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Name of Disorder REL EiL T+ Gendia GeneTests ENAT—IvILA—X PFER—X
1. FGFR3 group 1. FGFR345' )L—7F

Thanatophoric dysplasia type 1 (TD1) BRI B RBAETR (TD1) FGFR3 (@] 0] AT HE (IGAEER)
Thanatophoric dysplasia type 2 (TD2) ﬁl?ﬁ‘l‘i’%%ﬁi?ﬁgfg% (Tf;?' - - FGFR3 O O ATHE (GAEER)
Severe achondroplasia with developmental delay and acanthosis SADDAN (EEE B EME, HEEW B€ N
nigricans (SADDAN) &) FGFR3 > © FIAE (G ARE)
Achondroplasia W R BUE FGFR3 O 0] Al B (RGAEER)
Hypochondroplasia HEERRE FGFR3 (@] @] AT aE GG E)
Hypochondroplasia-like dysplasia HEERRERREKE

2. Type 2 collagen Group and similar disorders 2. 2RSSO N—TLEBERES

Achondrogenesis type 2 (ACG2; Langer~Saldino) BB S 4 28 (ACG2: Langer—SaldinoZY) COL2A1 O O alRE (SFEER)
Platyspondylic dysplasia, Torrance type RBE#ERRIE, Torrance! COL2A1 @] B R
Hypochondrogenesis BB S EAE COL2A1 0] (@] HTRE (S HE )
Spondyloepiphyseal dysplasia congenital (SEDC) SEXREEH B IRRRAUE (SEDC) COL2A1 @] O A BE (ISAEER)
Spondyloepimetaphyseal dysplasia (SEMD) Strudwick type Hi BB IR RA RUE (SEMD), StrudwickE! COL2A1 (@] B HE (I8 E)
Kniest dysplasia Kniest B RS RLAE COL2A1 0] O aIBE (RGAEER)
Spondyloperipheral dysplasia FHREELRUE COL2A1 O ol gk (S HEE)
Mild SED with premature onset arthrosis BREMEEHOIBRENEHBIRELRE

SED with metatarsal shortening (formerly Czech dysplasia) th B BIEMEEESHH B IREN BUE (B1CzechEBR AL

Stickler syndrome type 1 SticklerfE{EEE 15 COL2A1 O @] | RE (REFEER)
Stickler-like syndrome(s) SticklerfRE{R ¥

3. Type 11 collagen Group 3. 1B aS—5r i n—7

Stickler syndrome type 2 SticklerfiE{E B2 %! COL11A1 @] @] HTRE (FSHE )
Marshall syndrome MarshallfE{%E$ COL11A1 O @] BTRE (AR EX)
Fibrochondrogenesis RS ERERE COL11A1 @] A RE (FLFEE)
Otospondylomegaepiphyseal dysplasia (OSMED), recessive type EE#HEKRBIHEMALE (OSMED), SiHEEE COL11A2 O O Bl BE (FSFEER)
Otospondylomegaepiphyseal dysplasia (OSMED), dominant type EH#EXBIFEMKE (OSMED), EitaiEE COL11A2 o o HE (RSHEE0)
(Weissenbacher-Zweymuller syndrome, Stickler syndrome type 3) (Weissenbacher-ZweymullerfE{E E£35Y) & L TEER
4. Sulphation disorders group 4 FELEEI LT

Achondrogenesis type 1B (AGG1B) BEBEHFELEAE1BE (ACGIB) SLC26A2 (DTDST) o} O AT BE (RGAEER)
Atelosteogenesis type 2 (AO2) BREFLAEE (AO2) SLC26A2 (DTDST) O O A BE (FGHE K
Diastrophic dysplasia (DTD) $2ahi% & BT RUE (DTD) SLC26A2 (DTDST) O 0] ATRE (RGHEER)
MED, autosomal recessive type (rMED; EDM4) MED, ##EKLEEEEE (\(MED, EDM4) SLC26A2 (DTDST) O o ATRE (RSAE %)
SEMD, PAPSS2 type . SEMD PAPSS2%! PAPPSS2

Chondrodysplasia with congenital joint dislocations, CHST3 type HRUBFHHREAEESH B ERRIE, CHSTIR (%1% CHST3 o

