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10 10: Skeletal Short rib—polydactyly syndrome (SRPS), DYNC2H1- P
disorders 10-0010 related EE S IGAEIREE
caused by . o m 47 e
abnormalities of | 10-0020 [ Short rib—polydactyly syndrome (SRPS), IFT80-related | %2h& % taAE &R
cilia or ciliar
signaling: y 10-0030  |Short rib—polydactyly syndrome (SRPS), IFT81-related | 5&RNE % tefEI5EE
10-0040  |Short rib—polydactyly syndrome (SRPS), WDR34-related |52ih B % fefE15EE
10-0050  |Short rib—polydactyly syndrome (SRPS), WDR60-related |52 ihE % fefE15EE
10-0060 ZT;;;b—polydactyly syndrome (SRPS), DYNC2LI1- BB S iR
10-0070 | Short rib—polydactyly syndrome (SRPS), NEK1-related | G E £ 1 AEIREE
10-0080  |Short rib—polydactyly syndrome (SRPS), IFT122-related |%&RNE % tefEI5EE
10-0090  |Short rib—polydactyly syndrome (SRPS), WDR19-related |52ih & % fefE15EE
10-0100 _|Short rib-polydactyly syndrome (SRPS), INTU-related EINE B ISR
10-0110 Short rib-polydactyly syndrome (SRPS), TRAF3IP1- BB S iR
related
10-0120 Endocrine-cerebro-osteo dysplasia (ECO), CILK1-related %L
Short-rib thoracic dysplasia (formerly asphyxiating < - p—
10-0130 | oracic dysplasia - Jeune syndrome), DYNC2H1-related R AR AL
Short-rib thoracic dysplasia (formerly asphyxiating < - p—
10-0140 | oracic dysplasia - Jeune syndrome), DYNC2LI1-related R MRS AL
Short-rib thoracic dysplasia (formerly asphyxiating - - L s
10-0250 |4 oracic dysplasia - Jeune syndrome), WDR34-related HRTAERIRIAE
Short-rib thoracic dysplasia (formerly asphyxiating
10-0160 |thoracic dysplasia - Jeune syndrome), TCTEX1D2- FEIR R 2 IR RS AUE
related
Short-rib thoracic dysplasia (formerly asphyxiating < - p—
10-0170 thoracic dysplasia - Jeune syndrome), WDR60-related FRRT SRR AUE
Short-rib thoracic dysplasia (formerly asphyxiating < - p—
10-0180 thoracic dysplasia - Jeune syndrome), WDR19-related FRRT SRR AUE
Short-rib thoracic dysplasia (formerly asphyxiating < - p—
10-0190 thoracic dysplasia - Jeune syndrome), IFT140-related FRRT SRR AUE
Short-rib thoracic dysplasia (formerly asphyxiating - - L s
10-0200 | poracic dysplasia - Jeune syndrome), TTC21B-related HRTAERIRIAE
Short-rib thoracic dysplasia (formerly asphyxiating < - p—
10-0210 thoracic dysplasia - Jeune syndrome), IFT122-related PR SRR AUE
Short-rib thoracic dysplasia (formerly asphyxiating < - p—
10-0220 thoracic dysplasia - Jeune syndrome), WDR35-related PR SRR AUE
Short-rib thoracic dysplasia (formerly asphyxiating A = oy
10-0230 thoracic dysplasia - Jeune syndrome), IFT43-related PR SRR AUE
Short-rib thoracic dysplasia (formerly asphyxiating A = oy
10-0240 thoracic dysplasia - Jeune syndrome), IFT80-related R
Short-rib thoracic dysplasia (formerly asphyxiating A = oy
10-0250 | oracic dysplasia - Jeune syndrome), IFT172-related PR SRR AUE
Short-rib thoracic dysplasia (formerly asphyxiating A = oy
10-0260 thoracic dysplasia - Jeune syndrome), IFT81-related PR SRR AUE
Short-rib thoracic dysplasia (formerly asphyxiating A = oy
10-0270 thoracic dysplasia - Jeune syndrome), IFT52-related PR SRR AUE
Short-rib thoracic dysplasia (formerly asphyxiating A SRR T
10-0280 inoracic dysplasia - Jeune syndrome), CFAP410-related HRTEAERIRIAE
Short-rib thoracic dysplasia (formerly asphyxiating A SRR T
10-0290  inoracic dysplasia - Jeune syndrome), CEP120-related HRTEAERIRIAE
