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FEREL Y YR L ()| == T *’é(ﬁﬁ?’ﬁ,) ICD-9-| ICD-10- EE
CM 78 | CM S 7%
AL A AR Y
OAl F % A #3 ¥ Urea cycle disorders (% s % )
Al |01 |2 =A% A% ¥ |Congenital Urea cycle 270.6 | E72.20
L disorders
02 SN RS X Citrullinemia 270.6 | ET2.23
03| |2 ppdir=ps & ~fs4+ 2 |Nitroacetylglutamate 270.6 | E72.29
JE synthetase deficiency, NAG
synthetase deficiency
04| |5 =z © sk # s |Ornithine 270.6 | E72.4
#* 7 JE transcarbamylase
deficiency
05| |® B '=<fis Jx-% % = J& [Hyperornithinemia-Hypera | 270.6 | E72.4
-8 AMefh e JEJE 3 mmonemia-Homocitrullinur
1a Syndrome
© A2 "=z pa/F <32 ¥ Amino acid metabolic disorders /
Organic acidemias
A2 (01 &?Egﬁi?xéﬁﬂiﬁ% Amino acid metabolic 270.9 | E72.8
disorders(Aminoacidopath
ies)
02| |® "' =pia e Homocystinuria 270.4 | E72.11
03| (B ? Fovepho Hypermethioninemia 270.4 | E72.19
04 |2-prt2 B o "=l Nonketotic 270.7 | E72.51
hyperglycinemia
05 [¥Prfm Phenylketouria 270.1 | E70.0
06| |= & fAAekeddt 7 g Tetrahydrobiopterin 270.1 | E70.1
deficiency
07( [ B3 poreph o e Hereditary tyrosinemia 270.2 | E70.21
08| [|##% ke Maple syrup urine disease| 270.3 | E71.0
09] |7 $dpen g Organic acidemias 270.9 |E71.118
10] |8 VB g [sovaleric academia 270.3 [ET1.110
11| |~z EFog > % - 3] ~ % |Glutaric aciduria type 270.9 [type I :
= 3] I ~II E72.3
typell -
E71. 313
12) |f Bae Propionic academia 270.3 [E71.121
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AEEREL| YRR T (Fwzxrd)| == (R ICD-9-| ICD-10- FE
CM 375 | CM S 75
13| |" Ap - o Methylmalonic acidemia 270.3 | E7T1.120
14 |3-% £-3-7 &~ - pee [3-Hydroxy-3-methyl-gluta | 270.9 | E71.118
JE ric acidemia
15| % 31 %Ak S & & B4 |PAH type PKU combine with{271.3 |E74.31+E
i fe & 5 bEfR 4k L Sucrase-isomal tase + 70. 0
deficiency 270. 1
16| |83z Apfd i Hyperlysinemia 270.7 | E72.3
17| |fevsephd e Histidinemia 270.5 | E70.41
18| |= 7 A ° = g ps A 2 it |3-Methylcrotonyl-CoA 270.9 | E71.19
it % 4 2 carboxylase deficiency
19] |7 #wHzivpedt Lo Multiple carboxylase 270.9 | D81.819
deficiency
20 |® O VEpA L R Hyperprolinemia 270.8 | E72.59
21| [= 4 % L-'=iipasg" = |Aromatic L-amino acid 270.2 | E70.9
A fFaE 2 decarboxylase deficiency
22| |persephis it ek 2 Tyrosine hydroxylase 270.2 | E70.20
deficiency
23| |" Ap - e Ep® g% |Cobalamin C defect E71. 120+
vt o (Cbl C 4)) (Methylmalonic aciduria E72.11
and Homocystinuria, cblC
type
© A3 "q Finfd
A3 (01| |® 2 & Gaucher’s disease 272.7 | ET5.22
02] |GMI1/GM2 #! 5 & 4 *5 k5 #% |GM1/GM2 gangliosidosis 330.1 [ GM1:
& E75.19
GM2 :
E75.00
03| |Fabry =& Fabry disease 272.7 | E75.21
04| [Niemann-Pick =t > & #%|Niemann-Pick disease 272.7 |type A:
/@igaﬁﬁféﬁi E75. 240
type B :
E75. 241
type C:
E75. 242
type D :
E75. 243
other :
E75. 248
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I

unspedif
led :
ET75. 249

05

MLD 7 1% 2%

Metachromatic
Leukodystrophy (MLD)

