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. s - ICD-10-CM =4 p
AL = R ¥
OAL % task 32 ¥ Ureacycle disorders (8 5 % 7 )
Al |01 | = 0cE A%k o #se (Congenital Urea cycle disorders [270.6 E72.20 89.12.07/
96.10.09(12 )
02| |/ "Rpis Citrullinemia 270.6 E72.23 89.12.07
03| |2 feffiixpk & = fréx 2 2 Nitroacetylglutamate synthetase (270.6 E72.29 90.03.15
deficiency,NAG synthetase
deficiency
04| |5 '=paz " i # ps4t £ |Ornithine transcarbamylase 270.6 E72.4 90.03.15
JE deficiency
05| |® & "=fin Jx-8 % = Jr-% /~|Hyperornithinemia-Hyperammon |270.6 E72.4 96.08.22
VREE 1 E E IE B emia-Homocitrullinuria
Syndrome
© A2 "= pel3 $3p& <32 ¥ Amino acid metabolic disorders / Organic acidemias
A2 |01 [PRE L BEE Amino acid metabolic 270.9 E72.8 89.12.07
disorders(Aminoacidopathies)
02| |B #iefid Homocystinuria 270.4 E72.11 89.12.07
03| [B ¥ Fii=pad JE Hypermethioninemia 270.4 E72.19 89.12.07
04 [Zbfr 1+ % + P=fh o e Nonketotic hyperglycinemia 270.7 E72.51 89.12.07
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ICD-10-CM a4 p#/
N pre Ny » e . v
AERE| PropE (E%$T)  |®2pE (FR) ICD-9-CM %75 B U 4okp
05 |* Ak 7 Phenylketouria 270.1 E70.0 89.12.07
06| |z & FhekebdxZ g Tetrahydrobiopterin deficiency (270.1 E70.1 89.12.07
07 |:f @3 peivfid i Hereditary tyrosinemia 270.2 E70.21 89.12.07
08| |4 #% fk Ik Maple syrup urine disease 270.3 E71.0 89.12.07
09| |7 #px R Organic acidemias 270.9 E71.118 89.12.07
10 (& N pEEe g Isovaleric academia 270.3 E71.110 89.12.07
11 RO % — 4] ~ % = 4||Glutaric aciduriatype I ~ II 270.9 type I:E72.3 89.12.07
typell:E71.313
12| (P e e Propionic academia 270.3 E71.121 89.12.07
13| | Af - iR Methylmalonic acidemia 270.3 E71.120 89.12.07
14 |3-22 JK-3-7 A A - Ew g 3-Hydroxy-3-methylglutaric 270.9 E71.118 89.12.07
acidemia
15| |& A1 F e fje & @ R FEEF B |PAH type PKU combine with 271.3+4270.1 E74.31+ E70.0 90.03.15
¢ 5oEpEA: L Sucrase-isomaltase deficiency
16| |3 dpr=iipe e i Hyperlysinemia 270.7 E72.3 92.06.13
17| e iepis JE Histidinemia 270.5 E70.41 92.06.13
18| |= " A~ 2@ s A % it i2 (3-Methylcrotonyl-CoA 270.9 E71.19 92.06.13
% & 2 carboxylase deficiency
19 s ited sl Multiple carboxylase deficiency (270.9 D81.819 92.06.13

2T

£ 23 %




ICD-10-CM A Y
N pre Ny » e . v
ARRE PR E (E%3T)  |EepE (R) ICD-9-CM %7 B U 4okp
20 |B O epla R Hyperprolinemia 270.8 E72.59 93.03.29
21 = A % L-"=eAphspos 2 JAfs |Aromatic L-amino acid 270.2 E70.9 94.03.14
i+ 2 decarboxylase deficiency
22| |pRrsephigic pedék ZE Tyrosine hydroxylase deficiency (270.2 E70.20 94.03.14
23| |7 AP - phs g B %i=pk |Cobalamin C defect 270.3 ~270.4 ~ |E71.120+ 106.04.06/
vx (Ch1C4a)) ( Methylmalonic aciduriaand  |270.7 E72.11 105.05.12
Homocystinuria, ch1C type )
24| |RH MR AR B R Primary Hyperoxaluria 271.8 E72.53 112.01.17/
110.12.01
25 |B AR Alkaptonuria E70.29 112.04.19
110.08.24
© A3 *3 B g4 Lipid storage disorders
A3 |01] |® 2 < Gaucher’s disease 272.7 E75.22 89.12.07
02| |GM1/GM2# 5 & 4 *5 &4 4% £ |GM1/GM2 gangliosidosis 330.1 GM1:E75.19 89.12.07
GM2:E75.00
03| |Fabry =~ Fabry disease 272.7 E75.21 90.10.18
04| |Niemann-Pick = ;g » ¥ #5#% 75 |Niemann-Pick disease 272.7 E75.240: TypeA 90.10.18
AR E75.241:TypeB
E75.242:TypeC
E75.243:TypeD
E75.248:0ther
E75.249:unspecified
05| |MLD iz # Metachromatic Leukodystrophy (330.0 E75.25 92.06.13

