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Lipomembraneous osteodystrophy with leukoencephalopathy EENEEZESEREER AT (BEREMHES

-
(presenile dementia with bone cysts; Nasu-Hakola) W ZHRAIE; Nasu-Hakola) TREM2BIZF o
Lipomembraneous osteodystrophy with leukoencephalopathy EEMEEESEEEEE S AMIT, (BEREEES TYROBPI&IEF o
(presenile dementia with bone cysts; Nasu-Hakola) W& B FRAAE; Nasu-Hakola) e
29. Disorganized development of skeletal components group 29 BEODEERETIL—T
Multiple cartilaginous exostoses 1 SRMERBENBIEE IR EXT1 O
Multiple cartilaginous exostoses 2 ZHRMETF N B EE2R EXT2 o]
Multiple cartilaginous exostoses 3 ZREHEENBIEESR
Cherubism IVE LEE SH3BP2 @] @]
Fibrous dysplasia, polyostotic form BN EELRE 284 GNAS (@] "] BE (RRFEER)
Progressive osseous heteroplasia HEITIEB R ARE GNAS @] AT HE (RSHEE)
Gnathodiaphyseal dysplasia THEBESHRMAE ANOS
Metachondromatosis AFarRaTh—2 R PTPN11 @) B[ 8E (A ER)
Osteoglophonic dysplasia BERERNRE
Fibrodysplasia ossificans progressiva (FOP) TR LR R RE (FOP) ACVR1 @) O A BE (AR )
Carpotarsal osteochondromatosis FIRERBEYEEE
Cherubism with gingival fibromatosis (Ramon syndrome) WIS BIE LS5 ILE LJE (RamonfEEEE)
Dysplasia epiphysealis hemimelica (Trevor) BB B IHEREE (Trevor)
Enchondromatosis (Ollier) NI BIESE (Ollier) IDH1, IDH2
Enchondromatosis with hemangiomata (Maffucci) MEEEESRNIREIELE (Maffucci)
30. Overgrowth syndromes with skeletal involvement 30. BRIBREES OB REIREE
Weaver syndrome WeaverfiE {E & NSD1 @] A RE (IGAREK)
Sotos syndrome SotosfE{ZEE NSD1 O @] @] =P ER H&E (i AEER)
Marshall-Smith syndrome Marshall-Smith4iE {& &
Proteus syndrome ProteusfiE (&R PTEN O O
Marfan syndrome MarfanfE{EEE FBN1 O O BTEE (I 4
Congenital contractural arachnodactyly SR CEIEE FBN2 @] E-E
Loeys-Dietz syndrome types 1A and 2A Loeys-DietzfE{&EE 1AZY/2AFY TGFBR1 O O CEACY
Loeys—Dietz syndrome types 1B and 2B Loeys-DietzfE{&#f 1B /2BHY TGFBR2 (@] O aIEE (5 H
Overgrowth syndrome with 237 translocations 203 7R R F S B RIE IR EF
31. Genetic inflammatory/rheumatoid-like osteoarthropathies BIGEMRIENE - TFHEEEE
Progressive pseudorheumatoid dysplasia (PPRD; SED with progressive %ﬁ%%ﬁ‘)’???&%ﬁﬁéﬁﬁﬁ (PPRD; #1714 WISP3 o o A4E (SRS
arthropathy) EEFESSED)
Chronic infantile neurologic cutaneous articular syndrome L ] 1 y oy ™
Egg\!'\(l;}g))/ neonatal onset multisystem inflammatory disease %%;}'%%ﬁﬁégi%gﬁﬁgﬁgﬁ (CINCAY/# £ NLRP3 O
Sterile multifocal osteomyelitis, periostitis, and pustulosis WEMLFEEERL BIEL, BEE
(CINCA/NOMID-like) (CINCA/NOMOID#%)
Chronic recurrent multifocal osteomyelitis with congenital SREREEEMEEMFEISEEEERESRE
dyserythropoietic anemia (CRMO with CDA; Majeed syndrome) EHX (CDAEESCRMO; MajeedfEIREE)
Hyperostosis/hyperphosphatemia syndrome 'E‘ﬁi@ﬂﬁ/-rg')‘/ﬁﬁ%ﬁﬁ@ﬁ
[ 18§ ! 1S P S A 1y
Infantile systemic hyalinosis/Juvenile hyaline fibromatosis (ISH/JHF) E’;gﬁ’}%ﬁ?ﬂlit? RSB EIEET U R IRIE ANTXR2
Si.filfsidé:gizial dysplasia and isolated cranial ossification 32 HEEEERRESLVEEE LR IL—T
Cleidocranial dysplasia SHEEERMRIE RUNX2 O o] T 5k FEFE)
CDAGS syndrome (craniosynostosis, delayed fontanel closure, CDAGSIERE CEEBHAE, RMHKEE, 1
parietal foramina, imperforate anus, genital anomalies, skin eruption) L, $HRL, tERREE, ®P)
Yunis~Varon dysplasia Yunis—Varon® R B IE
Parietal foramina (isolated) SETETL (BmE) ALX4 O O
Parietal foramina (isolated) SETETL () MSX2 o] @]
33. Craniosynostosis syndromes 33 EEEBMAEEE
Pfeiffer syndrome (FGFR1-related) PfeifferfE{&2E (FGFR1BEE) FGFR1 @] o]
Pfeiffer syndrome (FGFR2-related) PreifferfiE (&% (FGFR2EHE) FGFR2 @) O EEHGSEES)
Apert syndrome ApertfE{&E FGFR2 O O aTEE (RFEER)