Short-rib thoracic dysplasia (formerly asphyxiating A SRR T
10-0800 | inoracic dysplasia - Jeune syndrome), KIAA0586-related RS MM ALE
Short-rib thoracic dysplasia (formerly asphyxiating A = oy
10-0310 thoracic dysplasia - Jeune syndrome), GRK2-related PR SRR AUE
Short-rib thoracic dysplasia (formerly asphyxiating A SRR T
10-0820 iporacic dysplasia - Jeune syndrome), TRAF3IP1-related HRTAERIRAE
Short-rib thoracic dysplasia (formerly asphyxiating A SRR T
10-0830inoracic dysplasia - Jeune syndrome), KIAAQ753-related HRTEAERIRAE
10-0340  |Axial spondylometaphyseal dysplasia, CFAPA10-related | &4 254 B 8% R A
10-0350  |Axial spondylometaphyseal dysplasia, NEK1-related S B IR R
36 36: Vertebral [36-0100 |Currarino syndrome, MNX1-related Currarino fE{&##
and costal 36-0020  [Spondylocostal dysostosis, DLL3-related B BEERE
dysostoses  |36-0030 |Spondylocostal dysostosis, MESP2-related FHHEEBRE
36-0040  [Spondylocostal dysostosis, LENG-related EHWEERE
36-0050  [Spondylocostal dysostosis, HES7-related EHWEERE
36-0060 |Spondylocostal dysostosis, TBX6-related EHHBEEEE
36-0070  |Spondylocostal dysostosis, RIPPLY2-related EHHBEEEE
36.0080 | Vertebral segmentation defect (congenital scoliosis) with BROIEEERTH/EMETH
variable penetrance, MESP2-related RABJE (S RMEAIEfE)
36.0000 | Vertebral segmentation defect (congenital scoliosis) with BROIEEEARTH/EETH
variable penetrance, HES7-related RABJE(ERMEAIEfE)
Short stature, cervical segmentation defects, and
N g #
36-0100 developmental delay, CDK10-related oL
36-0110  |Klippel-Feil syndrome, GDF6-related Klippel-Feil fE{& &
36-0120  |Klippel-Feil syndrome, MEOX1-related Klippel-Feil fE{& &
36-0130  |Klippel-Feil syndrome, GDF3-related Klippel-Feil fE{%#f
36-0140  |Klippel-Feil syndrome, MYO18B-related Klippel-Feil fE{%#f
36-0150 |Cervico-oculo-acoustic (Wildervanck) syndrome L
36-0160 Cerebro-costo-mandibular syndrome (rib gap syndrome), | i - B8 - FSEFERE# (rib gapfEfE
SNRPB-related )
S BB RSB R
36-0170 |Cerebro-costo-mandibular-like syndrome, COG1-related fii- By - TRRARIERRE (CDG llg

)
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36-0180 |Diaphanospondylodysostosis, BMPER-related BREHERE
R Spondylo-megaepiphyseal-metaphyseal dysplasia Y. B B E T ey
36-0190 | S\imD). NKX3-2-related Hitt- EXB G- BIRIHRMAE
36-0200 |NAD deficiency syndrome, HAAO-related NADRIEfiE 1% 5
36-0210 |NAD deficiency syndrome, KYNU-related NADRIEfiE 1% 5
36-0220 |NAD deficiency syndrome, NADSYN1-related NAD R B fiE 1% 5
36-0230 |VATER/VACTERL association gL
VACTERL association with hydrocephalus (VACTERL- -
36-0240 H), FANCB-related AL
VACTERL association with hydrocephalus (VACTERL- -
36-0250 H), ZIC3-related AL
~ Uniparental disomy, paternal, for chromosome 14 . =
36-0260 (UPD14; Kagami-Ogata syndrome) SHERRS (U314
FGFR3
BH— BR#fEE2 | B-MMESE | 276 | RBERRE 1 chondrodysplasi | 01-0040 |Achondroplasia, FGFR3-related BB A
as
FGFR3
BH— BRiEER3 U | BB RS RUE 1 chondrodysplasi | 01-0050 [Hypochondroplasia, FGFR3-related BIER A
as
B— BRGERA |B-MEEE |27s| 2T NIAUVIBRREM 1 F$F§3 dysplasi |01"0010; | L: Thanatophoric dysplasia (type 1), FGFR3-related; L AF T4V BRI
RIS | = & ;SO" roaysplast |51 0020 |2: Thanatophoric dysplasia (type 2), FGFR3-related 2: BRI BRI 2E
26 Osteogenesis Osteo o . - g j . AN
_ P T Brs 4 ; : genesis imperfecta, non-deforming (Sillence type | B ALAE, KiGMGHFRRE |7 .