(MLD)

F3F X237
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ARRE PR E (E%3T)  |EepE (R) ICD-9-CM %7 B U 4okp
06| |Himreigd B4 &k Globoid Cell Leukodystrophy 330.0 E75.23 102.02.21/
(Krabbe’s disease) 102.02.21
07 | 233 prpaltsrys»p=4t  [Infantile form Lysosomal Acid  |272.7 E75.5 105.01.28/
o (X AELTEE CR) Lipase Deficiency (Wolman 104.05.26
Disease)
OA4 gk iv & F L 3+8 § Carbohydrate metabolic disorders
A4 |01 |[E 5 Ex e Galactosemia 271.1 E74.21 89.12.07
02| |PFEEREfiR Glycogen storage disease 271.0 E74.09:type0 89.12.07
E74.01:Typel
E74.02:Typell
E74.03:Typelll
E74.09:TypelV
E74.04:TypeV
E74.09:TypeVI-XI
E74.01:Von
Gierke’s
03| |*ox ¢ E‘%l‘ﬁ%ﬂ“”ﬂ‘%ﬁﬁ]ﬁ'% F |Glut (Glucose Transport) 1 271.8 E74.8 96.08.22
deficiency syndrome
O4| |4 FEpspe 4> 2 JE Transaldolase deficiency 271.8 E74.8 111.01.12/
109.01.15
© A5 fpinpe s it & F Fatty acid oxidation disorders
A5 (01| [|PaPmpas i 0T 4L k5 Fatty acid oxidation defect 277.8 E71.30 |E71.314 89.12.07

E71.310 [E71.318
E/1.311 |[E71.32
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AWRY PRt (2 2 opt (%8) ICD-9-CM %75 B E N B 4 0%p B
E71.312 |E71.39
E71.313
02| |BaMp dkdt 2 Carnitine deficiency syndrome, (272.9 E71.41 89.12.07
primary
03| |¢ 4% "»ped 2 f¥ 2 4% 2 & |Medium-chain acyl-coenzyme A |277.8 E71.311 93.03.29
dehydrogenase deficiency
(MCAD)
04| |®édrigppa @ it L Short-chain acyl-CoA 277.8 E71.312 94.03.14
dehydrogenase deficiency
© A6 sk x %8 %2 ¥ Mitochondrial disorders
A6 (01| [|ksmigadis 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
03| |Leigh =< & &% "% %Jsm %  |Leigh disease 330.8 (G31.82 89.12.07
04| [MELAS g i # MELAS 758.89 E88.41 89.12.07
05| [MNGIE jg ix #4448 |24 5 |Mitochondrial 277.9 E88.49 92.12.19
i Tk I I T Neurogastrointestinal
Encephalopathy Syndrome
06| |pfrps@in a fiedd 2 g Pyruvate dehydrogenase 271.8 E74.4 93.08.24
deficiency
07| |® X mizz Barth Syndrome 759.89 E78.71 102.12.13/
O0F > % 23F
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102.03.22
08| |3 X} & Mm4 B B Leber’s hereditary optic 377.16 H47.22 110.08.03/
neuropathy 109.03.13
© A7 % | %8~ 3+8 § Lysosomal storage disorders
A7 (01| |PRI=pihs E Cystinosis 270.0 E72.04 89.12.07
02| |37 PR Mucopolysaccharidoses 277.5 Typel:E76.01 89.12.07
E76.02
E76.03
Type2:E76.1
other:
E76.210
E76.211
E76.219
E76.22
E76.29
Unspecified:
E76.3
03| |[#FHEAHEF (M) |Fucosidosis 271.8 E77.1 90.03.15
04| |mppEE# LR Sialidosis 272.7 E77.1 91.04.12
05| |[Ak% B Mucolipidosis 272.7 typel:E77.1 92.06.13
typell ~ I1I:E77.0
typelV:E75.11
06| [(# 5~k T A E Neuronal ceroid lipofuscinosis  |330.1 E75.4 93.08.24
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AR Yemt (ERdd)  (Ermt (HB) ICD-9-CM 3% BE A 4 3%p
07| | % #Mmphrgpsis L Multiple sulfatase deficiency 330.0 E75.29 105.07.13/
105.03.09
© A8 *EFfE 5 Py B % #r R ¥ Cholesterol and Lipid metabolism
A8 (01| |F &3 F2EM 3 "2 EE - & |Homozygous familial 272.0 E78.0 90.03.15
hypercholesterolemia
02| |RIEMF LBk & Familial Hyperchylomicronemia |272.3 E78.3 91.08.06
03| |& Hffe g (o) Sitosterolemia 272.0 E78.0 98.07.03
OA9 # = &+ 4% 15 Metal metabolic disorders
A9 (01| |=F &R 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#fpsdt L Molybdenum cofactor deficiency |277.8 E61.5 100.09.06/
100.09.06
OA10:F% - %8 < 3R ¥ Peroxisomal disorders
A10|01| |[Zellweger = jx iz ¥ Zellweger syndrome 277.9 E71.510 89.12.07
02 (% F “ﬁu’&%é L RR Adrenoleukodystrophy 272.7 E71511 91.11.13
E71.520
E71.521
E71.528
E71.529
03| [siTz3algbikac® % 5 7 2 |Rhizomelic Chondrodysplasia 277.8 E71.540 98.07.03