(recessive Larsen syndrome) LarsenfE{%EE)

Ehlers-Danlos syndrome, CHST14 type (“musculo—skeletal variant”) Ehlers-DanlosfE{%Ef, CHST14% (“EHBiRER") CHST14 O O BIRE (SFREE)
5. Perlecan group 5. Perlecan’/ IL—7F

Dyssegmental dysplasia, Silverman-Handmaker type SEREBREMHIE, Siverman-HandmakerE! HSPG2 O O AT HE (E4RE)
Dyssegmental dysplasia, Rolland-Desbugquois type SEREFEMMIE. Rolland-Desbuquois HSPG2 o] @] AT HE (AR )
Schwartz-Jampel syndrome (myotonic chondrodystrophy) Schwartz-JampelfE{&R ¥ (FiSA4 F=——# B RERBIE) HSPG2 O O HRE (GHAEK)
6. Aggrecan group 6. Aggrecan’ JL—>F

SED (Spondyloepiphyseal Dysplasia), Kimberley type SED, KimberleyE! ACAN aIgE (54 ER)
SEMD (Spondyloepimetaphyseal Dysplasia), Aggrecan type SEMD, AggrecanZ! ACAN A BE (SR ER)
Familial osteochondritis dissecans RSB BB IE ACAN AT RE (RGAEEK)
7. Filamin group and related disorders 7. FilaminZ W— LB ERE

Frontometaphyseal dysplasia SEERIRERMRIE FLNA O O AT e 5FRER)
Osteodysplasty Melnick-Needles BB EMelnick-NeedlesE! FLNA @] O AT HE (IGHR )
Otopalatodigital syndrome type 1 (OPD1) EOEiEERE 12 (0PD1) FLNA o O ATHE (IGHEER)
Otopalatodigital syndrome type 2 (OPD2) EOEEERE22 (0PD2) FLNA 0O (0] HTHE (REAEER)
Terminal Osseous Dysplasia with Pigmentary Defects (TODPD) BEREFESKRIEBHBERE(TODPD) FLNA O ﬂ'ﬁ'é(ﬂf‘}*ﬂ?ﬁ)
Atelosteogenesis type 1 (AO1) BHRETLEIE(AOT) FLNB O O ATRE (IR
Atelosteogenesis type 3 (AO3) BHRETLEIR(A03) FLNB O 0] ATRE (FGHEER)



Larsen syndrome (dominant)
Spondylo—carpal-tarsal dysplasia
Spondylo—carpal-tarsal dysplasia

Franck — ter Haar syndrome

Serpentine fibula — polycystic kidney syndrome

8. TRPV4 group

Metatropic dysplasia

Spondyloepimetaphyseal dysplasia, Maroteaux type (Pseudo—
Morquio syndrome type 2)

Spondylometaphyseal dysplasia Kozlowski type

Brachyolmia, autosomal dominant type

Familial digital arthropathy with brachydactyly

9. Short-rib dysplasias (with or without polydactyly) Group
Chondroectodermal dysplasia (Ellis—van Creveld)
SRP type 1/3 (Saldino-Noonan/Verma—-Naumoff)
SRP type 1/3 (Saldino~Noonan/Verma-Naumoff)
SRP type 1/3 (Saldino—-Noonan/Verma-Naumoff)
SRP type 2 (Majewski)

SRP type 4 (Beemer)

Oral-Facial-Digital syndrome type 4 (Mohr-Majewski}
Asphyxiating thoracic dysplasia (ATD; Jeune)
Asphyxiating thoracic dysplasia (ATD; Jeune)
Asphyxiating thoracic dysplasia (ATD; Jeune)
Thoracolaryngopelvic dysplasia (Barnes)

10. Multiple epiphyseal dysplasia and pseudoachondroplasia
Group

Pseudoachondroplasia (PSACH)

Multiple epiphyseal dysplasia (MED) type 1 (EDM1)
Multiple epiphyseal dysplasia (MED) type 2 (EDM2)

Multiple epiphyseal dysplasia (MED) type 3 (EDM3)
Multiple epiphyseal dysplasia (MED) type 5 (EDM5)
Multiple epiphyseal dysplasia (MED) type 6 (EDM6)

