FARERRRAVE (FEORELSVIRTLE) PIRmEs

fT& : B RHKEXBEBI2>EE (199 2 )
Osteochondrodysplasias BB RIEAE
A, Defects of the tubular (and flat) bones and/or A FRBH) B - it BiROEE
axial skeleton
1. Achondroplasia group 1. BRBBRERESN—T
Thanatophoric dysplasia BIetE B GE AD 187.600
Thanatophoric dysplasia-straight femur/cloverleaf BIEMBEREARIE—IEBMAEE « 2 o—HEED
skull type AD 187.600
Achondroplasia B MIEALGE AD 100.800
Hypochondroplasia WRBI{EERE AD 146.000
2. Achondrogenesis 2, RBMRLELE
Type 1A 1A % AR 200.600
Type IB IB # AR 200.600
3. Spondylodysplastic group (Perinatally lethal) 3. BHRERI V-7 (BEMEIEN)
San Diego type San Diego # Sp 151.210
Torrance type Torrance & Sp 151.210
Luton type Luton % Sp 151.210
4. Metatropic dysplasia group 4, ERMBEREIN—T
Fibrochondrogenesis e B FEdiE AR 228.520
Schneckenbecken dysplasia WA ERETRIEMIE AR 269.250
Metatropic dysplasia EAEME SIS AD 156.530
AR 250.600
5. Short rib dysplasia group (with/without 5. EWARRERIES V-7 (BIBEXEED, Ehikfkb
polydactyly) )
SR (P) Type 1 Saldino Noonan SR (P) 1# (Saldino Noonan %) AR 263.530
SR (P) Type 1I Majewski SR (P) 11&% (Majewski ) AR 263.520
SR (P) Type llII Verma-Naumoff SR (P) & (Verma-Naumoff %) AR 263.510
SR (P) Type IV Beemer-Langer SR (P) IV%Y (Beemer-Langer &) AR 269.860
Asphyxiating thoracic dysplasia 2EMMMRIEALGE AR 208.500
Ellis-van Creveld dysplasia Ellis-van Creveld BHRERIE AR 225.500
6. Atelosteogenesis/Diastrophic dysplasia group 6. BTLREE M BRERES N —T
Boomerang dysplasia T — X5 B RIEZKEE Sp-
Atelosteogenesis type 1 BIefd4E [ & Sp 108.720
Atelosteogenesis type 2 (de la Chapelle) HAREFEMFENR (de la Chapelle ) AR 256.050
Omodysplasia 1 (Maroteaux) LBESRIEAGE 1 8 (Maroteaux #) AD-
Omodysplasia II (Borochowitz) LB RIEREINIR (Borochowitz &) AR-
Oto-palato-digital syndrome type 2 H .0 - 8EMRMEIT XLR 304.120
Diastrophic dysplasia It RERLE AR 222.600
Pseudodiastrophic dysplasia Bt E SURRRE AR 264.180
7. Kniest-Stickler dysplasia group 7. Kniest-Stickler BREERESN—T
Dyssegmental dysplasia-Silverman Handmaker ST B SRIUIRGE-Silverman Handmaker Y
type AR 224410
Dyssegmental dysplasia-Rolland-Desbuquois type SRR B RIERE-Rolland-Desbuquois U
AR 224.400
Kniest dysplasia Kniest BRERE AD 156.550
Oto-spondylo-megaepiphyseal dysplasia H - 74 - BERXBISIIERLE AR 215.150
Stickler dysplasia (heterogeneous, some not linked Stickler BRFEMRE (BN, —81x Coll Col 2 Al
to Coll CoL 2 Al) W B ¢) AD 108.300
8. Spondyloepiphyseal dysplasia congenita group 8

Langer-Saldino dysplasia (Achondrogenesis type
11)
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. ERMEHYE - BMBREARESN—T

Langer-Saldino B RIEE (SKEMIELELE [1R))
AD 120.140.02
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Hypochondrogenesis
Spondyloepiphyseal dysplasia congenita

. Other spondyloepi- (meta)-physeal dysplasias

X-linked spondyloepiphyseal dysplasia tarda
Other late onset spondyloepi-(meta)-physeal
dysplasias (ie. Namaqualand d.. Irapa D.)
Progressive pseudorheumatoid dysplasia
Dyggve-Melchior-Clausen dysplasia
Wolcott-Rallison dysplasia
Immunoosseous dysplasia
Pseudoachondroplasia
Opsismodysplasia
Dysostosis multiplex group
Mucopolysaccharidosis | -H