— 0086 —

Craniosynostosis with cutis gyrata (Beare~Stevenson)
Crouzon syndrome

Crouzon-like craniosynostosis with acanthosis nigricans
(Crouzonodermoskeletal syndrome)

Craniosynostosis, Muenke type

Antley-Bixler syndrome (ABS2)

Antley-Bixler syndrome (ABS1)

Craniosynostosis Boston type

Saethre-Chotzen syndrome

Shprintzen—Goldberg syndrome

Baller—Gerold syndrome

Carpenter syndrome

34. Dysostoses with predominant craniofacial involvement

Mandibulo~facial dysostosis (Treacher—Collins, Franceschetti-Klein)
Mandibulo—facial dysostosis (Treacher—Collins, Franceschetti-Klein)

Mandibulo—facial dysostosis (Treacher-Collins, Franceschetti~Klein)

Oral~facial-digital syndrome type I (OFD1)
Weyer acrofacial (acrodental) dysostosis
Endocrine—cerebro—osteodysplasia (ECO)
Craniofrontonasal syndrome

Frontonasal dysplasia, type 1

Frontonasal dysplasia, type 2

Frontonasal dysplasia, type 3

Hemifacial microsomia

Miller syndrome (postaxial acrofacial dysostosis)
Acrofacial dysostosis, Nager type
Acrofacial dysostosis, Rodriguez type

35. Dysostoses with predominant vertebral with and without
costal involvement

Currarino triad

Spondylocostal dysostosis type 1 (SCD1)

Spondylocostal dysostosis type 2 (SCD2)

Spondylocostal dysostosis type 3 (SCD3)

Spondylocostal dysostosis type 4 (SCD4)

Spondylothoracic dysostosis

Klippel-Feil anomaly with laryngeal malformation
Spondylocostal/thoracic dysostosis, other forms
Cerebro—costo-mandibular syndrome (rib gap syndrome)
Cerebro-costo~mandibular-like syndrome with vertebral defects
Diaphanospondylodysostosis

36. Patellar dysostoses

Ischiopatellar dysplasia (small patella syndrome)
Small patella - like syndrome with clubfoot
Nail-patella syndrome

Genitopatellar syndrome

Ear-patella-short stature syndrome (Meier—Gorlin)

37. Brachydactylies (with or without extraskeletal manifestations)
Brachydactyly type At
Brachydactyly type At
Brachydactyly type A2
Brachydactyly type A2
Brachydactyly type A2
Brachydactyly type A3

MMENR B R & - 1-SBE B M S 4E (Beare-Stevenson) FGFR2

CrouzonfEIERE
EEREEEESI-Crouzonf3BEE B A E
(Crouzon [ & B 1S SEIRED)
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FHE B i & JEIZEE Boston type
Saethre-ChotzenfE {& &
Shprintzen—GoldbergfE &5
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CarpenterfE {& 2

