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AL X MR F Inborn errors of metabolism
OAL % ta%k 3R ¥ Urea cycle disorders
Al 01| |[R=x Az mER MR |Congenital urea cycle disorders  270.6 E72.20 89.12.07/
96.10.09(2 )
02| [AIP%pzke JE Citrullinemia 270.6 E72.23 89.12.07
03| |2 fefsi®fs & & prdd £ r Nitroacetylglutamate synthetase |270.6 E72.29 90.03.15
deficiency,NAG synthetase
deficiency
04| |5 =k " fe A4 f=4x 2 |Ornithine transcarbamylase 270.6 E72.4 90.03.15
e deficiency
05 B 6 IRfhn JE-3 % o -8 /A [Hyperornithinemia-Hyperammon |270.6 E72.4 96.08.22
VRBL 8 fERE TE FE emia-Homocitrullinuria
syndrome
© A2 "= pely ¥8ps < 3rE ¥ Disorders of amino acid/organic acid metabolism
A2 01| PRz PL A R Amino acid metabolic 270.9 E72.9 89.12.07
disorders(Aminoacidopathies) E70.9
E72.10
E72.89
E71.2
E70.89
¥1F 225 F
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02| |® = az;;ﬁfr;/&](:;i Homocystinuria 270.4 E72.11 89.12.07
112.10.25(1%)
03| |[® ¥ Fi=pie JE Hypermethioninemia 270.4 E72.19 89.12.07
04| |Zhpr 3 4 '=pfhn Nonketotic hyperglycinemia 270.7 E72.51 89.12.07
05 |% Ak ki Phenylketonuria 270.1 E70.0 89.12.07
06| (= & ZhekrbddZ g Tetrahydrobiopterin deficiency  (270.1 E70.1 89.12.07
07\ |:2 @3 peiefeo Hereditary tyrosinemia 270.2 E70.21 89.12.07
08 |4 4% ke Maple syrup urine disease 270.3 E71.0 89.12.07
09 |7 #hpen Organic acidemias 270.9 E71.118 89.12.07
10 |8 ‘e E Isovaleric academia 270.3 E71.110 89.12.07
11| |~ = ek > % - 3~ % = Al|Glutaric aciduria type I ~ IT 270.9 type 1:E72.3 89.12.07
typell:E71.313
12| (P e e Propionic academia 270.3 E71.121 89.12.07
13 |7 A - B Methylmalonic acidemia 270.3 E71.120 89.12.07
14 3-8 FK-3-7 A A - B g 3-Hydroxy-3-methylglutaric 270.9 E71.118 89.12.07
acidemia
15| |& 3] ¥/ R & & BB |PAH type PKU combine with 271.34+270.1 E74.31+ E70.0 90.03.15
BT MERE A L sucrase-isomaltase deficiency
16| |B pi=pic E Hyperlysinemia 270.7 E72.3 92.06.13

112.10.25()
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17 |Ei%pi s JE Histidinemia 270.5 E70.41 92.06.13
18| |= 7 A ° = @l = A 2 it f2 [3-Methylcrotonyl-CoA 270.9 E71.19 92.06.13
23 LR carboxylase deficiency
19| | P @i pedl L g Multiple carboxylase deficiency [270.9 D81.819 92.06.13
20| |® O RpL e e Hyperprolinemia 270.8 E72.59 93.03.29
21| |> % & L-'eAphgp 2 ZAfs |Aromatic L-amino acid 270.2 E70.81 94.03.14
P2 decarboxylase deficiency
22| |pRimphIi pEdak g Tyrosine hydroxylase deficiency [270.2 E70.20 94.03.14
23| |7 AP - s g E B Bi=pt |Cobalamin C defect 270.3~270.4~ |E71.120 106.04.06/
Fke, ch1C F] ( Methylmalonic acidemia and |270.7 E72.11 105.05.12
Homocystinuria, ch1C type ) 112.10.25(1%)
24| R X RBORE Primary hyperoxaluria 271.8 E72.53 112.01.17/
110.12.01
25 (B o Alkaptonuria 270.2 E70.29 112.04.19
110.08.24
© A3 % -] # s Lysosomal storage disorders
A3 (01| (3 2 g Gaucher disease 272.7 E75.22 89.12.07
02| |GML/GM2# 5 & 3 *5 & 4# £ [GM1/GM2 gangliosidosis 330.1 GM1: 89.12.07
E75.19
GM2:
E75.00
E75.09
E75.01