I1-S
Mucopolysaccharidosis ]
Mucopolysaccharidosis 1I]-A

111-B

1-C

1-D
Mucopolysaccharidosis [V-A

IV-B
Mucopolysaccharidosis V1
Mucopolysaccharidosis Vi
Fucosidosis
a-Mannosidosis
f-Mannosidosis
Aspartylglucosaminuria
gM1 Gangliosidosis, several forms
Sialidosis, several forms
Sialic storage disease
Galactosialidosis, several forms
Mucosulfatidosis
Mucolipidosis 11
Mucolipidosis [l
Mucolipidosis 1V
Spondylometaphyseal dysplasias
Spondylometaphyseal dysplasia-Kozlowski type
Spondylometaphyseal dysplasia-corner fracture
type (Sutcliffe)
Spondyloenchondrodysplasia
Epiphyseal dysplasias
Multiple epiphyseal dysplasia Fairbank/Ribbing

Chondrodysplasia punctata (Stippled epiphyses)

group

Rhizomelic type

Conradi-Htinermann type

X-linked recessive type

MT-type

Others including CHILD syndrome,
Zellweger syndrome, Warfarin embryopathy,
Chromosomal abnormalities, Fetal alchohol
syndrome

Metaphyseal dysplasias

Jansen type

Schmid type

Spahr type
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TR ESEEE AD 120.140.02
SERIEFFHE - BORSIUAEE AD 183.900

. EDBOEH - B - (BER) - REBE

MRS HE - BIRRFARE XLD 313.400
T OMLDBRERTHE - B - (BRIR) - BIBRE (B
Namaqualand d.. Irapa D.)
HETTHEMYE Y ¥~ F B RIEAE AR 208.230
Dyggve-Melchior-Clausen B R FE AR 223.800
Wolcott-Rallison ‘B RFELGE AR 226.980
RIET LB RTAE AR-
PR RIERRAE AD 177.150
IR EE R R R E AR 258.480
SRURBEIN—-T
Lo &BlsE I-H 8 AR 252.800

I-S K AR 252.800
L3 HHHENR XLR 309.900
L3 SHEFEN-A B AR-

11-B &Y AR-

111-C & AR-

HI-D & AR 252.940
LI HPELEIV-A T AR-

IV-B B AR 230.500
LS PEEVIE AR 253.200
L0 BRHEVIE AR 253.220
Z7ayv F—va AR 230.000
a-wv /¥ F—v A AR 248.500
p-= /v F—vA AR 248,510
T AT FN7 Va3 URE AR 208.400
gMl o7V Ay F—vx, &8 AR 230.500
Y7V F—vX, &8 AR 256.550
U7 U MERK AR 269.920
727 7Y F—v A, &8 AR 256.540
LITANT 7F F—v R AR 272,200
LaBEAENR AR 252.500
LD JRHEGEINR AR 252.600
A BRHEAEIVE AR 252.650
B - BRIRRIEZARE
FHE - B EIRRIEAE -Kozlowski ) AD 271.660
HHE - BESRRERE-BRESME (Sutcliffe 1Y)
AD-
FHE - RECE RIEAUE AR 271.550
BN R AE
% Rt B IR RIS ARIE-Fairbank - Ribbing i
AD 132.400

RRRBRIZBE (RREW) SN—7

IR AR 215.100

Conradi-Hinermann & XLD 302.950

4 tER XLR 302.940

BER - hFFR Sp-

% ofth CHILD fEfRE:, Zellweger fEMREE, 7—7 7
U IR, REEREE BRBRET VI —LE
31t

BENATMIE
Jansen & AD 156.400
Schmid & AD 156.500
Spahr & AR 250.400
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McKusick type (CHH)

Metaphyseal anadysplasia

Shwachman type

Adenosine deaminase deficiency
Brachyrachia (Short spine dysplasia)
Brachyolmia, several types

Mesomelic dysplasias

Dyschondrosteosis

Langer type

Nievergelt type

Robinow type

Acro/acro-mesomelic dysplasias
Acromicric dysplasia

Geleophysic dysplasia

Acrodysostosis

Tricho-rhino-phalangea.l dysplasia type 1
Tricho-rhino-phalangeal dysplasia type 2
Saldino-Mainzer dysplasia
Pseudohypoparathyroidism several types