Multiple epiphyseal dysplasia (MED), other types

Stickler syndrome, recessive type

Familial hip dysplasia (Beukes)

Multiple epiphyseal dysplasia with microcephaly and nystagmus
(Lowry-Wood)

11. Metaphyseal dysplasias
Metaphyseal dysplasia, Schmid type (MCS)

Cartilage—Hair-Hypoplasia (CHH; metaphyseal dysplasia, McKusick

type)

Metaphyseal dysplasia, Jansen type

Eiken dysplasia

Metaphyseal dysplasia with pancreatic insufficiency and cyclic
neutropenia (Shwachman-Bodian-Diamond syndrome, SBDS)
Metaphyseal anadysplasia type 1

Metaphyseal anadysplasia type 2

Metaphyseal dysplasia, Spahr type

Metaphyseal Acroscyphodysplasia (various types)
Genochondromatosis (type 1/type 2)

Metaphyseal chondromatosis with D-2-hydroxyglutaric aciduria

12. Spondylometaphyseal dysplasias (SMD)
Odontochondrodysplasia (ODCD)

Spondylometaphyseal dysplasia, Sutcliffe/corner fracture type
SMD with severe genu valgum

LarsenfE{EEF ({B14£)

B -FIRE - BRBENMEE
HFH-FIEE - RIETREEE
Franck — ter HaarfE{R 3%
SEITHEE - S BRAB IR

TRPV4 group

TR ERMAE
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HHBIREMEKozlowskiZY
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EIREE S RIEEIERAEE
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SRP 2% (Majewski)

SRP 4% (Beemer)
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ZEMEMZRERBE (ATD; Jeune)
ZEEMERRRAUE (ATD; Jeune)
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L HEMEBIHEMBAE (MED), fho#
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SMD with retinal degeneration, axial type
Spondyloenchondrodysplasia (SPENCD)
Dysspondyloenchondromatosis
Cheiro—~spondyloenchondromatosis

13. Spondylo—epi—(meta)-physeal dysplasias (SE(M)D)
Dygave-Melchior—Clausen dysplasia (DMC)

SER AR PO D4 ES5SMD
BIEZEEEESSMD, iR
HHEER B M ERBE (SPENCD)
BERERNBNERE
F-ERBBREE

FHE B (- B EIR) B R AUE (SEMID)
Dyggve—-Melchior-Clausen® &7 BAE(DMC)

Immuno-osseous dysplasia (Schimke), (Schimke Immunoosseous Dysplasi 2 E AR 214 B R E (Schimke)
SED Wolcott-Rallison type (Multiple Epiphyseal Dysplasia with Early-Ons SED Wolcott-RallisonZ!

SEMD Matrilin type

SEMD short limb — abnormal calcification type

SED tarda, X-linked (SED-XL)
Spondylo-Megaepiphyseal-Metaphyseal Dysplasia (SMMD)
Spondylodysplastic Ehlers—Danlos syndrome
SPONASTRIME dysplasia

SEMD with joint laxity (SEMD-JL) leptodactylic or Hall type
SEMD with joint laxity (SEMD-JL) Beighton type
Platyspondyly (brachyolmia) with amelogenesis imperfecta
Late onset SED, autosomal recessive type

Brachyolmia, Hobaek / Toledo types

14. Severe spondylodysplastic dysplasias
Achondrogenesis type 1A (ACG1A)
Schneckenbecken dysplasia
Spondylometaphyseal dysplasia, Sedaghatian type

Severe spondylometaphyseal dysplasia (SMD Sedaghatian—like)

Opsismodysplasia

15. Acromelic dysplasia

Trichorhinophalangeal dysplasia types 1/3
Trichorhinophalangeal dysplasia type 2 (Langer—Giedion)
Acrocapitofemoral dysplasia

Cranioectodermal dysplasia (Levin—Sensenbrenner) type 1
Cranioectodermal dysplasia (Levin—Sensenbrenner) type 2
Geleophysic dysplasia