F3F X257
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E75.02
03| |Fabry =z (/2 # 35 <z ) |Fabry disease 272.7 E75.21 90.10.18
04| |Niemann-Pick =z > & #§#% "5 [Niemann-Pick disease 272.7 E75.240:Type A 90.10.18
g 7 E75.241:Type B
E75.242:Type C
E75.243:Type D
E75.244:Type A/B
E75.248:0ther
E75.249:unspecified
05 |MLD &% Metachromatic leukodystrophy [330.0 E75.25 92.06.13
(MLD)
06| |Himreige B4 & Globoid cell leukodystrophy 330.0 E75.23 102.02.21/
(Krabbe’s disease) 102.02.21
07| |% 5243 pv et smp=at  (Infantile form lysosomal acid 272.7 E755 105.01.28/
Lo (CFLES R) lipase deficiency 104.05.26
(Wolman disease)
08| [mkreps i Cystinosis 270.0 E72.04 89.12.07
09 |3k % pEm Mucopolysaccharidoses 277.5 Type | Hurler's 89.12.07
syndrome
E76.01
Type |
Hurler-Scheie
syndrome
E76.02
¥4F > =25 F
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EA el

Type | Scheie
syndrome
E76.03

Type Il Hunter
syndrome
E76.1

Type 11
Sanfilippo
syndrome
E76.22

Type IVA
Morquio
syndrome
E76.210
Type IVB
Morquio
syndrome
E76.211

Type IV
Other Morquio
syndrome
E76.219
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Other MPS
E76.29
Unspecified
MPS E76.3
10| |# EFECHEF (854m) |Fucosidosis 271.8 E77.1 90.03.15
11| |sepeps 2 4 L & Sialidosis 272.7 E77.1 91.04.12
12| [ARP B Mucolipidosis 272.7 typel:E77.1 92.06.13
typell ~ HHI:E77.0
typel V:E75.11
13| | s~k TR Neuronal ceroid lipofuscinosis  |330.1 E75.4 93.08.24
14| |5 2 Hriph et 2 g Multiple sulfatase deficiency 330.0 E75.26 105.07.13/
105.03.09
OA4 gk iv &£ 4 3+ 8 § Disorders of carbohydrate metabolism
A4 |01 ([EF#Ea g Galactosemia 271.1 E74.21 89.12.07
02| [PFEEEfE Glycogen storage disease 271.0 E74.09:type O 89.12.07
E74.01:Type |
E74.02:type Il
E74.03:type Il
E74.09:type IV
E74.04:type V
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E74.09:type VI-XI
03| |"os ¥ BIR§ § 488 4 15 |Glut (Glucose transport)1 271.8 E74.810 96.08.22
deficiency syndrome
04| |#& pEps =4t 2 Jx Transaldolase deficiency 271.8 E74.89 111.01.12/
109.01.15
© AL FhisEc s i~ 2§ Disorders of fatty acid oxidation
A5 |01 ([Pgisphs - i8% 315 Fatty acid oxidation defect 277.8 E71.30 |E71.314 89.12.07
E71.310 |E71.318
E71.311 |E71.32
E71.312 |E71.39
E71.313
02| |kt p skt 2 E Carnitine deficiency syndrome, [272.9 E71.41 89.12.07
primary
03| |° 4a%; a4 & 2244 Z % |Medium-chain acyl-coenzyme A |277.8 E71.311 93.03.29
dehydrogenase deficiency
(MCAD)
04| |&sargrpad 2 fedd Lo Short-chain acyl-CoA 277.8 E71.312 94.03.14
dehydrogenase deficiency
© A6 k> x %8 %2 ¥ Mitochondrial disorders
A6 (01| [k sk8id s Mitochondrial defect 277.9 E88.40 89.12.07
02| |Kearns-Sayre = Jgiz%#* Kearns-Sayre syndrome 277.8 H49.811 89.12.07
H49.812
H49.813
H49.819
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03| |[Leigh = & & # 5% e % |Leigh disease 330.8 (G31.82 89.12.07
04| |MELAS g iz % MELAS 758.89 E88.41 89.12.07
05 |MNGIE Jg i ¥ s %8 124! & |Mitochondrial 277.9 E88.49 92.12.19
5 P RO 1 neurogastrointestinal
encephalopathy syndrome
06| |pArps@ina frdr L g Pyruvate dehydrogenase 271.8 E74.4 93.08.24
deficiency
07 R FE R Barth syndrome 759.89 E78.71 102.12.13/
102.03.22
08| |5 < if @A B R Leber’s hereditary optic 377.16 H47.22 110.08.03/
neuropathy 109.03.13
O A7 a4 % * 38 ¥ Disorders of vitamin metabolism
A7 |01 (29 Z2p=dt Lo Biotinidase deficiency 277.6 D81.810 105.09.23/
104.10.06
© A8 "= FfE 5 Fn B R ¥ Disorders of cholesterol and lipid metabolism
A8 (01| |F &+ R2=EM B "2 H s &g [Homozygous familial 272.0 E78.01 90.03.15
hypercholesterolemia
02| |RIEMF I Mok & JE Familial hyperchylomicronemia |272.3 E78.3 91.08.06
03| |E . (fEF 1) Sitosterolemia 272.0 E78.00 98.07.03
E78.01
04 |A =2 E 8¢ %7 2 |Congenital generalized 272.6 E88.1 92.06.13