330. 0

E75.25

06

Himreige A R

Globoid Cell
Leukodystrophy (Krabbe s
disease)

330. 0

E75. 23

07

ﬁ%
Ty
iy
4
m

ﬁ’*ﬂ?ﬁﬁ’xf“}p 85
(X 7]?1;.11_}? LS

Infantile form Lysosomal Acid
Lipase Deficiency ( Wolman
Disease )

272.7

E75.5

OA4 Bk

R

A4 |01

L5 i

Galactosemia

271. 1

E74.21

02

R A R

Glycogen storage disease

271. 0

type 0 :
E74.09
typel -
ET74.01
type
o :
ET74.02
type
Im :
E74.03
type
IV :
E74.09
type
V :
E74. 04
type VI-
IX :
E74.09
Von
Gierke’s
*E74. 01

03

Glut (Glucose Transport)

271.8

1 deficiency syndrome

E74.8
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AEEREL| YRR T (FEgrT)| =~ T ?(ﬂ’ﬁ”ﬁ%) ICD-9-| ICD-10- i
CM s 75 | CM 25
@ A5 ) Bﬁﬁ%?é? it 2 #
AS |01 [PerrphE i 1EF ARG Fatty acid oxidation 277.8 | E71.30
defect E71. 310
ET1. 311
E71. 312
E71.313
E71. 314
E71.318
E71. 32
E71.39
02| |m#p sk L e Carnitine deficiency 272.9 | ETI.41
syndrome, primary
03| |° 4&af»ped 3 p24 4 [Medium-chain 277.8 | ET1. 311
ZJE acyl-coenzyme A
dehydrogenase deficiency
(MCAD)
04| |®sarispc3 3 4+ L [Short-chain acyl-CoA 277.8 |ET1.312
JE dehydrogenase deficiency
© A6 H s fg N HHE ¥
A6 |01 |smiEatrs Mitochondrial defect 277.9 | E88.40
02| |Kearns-Sayre =g iz3# |[Kearns-Sayre syndrome 277.8 | H49. 811
H49. 812
H49. 813
H49. 819
03| |Leigh =~ & #=#H "+ % |Leigh disease 330. 8 | G31. 82
Uika
04| |MELAS Jz iz # MELAS 758. 89| E88. 41
05 |MNGIE 7z % iLﬁ'%“' 4 Mitochondrial 277.9 | E88.49
=5 nf}ia% JEEE Neurogastrointestinal
Encephalopathy Syndrome
06| |pArpe@ita fiedt 2 g [Pyruvate dehydrogenase 271.8 | E74.4
deficiency
07 |= ~EE#H Barth Syndrome 759.89| E78. 71
O AT A ¥R F
AT |01 [Pemph e gE Cystinosis 270.0 | E72.04
02| |3k 7% e Mucopolysaccharidoses 277.5 [Type I :
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LRERE | ¢ T v (FEgrT)| =~ i ?(:‘:ﬁﬁa) [CD-9-ICD-10- =
CM s 75 | CM 25
E76.01
E76. 02
E76. 03