Geleophysic dysplasia, other types

Acromicric dysplasia

Acrodysostosis

Angel-shaped phalango—epiphyseal dysplasia (ASPED)
Saldino~Mainzer dysplasia

16. Acromesomelic dysplasias

Acromesomelic dysplasia type Maroteaux (AMDM)
Grebe dysplasia

Fibular hypoplasia and complex brachydactyly (Du Pan)
Acromesomelic dysplasia with genital anomalies
Acromesomelic dysplasia, Osebold—Remondini type

17. Mesomelic and rhizo-mesomelic dysplasias
Dyschondrosteosis (Leri-Weill)

Langer type (homozygous dyschondrosteosis)
Omodysplasia

Robinow syndrome, recessive type

Robinow syndrome, dominant type

Mesomelic dysplasia, Korean type

Mesomelic dysplasia, Kantaputra type
Mesomelic dysplasia, Nievergelt type
Mesomelic dysplasia, Kozlowski-Reardon type

SEMD MatrilinZ!

SEMD#ERE - RE R RILE

X8 85148 F 1% SED (SED-XL)

- B KB 5 m R RUE (SMMD)
BB RIEhlers—DanlosiE {25
SPONASTRIME B 2.7 miE

BE E5th #E % £ 5SEMD (SEMD-JL) leptodactylicE!/Hall
B Eh 3t 42 £ SSEMD (SEMD-JL) BeightonE!
IFANERETLEFEIRTEHIE CERSE)
BRMUSED, BREARSEERTE

$5IKB2E, Hobaek# / ToledoBY

14. BEEHRBRBE

BEERELEIAE (ACGIA)

SRR B R RE

HHERIERIE, SedaghatianZ! .
BEEHHEHIHENRIE (SMD SedaghatianZ!$F1{)
BB R BE

15, R Ul R AUE

EEZRIETRIBIEI R/
EZ2EIRHRMBIE2R (Langer-Giedion)

Seim AR B AR M AAE

BEESNIEER M BUE (Levin-Sensenbrenner) 13!
FEENEEEMRIE (Levin-Sensenbrenner) 25!
EEERERMBE

SEEEEE RMAE, O
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FIRRBAE
RiERIEETE B IR R M BUE (ASPED)
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16. J{u PR R B RAE
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Mesomelic dysplasia with acral synostoses (Verloes—-David-Pfeiffer
type)

Mesomelic dysplasia, Savarirayan type (Triangular Tibia—Fibular
Aplasia)

18. Bent bones dysplasias
Campomelic dysplasia (CD)
Stiive-Wiedemann dysplasia
Kyphomelic dysplasia, several forms

19. Slender bone dysplasia Group

3-M syndrome (3M1)

3-M syndrome (3M2)

Kenny—-Caffey dysplasia type 1

Kenny-Caffey dysplasia type 2

Microcephalic osteodysplastic primordial dwarfism type 1/3 (MOPD1)
Microcephalic osteodysplastic primordial dwarfism type 2
(MOPD2; Majewski type)

Microcephalic osteodysplastic dysplasia, Saul-Wilson type
IMAGE syndrome (Intrauterine Growth Retardation, Metaphyseal
Dysplasia, Adrenal Hypoplasia, and Genital Anomalies)
Osteocraniostenosis

Hallermann-Streiff syndrome

20. Dysplasias with multiple joint dislocations

Desbuquois dysplasia (with accessory ossification centre in digit 2)
Desbuquois dysplasia with short metacarpals and elongated
phalanges (Kim type)

Desbuquois dysplasia (other variants with or without accessory
ossification centre)

Pseudodiastrophic dysplasia

21. Chondrodysplasia punctata (CDP) Group

CDP, X-linked dominant, Conradi-Hiinermann type (CDPX2)
CDP, X-linked recessive, brachytelephalangic type (CDPX1)
CHILD (congenital hemidysplasia, ichthyosis, limb defects)

CHILD (congenital hemidysplasia, ichthyosis, limb defects)

Greenberg dysplasia
Rhizomelic CDP type 1
Rhizomelic CDP type 2
Rhizomelic CDP type 3
CDP tibial-metacarpal type
Astley—Kendall dysplasia