lipodystrophy
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05| [l % B Cerebrotendinous xanthomatosis (272.7 E75.5 95.02.06
OA9 £ 32 # Disorders of metal metabolism
A9 |01 [=F &< Wilson’s disease 275.1 E83.01 89.12.07
02| [Menkes g i ¥ Menkes syndrome 759.89 E83.09 90.10.18
03| |4p#fpssr L Molybdenum cofactor deficiency |277.8 E61.5 100.09.06/
100.09.06
OAl10 % i“ % B ¥ Peroxisomal disorders
Al (01| |Zellweger ~ jz % Zellweger syndrome 277.9 E71.510 89.12.07
0
AN L SR & Adrenoleukodystrophy 272.7 E71.511 91.11.13
E71.520
E71.521
E71.528
E71.529
03| [|miTz3Agb kg ¥ % 5 72 2 |Rhizomelic chondrodysplasia 277.8 E71.540 98.07.03
punctata
OA11 H # &#R § Other metabolic disorders
Al |01 (% 7 Porphyria 277.1 E80.20 95.02.06
1 E80.21
E80.29
02| |Lesch-Nyhan = jg i& ¥ Lesch-Nyhan syndrome 277.2 E79.1 89.12.07
03| |LZFipa@s it Asdl 2 Sulfite oxidase deficiency 270.0 E72.19 89.12.07
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04| |£ = HpELiHz Congenital disorder of 277.9 E77.8 92.06.13
glycosylation,CDG 114.01.01(72)
05| |= ¥ AMFR Trimethylaminuria 277.8 E72.52 92.06.13
06| | p&fig e I Hypophosphatasia 275.3 E83.39 100.09.06/
E83.31 100.09.06
07| |Beta #ifZfs4 Z ¢ Beta-Ketothiolase deficiency 270.3 E71.19 102.12.13/
102.08.01
08| |= "atvpidr 2 Jx Cerebral creatine deficiency 270.7 ~ 270.8 E72.89 111.07.13/
109.02.19
09| |miv=2% (4 % B1l) 3= |Thiamine metabolism E51.8 111.07.13/
it [R AR I HE dysfunction syndromes 110.03.25
10[ [eErd & =0 RER ¥ Disorders of purine biosynthesis E79.8 115.03.13/
metabolism E79.9 114.05.06
B.7asR v 4 & % L8 § Disorders of the brain or nervous system
B1 |01 |% # a5z /2404 54 |Multiple sclerosis, MS/ 340/341.0 G35/G36.0 89.12.07/
B Neuromyelitis optica spectrum 110.11.24(%2)
disorders, NMOSD
02| [p-x% ‘”ﬁl“i Blr A R Amyotrophic lateral sclerosis 335.20 G12.21 89.12.07
(ALS)
03| |+ 72 A ¥ 5% & ¥ |Ataxia telangiectasia 334.8 G11.3 89.12.07
04 |3 7 % H K- Huntington disease (Huntington's |333.4 G10 89.12.07
chorea)
05| |8 #F Rett syndrome 330.8 F84.2 89.12.07
109.07.31(12)