Punctata
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ARE| Pept (EKid) F2p bt (BR) ICD-9-CM a7 B e8I 4 5P
OA11l H ¢ %R § Other metabolic disorders
Al1|01] [% Fm Porphyria 277.1 E80.20 95.02.06
E80.21
E80.29
02| |Lesch-Nyhan = jg i ¥ Lesch-Nyhan syndrome 277.2 E79.1 89.12.07
03| |[LrFpads i*psdd L Sulfite oxidase deficiency 270.0 E72.19 89.12.07
04| [s-Kki* & 4% Z B F-v Jriz ¥ |Carbohydrate-deficiency 277.9 E77.8 92.06.13
glycoprotein syndrome
05| (= 7 A "&fE Trimethylaminuria 277.8 E72.52 92.06.13
06 |£=x 2> ¢ %73 2 |Congenital generalized 272.6 E88.1 92.06.13
lipodystrophy
07| |"&"EM % B Cerebrotendinous Xanthomatosis (272.7 E75.5 95.02.06
08| |Mmkpsfs e Hypophosphatasia 275.3 E83.39 100.09.06/
E83.31 100.09.06
09| [(Beta #if#fsdx 2 Jx Beta-Ketothiolase Deficiency 270.3 E71.19 102.12.13/
102.08.01
10 (29 2@ Lo Biotinidase Deficiency 277.6 D81.810 105.09.23/
104.10.06
11 |~ Pavepid> 2 e Cerebral Creatine 270.7 ~ 270.8 E72.8 111.07.13/
Deficiency 109.02.19
12| |miie% (M4 % B1) & #s4 |Thiamine Metabolism E51.8 111.07.13/
io [RFURE 1 H Dysfunction Syndromes 110.03.25