Cranioectodermal dysplasia

Acromesomelic dysplasia

Grebe dysplasia

Dysplasias with significant (but not exclusive)
membraneous bone involvement
Cleidocranial dysplasia

Osteodysplasty, Melnick-Needles

Bent bone dysplasia group

Campomelic dysplasia

Kyphomelic dysplasia

Stve-Wiedemann dysplasia

Multiple dislocations with dysplasias
Larsen syndrome

Desbuquois syndrome
Spondylo-epi-metaphyseal dysplasia with joint
laxity

Osteodysplastic primordial dwarfism group
Type 1

Type 2

Dysplasias with decreased bone density
Osteogenesis imperfecta (several types)

Osteoporosis with pseudoglioma
Idiopathic juvenile osteoporosis

Bruck syndrome

Homocystinuria

Singleton-Merten syndrome

Geroderma osteodysplastica

Menkes syndrome

Dysplasias with defective mineralization
Hypophosphatasia

Hypophosphatemic rickets
Pseudodeficiency rickets, several types

Neonatal hyperparathyroidism
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McKusick Y (CHH) AR 250.250

EHE B ERR IR AE XLA?-
Shwachmah # AR 264.400

77/ vy r¥T7 3+ —ERIARE AR 102.700
EREE (EEHERERE)

SEAEHE, &% 113.500, 271.530
PRI R FLRRIE

RECE - #5E AD 127.300

Langer ) AR 249.700

Nievergelt # AD 163.400

Robinow # AD 180.700

MU - PR

SRS SUEAAE Sp 102.370
ERARERERAE AR 231.050

5% (B0 S S BHiE AD 101.800

B - M- IBRBRE [ 2 AD 190.350
BE - M - FEMSUEALE 1R AD 150.230
Saldino-Mainzer B RERE (FE{&REE) AR 266.920
Btk EB/IMERRREIE TIE, &% AD 103.580, AR?
139.320, XLD? 203.330

TR - SRR AR 218.330

RO PRI RIERE AR 201.250

Grebe B RIEAE AR 200.700
BRHERERANY ) REARE

$R - THEREAGE AD 119.600
Melnick-Needles ‘B R iE XLD 309.350
BHBERERESN—T

BB SRIERE AR 211.970
BERRRLE AR 211.350
Sttve-Wiedemann B R¥akiE AR-
BRI A M- - SR EAERE

Larsen R AD 150.250

Desbuquois fE&E AR 215.200
BAETAAR & 45 B HE « B - BRIMRTRE
AR 271.640

BRERMRRMENAES V-

1% AR 210.710

1T AR 210.720

BEEET A5 BREME

BIERFLE (£3) AD 120.150, 120.160, 166.210-60,
AR 259.110, 259.420
BRI % £ > BIRBE AR 259.770

¥ St SEME B BRAE Sp 259.750

Bruck fEfEE AR 259.450

REVAF URIE AR 236.200
Singleton-Merten fiZ{@1¥ Sp 182.250

B RIZRMEEARERE AR 231.070
Menkes fEfREE XLR 309.400

BIRALHEE 245 BRIZBUE

B7 A7 7 % —+¥{E AD 146.300, 171.760, 241.500,
241.510

B ffEM < 5/ XLR 370.800

vy S yDBRZM L 31K, £8 AR 264.700, 277.420,
277.400

e o b BU/MEBRBETUERE AR 239.200



BRAeERFENREMHD®

24. Dysplasias with increased bone density

Osteopetrosis

a) precocious type

b) delayed type

c) intermediate type

d) with renal tubular acidosis
Dysosteosclerosis
Pycnodysostosis
Osteosclerosis-Stanescu type
Axial osteosclerosis including

a) Osteomesopycnosis

b) with bamboo hair (Netherton syndrome)

¢) Tricho-thiodystrophy
Osteopoikilosis
Melorheostosis
Osteopathia striata
Osteopathia striata with cranial sclerosis
Diaphyseal dysplasia, Camurati-Engelmann
Craniodiaphyseal dysplasia
Lenz-Majewski dysplasia
Craniometadiaphyseal dysplasia
Endosteal hyperostosis

a) van Buchem disease

b) Sclerosteosis

c) Worth disease

d) with cerebellar hypoplasia
Pachydermoperiostosis
Fronto-metaphyseal dysplasia
Craniometaphyseal dysplasia

a) severe type

b) mild type
Pyle (disease) dysplasia
Osteoectasia with hyperphosphatasia

Oculo-dento-osseous dysplasia
a) severe type
b) mild type
Familial infantile cortical hyperostosis-Caffey