ICD-10-CM a2 p
- I3de 11 Y N |34
AR t‘v-ﬁp—*‘é (EHE24) mv-}p‘s% (ﬁfﬁf—i’,) ICD-9-CM %75 2 8515 7K 39 p g
06 |[# ®gdrp i‘fﬁ)ﬁz Spinal muscular atrophy 335.10 G12.0 89.12.07
Gl12.1
07| |[# %L ] "1 & (T2 12 Spinocerebellar ataxia 334.3 G11.10 89.12.07/
= Gl1.11 98.07.03(#2)
G11.19
G11.2
G11.8
G11.9
08| [ & a5 Tuberous sclerosis 759.5 Q85.1 89.12.07
09| [X =7 * acp oz & & & F |Congenital insensitivity to pain  [705.0 L74.4 91.11.13
JE with anhidrosis (CIPA)
10 |# e armEEEs - 4 Neurofibromatosis type 1I 237.72 Q85.02 93.08.24
11| |Alexander = i Alexander disease 331.89 G31.89 93.08.24
12| | E A8 iF 3 Stiffperson syndrome 333.91 G25.82 93.08.24
13| [ B $HT LR Hereditary spastic paraplegia 334.1 Gl1.4 94.09.07
14 |Joubert =~ g iE# ( 73%14-]- [Joubert syndrome 759.89 Q04.3 95.02.06
PRlAlIRE T 2 )
15| [|Pelizaeus-Merzbacher = 3z ( & |Pelizaesus-Merzbacher disease 330.0 E75.29 95.02.06
M2 d A A )
16| & 4+ -5 Jl-# 87 Charcot-Marie-Tooth disease 356.1 G60.0 95.02.06
110.08.03(12)
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17  |H @ < e (FF S Bty [Kennedy disease 335.8 G12.20 95.09.12
% Mk ) G12.24
G12.29
18| |3ZEMHIERF I 2 8 HAa & T Familial amyloidotic 277.3+357.4 E85.1 96.08.22
7 polyneuropathy
19| |Moebius Jz % Moebius syndrome 352.6 Q87.0 100.03.15
20| [Mcleod g iE % Mcleod syndrome 758.81 097.8 100.09.06/
098.8 100.09.06
21| |Aicardi-Goutieres Jg % ¥ Aicardi-Goutieres syndrome 330.0 E79.8 100.11.30/
100.11.30
22| |MECP2 7 & g ix# Methyl CpG binding protein2  |330.8 Q99.8 103.12.23/
duplication syndrome 102.09.23
(MECP2 duplication syndrome)
23| |Dravet jg iz ¥ Dravet Syndrome, DS 345.81 G40.833 107.05.30/
G40.834 105.08.24
24| e A g Vanishing white matter disease  [341.8 G11.8 107.05.30/
106.08.07
25| |iLpaE Ecpe R B2 A 531 [Pantothenate kinase associated  |277.9(M1-18) G23.0 109.10.13(¢ =«
ER neurodegeneration (PKAN) KR 5E)
97.01.31
26| @k R fEps A2 B B2 4 (g [Phospholipase A2-associated 333.0 G23.0 109.10.13/
191 R neurodegeneration (PLAN) 109.01.23
27| (A #F-EB & £ 873 Pitt-Hopkins syndrome 755.55 ~ 756.0 |Q87.0 110.08.03/
109.04.21
28| |(Beta d% ¥k 3-v B Bz 40 & |Beta-Propeller protein- associated|333.0 G23.0 111.04.13/

¥ 12 F
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2R neurodegeneration(BPAN) 110.07.07
29 |® 2 AR e 44 |Infantile-onset ascending 335.29 G12.20 111.07.11/
T hereditary spastic paralysis, G12.24 110.07.14
IAHSP G12.29
30| [ =¥ fpides # Eogpig |Congenital central 327.25 G47.35 104.03.12/
H hypoventilation syndrome 103.06.17
31| |Von Hippel-Lindau 7 i3 [Von Hippel-Lindau disease 759.6 Q85.83 100.09.06/
100.09.06
32| |Basilicata-Akhtar gz i ¥ Basilicata-Akhtar syndrome F78.A9 113.07.15/
F84.8 112.07.14
33| |[FRvE-wRiwizd b Chorea-acanthocytosis G25.5 113.10.11/
112.12.12
C.erex 53k k o % Disorders of the respiratory/circulation system
C1l (01| |[3% [+ 88 cads %A i Idiopathic infantile arterial 747.89 Q28.8 93.03.29
calcification
02| [T Hsaigg Cystic fibrosis 277.00 E84.9 93.03.29
03| |#% Mg @dEd% g & |ldiopathic or Heritable 416.0 127.0 93.08.24
pulmonary arterial hypertension 109.07.31(%2)
(IPAH or HPAH)
04| [Holt-Oram = jJx i ¥ Holt-Oram syndrome 759.89 Q87.2 94.09.07
05| |Andersen = j i # (< & =& |Andersen syndrome 359.3+426.89 |G72.3 95.09.12