B "ot 4 & % Fefm 5% Brain / Nervous system disorders

58T
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AERE| PropE (E%$T)  |®2pE (FR) ICD-9-CM %75 B U 4okp
B1 |01 A g AR 54 |Multiple Sclerosis/ Neuromyelitis|340/341.0 G35/G36.0 89.12.07/
B Optica Spectrum Disorders 110.11.24(2)
02| |p% ‘{ﬁf“,}_lﬁ'] - Amyotrophic lateral sclerosis 335.20 G12.21 89.12.07
(ALS)
03| |+ /A4 4 pco B #% 0 33 |Ataxia telangiectasia 334.8 G11.3 89.12.07
04| |3 7 % X HRE Huntington disease (Huntington's (333.4 G10 89.12.07
chorea)
05| |&#H R Rett syndrome 330.8 F84.2 89.12.07
109.07.31(12)
06 |[# &gidsvp % HAIE Spinal muscular atrophy 335.10 G12.0 89.12.07
Gl12.1
07| |[# %5 ] " 6 (T} 1 |Spinocerebellar ataxia 334.3 G1ll.1 89.12.07/
=3 98.07.03(%2)
08| |&& ¢ i Tuberous sclerosis 759.5 Q85.1 89.12.07
09| | = MR % a7 e & & & F |Congenital insensitivity to pain ~ {705.0 L74.4 91.11.13
JE with anhidrosis (CIPA)
10| |4 Sk arm s - 4 Neurofibromatosis type 1T 237.72 Q85.02 93.08.24
11| [Alexander = T Alexander disease 331.89 E75.29 93.08.24
12| | &R E Stiffperson syndrome 333.91 G25.82 93.08.24
13| | @ R LR Hereditary spastic paraplegia 334.1 Gl1.4 94.09.07
14| |Joubert ~ g iE# (7% |[Joubert syndrome 759.89 Q04.3 95.02.06
PdalIRE T 2 )
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ICD-10-CM >4 p #p/
SRR Pept (EREY)  |[Fep i (HR) ICD-9CM %8 | g ::‘.;cii!:
15| [|Pelizaeus-Merzbacher = st ( 1% |Pelizaeus-Merzbacher Disease  [330.0 E75.29 95.02.06
M2 ARA )
16| |E +#-5 fl-H 27 CharcotMarie-Tooth Disease 356.1 G60.0 95.02.06
110.08.03(12)
17 |4 @ <o (4 gzt Bt ~p |Kennedy Disease 335.8 G12.20 95.09.12
% S ) Gl12.21
G12.22
G12.29
18| |poE s 1% % 1A 5o [Familial Amyloidotic 277.3+357.4 E85.1 96.08.22
2 Polyneuropathy
19| |Moebius jJE iE ¥ Moebius syndrome 352.6 Q87.0 100.03.15
20| [Mcleod g % ¥ Mcleod syndrome 758.81 097.8 100.09.06/
098.8 100.09.06
21| |Aicardi-Goutieres Jg ix ¥ Aicardi-Goutieres syndrome 330.0 (G31.89 100.11.30/
100.11.30
22| | AR IGE Proteus Syndrome 759.89 Q87.3 102.12.13/
101.11.14
23| |MECP2 7 & Jg iz ¥ Methyl CpG binding protein2  |330.8 Q99.8 103.12.23/
Duplication Syndrome 102.09.23
(MECP2 Duplication Syndrome)
24| ("t R R Cerebro-Costo-Mandibular 759.89 Q87.89 103.12.23/
Syndrome 102.10.25
25| |Dravet Jg ix ¥ Dravet Syndrome, DS 345.81 G40.803 107.05.30/
G40.804 105.08.24
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26| |%av B AR Vanishing White Matter Disease (341.8 G37.8 107.05.30/
106.08.07
27| |iLpaE pcpe B B2 A 53R 14 [Pantothenate Kinase Associated |277.9(M1-18) G23.0 109.10.13(¢ :«
M B ),33 Neurodegeneration(PKAN) 25 B BE)
97.01.31
28| |mFq B Rg fRps A2 BE B2 4 g Phospholipase A2-associated 333.0 G23.0 109.10.13/
91 B neurodegeneration (PLAN) 109.01.23
29 ([AFE-EE &g Pitt-Hopkins Syndrome 755.55 ~ 756.0 |Q87.0 110.08.03/
109.04.21
30| |Beta %>k 39 B P52 # i [Beta-Propeller 333.0 G23.0 111.04.13/
191 Protein-Associated 110.07.07
Neurodegeneration (BPAN)