B BRMAEES | B -BHRE |274|BHRTLIE imperfecta and | 26-0010 1), COL1AL related EEESELR Osteogenesi
bone fragility s imperfecta”
” group Osteogenesis imperfecta, non-deforming (Sillence type | BT L, KigtnEaaE |(DEFLTL
Yy put %] -
TR FERE 26-0020 |4y "coL1A2-related EHSFERE 2&9}?’”}’5'
y y Osteogenesis imperfecta, severe perinatal form (Sillence " -
] ] - B B A4 )
n 2B FEBEER 26-0030 | o) COLIAL related BR T SIE, AERHEELR
~ Osteogenesis imperfecta, severe perinatal form (Sillence | g o o o, "
26-0040 |0 o COL 1A related BB LE FEHEELR
~ Osteogenesis imperfecta, severe perinatal form (Sillence | g - o o, "
26-0080 | o CRTAP-related BB LE FEHEELR
~ Osteogenesis imperfecta, severe perinatal form (Sillence | g - o o, "
26-0060 |0 o a1 related BB LE FEHEELR
~ Osteogenesis imperfecta, severe perinatal form (Sillence | g - o o, "
26-0070 |0 o) ppIB related BB SE FEHEELR
n 3B EREITE Osteogenesis imperfecta, progressively deforming = O
26-0080 (Sillence type 3), COL1Al-related ARSI, ETIELRE
~ Osteogenesis imperfecta, progressively deforming BRI
26-0090 | (silence type 3), COL1A2-related AR RIS BiTEpd
~ Osteogenesis imperfecta, progressively deforming BRI
26-0100 (Sillence type 3), IFITM5-related ARSI, ETIELRE
~ Osteogenesis imperfecta, progressively deforming BRI
26-0110 (Sillence type 3), SERPINF1-related ARSI, ETIELRE
~ Osteogenesis imperfecta, progressively deforming BRI
26-0120 (Sillence type 3), CRTAP-related ARSI, ETIELHE
~ Osteogenesis imperfecta, progressively deforming BT A 4= g
26-0130 (Sillence type 3), P3H1-related ARSI, ETIELRE
~ Osteogenesis imperfecta, progressively deforming BT A 4= g
26-0140 (Sillence type 3), PPIB-related ARSI, ETIELRE
~ Osteogenesis imperfecta, progressively deforming BT A 4= g
26-0150 (Sillence type 3), SERPINH1-related ARSI, ETIELRE
~ Osteogenesis imperfecta, progressively deforming BT A 4= g
26-0160 (Sillence type 3), FKBP10-related ARSI, ETIELRE
Osteogenesis imperfecta, progressively deforming B b A 4 A
26-0170 | (silence type 3), TMEM38B-related R RTSE BiTHapD
Osteogenesis imperfecta, progressively deforming B b A 4 A
26-0180 (Sillence type 3), BMP1-related ARSI, ETIEERHE
Osteogenesis imperfecta, progressively deforming B b A 4 A
26-0190 (Sillence type 3), WNT1-related ARSI, ETIEERE
Osteogenesis imperfecta, progressively deforming B b A 4 g
26-0200 | (silence type 3), CREB3L1-related R RTSE BiTHapD
Osteogenesis imperfecta, progressively deforming BRSPS TR
26-0210 | (sillence type 3), SPARC related R RTSE BiTapd
Osteogenesis imperfecta, progressively deforming R b A 4 g
26-0220 (Sillence type 3), TENT5A-related ARSI, ETIEERE
Osteogenesis imperfecta, progressively deforming R b A 4 g
26-0230 | (silence type 3), MBTPS2-related R RTSE BiTHapD
Osteogenesis imperfecta, progressively deforming R b A 4 g
26-0240 (Sillence type 3), MESD-related ARSI, ETIEERE
Osteogenesis imperfecta, progressively deforming
26-0250 |(Sillence type 3) with neurodevelopmental features, BRETLE ETHEERE