AT R F A
T E )
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06| [ &M e §HH%E Hereditary hemorrhagic 448.0 178.0 96.08.22
telangiectasia
07| | LM g Asphyxiating thoracic dystrophy |756.4 Q77.2 100.09.06/
100.09.06
D.jy i+ k%8 % Disorders of the digestive system
D1 |01| |:& {7 2E s Fp 2235 7 [Progressive familial intrahepatic (751.69 K83.1 89.12.19/
JE cholestasis, PFIC 89.12.07
02| | X MB"EpL & = R Inborn errors of bile acid 277.9 E78.70 89.12.19/
synthesis 89.12.07
03| |al-#Fui% F-v frdt 2 e al- Antitrypsin deficiency 277.6 E88.01 94.03.14
04| [ = 4 Cajal = fF i sn?e 3 # [Congenital interstitial cell of 750.5 Q43.8 95.02.06
EEBERN g T RA Cajal hyperplasia with neuronal
intestinal dysplasia
05| [P wom iz Alagille syndrome 759.89 Q44.7 99.03.19
06| |E-PT-EEE Tricho-hepato-enteric syndrome (759.7 Q89.7 90.10.18
K52.89
E. &% bk & s Disorders of the renal/urinary system
E1l (01| [Lowe =g iF#* Lowe syndrome 270.8 E72.03 89.12.07
02| |Bartter = jg i+ Bartter’s syndrome 255.1 E26.81 94.03.14
03| |%% s gl 7 & 4T %5 |Autosomal recessive polycystic [753.14 Q61.19 99.03.19
T kidney disease
04| |I v < gpiz# Alport syndrome 759.89 Q87.81 110.11.23/
110.03.10

¥ 14 F
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F.& % % %2 ¥ Disorders of the cutaneous system
F1 |01] [:f @24 A & fEM-Rieg Hereditary epidermolysis bullosa {757.39 Q81.9 89.12.07
02| |k k&R (p 8*21:2 @ [Lchthyosis, lamellar recessive 757.1 Q80.2 89.12.07
D
03| |Mwes Collodion baby 757.1 Q80.2 90.12.13
04| |mad 4 B Harlequin ichthyosis 757.1 Q80.4 90.12.13
05| |k A= M 4 8tk = & |Bullous congenital ichthyosiform (757.1 Q80.3 90.12.13
(& A R34 118 B g ) lerythoderma (epidermolytic
hyperkeratosis)
06| ([*h3z k324 2 2 Ectodermal dysplasias 757.31 Q82.4 91.11.13
07| [Meleda § T Meleda disease 757.39 Q82.8 93.08.24
08| [Darier ~jx (= & % it i ) |Darier’s disease 757.39 Q82.8 95.02.06
09| [ =4 d&iv7 2 Dyskeratosis congenita 757.39 Q82.8 95.09.12
10] (R EER & (Cpsed T Diffuse non-epidermolytic 757.39 Q82.8 99.03.19
palmoplantar keratoderma type
Unna-Thost
11| ¢ 22 3 Incontinentia pigmenti 757.33 Q82.3 99.03.19
G.yvp :)}% % Muscle disorders
G1 (01 % SR N Duchenne muscular dystrophy  |359.1 G71.01 89.12.07
02| |Nemaline &t swpt 5 % Nemaline rod myopathy 359.0 G71.21 90.06.12

% 15 F
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03| [|Schwartz Jampel = j i ¥ Schwartz Jampel syndrome 756.89 G71.13 91.11.13
04| [P-p % e Myotonic dystrophy 359.2 G71.11 92.06.13
05| |® A Feizses R Facioscapulohumeral muscular 359 1 G71.02 94.03.14
dystrophy
06| [l ¢ % Myotubular myopathy 359.0 G71.220 96.08.22
07| |k AR A R R Becker muscular dystrophy 359.1 G71.01 99.03.19
08| |Freeman-Sheldon = jz iz ¥ |Freeman-Sheldon syndrome 759.89 Q87.0 100.09.06/
100.09.06
09| [33 Aved % g Limb-girdle muscular dystrophy |359.1 G71.031 102.12.13/
G71.032 101.10.09
type 2A ~ 2B~ 2D G71.033 102.02.21/
G71.0340 102.02.21
G71.0341
G71.0342
G71.0349
G71.035
G71.038
G71.039
10| |4 % Mok £ o Congenital muscular dystrophy  {359.0 G71.20 105.01.28/
104.05.12
11 [¢ ~ghZ Rl Central core disease 359.0 G71.29 105.09.23/
104.11.18
12 5l dhE R Multiminicore disease 359.0 G71.29 105.09.23/
104.11.18
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13| |Emery-Dreifuss 7 +2 % j& Emery-Dreifuss muscular 359.1 G71.00 106.10.25/
dystrophy (EDMD) G71.038 105.11.01
G71.09
14| |GNE g =7~ % GNE myopathy 359.8 G71.8 108.01.15/
G71.9 107.01.16
15 g 3= B i Stormorken syndrome 287.8 D69.8 108.01.15/
107.03.29
H.%# 2 gt £ % Disorders of bone and cartilage
H1 (01| (&% %57 2R Achondroplasia 756.4 Q77.4 89.12.07
02 |=% * 2> Osteogenesis imperfecta 756.51 Q78.0 89.12.07
03| A% 5% X Primary Paget disease 731.0 M88.0 89.12.19/
M88.1 |M88.851 89.12.07
M88.811 {M88.852
M88.812 {M88.859
M88.819 |M88.861
M88.821 {M88.862
M88.822 (M88.869
M88.829 [M88.871
M88.831 {M88.872
M88.832 (M88.879
M88.839 |M88.88
M88.841 (M88.89
M88.842 (M88.9
M88.849
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04