Typell :
E76. 1
Other :
E76. 210
E76. 211
E76. 219
ET76. 22
E76. 29
Unspecif
1ed :
E76. 3
03| |#EMEABHEF (8F |[Fucosidosis 271.8 | ET7.1
)
04| |[Hpprz4Lm Sialidosis 272.7 | E17.1
05| [AF% B om Mucolipidosis 272.7 |type I :
E77.1
type
o-~1I:
E77.0
type
IV :
E75.11
06| |4 G~k i M [Neuronal ceroid 330.1 | E75.4
JiE lipofuscinosis
07 |5 & Mrparapss L g [Multiple sulfatase E75. 29
deficiency
© A8 "2 H A% % 7o F %R % Cholesterol and Lipid metabolism
A8 (01 &3+ 7% 38 "2 7 EE  |Homozygous familial 272.0 | E78.0
o fE hypercholesterolemia
02| |[F2FHE® SRk e g [Familial 272.3 | E78.3
Hyperchylomicronemia
03| |2 Afng (fEd1t) [Sitosterolemia 272.0 | E78.0
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FEREL P YR L (FEgrT)| =~ e (8D ICD-9-|ICD-10-| # 3=
CM 78 | CM S 7%
OA9 H 4~ B+ 4% 15
A9 |01 |=F & Wilson’s disease 275.1 | E83.01
02| |Menkes & iZ ¥ Menkes syndrome 759. 89| E83.09
03| [P psad L e Molybdenum cofactor 277.8 | E61.5
deficiency
OAI0 iEF B8 8
A10101| |Zellweger = j& iz #f Zellweger syndrome 277.9 | E71.510
02| |52 Hﬁ'&‘é—}é A AR Adrenoleukodystrophy 272.7 | E71.511
ET1.520
ET71.521
ET71.528
ET71.529
03| [Pig=gA)eLkaic® 25  |Rhizomelic 277.8 [ET1.540
* Chondrodysplasia Punctata
OAll £ s “HE ¥
A11|01] [% 5w Porphyria 277.1 | E80.20
E80. 21
E80. 29
02| |Lesch-Nyhan =z %% |Lesch-Nyhan syndrome 277.2 | E79.1
03| |Zmipa@y tpsdd 2 Sulfite oxidase 270.0 | E72.19
deficiency
04 |&-kiv &4 £ pEd-v 5 |Carbohydrate-deficiency | 277.9 | E77.8
i ¥ glycoprotein syndrome
05 |= ¥ A"fuE Trimethylaminuria 277.8 | E72.52 @J;: v
Wt
06| |*£x42E 8¢ %72 |Congenital generalized 272.6 | E88.1
L 1 ipodystrophy
07 [FeERT B Cerebrotendinous 272.7 | E75.5
Xanthomatosis
08| | Fkpk fin e T Hypophosphatasia 275. 3 | E83.39
E83. 31
09| |Beta #if#p=4t 2 ¢ Beta-Ketothiolase Deficiency | 270.3 | E71.19
10| (2% Z2pv4 L Biotinidase Deficiency 277.6 | D8I. 810