22. Neonatal osteosclerotic dysplasias

Blomstrand dysplasia

Desmosterolosis

Caffey disease (including infantile and attenuated forms)
Caffey disease (severe variants with prenatal onset)
Raine dysplasia (lethal and non-lethal forms)

23. Increased bone density group (without modification of
bone shape)

Osteopetrosis, severe neonatal or infantile forms (OPTB1)
Osteopetrosis, severe neonatal or infantile forms (OPTB4)
Osteopetrosis, infantile form, with nervous system involvement
(OPTBS5)

SIFREEL I PR RMBE (Verloes-David-

Pfeiffer type)

th S Rk B % RUSE, Savarirayan®! (Z B IEE - S &
7 RLAE)

18. Eah B B RUE

R il B SR 74 BRSE (CD)

Stive-Wiedemann& 2 BLiE
BERRBRE &8

19. A ERERES IL—T

3-MIE(ZEE (3M1)

3-MAE{REE (3M2)

Kenny-Caffey B A RLIE 15!
Kenny-Caffey & R A2

INBBRI B R AR IR 56/ A 18 /38! (MOPD1)
NEER B R AR R/ AGE 12 /38 (MOPD2;
MajewskiZ!)

NEER B R RIEE T RUE, Saul-WilsonE!
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Osteopetrosis, intermediate form, osteoclast—poor (OPTB2)
Osteopetrosis, infantile form, osteoclast—poor with immunoglobulin
deficiency (OPTB7)

Osteopetrosis, intermediate form (OPTB6)

Osteopetrosis, intermediate form (OPTA2)

Osteopetrosis with renal tubular acidosis (OPTB3)

Osteopetrosis, late—onset form type 1 (OPTA1)

Osteopetrosis, late—onset form type 2 (OPTA2)

Osteopetrosis with ectodermal dysplasia and immune defect
(OLEDAID)

Osteopetrosis, moderate form with defective leucocyte adhesion (LAD3)

Osteopetrosis, moderate form with defective leucocyte adhesion
Pyknodysostosis

Osteopoikilosis

Melorheostosis with osteopoikilosis

Osteopathia striata with cranial sclerosis (OSCS)
Melorheostosis

Dysosteosclerosis

Osteomesopyknosis

Osteopetrosis with infantile neurcaxonal dysplasia

24. Increased bone density group with metaphyseal and/or
diaphyseal involvement

Craniometaphyseal dysplasia, autosomal dominant type
Diaphyseal dysplasia Camurati~Engeimann

Hematodiaphyseal dysplasia Ghosal

Hypertrophic Osteoarthropathy

Pachydermoperiostosis (Hypertrophic osteoarthropathy, primary,
autosomal dominant)

Oculodentoosseous dysplasia (ODOD) mild type
Oculodentoosseous dysplasia (ODOD) severe type

Osteoectasia with hyperphosphatasia (Juvenile Paget disease)

Sclerosteosis

Endosteal hyperostosis, van Buchem type
Trichodentoosseous dysplasia

Craniometaphyseal dysplasia, autosomal recessive type
Diaphyseal medullary stenosis with bone malignancy
Craniodiaphyseal dysplasia

Craniometadiaphyseal dysplasia, Wormian bone type
Endosteal sclerosis with cerebellar hypoplasia
Metaphyseal dysplasia, Braun~Tinschert type

Pyle disease

25. Osteogenesis Imperfecta and decreased bone density
group

Osteogenesis imperfecta, non—~deforming form (OI type 1)
Osteogenesis imperfecta, perinatal lethal form (Ol type 2)
Osteogenesis imperfecta, progressively deforming type (Ol type 3)
Osteogenesis imperfecta, moderate form (Ol type 4)
Osteogenesis imperfecta with calcification of the interosseous
membranes and/or hypertrophic callus (Ol type 5)
Osteogenesis imperfecta, other types

Bruck syndrome type 1 (BS1)

Bruck syndrome type 2 (BS2)

Osteoporosis—pseudoglioma syndrome

Calvarial doughnut lesions with bone fragility

[diopathic juvenile osteoporosis

Cole—Carpenter dysplasia (bone fragility with craniosynostosis)
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Spondylo—ocular dysplasia

Osteopenia with radiolucent lesions of the mandible
Ehlers-Danlos syndrome, progeroid form