(FEBRERGUIRER) IRREH

24, BEMIBINAEN D BRIEME

KEEHR

a) B38 AR 259.700

b) BFX AD 166.600

c) iR AR 259.710

d) RHIB®T7 v F—Y A 2451 AR 259.730
SUBHEBI{LE AR 224.300
WILRBIE AR 265.800
Stanescu BBWi{LiE AD 122.900
B W {bE, Tiirat

a) FpRibiE AD 166.450

b) 824> (Netherton [EfRET)

AR 256.500

c) BE - FARKIKE AR 242,170
B HEEUE AD 166.700
AOVA A M= R, HHWERE Sp 155.950
R BAE Sp-
TR % £ > Sl BfE AD 166.500
Py REE (Camurati-Engelmann %) AD 131.300
WY BRRIERIE AD 122,860, AR 218.300
Lenz-Majewski 8 5RIZREE Sp 151.050
THE - B8 - BRRBAE Sp-
B W B G EE

a) van Buchem #§ AR 239.100

b) ‘BHE{LiE AR 269.500

c) Worth §i§ AD 144.750

d) NREERE#ES> b AR-
B RiEERE AD 167.100
AT - E RIS RE XLR 309.620
IHE - B SR RIE

a) HER AR 218.400

b) &fER AD 123.000
Pyle (%) BREAJE AR 265.900
HBTNVAY T+ RT7 7 I ¥R EBIEKRE
AR 239.000
IR - o - B RIERIE

a) HEX AR 257.850

b) BER AD 164.200
Rt IR B R B REnE-Caffey #%§ AD 114.000

_ Disorganized development of cartilage and fibrous B. BHOBEMS L URBRMMERDIORERS

components of the skeleton
Dysplasia epiphysealis hemimelica
Multiple cartilaginous exostoses
Enchondromatosis (Ollier)

I B S SRR AE Sp 127.800
% SEteicl /B ME AD 133.700
AEkEImGE (Ollier ) Sp 166.000

Enchondromatosis with hemangiomata (Maffucci) B R % 2 5 IR IMGE (Maffucci fEMRDE)
Sp 166.000
Metachondromatosis A¥aviow b=y AD 156.250

Osteoglophonic dysplasia
Fibrous dysplasia (Jaffe-Lichtenstein)

BRI Sp 166.250
BHETER SUBAREE (Jaffe-Lichtenstein §§) Sp 174.800

Fibrous dysplasia with pigmentary skin changes BRORE L ERYEEBENE S (£ U RIER

and precocious puberty (McCune-Albright)
Cherubism
Myofibromatosis (Generalized fibromatosis)

£ (McCune-Albright fE{&Ef) Sp 174.800
NV LfE AD 118.400

AR MEMTRE (RFETEERMEMISE) AR 228.550
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RERFHARMEYS (FLORELAPRELE) Trormss

C. Idiopathic osteolyses

Pt

. Predominantly phalangeal

Hereditary acrosteolysis, several forms
Hajdu-Cheney type

. Predominantly carpal/tarsal

Carpal-tarsal osteolysis with nephropathy

Frangois syndrome (Dermo-chondro-corneal dys-

trophy)

. Multicentric

Winchester syndrome
Torg type
Mandibulo-acral dysplasia

. Other

Familial expansile osteolysis

C. FRUBBAE

-

. FRMIEERIARRE

WEESE () IR BANRE, &1-102.400
Hajdu-Cheney # AD 102.500

. BRMTFIR - RIRBIAMIE

BRBEMHDFR - RIRBEME AD 166.300
Francois fE{REY (KM - XF - ABRRYSHIE)
AR 221.800

. BN R RIBRE

Winchester fE&E AR 27.950
Torg §Y AR 259.600
T (B SRSUBRE AR 248.370

. 0t

R HGR M RYANEGE AD 174.810

AD="H I fhfit:, AR =R iufhfkastt, XLD = e B,
XLR= %M, Sp=#Stt, MF=McKusick # o~
F -
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