palate (CL/P)
OFCI1 (orofacial cleft 1): 6p24.3
F13A1 (coagulation factor XIIIA1): 6p25.3-p24.3
OFC2 (orofacial cleft 2): 2p13-p14
TGFA (transforming growth factor o) : 2p13
OFC3 (orofacial cleft 3): 19q13
BCL3 (B-cell leukemia/lymphoma 3): 19q13.1-q13.2
Others
MTHFR (5,10-methylenetetrahydrofolate reductase): 1p36.3
TGFB2 (transforming growth factor §-2): 1q41
MSX1 (msh homeo box homolog 1), HOX7: 4p16.3-p16.1
TGFB3 (transforming growth factor B-3) : 14q24
RARA (retinoic acid receptor a): 17q12
Cleft palate only (CPO)
CPI (cleft palate, isolated): 2932
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Table 2. Responsible gene and chromosomal localization of
syndromic CLxP

van der Woude syndrome (VWS)
VWS: 1¢32-q41
Treacher Collins syndrome
TCOF1: 5¢32-q33.1
Ectrodactyly, ectodermal dysplasia and cleft lip/palate syndrome (EEC)
EEC1: 7q11.2-q21.3
EEC2: Chr.19
Apert syndrome, Crouzon syndrome
FGFR2 (fibroblast growth factor receptor 2): 10p26
DiGeorge syndrome (DGS), Velocardiofacial syndrome (VCFS),
CATCH22
VCF: 22q11.21-q11.23
Opitz G/BBB syndrome
MID1 (midline 1): Xp22
Cleft palate and/or ankyloglossia
CPX: Xq21.3-q22
Holoprosencephaly (HPE)
HPE1 HPEI1: 21¢22.3
HPE2 SIX3 (sine oculis homeo box homolog 3): 2p16-p21
HPE3 SHH (sonic hedgehog homolog): 7q36
HPE4 TGIF (TGFB-induced factor): 18p11.3
HPE5 ZIC2 (zinc finger protein of cerebellum 2): 13¢32
HPE7 PTCH (patched homolog): 9922.3
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