Geroderma osteodysplasticum

Cutis laxa, autosomal recessive form, type 2B (ARCL2B)

Cutis laxa, autosomal recessive form, type 2A (ARCL2A) (Wrinkly skin

syndrome)
Singleton—-Merten dysplasia

26. Defective mineralization group

Hypophosphatasia, perinatal lethal and infantile forms
Hypophosphatasia, adult form

Hypophosphatemic rickets, X-linked dominant

Hypophosphatemic rickets, autosomal dominant
Hypophosphatemic rickets, autosomal recessive, type 1

(ARHR1)

Hypophosphatemic rickets, autosomal recessive, type 2

(ARHR2)

Hypophosphatemic rickets with hypercalciuria, X-linked recessive

Hypophosphatemic rickets with hypercalciuria, autosomal recessive

(HHRH)

Neonatal hyperparathyroidism, severe form

Familial hypocalciuric hypercalcemia with transient neonatal
hyperparathyroidism

27. Lysosomal Storage Diseases with Skeletal Involvement
(Dysostosis Multiplex Group)
Mucopolysaccharidosis type 1H / 1S
Mucopolysaccharidosis type 2
Mucopolysaccharidosis type 3A
Mucopolysaccharidosis type 3B
Mucopolysaccharidosis type 3C
Mucopolysaccharidosis type 3D
Mucopolysaccharidosis type 4A
Mucopolysaccharidosis type 4B
Mucopolysaccharidosis type 6
Mucopolysaccharidosis type 7
Fucosidosis

alpha—Mannosidosis
beta—Mannosidosis
Aspartylglucosaminuria

GMI Gangliosidosis, several forms
Sialidosis, several forms

Sialic acid storage disease SIASD
Galactosialidosis, several forms
Multiple sulfatase deficiency
Mucolipidosis Il (I-cell disease), alpha/beta type

Mucolipidosis Il (Pseudo~Hurler polydystrophy), alpha/beta type
Mucolipidosis Il (Pseudo-Hurler polydystrophy), gamma type

28. Osteolysis Group

Familial expansile osteolysis

Mandibuloacral dysplasia type A

Mandibuloacral dysplasia type B

Progeria, Hutchinson—Gilford type

Torg-Winchester syndrome

Hajdu-Cheney syndrome

Multicentric carpal-tarsal osteolysis with and without nephropathy
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Hajdu-CheneyfE{&E¥
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B4GALT7
GORAB
PYCR1

ATP6VOA2

ALPL(TNSALP)
ALPL(TNSALP)
PHEX

FGF23

DMP1

ENPP1
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DMP1
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IDUA
IDS
SGSH
NAGLU
HGSNAT
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GALNS
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ARSB
GUSB
FUCA1
MAN2B1
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AGA
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NEU1
SLC17A5
CTSA
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Lipomembraneous osteodystrophy with leukoencephalopathy

BEBMESEIREEEEORANOT (BEREHS

(presenile dementia with bone cysts; Nasu-Hakola) WE A EBHAE; Nasu-Hakola) TREMZ&IRF o

Lipomembraneous osteodystrophy with leukoencephalopathy BEMEZESEREERCAO7 (BEIEEES TYROBPI&ETF o

(presenile dementia with bone cysts; Nasu—Hakola) ¥ AR HIE; Nasu-Hakola) =

29. Disorganized development of skeletal components group 29. BRESORERETN—T

Multiple cartilaginous exostoses 1 SHEEHEENBEEIR EXT1 O

Multiple cartilaginous exostoses 2 ZREHEENBIEE2R EXT2 O

Multiple cartilaginous exostoses 3 LRGBS B IEEIR

Cherubism IVE LIE SH3BP2 o] @]

Fibrous dysplasia, polyostotic form IR EREAE, 281 GNAS 0] aTHE (GAEE)
Progressive osseous heteroplasia HEITHBEURERRE GNAS O AR ()
Gnathodiaphyseal dysplasia THREHRREAE ANOS5

Metachondromatosis ARAVRATR—T R PTPN11 O A RE (FGHRER)
Osteoglophonic dysplasia B RERLRIE