B Rt A1 5k S

F6F 216 F




AEEREL| YRR T (Fwzxrd)| == T ?(ﬂ”ﬁ”ﬁ%) ICD-9-| ICD-10- FE
CM 375 | CM S 75
Bl |01 e : B3 Multiple sclerosis 340 G35
02 Mii{ﬁlfifﬁlj = A Amyotrophic lateral 335.20] G12.21
sclerosis (ALS)
03| |+ A4 ke ¢ 5% |Ataxia telangiectasia 334.8 | GIL.3
i
04 |3 7 % < HEi= Huntington disease(* #& | 333.4| GI0
Huntington’ s chorea)
05| |BaEFNEEH Rett syndrome 330.8 | F84.2
06 |# #iti-p % S5 Spinal muscular atrophy |335.10( GI2.9
07| |# %] "1 & iv$:  |Spinocerebellar ataxia 334.3 | GI1.1
BIEACA
08| |#& i g Tuberous sclerosis 799.5 | Q85.1
09 ;l; * Mg 2 acp e & @ |Congenital insensitivity | 705.0 | L74.4
& T to pain with anhidrosis
(CIPA)
10 W EgamrEizs¥% - |Neurofibromatosis type II|237.72| Q85.02
J:II
11 Alexander oy Alexander disease 331. 89| E75.29
12| | %8 Stiffperson syndrome 333. 91| G25.82
13 [Foie$iT LR |[Hereditary spastic 334.1 | Gl11.4
paraplegia
14| |Joubert = iz# ( %2% |Joubert syndrome 759. 89| Q04.3
M PGSR T A D)
15| |Pelizaeus-Merzbacher |Pelizaeus-Merzbacher 330.0 | E75.29
o (B2 d A1PeA i Disease
)
16| |Charcot Maire Tooth = |Charcot Marie Tooth 356.1 | G60.0
mGEEAEEN et £ [Disease
HRE )
17 4@ < (F 488t [Kennedy Disease 335.8 | G12.20
R X S ) G12. 21
G12. 22
G12.29
18| |RIEMHuksd 4k 5 %4  |Familial Amyloidotic 277.3 | E8b5.1
o % Polyneuropathy +
357. 4
19] |Moebius JE &+ Moebius syndrome 352.6 | Q87.0
201 Mcleod g iE 3 Mcleod syndrome 758. 81| Q97.8
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b KE R BE ﬂéﬁ%é(i%}{) .ﬁéﬁﬁ(ﬁ%) ICD-9-|ICD-10-| # 3=
CM s 75 | CM 25
Q98. 8
21| |Aicardi-Goutieres Jz i |[Aicardi-Goutieres 330. 0 G31. 89
FH syndrome '
22| | F REETRE Proteus Syndrome 759. 89| Q87.3
23| [IMECP2 % & Jp g% Methyl CpG binding protein| 330.8 | Q99.8
2 Duplication Syndrome
(MECP2 Duplication
Syndrome )
24| [Pt ] R 1 F Cerebro-Costo-Mandibular [759. 89 087. 89
Syndrome )
25| |Dravet Jg iF ¥ Dravet Syndrome, DS G40. 311 | #73%
26| [Few B AR anishing White Matter (37.8 Sk
Disease
C e e i3k i ST 2
Cl |01 [|#F# B st |Idiopathic Infantile 747.89| Q28.8
Arterial Calcification
02| |E phgait g Cystic fibrosis 277.00| E84.9
03| |maHEwdmg R Primary Pulmonary 416.0 | 127.0
Hypertension (PPH)
04| |Holt-Oram = j ix #* Holt-Oram Syndrome 759.89| Q87.2
05| |Andersen * jg i # ( &|Andersen syndrome 359.3 | E74.09
ERwEE Y R -
EH MRS FHE) 426. 89
06| |[#@Ediw dd F45% |Hereditary Hemorrhagic 448.0 | 178.0
JE Telangiectasia
07 |2 A M3se4 %R Asphyxiating thoracic 756.4 | Q77.2
dystrophy
08| [ =1t® w35 7 & |Congenital Central 327. 25| G47.35
JE 1F Hypoventilation Syndrome
Dy i Sk 2
DI |01 [|:& i ge=3 ) "2+ |Progressive intrahepatic [751.69| K83.1
¥ cholestasis, PFIC
02| [ = "EpEk & sk Inborn errors of bile acid| 277.9 | E78.70
synthesis
03| |al-#i%% 39 fe4>Z % |al- Antitrypsin 277.6 | £88.01

deficiency
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FEREL P YR L (EHEgry)| == e (5F8) ICD-9- | ICD-10- EE
CM 375 | CM S 75
04| |* = 4L Cajal = @ % w2 |Congenital Interstitial | 750.5 | Q43.8
WA LsEggEs &g [Cell of Cajal Hyperplasia
TEY with Neuronal Intestinal
Dysplasia
05 |+ # woR iF 3 Alagille Syndrome 759. 89| Q4.7

E %5 Fk Foph %

E1 01| [Lowe =& iE#f Lowe syndrome 270.8 | E72.03
02| |[Bartter = Jg iz ¥f Bartter’s syndrome 9255.1 | E26.81
03| %824 %'gM 7 1% [Autosomal recessive 753. 14| Q61.19