KDELR2--related
Osteogenesis imperfecta, progressively deforming R b A 4 g
26-0260 | (silence type 3), CCD134-related R RTSE BiTHapD
no AR hEER Osteogenesis imperfecta, moderate form (Sillence type |z, ’ "
26-0270 2), COL1ALrelated BT 2IE, PEER
Osteogenesis imperfecta, moderate form (Sillence type | g o . oy "
26-0280 4), COL1A2-related BEMATRE, PHEE
Osteogenesis imperfecta, moderate form (Sillence type | g o . oy "
26-0290 4), WNT1-related BEMATRE, PHEE
Osteogenesis imperfecta, moderate form (Sillence type | &0, . — 4, y
26-0300 4), IFITM5-related BERRTSE, PHES
~ Osteogenesis imperfecta, moderate form (Sillence type | &0, o — 4, y
26-0310 4), CRTAP-related BERRTSE, PHES
~ Osteogenesis imperfecta, moderate form (Sillence type |z, . — 4, y
26-0320 4), PPIB-related BERRTSE, PHES
Osteogenesis imperfecta, moderate form (Sillence type | &0, . — 4, y
26-0330 4), FKBP10-related BERRTSE, PHES
~ Osteogenesis imperfecta, moderate form (Sillence type | &0, . — 4, y
26-0340 4), SP7-related BERRTSE, PHES
Osteogenesis imperfecta with calcification of N . "
A i =4 Ak - A .
1t,,ﬂﬁ455£%:f§ff'ﬁ§i’x 26-0350 |interosseous membranes and/or hypertrophic callus (Ol ;Eﬁfﬁ?fg%t BT BE
B R E T type 5), IFITM5- related =
" ZTOHhDE 26-0360 | OSteogenesis imperfecta with craniosynostosis (Cole- Cole-Carpenter & £ Al i (BB E
Carpenter syndrome), P4HB-related BRESEEFESBHIIE)
26-0370 Osteogenesis imperfecta with craniosynostosis (Cole- Cole-Carpenter & £ Al i (BB E
Carpenter syndrome), SEC24D-related BRESEEFESBHIIE)
B— BRIGEES | B-BERE |172|{ERRI74—HE
1. BEHEED 27-0010; |1: Hypophosphatasia, ALPL-related, recessive (biallelic) |{ERRT7742—CEREHEER
|RbEFELGHRE | . 27-0020  |forms;
02 BEMEED r bD'SOFdefs of ERR D75 — T AE MBI
v 3 ZLRR o BAR TP~ HEIRL
mineralisation . . >
n_ 4 INRE 2: Hypophosphatasia, ALPL-related, dominant BERR 75— E/NER
n 5 AR (monoallelic) form ERAT 7 A— AR
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n 6. ERFHE BERRI7E—FEERSE
BEE i
BH— BRFHERET (RHER 326 x g?‘. Eﬂ@ﬂ 24 ::;ert;[;;tergss 24-0010 |Osteopetrosis, neonatal or infantile form, TCIRG1-related | KIEH &¥5, EfEH £ REVFLRE (%4(1
osteoclast "Osteopetrosi
disorders 24-0020 |Osteopetrosis, neonatal or infantile form, CLCN7-related | KI2H 4%, EAEFERE/IARE [s"NEFELT
W3LDDH
24-0030  |Osteopetrosis, neonatal or infantile form, SNX10-related | KIBE B, BAe s RE/FLRE | EETFT=,
240040 | OSteOPetrosis, infantile form, with nervous system REEER LR HEROE
) involvement, OSTM1-related BEHS
240050 | OSteopetrosis, infantile form, osteoclast-poor with REBEEER FLRE, fE 0D
) immunoglobulin deficiency, TNFRSF11A-related U RZEHSH B MR R
n 3. R 24-0060 |Osteopetrosis, intermediate form, TCIRG1-related XERER, PR
24-0070 |Osteopetrosis, intermediate form, TNFSF11-related XERER, PR
24-0080 |Osteopetrosis, intermediate form, PLEKHM-related XERER, PR
24-0090 |Osteopetrosis, intermediate form, CLCN7-related XERER, PR
no 2 ERE 24-0100 |Osteopetrosis, late-onset, dominant form, CLCN7-related | KEE G B %, EFH T8