Fibrodysplasia ossificans progressiva (FOP) ETHE B ERERTBESE (FOP) ACVR1 (@] O Al aE ()
Carpotarsal osteochondromatosis FRBEBHEEE

Cherubism with gingival fibromatosis (Ramon syndrome) HRBHEEEET 57 IVE LIE (RamondE{EEE)

Dysplasia epiphysealis hemimelica (Trevor) R B IRRMAE (Trevor)

Enchondromatosis (Ollier) RN IESE (Ollier) IDH1, IDH2

Enchondromatosis with hemangiomata (Maffucci) MEBEEESRREELE (Maffucci)

30. Overgrowth syndromes with skeletal involvement 30. BB EZ SO B EFEER

Weaver syndrome WeaverdfE (R 3§ NSD1 0] Al HE (IGHEER)
Sotos syndrome SotosfEIEEE NSD1 (@] O =ZE{EFER A RE (FRSAEER)
Marshall-Smith syndrome Marshall~Smith#E (& &

Proteus syndrome ProteusfiE {5 PTEN (@) (@)

Marfan syndrome MarfanfiE IE5E FBN1 (@] @] a8 (R4
Congenital contractural arachnodactyly SEXRMEMEECEHIBE FBN2 O alEe HHEE%)
Loeys-Dietz syndrome types 1A and 2A Loeys—DietzfE{EEE 1A /2A%! TGFBR1 O (e} B CR BN
Loeys-Dietz syndrome types 1B and 2B Loeys-DietzJE{ZE¥ 1BE!/2BE! TGFBR2 @) 0] ATHE (FSAEER)
Overgrowth syndrome with 237 translocations 237 EE S B RAE(REE

31. Genetic inflammatory/rheumatoid-like osteoarthropathies BEHRESE-UITTFHREEEE 1

Progressive pseudorheumatoid dysplasia (PPRD; SED with progressive  #E{TiEAMY DI FHBEMAIE (PPRD; #1714 N
arthropathy) % 5 SED) WISP3 O @] ATHE (GAEER)
Chronic infantile neurologic cutaneous articular syndrome = g | ! |

Eﬁg\l’\%g))/ neonatal onset multisystem inflammatory disease %%g%%&%gﬁ%ég%{ﬁgﬁ&ﬁ (CINCA)/#i £ 1% NLRP3

Sterile multifocal osteomyelitis, periostitis, and pustulosis EBELHIEEHL, BIEL BREE

(CINCA/NOMID-like) (CINCA/NOMOID#%)

Chronic recurrent multifocal osteomyelitis with congenital SRUERBENEEMFESBEFEERES RN

dyserythropoietic anemia (CRMO with CDA; Majeed syndrome) BBIA (CDAZ£5CRMO; MajeedfE(EEE)

Hyperostosis/hyperphosphatemia syndrome BiLBRE/SY B MEREIRE

Infantile systemic hyalinosis/Juvenile hyaline fibromatosis (ISH/JHF) PRI R BT B/ BRI T LRI E ANTXR2

(ISH/JHF)

333:?3:;3;@ dysplasia and isolated cranial ossification 3 HEEERMRESLUESE LR L—T
Cleidocranial dysplasia HEEERMIE RUNX2 0] (o] GG EN)
CDAGS syndrome (craniosynostosis, delayed fontanel closure, CDAGSYERE CEE= B &, RMFMELE, HEE

parietal foramina, imperforate anus, genital anomalies, skin eruption) L, SHAT, MEBEE &P5)

Yunis=Varon dysplasia Yunis-Varon® 2 R IE

Parietal foramina (isolated) SETEFL (BihEY) ALX4 O O

Parietal foramina (isolated) SETR L (BEiyhE) MSX2 O (@]

33. Craniosynostosis syndromes 33 EEE B W AEER

Pfeiffer syndrome (FGFR1-related) PfeifferfE{& 3 (FGFR1B8:E) FGFR1 O (@]

Pfeiffer syndrome (FGFR2-related) PfeifferfiE{Z 8 (FGFR2RHE) FGFR2 @) 0] ATRE (M FRER)
Apert syndrome ApertfiE (R FGFR2 O O aIge (FHFREK)