BI Rt E T B

Cleidocraninal dysplasia

755.59

Q74.0

90.03.15

05

EAE e

Fibrodysplasia ossificans
progressiva

728.11

M61.10

M61.111
M61.112
M61.119
M61.121
M61.122
M61.129
M61.131
M61.132
M61.139
M61.141
M61.142
M61.143
M61.144
M61.145
M61.146
M61.151

M61.152
M61.159
M61.161
M61.162
M61.169
M61.171
M61.172
M61.173
M61.174
M61.175
M61.176
M61.177
M61.178
M61.179
M61.18

M61.19

90.07.10

06

HEH O

Split-hand/ Split-foot
malformation (SHFM )

hand755.58
foot755.67

Q71.60
Q71.61
Q71.62
Q71.63

Q72.70
Q72.71
Q72.72
Q72.73

92.06.13

07

PR R

Osteopetrosis

756.52

Q78.2

92.06.13

08

Btk 5 72 2

Pseudoachondroplastic dysplasia

756.4

Q77.8

94.03.14

% 18 F
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ICD-10-CM A Y
- PV Y N |34
AR Pept (ER3E)  |®ep i (FB) ICD-9-CM %f% BER A 4 5P B
09| [ 5MEFI=EFETH DR Multiple epiphyseal dysplasia  |756.56 Q77.8 99.03.19
10| | H s d v 7 2 Craniometaphyseal dysplasia 756.59 Q78.8 111.07.13/
110.02.23
111 P& | iz Cerebro-Costo-Mandibular 759.89 Q87.89 103.12.23/
syndrome 102.10.25
12| |Crouzon = jJg iF ¥ Crouzon syndrome 756.0 Q75.1 91.11.13
13| |Pfeiffer = g iz # Pfeiffer syndrome 755.55 Q87.0 96.08.22
|4 e i # Disorders of the connective tissue
11 [01] [£=%2% .9_75‘*« R N il Ehlers Danlos syndrome IV 756.83 Q79.63 92.06.13
J.o % % se® § Disorders of the hematologic system
JL (01 |EAAFEET R Thalassemia major 282.4 D56.0 89.12.07
D56.1
02| |o &3 R Thrombasthenia 287.1 D69.1 91.11.13
03| |FAFIEF v F C4# £z [Homozygous protein C 273.3 D68.59 94.03.14
deficiency
04| [LHBEREL =% R Paroxysmal nocturnal 283.2 D59.5 99.03.19
hemoglobinuria
05| |&£ = Mafafa | T % |Congenital thrombotic 446.6 D69.42 111.7.12

B

thrombocytopenic purpura

K.% % & s ® § Disorders of the immune system

F19F » 2 25 F




ICD-10-CM a4 p#/
- PV Y N v
AR Pept (ER3E)  |®ep i (FB) ICD-9-CM %f% BER A 4 5P B
K1 |01] (e iaditp ‘é“’?;ai:},% Chronic primary granulomatous |[288.1 D71 91.08.06
disease
02| [ =43 wEzkFv Esgig |Congenital hyper IgE syndrome (288.1 D82.4 92.06.13
=4
03| |# & # < ML EI v o [Bruton’s agammaglobulinemia (279.04 D80.0 94.09.07
04| ([Wiskott- Aldrich = jz & ¥ Wiskott-Aldrich syndrome 279.12 D82.0 94.09.07
05| |BeEd4f &Rl E4 2L Severe combined 279.2 D81.0 94.09.07
immunodeficiency D81.1
D81.2
D81.31
D81.9
06| (A48~ i» 84 IR Complement component 8 279.8 D84.1 94.09.07
deficiency
07| |IPEX g iE%# IPEX syndrome 759.89 (279.8» |E31.0 94.09.07
569.89 » 259.8 >
758.89)
08| [ LAY Mgz Hyper-1gM syndrome 279.05 D80.5 97.01.31
09| |y *#EXH1#15 Interferon y receptor 1 deficiency |279.4 D84.89 102.02.21/
102.02.21
10| |2 @ g ok Hereditary angioedema (HAE) [279.8 D84.1 106.10.25/
105.12.30
11} |Netherton s iz % Netherton syndrome 757.1 Q80.8 99.03.19
12| |2h 34 3L g iE#E |Atypical hemolytic uremic 283.11 D59.32 102.12.13/