34 EEHEEEREBLILTIERE
THE-BEE R BE (Treacher-Collins, Franceschetti-
Klein)
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Klein)
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Klein)
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Brachydactyly type B

Brachydactyly type B2

Brachydactyly type B2

Brachydactyly type C

Brachydactyly type D

Brachydactyly type E

Brachydactyly type E

Brachydactyly — mental retardation syndrome
Hyperphosphatasia with mental retardation, brachytelephalangy,
and distinct face

Brachydactyly—Hypertension syndrome (Bilginturan)
Brachydactyly with anonychia (Cooks syndrome)
Microcephaly—oculo—digito—esophageal-duodenal syndrome
(Feingold syndrome)

Hand~Foot-Genital syndrome

Brachydactyly with elbow dysplasia (Liebenberg syndrome)
Keutel Syndrome

Albright Hereditary Osteodystrophy (AHO)
Rubinstein-Taybi syndrome

Rubinstein—Taybi syndrome

Catel~-Manzke syndrome

Brachydactyly, Temtamy type

Digital arthropathy/brachydactyly

Christian type brachydactyly

Coffin-Siris syndrome

Mononen type brachydactyly

Poland anomaly

38. Limb hypoplasia - reduction defects group
Ulnar-mammary syndrome

De Lange Syndrome

Fanconi anemia

Fanconi anemia

Fanconi anemia

Thrombocytopenia—Absent Radius (TAR)

Thrombocythemia with distal limb defects

Holt-Oram syndrome

Okihiro syndrome (Duane — Radial Ray anomaly)

Cousin syndrome

Roberts Syndrome

Split~hand-foot malformation with long bone deficiency
(SHFLD1)

Split~-hand-foot malformation with long bone deficiency
(SHFLD2)

Split-hand—foot malformation with long bone deficiency
(SHFLD3)

Tibial hemimelia

Tibial hemimelia~polysyndactyly-triphalangeal thumb
Acheiropodia

Tetra~amelia

Tetra—amelia

Ankyloblepharon-Ectodermal dysplasia~Cleft lip/palate (AEC)
Ectrodactyly—ectodermal dysplasia cleft-palate syndrome Type 3
Ectrodactyly-ectodermal dysplasia cleft-palate syndrome Type 1

Ectrodactyly—ectodermal dysplasia-macular dystrophy syndrome (EEM)

Limb~-mammary syndrome (including ADULT syndrome)

EteEBE

fEiREB2EL

EiafEB2EY

EiERECE

SEIBAEDEL

EiREERY

EiRAEER

EIRE - R R R

RHFEERRY EMEE, BREREHEIBIFR
TrA—HfE

SEIRIE - BT SEIREE (Bilginturan)

B TUEZ (£ 5F4BSE (Cooks syndrome)
/NEE-BR- 5 - BB -+ ZIEIRIEIEEE (Feingold
syndrome)

F-B-MEBEER

R EEESIEIRIE (Liebenberg syndrome)
KeutelfE {E 2%

Albrighti& =14 B BRI (AHO)
Rubinstein-TaybifE{& 5
Rubinstein-TaybifiE {%#
Catel-ManzkeJE &£

FEIBIE, Temtamy®!

TR /R IBIE

ChristianB! 52454

Coffin-SirisfE{Z 3

MononenZ! 5Z15HE

Poland 2%

38. MRRIER R/ RET N—T
REIEMERE

De LangefE &5

Fanconi& Ifil

Fanconi& Il

Fanconi& Il

MR -1 E RIBIE (TAR)

7Y 53 o7 B R AB % 435 M/ MRURE A E
Holt-OramfE{E &

OkihirofE{&E% (Duane—1E B FIEE)
CousinfE {2

RobertsfE (R 8%

REBRBEASRT HEMERE
REBRBEHSRFT -REBERE (SHFLD2)
REEBRBEHSRT -REMERE (SHFLD3)

W

(SHFLD1)

BB ERE

B RRE- S S RE - SIR=IREE
RF RIE

RO R E

paduelibnd

IRER IS MR - OB DO SREIREE (AEC)
RIE-SMNEERIE - OERERIE (EECI)
miE-SMEERME - QD EFEER1E (EECT)
RIG-SNEERMA - B A DT (EEM)

rapk - SLEMERE (ADULTEEIRBEZED)

