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FGFR3 group Achondroplasia,
Hypochondroplasia,
1/2,

with

Thanatophoric
Dysplasia Crouzon-like
craniosynostosis acanthosis
nigricans (Crouzonodermoskeletal
syndrome)

FGFR3

Type 2 collagen Group and similar
disorders SEDC, Achondrogenesis type
2 , Hypochondrogesesis, PLSD Torrance
type, Kniest , Stickler

COL2A1

Short-rib dysplasias (with or
without polydactyly) Group SRP 1-4,
EVC, ATD
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DYNC2H1, IFT80, EVC, EVC2

Chondrodysplasia punctata (CDP)

Group
| CDP, X-linked dominant,
Conradi-Hiinermann type (CDPX2)

EBP
| CDP, X-linked recessive,
brachytelephalangic type (CDPX1)

ARSE

m Rhizomelic CDP type 1
PEX7

Osteogenesis Imperfecta and

decreased bone density group

. COL1A1, COL1A2
. CRTAP, FKBP10, LEPREL,
PPIB, LRP5

. IFITMS5 (Ol 5)

Defective mineralization group
m Hypophosphatasia(perinatal lethal and
infantile forms, adult form, )
ALPL(TNSALP)

Craniosynostosis syndromes



m Pfeiffer syndrome (FGFR1-related)
FGFR1

m Pfeiffer syndrome (FGFR12-related),
Apert syndrome, Craniosynostosis with
cutis gyrata (Beare-Stevenson), Crouzon
syndrome, Antley-Bixler  syndrome
(ABS2)

FGFR2

m Antley-Bixler syndrome (ABS1)
POR

m Saethre-Chotzen syndrome
TWIST1

m Baller-Gerold syndrome
RECQLA4
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