% 20 F
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. s - ICD-10-CM a2 p
AERE PrpE (ERET)  |® Rt (FR) ICD-9-CM %78 581 4 0kp
syndrome D59.39 102.09.10
L.p 20 % 528§ Disorders of the endocrine system
L1 [01] |Kenny-Caffey = jg iz #* Kenny-Caffey syndrome 759.89 Q87.19 89.12.07
02| |BEfe® @ K ﬁ R Pseudohypoparathyroidism 275.49 E20.1 89.12.07
03| |#mif @) Mmipe @ Hir  [X-linked hypophosphate mic 275.3 E83.31 89.12.07
rickets 110.08.03(#2)
04| |[Laron = &k i g iE # Laron syndrome ( Laron 259.4 E34.321 90.12.13
Dwarfism)
05| |(Bardet-Biedl = jx iz ¥ Bardet-Biedl syndrome 759.89 Q87.89 90.12.13
06 |Alstrom = jg iE ¥ Alstrom syndrome 759.2 Q87.89 91.08.06
07| [FH %2315 § %1% R & |Persistent hyperinsulinemic 251.1 E16.1 91.08.06
w8 B hypoglycemia of infancy (PHHI)
08| [Wolfram = jg iF % Wolfram syndrome 277.9 E34.8 91.11.13
09| [McCune Albright =iz %  |McCune Albright syndrome 756.59 Q78.1 91.11.13
10| |=dp® 5 * L2 (20 i) Campomelic dysplasia with 758.89 Q87.19 92.06.13
autosomal sex reversal
11 (52 Hﬁa AR Fu ACTH resistance 253.4 E27.49 93.08.24
12| |%- AlE @ ad 2 D ikdg 25-Hydroxyvitamin D 1-alpha- |268.0 E83.32 93.08.24
sV Gk: ia hydroxylase deficiency
13| [ = Tt H:jléﬁ‘ EIE Congenital adrenal hypoplasia ~ [759.1 Q89.1 94.03.14
%21 F £ 25 F




ICD-10-CM a4 p#/
- PV Y N v
AERE PrpE (ERET)  |® Rt (FR) ICD-9-CM %78 581 4 0kp
14| |Kallmann = g iz ¥ Kallmann syndrome 253.4 E23.0 94.03.14
15 [ AT B OR Permanent neonatal diabetes 775.1 P70.2 105.01.28/
mellitus 103.12.02
16| |MIRAGE s i% 3% MIRAGE syndrome 759.89 Q89.8 110.11.23/
109.09.04
M.-L = 93 A5/ iz ¥ Congenital malformations/syndromes

M1 (01| |Aarskog-Scott = jE &+ Aarskog-Scott syndrome 759.89 Q87.19 89.12.07
02| |X & O~ JpizH Waardenburg syndrome 270.2 Q87.89 89.12.07

03| |& Mg Apert syndrome 755.55 Q87.0 90.03.15

04| [Smith-Lemli-Opitz = jz iz ¥ [Smith-Lemli-Opitz syndrome 759.89 E78.72 90.12.13

05| |Larsen =g iz3 (8f%]-+ = |Larsen syndrome 755.8 Q74.8 90.12.13

MR o )
06| [Beckwith Wiedemann = jz iz [Beckwith Wiedemann syndrome (759.89 Q87.3 91.11.13
ks