31| |23 7 B £ (Infantile-Onset Ascending 335.29 G12.2 111.07.11/
T Hereditary Spastic Paralysis, 110.07.14
IAHSP
Crfex (7R ki % Respiratory and circulatory system disorders
Cl (01| |[#% B ad A it g Idiopathic Infantile Arterial 747.89 Q28.8 93.03.29
Calcification
02| |E it g Cystic fibrosis 277.00 E84.9 93.03.29
03| |#% Mg @ d% g & |ldiopathic or Heritable 416.0 127.0 93.08.24
pulmonary arterial hypertension 109.07.31(%2)
(IPAH or HPAH)
04| |Holt-Oram = g iF ¥ Holt-Oram Syndrome 759.89 Q87.2 94.09.07
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05| |Andersen = jJg i ¥ (= & £ [Andersen syndrome 359.3+426.89 [E74.09 95.09.12
R TP R 0
S %)
06| | & be g% Hereditary Hemorrhagic 448.0 178.0 96.08.22
Telangiectasia
07| |Z LM% 4 X Asphyxiating thoracic dystrophy [756.4 Q77.2 100.09.06/
100.09.06
08| |% =47 fx{+¥ 7 # Ryt |Congenital Central 327.25 G47.35 104.03.12/
F=4 Hypoventilation Syndrome 103.06.17
D ik FLT % Digestive system disorders
D1 (01| [i& {7 RIEMIFp LT |Progressive Familial Intrahepatic |751.69 K83.1 89.12.19/
JE Cholestasis, PFIC 89.12.07
02| | = P"Eps & = R Inborn errors of bile acid 277.9 E78.70 89.12.19/
synthesis 89.12.07
03| |al-#Fii% F-v frdt 2 e al- Antitrypsin deficiency 277.6 E88.01 94.03.14
04| [+ = % Cajal =~ fF ¥z # 4 (Congenital Interstitial Cell of 750.5 Q43.8 95.02.06
EEB g GEAgT R Cajal Hyperplasia with Neuronal
Intestinal Dysplasia
05| [P womiza Alagille Syndrome 759.89 Q44.7 99.03.19
E &% IR i ki % Kidnay and urinary system disorders
E1 |01| |Lowe = jziz# Lowe syndrome 270.8 E72.03 89.12.07
02| |Bartter = jg iF ¥ Bartter’s syndrome 255.1 E26.81 94.03.14
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AERE PR (ERSY)  (F2RE (FR) ICD-9-CM %78 581 4 o0kp
03| |#% ¢ g2 7 £ 4T %A |Autosomal recessive polycystic [753.14 Q61.19 99.03.19
T Kidney disease
04| |Iy X g izE Alport Syndrome 759.89 Q87.81 110.11.23/
110.03.10
FARE J5 % Skin disorders
F1 (01| |[:f @2 A & ke Hereditary epidermolysis bullosa |757.39 Q81.9 89.12.07
02| |k &8k (p #2123 @ (Lchthyosis, lamellar recessive 757.1 Q80.2 89.12.07
A)
03| |"%osC Collodion baby 757.1 Q80.2 90.12.13
04| |zad b B Harlequin ichthyosis 757.1 Q80.4 90.12.13
05| |'kied)k = 1 4 @Rtk = & [Bullous Congenital ichthyosiform|757.1 Q80.3 90.12.13
E (% A RLfEM & V38 & Jg ) |erythoderma (epidermolytic
hyperkeratosis)
06| |[*hiakk X2 2 2 Ectodermal Dysplasias 757.31 Q82.4 91.11.13
07| |Meleda § i Meleda disease 757.39 Q82.8 93.08.24
08| |Darier <z (£ 4 & iv T ) |Darier’s disease 757.39 Q82.8 95.02.06
09 |Axf it 2 Dyskeratosis Congenita 757.39 Q82.8 95.09.12
10 (R EER & Ve T Diffuse Non-epidermolytic 757.39 Q82.8 99.03.19
Palmoplantar Keratoderma type
Unna-Thost
11| (¢ 24 AR Incontinentia Pigmenti 757.33 Q82.3 99.03.19
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AR Yemt (ERdd)  (Ermt (HB) ICD-9-CM 3% BE A 4 5P B
12| |Netherton jJz i ¥ Netherton Syndrome 757.1 Q80.3 99.03.19
G sup i % Muscle disorders