BB polycystic kidney disease
FYEE:
F1 |01] | @4 A & f314 ke [Hereditary epidermolysis |757.39| Q81.9
JE bullosa
02 |& & & @Fe (p %'E1 i |Lchthyosis, lamellar 757.1 | Q80.2
B 7)) recessive
03| |"use Collodion baby 757.1 | Q80.2
04| |mad 4 B Harlequin ichthyosis 757.1 | Q80.4
05| |’kveAl4£=x 4 d @Rtk [Bullous Congenital 757.1 | Q80.3
A (# R B3 & i |ichthyosiform erythoderma
R E) (epidermolytic
hyperkeratosis)
06| |#hoafi4 2 ap Ectodermal Dysplasias 757.31| 082.4
07| |Meleda % % Meleda disease 757.39| (82.8
08| |Darier = (£ % & i* |[Darier s disease 757.39| Q82.8
%)
09 |[A=xH &t 2 Dyskeratosis Congenita |757.39| Q82.8
10| |Ak#@E& &g pm  Diffuse Non-epidermolytic|757. 39| Q82.8
Palmoplantar Keratoderma
type Unna-Thost
1| [¢22an Incontinentia Pigmenti |[757.33| (82.3
12| [Netherton Je i ¥ Netherton Syndrome 757.1 | Q80.3
Grep p ¥
Gl [01] |[RK&=<s—p 2 %5 Duchenne muscular 359.1 | G71.0
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REERRL| P YR T (EHEgry)| == i ?(‘fﬁ”ﬁ%) ICD-9-|ICD-10-| #& 3=
CM 78 | CM S 7%
dystrophy
02| |Nemaline %k svp }ﬁa%‘ Nemaline Rod Myopathy 359.0 | G71.2
03| [Schwartz Jampel =g % |Schwartz Jampel syndrome |756.89| GT71.13
£=4
04 |Pep % E % Myotonic dystrophy 359.2 | G71.11
05| |® A "I K og Facioscapulohumeral 359.1 | G71.0
muscular dystrophy
06 [*~] % % Myotubular Myopathy 359.0 | C7l.2
07 |B AR & R Becker Muscular Dystrophy| 359 1 | G71.0
08| [|Freeman-Sheldon = Jg iz |Freeman-Sheldon syndrome |759.89| Q87.0
+
09| |4 A4 £ Limb-girdle muscular 399. 1
G71.0
dystrophy
10 |£= sk g Congenital Muscular 359.0 | G710
Dystrophy
11 |¢ whhz T Central Core Disease 350.0 | G71.2
13| |Emery - Dreifuss #~% % |Emery—Dreifuss Muscular G710 |szss
JE Dystrophy (EDMD)
BB

HH 2 g0 ¥ %

H1 (01| &% &5+ 2% Achondroplasia 756.4 | Q77.4
02| (=% * >m Osteogenesis imperfecta |756.51| Q78.0
03| |mraiga it ¢ Primary Paget disease 731.0 | M88.0

M88. 1
M88. 811
M88. 812
M88. 819
M88. 821
M88. 822
M88. 829
M88. 831
M88. 832
M88. 839
M88. 841
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ICD-9-
CM 25

[CD-

10-

CM s 75

I

M8S.
M8S8.
M8S.
M8S8.
M8S.
M8S8.
M8S.
M8S8.
M8S.
M8S8.
M8S.

842
849
851
852
859
861
862
869
871
872
879

M88. 88
M88. 89
M88. 9

04

BEREEFTRA

Cleidocraninal dysplasia

755. 99

Q74.0

05

TR TR R

Fibrodysplasia Ossificans
Progressiva

728. 11

M61. 10

M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.
M61.

111
112
119
121
122
129
131
132
139
141
142
143
144
145
146
151
152
159
161
162
169
171
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SRR YRR (Fwzxrd)| == B e (55 H) [CD-9- | ICD-10- i
CM %75 | CM %75
M61. 172
M61.173
M61.174
M61.175
M61.176
M61. 177
M61.178
M61.179
M61. 18
M61.19
06| [H=+4 ¢ Split-hand/ Split-foot  |hand755.| Q71. 60
malformation ( SHFM) 58 Q71.61
footThd. | Q71.62
67 | Q71.63
Q72.70
Q72.71
Q72.72
Q72.73
07| |* 7% itm Osteopetrosis 756.52| Q78.2
08| |BtEct T A 2 Pseudoachondroplastic 756.4 | Q77.8
dysplasia
09 M FAsF v 4 2 Multiple Epiphyseal 756.56| Q78.3
Dysplasia
[ 24 gy %
[1 |01] |£=x 2% R ¥ %= [Ehlers Danlos syndrome IV|756.83| Q79.6
e
J i %A T
JI |01 [£315FER Thalassemia major 282. 4 ggg?
02| | ¥ &4 R Thrombasthenia 287.1 | D69.1
03| [P A F1&F 39 F C# £ [Homozygous protein C 273.3 | D68. 59
JiE deficiency
04 Lo & =% ki |Paroxysmal Nocturnal 283.2 | D59.5
Hemoglobinuria
05 ,ﬁkffg_i AR % L g |Atypical Hemolytic Uremic | 283. 11 D59. 3