07| |Fraser = jg iz ¥ Fraser syndrome 759.89 Q87.0 91.11.13

08| |4 2 | ¥ g i 3 Multiple pterygium syndrome  |759.89 Q79.8 93.03.29

09| |Corneliade Lange = jxix# |Cornelia de Lange syndrome 759.89 Q87.19 94.03.14

10| [(## 8% -2 4% X g ix¥  [Hallerman-Streiff syndrome 756.0 Q87.0 95.02.06

11| |Kabuki g iE 3 Kabuki syndrome 759.89 Q89.8 95.02.06

% 22F

£ 20




- o - ICD-10-CM 24 p#/
ARERE Pemt (E%%Y)  |®2n i (FB) ICD-9-CM %% 581 4 0kp
12| |2 -84y (db) g i3 Oto-Palato-Digital syndrome 759.89 Q87.0 95.02.06
13| |Conradi-Hunermann = jg iz ¥ |Conradi-Hunermann syndrome |756.59 Q77.3 95.02.06
14| [Treacher Collins = jx iF ¥ Treacher Collins syndrome 756.0 Q754 95.09.12
15| |Robinow = j iz 3 Robinow syndrome 759.89 Q87.19 96.08.22
16| |4 (H) " ¥ % omizz Nail-Patella syndrome 756.89 Q87.2 97.01.31
17| |CFC Jg iz Cardiofaciocutane ous syndrome (759.89 Q87.89 99.03.19

18| |Peters-Plus ;i i ## Peters-Plus syndrome 743.44 Q13.4 100.09.06/
100.09.06

19| |Nager jx 1% % Nager syndrome 756.0 Q754 102.02.21/
102.02.21

20| |CHARGE % iz 3# CHARGE syndrome 759.89 Q89.8 104.09.08/
103.04.17

21| |1t — AR ¥ White-Sutton syndrome 299.80 Q87.0 105.11.03/
105.04.26

22| |R 27 S E 3w 4k i |Costello syndrome 759.89 Q87.89 108.01.15/
107.05.17

23| [Ayme-Gripp Jg % ¥ Ayme-Gripp syndrome Q87.89 109.07.31/
107.08.10

24| |Coffin-Lowry g i 3 Coffin-Lowry syndrome 759.89 Q89.8 109.07.31/

% 23 F
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ICD-10-CM a4 p#/
- PV Y N v
AR Pept (ER3E)  |®ep i (FB) ICD-9-CM %f% BER A 4 5P B
108.05.03
25| [Myhre Jz i # Myhre syndrome 759.89 Q87.89 110.11.23/
109.03.12
26| | de T ik AR g Sensenbrenner syndrome 759.89 Q87.5 111.01.12/
109.01.02
27| [P ® — & B ATAAEFH Keppen-Lubinsky syndrome E88.1 111.01.12/
109.01.21
28| |Angelman = jz iz %% Angelman syndrome 759.89 Q93.51 89.12.07
29| |DiGeorge J % ¥ DiGeorge syndrome 279.11 D82.1 90.03.15
30| [Prader-Willi = jz iz Prader-Willi syndrome 759.81 Q87.11 90.10.18
31| = FE AR~ i~ B |IWAGR syndrome(Wilms’ 759.89 Q87.89 91.08.06
B ¥~ e IRse i (W Atumor-aniridia-genitourinary
GRgiz#) anomalies-mental retardation)
32| |Miller Dieker g i Miller Dieker syndrome 742.2 Q93.88 93.03.29
33| |Rubinstein-Taybi = jriE#  |Rubinstein-Taybi syndrome 759.89 Q87.2 94.03.14
34| | R RETN R IR Williams syndrome 759.89 Q93.82 94.09.07
35| |Branchio-Oto-Renal ji iz %  |Branchio-Oto-Renal syndrome  [759.89 Q87.89 103.12.23/
(BOR g iz#) (BOR syndrome) 102.09.23
36| |[FAERETEEE Proteus syndrome 759.89 Q87.3 102.12.13/
101.11.14
37| |Cockayne = jriE ¥ (4 #~%] |Cockayne syndrome 759.89 Q87.19 89.12.07

% 24 F
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. g - ICD-10-CM ~3 PR/

AWRE| PRt (EE2%) ¥ mkt (8) ICD-9-CM %u#5 LY 39 p g

< 13 3E) 114.01.01(12)
38| |+ EE Hutchinson Gilford progeria 259.8 E34.8 89.12.07
syndrome

39| |Schaaf-Yang Jx iz % Schaaf-Yang syndrome Q87.19 113.01.30/
112.05.17

40| |Galloway-Mowat Jx iz % Galloway-Mowat syndrome 742.2 Q04.3 114.04.11/
113.05.23

N.px -8 % Eye disorders

N1 01| [Stargardt’s =z Stargardt's disease 362.75 H35.50 100.09.06/
100.09.06
02| [|"£% M%main4 £ Occult macular dystrophy; OMD (362 76 H35.50 104.09.08/
103.05.27
03| |[Faxizxp2ps Leber congenital amaurosis 362.70 H35.50 110.11.23/
109.05.08

Z.H s KA ugss 2 Pk ¥ Unclassified or unknown

5 20F 22 F