G1 |01 |&k % L) N Duchenne muscular dystrophy  |359.1 G71.0 89.12.07
02| [Nemaline st swp 5 % Nemaline Rod Myopathy 359.0 G71.2 90.06.12

03| |Schwartz Jampel = jg i % Schwartz Jampel syndrome 756.89 G71.13 91.11.13

04 |P“p %2 Myotonic dystrophy 359.2 G71.11 92.06.13

05| |® A Fezsed o Facioscapulohumeral muscular (359 1 G71.0 94.03.14

dystrophy

06| |"~] % % Myotubular Myopathy 359.0 G71.2 96.08.22

07| |[F R ADPTCRE X &g Becker Muscular Dystrophy 359.1 G71.0 99.03.19
08| |Freeman-Sheldon =t i# [Freeman-Sheldon syndrome 759.89 Q87.0 100.09.06/
100.09.06

09 [m4Ave4 & Limb-girdle muscular dystrophy [359.1 G71.0 102.12.13/
101.10.09
type 2A -~ 2B~ 2D 102.02.21/

102.02.21

10| | =% pHoed 2o Congenital Muscular Dystrophy |359.0 G71.0 105.01.28/
104.05.12

11 |P wihZ I Central Core Disease 359.0 G71.2 105.09.23/
104.11.18

12 5 e why I Multiminicore Disease 359.0 G71.2 105.09.23/
104.11.18
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13| |Emery-Dreifuss "+% & g Emery-Dreifuss Muscular 359.1 G71.0 106.10.25/
Dystrophy (EDMD) 105.11.01
14| |GNE @37 % GNE myopathy 359.8 G71.8 108.01.15/
107.01.16
15| | 3= B i Stormorken syndrome 287.8 D69.8 108.01.15/
107.03.29
H ¥ % #ic ¥ )ﬁa%‘ Bone and Cartilage disorders
H1 (01 (#x#® %% % 2 Achondroplasia 756.4 Q77.4 89.12.07
02| =% 72 2 Osteogenesis imperfecta 756.51 Q78.0 89.12.07
03| |R# L F L 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
04 |&*gpH v BA Cleidocraninal dysplasia 755.59 Q74.0 90.03.15

% 15 F
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>4 p g/
2 3 p 3y

05

A

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

A< ATE

Split-hand/ Split-foot
malformation (SHFM )

hand755.58
foot755.67

Q71.60
Q7161
Q71.62
Q71.63

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

92.06.13

07

’E"?{T}-TL:&

Osteopetrosis

756.52

Q78.2

92.06.13

08

Bt ET 2 >

Pseudoachondroplastic dysplasia

756.4

Q77.8

94.03.14

09

(o e i =7 SE I 2

Multiple Epiphyseal Dysplasia

756.56

Q78.3

99.03.19

% 16 7
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10| g h irfsg s v 7 2 Craniometaphyseal Dysplasia 756.59 Q78.8 111.07.13/
110.02.23
| &% P_%F‘w}% % Connective tissue disorders
11 |01] |[£=%% .E_ﬁa‘« B A5 A Ehlers Danlos syndrome IV 756.83 Q79.6 92.06.13
J & j% 7 s Blood disorders
J1 |01] [£3]AFEE Thalassemia major 282.4 D56.0 89.12.07
D56.1
02| | )& 4 g Thrombasthenia 287.1 D69.1 91.11.13
03| [P AFIEF Fv F C# Lz [Homozygous protein C 273.3 D68.59 94.03.14
deficiency
04| [ RE L ZF R Paroxysmal Nocturnal 283.2 D59.5 99.03.19
Hemoglobinuria
05| |24 A4 i3 b g iF Atypical Hemolytic Uremic 283.11 D59.3 102.12.13/
Syndrome 102.09.10
K % % 7 % Immune system disorders
K1 (01| |& & Bt p ?”'?;fv_:}gs Chronic primary granulomatous (288.1 D71 91.08.06
disease
02 [ =xMH3 LAEZEIY Ejgi: |Congenital Hyper IgE syndrome (288.1 D82.4 92.06.13
aa
03| |# & # < ML ZEI v v g (Bruton’s agammaglobulinemia (279.04 D80.0 94.09.07
04| |Wiskott- Aldrich < jr %  |Wiskott- Aldrich Syndrome 279.12 D82.0 94.09.07
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05| [FE4fF &AL E# 2 Severe combined 279.2 D81.0 94.09.07
immunodeficiency D81.1
D81.2
D81.9
06| |4 %8 = i» 84 L ¢ Complement Component 8 279.8 D84.1 94.09.07
deficiency
07| [IPEX g iz % IPEX Syndrome 759.89 (279.8 > |E31.0 94.09.07
569.89 » 259.8 >
758.89)
08| |3 A FY Mugpiz3 Hyper-1gM syndrome 279.05 D80.5 97.01.31
09| |y *#EXH1¥1A Interferon y receptor 1 deficiency |279.4 D84.8 102.02.21/
102.02.21
10 | @fre gk Hereditary Angioedema (HAE) (279.8 D84.1 106.10.25/
105.12.30
L p & i 5 Endocrine disorders
L1 (01| [Kenny-Caffey = jr iz % Kenny-Caffey syndrome 759.89 Q87.1 89.12.07
02)  [iBtm] ™ A i Pseudohypoparathyroidism 275.49 E20.1 89.12.07
03| [tEmf:d @A) Mphpe @ g | X-linked hypophosphate mic 275.3 E83.31 89.12.07
rickets 110.08.03(2)
04| |Laron = it &g iF ¥ Laron syndrome ( Laron 259.4 E34.3 90.12.13
Dwarfism )
05| |Bardet-Biedl = jx iz ¥ Bardet-Biedl syndrome 759.89 Q87.89 90.12.13

