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Abstract: Thanatophoric dysplasia (TD) is a severe short-limb dwarf disease characterized by short limbs, thoracic stenosis and brain malformation, which

is caused by fibroblast growth factor receptor-3 (FGFR3) gene mutation. According to whether the patient had bending femur, TD was divided

into two subtypes : TD [ and TDII. TD [ patients had bending femur, with or without clover skull. TD [I patients had straight femur, with severe

clover skull. This paper mainly reviews the clinical manifestations of TD [ , the structure, function, pathogenesis and prenatal diagnosis of FGFR3.
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R1 5TDIHEXFGFRINFAERT AR
ZERNE REMNT FGFR37MEF BEXRE
c.742C>T p.Arg248Cys 6 Lyn S. Chitty et al.,201534
€746 C>G p.Ser249Cys 6 Lyn S. Chitty et al.,20154
€.742_T743insTGT p.Arg248delinsLeuCys 7 Amanda S. Lindy et al.,2016!%°!
c.1118 A>G p.Tyr373Cys 8 Lyn S. Chitty et al.,201554
C1111A>T p.Ser371Cys 8 Lyn S. Chitty et al.,201554
c.1108 G>T p.Gly370Cys 8 Rousseau et al., 19966
€.1949 A>T p.Lys650Met 13 Shannon G et al.,201512%
€.1130 T>C+c.1138 G>A p.Leu377Pro+p.Gly380Arg 17 Gomes MES et al.,2018!2")
€.1620 C>A+c.1454 A>G p.Asn540Lys+p.GIn485Arg 18 Stephanie Pannier et al.,20091%
C2421 A>T p.Ter807Cys 19 Rousseau et al.,19965%
€.2419T>C p.Ter807Arg 19 Gaoli Jiang et al.,20191Y
C.2419 T>A p.Ter807Arg 19 Gomes MES et al.,20182
€.2419T>G p-Ter807Gly 19 Lyn S. Chitty et al.,201554
€.2420 G>C p.Ter807Ser 19 Gomes MES et al.,20182"
€.2420G>T p.Ter807Leu 19 Lyn S. Chitty et al.,201534
€.2421 A>C p.Ter807Cys 19 Chitty and Altman,2002¢
C.2421 A>G p.Ter807Trp 19 Lyn S. Chitty et al.,201584
c.2418 G>T p.Ter807Leu 19 Gaoli Jiang et al.,201911
C.2421 A>T p.Ter807Cys 19 Gaoli Jiang et al.,20191
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