= S = SR—< )
S—vgf}@%??/ 24-0110  |Osteopetrosis with renal tubular acidosis, CA2-related Em BTV F—Y 22 HIKER
24-0120 Osteopetrosis with ectodermal dysplasia and immune NRERBEREAEFRSEESIK
) defect (OLEDAID), IKBKG-related BERER
24-0130  |Osteopetrosis, moderate form, SLC4A2-related L
24-0140 Osteopetrosis, moderate form with defective leucocyte KIBABR, AMBKIESEFRSE
) adhesion, FERMT3-related ShEER
24-0150 Osteopetrosis, moderate form with defective leucocyte KIBABR, AMBKIESEFRSE
B adhesion, RASGRP2-related SthEER
Disorganized g
development of . - . "exostosis" A%
30-0010; |1: Multiple cartilaginous exostoses, EXT1-related;
_ = = - ’ Bk A
# ARHEDS Ll | SRIERAIES BILE 80 ?;?rlmfglqems 30-0020 2:Multiple cartilaginous exostoses, EXT2-related SRR RIEE fgg;;g
group 1=,
Disorganized 14, 15: Enchondromatosis, IDH1-related (Ollier disease); &Rz
development of |30-0140% Enchondromatosis, IDH2-related (Ollier disease) 14, 15: NEKBFESE (Ollier); afg;:gggfg
— ey = . 28y 5 R _ is"HVE
# BRHEBO BL| MR BEE 30 ?;rerl\et:Lems ‘5’1'70 30 16, 17: Enchondromatosis with hemangiomas, IDH1- 16, 17: MEFBEHSHREBEE |hTl\330
roup related (Maffucci disease); Enchondromatosis with (Maffucci)) DHEZEIT
group hemangiomas, IDH2-related ((Maffucci disease)) T=o
2 Type 2 collagen Achondrogenesis, COL2A1-related (formerly type 2, type | 4, .z, s . )
disorders 2-0010 Langer-Saldino) RERREER
2-0020 Hypochondrogenesis, COL2A1-related REEREE
2-0030 Platyspondylic dysplasia, type Torrance, COL2A1-related | /& 4 E /M IE, Torrance
20040 ipOoanrﬁ/lloepllpthﬁseal dysplasia congenita (SEDC), R B ERT RS
2WAS—4y R ERE et :
B— BRIEKEL 7L prep 2-0050 Spondyloepimetaphyseal dysplasia, COL2A1-related 7L
- 2-0060 Kniest dysplasia, COL2A1-related Kniest & £/ BE
2-0070 Spondyloperipheral dysplasia, COL2A1-related FHRHEEMRIE
2-0080 SED with metatarsal shortening, COL2A1-related o B BEMREESHH BN RE
2-0090 Stickler syndrome, COL2A1-related Stickler fEfZEF15!
2.0100 rl)gl/zg:sm of the proximal femoral epiphyses, COL2A1- KEREE B R RS
e AR 3 23 Chondrodyspl;
: o (CDP)group  |p3.0010 | CPP» X-linked recessive, ARSE-related SORERE R AE, X EHMEE
ﬁﬁgﬁﬁ%ﬁgﬁi ‘ﬁ; (brachytelephalangic type; CDPX1) . RETBEME (CDPX1)
R R E R RE
(CDPX1)
n XPBIREEY ERgI
Conradi-HinermannZ! & 23-0020 | CPP: X-linked dominant, EBP-related (Conradi-Hu" RORECE R RUE, XR BT, C[')LI;”E‘%L‘{;
REBEMBIE nermann type; CDPX2) Conradi-Hiinermann % (CDPX2) DOHEET
(CDPX2) oo
éﬁing;D§1§g§§% 23-0030 | Congenital hemidysplasia, ichthyosis, limb defects CHILDJEIRE (eRMERBIEMAR,
gl KEE)/ < REE. (CHILD) syndrome, NSDHL-related BB, TR RIE)
n__ KeutelfEfEEE 23-0040 _|Keutel syndrome, MGP-related KeutelfE{&EE
;% Greenberg & R AL 23-0050 |Greenberg dysplasia, LBR-related Greenberg BE£# KA
o SERRRE KRR 23-0060 |Rhizomelic CDP, PEX7-related SE{ AR KRB R AR b3
RRRE 23-0070__|Rhizomelic CDP, DHPAT-related SRR AR R B R A FRhizomelic
23-0080 _|Rhizomelic CDP, AGP5-related SRR MR B R ARIE CDPJIE.