5 18F » =2 23 F




ICD-10-CM A Y
N pre Ny » e . v

AERE| PropE (E%$T)  |®2pE (FR) ICD-9-CM %75 B U 4okp
06| |Alstrom = jx iF # Alsrtom Syndrome 759.2 Q87.89 91.08.06

07| [FHF 2 2q% g 2B R & |Persistent hyperinsulinemic 251.1 E16.1 91.08.06

w1 FEE hypoglycemia of infancy (PHHI)

08| |Wolfram = jr ik % Wolfram syndrome 277.9 E88.9 91.11.13

09| [McCune Albright <~z & ¥  [McCune Albright syndrome 756.59 Q78.1 91.11.13

10| |=dpst v 7 22 (45 g i Campomelic dysplasia with 758.89 Q99.8 92.06.13

autosomal sex reversal
11 (% ¢ Hﬁ{ AR E Fu ACTH resistance 253.4 E27.49 93.08.24
12| |%-Al:d @4 % Dirig |25-Hydroxyvitamin D 1- 268.0 E83.32 93.08.24
A o Alpha-Hydroxylase Deficiency

13 [£ = M5 ’ﬁl’% T A Congenital adrenal hypoplasia ~ |759.1 Q89.1 94.03.14

14| |Kallmann = jg g ¥ Kallmann syndrome 253.4 E23.0 94.03.14
15| [ A BATA SRR Permanent Neonatal Diabetes 775.1 P70.2 105.01.28/
Mellitus 103.12.02
16| |MIRAGE s i ¥ MIRAGE syndrome 759.89 Q89.8 110.11.23/
109.09.04

M £ % w335 iz ¥ Congenital malformation syndromes

M1 |01 |Aarskog-Scott = jg % ¥ Aarskog-Scott syndrome 759.89 Q87.1 89.12.07
02| |X % ORAREEFEE Waardenburg syndrome 270.2 E70.8 89.12.07

03| |& M < Apert syndrome 755.55 Q87.0 90.03.15
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ARE| Pept (Ekfd) |¥epit () ICD-9-CM %uf% I%DQ?Q%M ;\_ii i!,;/
04| |Smith-Lemli-Opitz = jz iz % |Smith-Lemli-Opitz syndrome 759.89 E78.72 90.12.13
05| [Larsen = jr iz (8 4%|-% % |Larsen syndrome 755.8 Q74.8 90.12.13