23

Syndrome
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SRR P rpr (Ekd) | o t(HR) ICD-9-[ICD-10-| # 3
CM %8 | CM 475
K & 7 s
K1 01| R fdadtp 55 Chronic primary 288.1| D71
granulomatous disease
02| [ =13 5 2k3¥9 EmxlCongenital Hyper IgE 288.1 | D82.4
iF ¥ syndrome
03| |# &% <\ ™MALALFIFY [Bruton’ s 279. 04| D80.0
X fE agammaglobul inemia
04| [Wiskott-Aldrich =g i&[Wiskott- Aldrich Syndrome|279.12| D82.0
¥
05| |BeE4 &Ald k4L [Severe combined 279.2 | D81.0
1immunodeficiency D81. 1
D81. 2
D81.9
06| |#&H=i> 84 L Complement Component 8 279.8 | D84.1
deficiency
07 |IPEX s i%# [PEX Syndrome 759.89 | E31.0
(279.8
569. 89
259.8 >
758.89)
08| |3 £ £ F9 Mg+ |Hyper-IgM syndrome 279. 05| D80.5
09 y F#HEXM 1415 |Interferon v receptor 1 |279.4 | D84.8
deficiency
10| |t @pa g kd Hereditary Angioedema D84.1 |z
(HAE) BB
L A& i T
L1 |01| [Kenny-Caffey =z &+ |Kenny-Caffey syndrome 759. 89| Q87.1
02 |BE&® KR M g Pseudohypoparathyroidism |275.49| E20.1
03 [i+idk:f @7 <pipt® &  |X-1inked hypophosphatemic| 275. 3 | E83. 31
i %5 rickets
04| |Laron = ik i§ e i Laron syndrome (Laron 259.4 | E34.3
Dwarfism)
05| |[Bardet-Biedl = Jgziz# |Bardet-Biedl syndrome 759. 89| Q87.89
06| [Alstrom = j& iE# Alsrtom Syndrome 759.2 | Q87.89
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AEEREL| Y emr (ER$T) | #2n t(5R) ICD-9-[ICD-10-| # 3=
CM 78 | CM S 7%
07| |FFFp= %l 218 |Persistent 251.1 | El16.1
B A s A e R hyperinsulinemic
hypoglycemia of infancy
(PHHID)
08 [Wolfram = j& i% Wolfram syndrome > DIDMOAD| 277.9 | E88.9
09] [McCune Albright =g iE McCune Albright syndrome |756.59| Q78.1
¥
10| |®ip® v * 2% 2wl |Campomelic dysplasia with|758.89| Q99.8
5] autosomal sex reversal
1] |5 A B s ACTH resistance 253. 4 | E217. 49
12| |%- 4l &% 4 % D z|25-Hydroxyvitamin 268.0 | E83.32 | “#&
g A D1-Alpha-Hydroxylase EY AN
Deficiency ’ f; G
13] [ =52 ’ﬁl’sf 7 # > |Congenital adrenal 759.1 | Q89.1
hypoplasia
14| |Kallmann = j& iF Kallmann syndrome 953.4 | E23.0
15]  [R A MATE MR Permanent Neonatal Diabetes | 7751 | pP70.2
Mellitus
ML= w25 g i3
M1 |01 [Aarskog-Scott = Jz i% # |Aarskog-Scott syndrome 759. 89| Q87.1
02| |A & BR N piFHE Waardenburg syndrome 270.2 | E70.8
03| |&€ mEF <R Apert syndrome 755. 55| Q87.0
04| |[Smith-Lemli-Opitz = Jz |Smith-Lemli1-Opitz 759. 89| ET8.72
=34 syndrome
05| |Larsen =jriE# (24— |Larsen syndrome 755.8 | Q74.8
H X MR R EE)
06/ |Beckwith Wiedemann = jE[Beckwith Wiedemann 759.89| Q87.3
=34 syndrome