23-0090 _|Rhizomelic CDP, FAR1-related SEAT AR R B R Y ARIE Peroxisome
23-0100 _|Rhizomelic CDP, PEX5-related SRR MRS B R ARIE Ll
B.hE SR S SRR ERLRE, BE -hEE
iuk%gﬂ?ﬁi?%i AR RR 23-0110  |CDP tibial-metacarpal type ﬂﬁy BRIAE 8- 8
DIV IBREFEE. SLE
BASFIE . EASUKRZE
BEDIEEMEREIZE
BT DR D KRB E
ERBLEETS.
Pseudoachondr
oplasia and the
B— BRIFESRL2 L | R B S IEE 9 multiple 9-0010 Pseudoachondroplasia, COMP-related AR EERSE
epiphyseal
dysplasias
Filamins and
B— BRH#fiHESEL BL|S—teERE 6 related 6-0090 Larsen syndrome, FLNB-related LarsenfiE &
disorders
Disorganized
[ " development of
S A - : e
B— BR#fEEL4 | B-HEEEE (272 ,ﬁﬁ& BLILIRIER LR 30 skeletal 30-0080 |Fibrodysplasia ossificans progressiva, ACVR1- HEATHEB AL TERR 4 R RUE
fE
components related
group
oy
B BRHEEL U R . EERBRIAE
2
= " " FHBIREBIMENAE
n BHBRERIHE ) g
B AEMaroteaux®! 8-0010 A gﬂgi?teauxi(%ﬁMorquloﬁﬂiﬁ
R 8  |TRPV4 5 8-
fkor disorders 0050 i BRI R EKozlowski T
n_SEREE ERSHE (BB RIEMR)
e s ™y
s e ORI KEIEE A RN
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B— BR#fEELG L | B LR R 24 24: 24-0160 |Osteosclerotic metaphyseal dysplasia, LRKK1-related BRI ERIEREBAE
Osteopetrosis  |24-0170  |Pyknodysostosis, CTSK-related RICRERE
and related 24-0180  |Dysosteosclerosis, SLC29A3-related EEMBEILE
osteoclast 24-0190  |Dysosteosclerosis, TNFRSF11A-related EEMBEILE
disorders Dysosteosclerosis with degenerative encephalopathy and
N 1
24-0200 brain malformation, CSF1R-related s
25 25-0010 Desmosterolosis, DHCR4-related FRAEATA—ILE
25:0steoscleroti [ 25-0020  |Raine dysplasia, FAM20C-related Raine BE# KA
c disorders 25-0030 | Caffey disease, COL1Al-related Caffey & (RLIRE! - BHERY)
25-0040 _|Caffey dysplasia (severe variants with prenatal onset) | Caffey 55 (4 BT SfE D B )
) ) ! ) ER AR S B IEREIE,
25-0050 |Dysplastic cortical hyperostosis, Kozlowski-Tsuruta type Kozlowski-TsurutaZ!