P i iE )
06 B?ckwith Wiedemann = jg iz |Beckwith Wiedemann syndrome |759.89 Q87.3 91.11.13
07 grouzon R E Crouzon syndrome 756.0 Q75.1 91.11.13
08| |Fraser = jr iF % Fraser syndrome 759.89 Q87.0 91.11.13
09 |58 kg iz Multiple pterygium syndrome 759.89 Q79.8 93.03.29
10| |[Corneliade Lange =~ jr iz#* |Cornelia de Lange syndrome 759.89 Q87.1 94.03.14
11| [## & -8 4% 2 <zix2¥  [Hallerman-Streiff Syndrome 756.0 Q87.0 95.02.06
12| [Kabuki g ig ¥ Kabuki syndrome 759.89 Q89.8 95.02.06
13| [m -ﬁf—-#g (B ) g3 Oto-Palato-Digital syndrome 759.89 Q87.0 95.02.06
14| |Conradi-Hunermann = jg iz ¥ [Conradi-Hunermann syndrome  |756.59 Q77.3 95.02.06
15| |[Treacher Collins = j ik % Treacher Collins Syndrome 756.0 Q75.4 95.09.12
16| |Robinow = jg % ¥ Robinow Syndrome 759.89 Q87.1 96.08.22
17| |Pfeiffer ~ jg i ¥ Pfeiffer syndrome 755.55 Q87.0 96.08.22
19) |4p (&) 7 #H piz# Nail-Patella Syndrome 756.89 Q87.2 97.01.31
20| |CFC j ix % Cardiofaciocutaneous Syndrome (759.89 Q87.89 99.03.19
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21| |Peters-Plus Jg iz ¥ Peters-Plus syndrome 743.44 Q134 100.09.06/
100.09.06
22| |Nager J iF ¥ Nager Syndrome 756.0 Q75.4 102.02.21/
102.02.21
23| |CHARGE i 1% 3 CHARGE Syndrome 759.89 Q89.8 104.09.08/
103.04.17
24 |1RAF — EAE R iF White-Sutton syndrome 299.80 Q99.8 105.11.03/
F84.8 105.04.26

F78

25| |R 27t 33w 44 i [Costello syndrome 759.89 Q87.89 108.01.15/
107.05.17
26| |Ayme-Gripp Je ix ¥ Ayme-Gripp syndrome Q87.89 109.07.31/
107.08.10
27| |Coffin-Lowry Jg i ¥ Coffin-Lowry Syndrome 759.89 Q89.8 109.07.31/
108.05.03
28| [Myhre Jg i Myhre Syndrome 759.89 Q87.89 110.11.23/
109.03.12
29| |HAT G E G Sensenbrenner Syndrome 759.89 Q87.5 111.01.12/
109.01.02
30 [ — & }?E’%&:}i (3= Keppen-Lubinsky Syndrome E88.1 111.01.12/
109.01.21
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N % ¢ $8 8 % Chromosomal abnormalities
N1 |01 |Angelman = jg i Angelman syndrome 759.89 Q93,5 89.12.07
02| |DiGeorge Jg iF ¥ DiGeorge syndrome 279.11 D82.1 90.03.15
03| |Prader-Willi =~ jg ix Prader-Willi syndrome 759.81 Q87.1 90.10.18
04 |= fd* <%~ i~ £ BIW A G R syndrome (Wilms’ 759.89 Q87.89 91.08.06
B W~ e Ree i (W Altumor-Aniridia-Genitourinary
GRgpiz#) Anomalies-mental Retardation)
o5/ |Miller Dieker g i 3 Miller Dieker syndrome 742.2 Q93.88 93.03.29
06| |Rubinstein-Taybi = jz i+  |Rubinstein-Taybi syndrome 759.89 Q87.2 94.03.14
07| | = BRET R iEFH Williams Syndrome 759.89 Q93.89 94.09.07
08| [Von Hippel-Lindau jx %% |Von Hippel-Lindau disease 759.6 Q85.8 100.09.06/
100.09.06
09| |Branchio-Oto-Renal jx iz #¥  |Branchio-Oto-Renal Syndrome [759.89 Q87.89 103.12.23/
(BOR g ix#) (BOR Syndrome) 102.09.23
ZH s KL 2 P R ¥ Other unclassified or Unknown causes
71 lo1l [Cockayne = jz i% ¥ Cockayne syndrome 759.89 Q87.1 89.12.07
02| |FE¥&E Hutchinson Gilford progeria 259.8 E34.8 89.12.07
syndrome
03| |- m iE Tricho-hepato-enteric syndrome [759.7 Q89.7 90.10.18
04| |Stargardt’s =~ & Stargardt’s disease 362.75 H35.50 100.09.06/
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FEAR P emE (ERET) \EORE (FR) ICD-9-CM %68 | ' Sygengg. ;;ii/
100.09.06
05| 2% MF w4 £ 5 Occult Macular Dystrophy ; OMD|362.76 H35.50 104.09.08/
103.05.27
Leber Congenital Amaurosis 362.70 H35.50 110.11.23/
109.05.08
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