07 |Crouzon = jE ix ¥ Crouzon syndrome 7956.0 | Q75.1
08| |Fraser = jr iz ¥ Fraser syndrome 759.89| Q87.0
09| |58 ¥z Multiple pterygium 759. 89| Q79.8
syndrome
10| |Cornelia de Lange = Jg |Cornelia de Lange syndrome|759. 89| Q87.1
E T
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FEREL P YR L (EHEgry)| == i f«(‘fﬁﬁ) [CD-9-| ICD-10- EE
CM %078 | CM S5 75
11| [## & -¢ 4% £ <z |Hallerman-Streiff 756.0 | Q87.0
+H Syndrome
12| |[Bcf e iE 3 Kabuki syndrome 759.89 | Q89.8
13| |2 #5435 (&) ¥ |Oto-Palato-Digital 759.89 | Q87.0
syndrome
14| |Conradi-Hunermann = Jz |Conradi-Hunermann 756.59 | Q77.3
i syndrome
15| |Treacher Collins = jg & |Treacher Collins Syndrome|756. 0 Q75.4
¥
16| |Robinow * J& iE ¥ Robinow Syndrome 759. 89| Q87.1
17| [Pfeiffer < iz Pfeiffer syndrome 755.55| 87.0
18| |iZpa® xp=hi P2 # & [Pantothenate Kinase 277.9 | G23.0
SR ERERr Associated
Neurodegeneration (PKAN)
19| |45 (&) 7 % F 5 i3% [Nail-Patella Syndrome 756. 89| (87.2
20 |CFC s iz ## Cardiofaciocutaneous 759. 89| 087.89
Syndrome
21| |Peters-Plus j i # Peters-Plus syndrome 743. 44| Q13.4
22| |Nager Jg % ¥ Nager Syndrome 756.0 | Q75.4
23| |CHARGE ;i iz ## CHARGE Syndrome 759. 89| (89.8
24| |- R 0F White-Sutton syndrome 299. 88
F84. 8
F78
N4 8y
N1 |01 |Angelman = Jg iE ¥ Angelman syndrome 759.89 | €939
02| |DiGeorge’s J iz DiGeorge’s syndrome 979.11 | D82.1
03| [Prader-Willi <s % |[Prader-Willi syndrome  [759.81 | 7.1
04| |=f4 <A~ mir% ~WAGR syndrome (Wilms™ |759. 89| Q87.89
MR R Y~ A IR % |[tumor-Aniridia-Geni touri
H (WAGREZE#E) nary Anomalies-mental
Retardation )
05| Miller Dieker %% Miller Dieker syndrome 742. 2 | Q93. 88
06| [Rubinstein-Taybi * & |Rubinstein-Taybi syndrome|759.89| Q87.2
(3=
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REERRL| P YR T (Eegpd)| == T ?(ﬂ’ﬁ”ﬁ%) ICD-9-| ICD-10- FE
CM 78 | CM S 7%
07| | RETRIEH Williams Syndrome 759. 89| Q93. 89
08| |Von Hippel - Lindau 7 |Von Hippel - Lindau 759.6 | Q85.8
= disease
09| [Branchio-Oto-Renal Jz |Branchio-Oto-Renal 759. 89| Q87. 89
324 Syndrome (BOR Syndrome )
(BOR gz ix%%)
ZH s A3 P R T
71 101| |[Cockayne = g iF % Cockayne syndrome 759. 89| Q87.1
02| |%F =& Hutchinson Gilford 259.8 | E34.8
progeria syndrome
03| (BT Homiz# Tricho-hepato-enteric 759.7 | Q89.7
syndrome
04| [Stargardt’s =z Stargardt’s disease 362. 75| H35.50
05| |"€® M Fmv2 %%  |Occult Macular 362. 76 | 135.50
Dystrophy ;OMD
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