ROR2
ROR2&JEE S

GDF5
HOXD13
PTHLH
HOXD13
2q37

MYCN
HOXA13

MGP
GNAS
CREBBP
EP300

CHSY1

TBX3

NIPBL, SMC1A

BRCA2

FANCA, FANCC, PALBZ,
BRCAZ2, FANCN

BRIP1, FANCA, FANCB,

FANCGC, FANCD2, FANCE,

FANCF, FANGG, FANCI,
FANCL, FANCM, PALB2
19211

SALL4
SALL4
TBX15
ESCO2

XiEHH
WNT3# G F
TP63

TP63

TP63

Q00O (e]e}

O

o 00 O

O 0000

(prenatal#il)

O
@]
o
O]
@)

O
O (prenatalfzl)

0000

@)

O
O (prenatalZilL)

O

O (prenatalfil)

©)
©)

o

Q00O

B RE (G HE )

HHE (GAEER)
QLR

ELAGT
A e (15483

AT BE (154
HHE (ICARE)



— 606 —

Split Hand-Foot malformation, isolated form, type 4 (SHFM4)
Split Hand-Foot malformation, isolated form, type 1 (SHFM1)
Split Hand-Foot Malformation, isolated form, type 2 (SHFM2)
Split Hand~Foot malformation, isolated form, type 3 (SHFM3)
Split Hand-Foot malformation, isolated form, type 5 (SHFM5)
Al-Awadi Raas-Rothschild limb-pelvis hypoplasia-aplasia
Fuhrmann Syndrome

RAPADILINO syndrome

Adams—Oliver Syndrome

Femoral Hypoplasia-Unusual Face Syndrome
Femur-Fibula=Ulna Syndrome

Hanhart Syndrome (Hypoglossia—hypodactylia)

Scapulo-iliac dysplasia (Kosenow)

39. Polydactyly-Syndactyly-Triphalangism Group

Preaxial Polydactyly type 1 (PPD1)

Preaxial Polydactyly type 1 (PPD1)

Preaxial Polydactyly type 2 (PPD2)/ Triphalangeal Thumb (TPT)
Preaxial Polydactyly type 3 (PPD3)

Preaxial Polydactyly type 4 (PPD4)

Greig Cephalopolysyndactyly Syndrome

Pallister—Hall syndrome

Synpolydactyly (complex, fibulin1 — associated)
Synpolydactyly

Townes—Brocks syndrome (Renal~Ear-Anal-Radial syndrome)
Lacrimo—Auriculo~Dento-Digital syndrome (LLADD)
Lacrimo~Auriculo-Dento-Digital syndrome (LADD)
Lacrimo—Auriculo-Dento-Digital syndrome (LADD)
Acrocallosal syndrome

Acro-pectoral syndrome

Acro—pectoro-vertebral dysplasia (F-syndrome)

Mirror—-image polydactyly of hands and feet (Laurin—Sandrow
syndrome)

Mirror-image polydactyly of hands and feet (Laurin—-Sandrow
syndrome)

Cenani~Lenz syndactyly

Cenani-Lenz like syndactyly

Oligosyndactyly, radio-ulnar synostosis, hearing loss and renal
defects syndrome

Syndactyly, Malik-Percin type

STAR syndrome (syndactyly of toes, telecanthus, ano- and renal
malformations)

Syndactyly type 1 (lII-1V)

Syndactyly type 3 (IV-V)

Syndactyly type 4 (I-V) Haas type

Syndactyly type 5 (syndactyly with metacarpal and metatarsal
fusion)

Syndactyly with craniosynostosis (Philadelphia type)
Syndactyly with microcephaly and mental retardation (Filippi
syndrome)

Meckel syndrome type 1

Meckel syndrome type 2

Meckel syndrome type 3

Meckel syndrome type 4

Meckel syndrome type 5

Meckel syndrome type 6

40. Defects in joint formation and synostoses
Multiple synostoses syndrome type 1
Multiple synostoses syndrome type 2
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Multiple synostoses syndrome type 3

Proximal symphalangism type 1

Proximal symphalangism type 2

Radio—ulnar synostosis with amegakaryocytic thrombocytopenia
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