YL RALARLEE

ICD-10-CM %% — T % (i B A )

PESR 106 # 10 7 25 p FEF % 1060402648 5o 2
EAFEI07 #5030 pEREF % 1070401231 5L 2
PEAFEI08E 1P 15 P EREF % 1070403736 5L 2
PEAFEI09# T 0 31 p FREF % 1090402037 5L 2
PESFEI09# 10 7 13 P FERET % 1090402740 5L 2
PEARII0E R 3P R MF ¥ 1100460016 FLo 2
PERELI0E 1LY 23 p HREF % 1100461161 5L 4
PEARELI0E 11 P 24 p FREF 5 1100461168 5L 2
PEARIILELY 12 P FRF % 1100461686 52 4
PERRIILE 4T 13 P R F 5 1110460962 52 &
PERRIILET Y I3 P FERF % 1110461992 5L
PEARELZ2E D L7 P FEREF % 1120460003 52
PEARE L2 E 4 19 P FEREF % 1120460969 52
PEARE 2 E 100 25 P R F % 1120463037 5L
PEAR I3 E DT 30 p EREF % 1130460217 L 4
PEARIZET Y ISP FEREF % 1130462168 5L
PEAR IS E L0 11 P FRFEF % 1130463224 5L 4
PERRE 4 E ] 23 P FREF S 1130464505 5L £
~5R 5,{ P b (E%3Y) ¥ 5 L(HR) ICD-10-CM %%

AL X 5 #+2 ¥ Inborn errors of metabolism

OAl /i % &R #rE ¥ Urea cycle disorders

Al (01 [£ % k% 7a%k * B |Congenital urea cycle disorders E72.20
02 [ A Piefk v JE Citrullinemia E72.23
Nitroacetylglutamate synthetase
A 7 . .
03| & P '=ps & = fris Lk deficiency, NAG synthetase deficiency E72.29
L N BE & m 3 75 4
04 ? Z;ff L% 7 RER AR PR\ mihine transcarbamylase deficiency |[E72.4
05|® & %k Ji-F % o k- § |Hyperornithinemia-Hyperammonemia- E72.4
JNVRER X fE fE T EE Homocitrullinuria syndrome )
O A2 A R/F B A BFE ¥ Disorders of amino acid/organic acid metabolism
E72.9
. - Amino acid metabolic disorders E70.9
2 & N A . . N
A2 |01 gk il 7 A (Aminoacidopathies) E72.10
E72.89
02 | % =& epl fRE Homocystinuria E72.11
03|% ¥ Aiisefl o Hypermethioninemia E72.19




S| YR (EEED) H o L (HR) ICD-10-CM %1%
04 |2L0p t2 3 H "=fkn Nonketotic hyperglycinemia E72.51
05 | ¥ A FRE Phenylketonuria E70.0
06| & Frred ik 7 Tetrahydrobiopterin deficiency E70.1
07 |if & B feiefi o Hereditary tyrosinemia E70.21
08 | 4 4% 7k i Maple syrup urine disease E71.0
097 #8pk s Organic acidemias E71.118
10| & e Isovaleric acidemia E71.110
AN BARE F- A ¥z S . type I: E72.3
11 2 Glutaric aciduria type I ~ 11 typell: E71.313
12|p fan e Propionic acidemia E71.121
137 Af - fen Methylmalonic acidemia E71.120
14|3-25 £ -3-7 L A - pad g |3-Hydroxy-3-methylglutaric acidemia [E71.118
A R AR ARfe & 3 R #E BF [PAH type PKU combine with sucrase-
Bl g TR L isomaltase deficiency E74.31+E70.0
16 | 3i=psn JE Hyperlysinemia E72.3
17 | %eps £ JE Histidinemia E70.41
= 7 A ° © fad fr A2 it fi%|3-Methylcrotonyl-CoA carboxylase
183 ., 7. - E71.19
%4 L deficiency
19| % 5 i fedr L g Multiple carboxylase deficiency D81.819
20| ® ¥ Meph n Hyperprolinemia E72.59
4% Loeilpiagm s &4 |Aromatic L-amino acid decarboxylase
21 | )« : E70.9
fidx 2 JE deficiency
22 |priaepi fg it faak 4 E Tyrosine hydroxylase deficiency E70.20
; _ sx o oo = o ge./Cobalamin C defect (Methylmalonic
23 nﬁ 2 ‘ﬁ - P& - LS acidemia and Homocystinuria, cb1C  [E71.120+E72.11
pit Fof b 1C 3 )
24 R R XD R Primary hyperoxaluria E72.53
25\ 2 o Alkaptonuria E70.29
©A3 % /| f 5= Lysosomal storage disorders