A = 3 - i
25-0060 |Dysplastic cortical hyperostosis, Al-Gazali type iﬂ?ﬁﬂ{&ﬁ B8R, Al-Gazali
25-0070  |Osteopoikilosis, LEMD3-related BBHUE
25-0080 _[Melorheostosis with osteopoikilosis, LEMD3-related BBHEE S R B E
25-0090 [Melorheostosis, MAP2K1-related R BAE (AOLARE—2R)
. Osteopathia striata with cranial sclerosis (OSCS), cHEE. o
25-0100 | Ve elated HEBRILEHSIBREE
25-0110 Pyle disease, SFRP4-related Pyle &
25-0120 |Craniometaphyseal dysplasia, ANKH-related BERHIMEMAE
25-0130 _|Craniometaphyseal dysplasia, GJAL-related BERHIMENRE
Diaphyseal dysplasia Camurati-Engelmann, TGFB1- BHEMRIE Camurati-
25-0140
related Engelmann &
25.0150 :—Ie)ll;)teeré)stos|S-Hyperphosphalem|a syndrome, GALNT3- B S MR
25.0160 :—Ie)ll;)teeré)stos|S-Hyperphosphalem|a syndrome, FGF23- B S MR
25.0170 :—Ie)llgﬁqrg;tos|S-Hyperphosphalem|a syndrome, KL- P R
25.0180 ::etle;?:dellar hypoplasia-endosteal sclerosis, POLR3B- INBHERS B - B PR E L 5
25-0190  |Hematodiaphyseal dysplasia Ghosal, TBXAS1-related | & B &R B Ghosal
25-0200  |Hypertrophic osteoarthropathy, HPGD-related B E B E
25-0210  |Hypertrophic osteoarthropathy, SLCO2A1-related B E B E
~ Oculodentoosseous dysplasia (ODOD), GJAl-related, EE ey o
25-0220 | 3o iant, mild type BR BB 2R AUE (ODOD) 8R!
~ Oculodentoosseous dysplasia (ODOD) GJA1-related, EE ey g
25-0230 recessive, severe type R B R RLE (ODOD) BiER
25-0240 Osteoectasia with hyperphosphatasia (juvenile Paget BRRT7A—EEEHSBIEKRE
disease), OPG-related (& & Paget &)
25-0250 |Osteosclerosis, LRP5-related BIE{LAE
25-0260 |Sclerosteosis, SOST-related FELHEE
25-0270 _[Sclerosteosis, LRP4-related FELHEE
= = e
25-0280 |Endosteal hyperostosis, van Buchem type, SOST-related gmﬂit{ A8RIE, van Buchem
25-0290 _|Endosteal hyperostosis, Worth type BNIEH BIEFEE, WorthE!
25-0300 _|Craniodiaphyseal dysplasia, SOST-related BEEERHEMRLE
25-0310 | Craniodiaphyseal dysplasia, SP7-related BERHEMME
25-0320 _|Trichodentoosseous dysplasia, DLX3-related EREBEMRIE
25-0330 Diaphyseal medullary stenosis with malignant fibrous EHRMEERBIERIEE S BB
histiocytoma, MTAP-related B
25-0340 [Craniotubular dysplasia, TMEM53-related L
EEEEEE A o
25-0350 Craniometadiaphyseal dysplasia, Wormian bone type g‘z BB RIAE, Worm
25-0360 |Lenz-Majewski hyperostotic dysplasia, PTDSS1-related |Lenz-Majewski B 14582 miE
Osteochondrodysplasia with hypertrichosis (Cantu .
25-0870 syndrome), ABCC9-related sl
25-0380 _|Familial Paget disease of bone, SOSTM1-related gL
25.0390 Inclusion body myopathy, Paget disease of bone and #L
frontotemporal dementia
Endosteal hyperostosis, oligodontia, short stature, facial
25-0400  [dysmorphism and intellectual disability, POLR3GL- 7L
related
ERIERIR -Ti
25-0410 |Metaphyseal dysplasia, Braun-Tinschert type gﬁiimiﬁ:ﬁ}éﬁ, Braun-Tinschert
: " ; ! ; PREBILIEE S PRRRER
25-0420  |Trichothiodystrophy with axial osteosclerosis SHEERBRS
Overgrowth (tall
stature) Congenital contractural arachnodactyly (Beals-Hecht
- BREEE #L|E—ILXY N - y o
B BR#MEEL7 L | E— L XAEIREE 31 syndromes and |31-0020 syndrome), FBN2-related FERMEBBHECHIRIBE
segmental
overgrowth
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ZRF 7L B-EfikE | 69 |RHtHEELIE
ZRF 7L B-BIEIARE | 70 |REHEEREE
ZRF 7L B-BIEARE | 71 |HREKERBEEELE
ZRF L B-BIEIARE | 271 |AEMEEHL
UFEAME R BT
2RF L 7L | (DISH: Diffuse Idiopathic
Skeletal Hyperostosis)
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