Yot (EREY)
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ICD-10-CM 075

B
A3 01|% 2 < Gaucher disease E75.22
GMI1/GM2 #! & & H "q ki f D GM1: E75.19
02 = GM1/GM2 gangliosidosis GM2: E75.00
03 |Fabry = Je(iZ # 38 < J£) Fabry disease E75.21
E75.240:Type A
E75.241:Type B
) s e Rk E75.242:Type C
04 I,ilzinin‘}rfpl(:k AR Niemann-Pick disease E75.243:Type D
7 i E75.244:Type A/B
E75.248:0ther
E75.249:unspecified
05 [MLD g i ¥ Metachromatic leukodystrophy (MLD)|E75.25
Boaows B o mE A X Globoid cell leukodystrophy
06|5% m s "ov T4 % (Krabbe’s disease) E75.23
07 B2 527 A fis 48 BL 14 75 %5 fis |Infantile form lysosomal acid lipase E75.5
ik 2 JE(* LILfE & “jg)  |deficiency (Wolman disease) '
08 |5 el v Cystinosis E72.04
Typel: E76.01
E76.02
E76.03
Type2: E76.1
09 |&k % e Mucopolysaccharidoses Other: E;g%i?
E76.219
E76.22
E76.29
Unspecified:E76.3
10 (£ FeAE 32 ¥ (%A &) |Fucosidosis E77.1
11 | pa p% % 4% L Sialidosis E77.1
Type 1: E77.1
12 \3k%g B Mucolipidosis Type I1 ~ I : E77.0
Type IV : E75.11
13[4 g s kP48 B 5 # 2 [Neuronal ceroid lipofuscinosis E75.4
14| % 2 1 ae e hg prdd 2 JE Multiple sulfatase deficiency E75.26
QA4 B ki &% X# R ¥ Disorders of carbohydrate metabolism
Ad |01 | FU b Galactosemia E74.21
E74.09:type 0
E74.01:Type I
02 P+t f e Glycogen storage disease E74.02:type I

E74.03:type III
E74.09:type IV




S| YR (EEED) H o L (HR) ICD-10-CM %1%
E74.04:type V
E74.09:type VI-XI
E74.01:Von Gierke's
03 ”ia v B BBy F 88 i# 4 |Glut (Glucose transport)1 deficiency £74.810
= syndrome
04 |4 fE % iz 4 2 g Transaldolase deficiency E74.89
O©AS5 "3 %»gk § i* 2 ¥ Disorders of fatty acid oxidation
E71.30  E71.314
E71.310 E71318
A5 |01 |Fqmpas 1Y 4215 Fatty acid oxidation defect E71311 152173,
E71.312 E71.39
E71.313 )
' L s Carnitine deficiency syndrome
FAH A4 5 s N ]
02 |3 [ ded> L primary E71.41
03 v oA AR EL 3 4 ¥ % 4% Z [Medium-chain acyl-coenzyme A E71311
JE dehydrogenase deficiency (MCAD) '
P SOV Short-chain acyl-CoA dehydrogenase
e 7 a L3 .
04 |"24a % Bﬁﬁi’x—i 3 fsdk 2 deficiency E71.312
OA6 12 ¥ Mitochondrial disorders
A6 |01 5 f8 4k 1 Mitochondrial defect E88.40
H49.811
02 [Kearns-Sayre = Jg i Kearns-Sayre syndrome Ejgg%
H49.819
03 |Leigh * & & # %o % %5 % |Leigh disease G31.82
04 MELAS g % # MELAS E88.41
05 MNGIE g ig ¥k 548 {44 Mitochondrial neurogastrointestinal E88.49
BN Hagm I iR ¥ encephalopathy syndrome :
06 |p fir fa B R & fisdx L g Pyruvate dehydrogenase deficiency  |E74.4
07 % g iEH Barth syndrome E78.71
08 |3 o<l @404 55 %  |Leber hereditary optic neuropathy H47.22
OA7 22 & ~#2 ¥ Disorders of vitamin metabolism
A7 (01|2 F % pedd 2 Biotinidase deficiency D81.810

OA8 " FfE 2 5 i " # R ¥ Disorders of cholesterol and lipid metabolism

A8

01

AT FORILA R A A
"

Homozygous familial
hypercholesterolemia

E78.01




S| YR (EEED) H o L (HR) ICD-10-CM %1%
02 [R5 B 5 B ok w Familial hyperchylomicronemia E78.3
03 |2 A s & (4 12) Sitosterolemia s
> I i, R- R 4 g,
04 ; FREERTE R R Congenital generalized lipodystrophy |E88.1
05 [P % B Cerebrotendinous xanthomatosis E75.5
©OA9 £ B~ #3% ¥ Disorders of metal metabolism
A9 |01 |= f &= Wilson’s disease E83.01
02 [Menkes JE i 3 Menkes syndrome Eg&3.09
03 40 # fv 4% £ Molybdenum cofactor deficiency E61.5
©OA10iE5 * 92 ¥ Peroxisomal disorders
A10 |01 |Zellweger * jx iF ¥ Zellweger syndrome E71.510
E71.511
E71.520
02|% ¢ “!TL’?%}E? AR Adrenoleukodystrophy E71.521
E71.528
E71.529
+ i | N N FAdE
03 H,f,‘ S AR A S Rhizomelic chondrodysplasia punctata |[E71.540
O©A1l H & 2 %2 ¥ Other metabolic disorders
E80.20
All |01 % Fm Porphyria E80.21
E80.29
02 [Lesch-Nyhan = jg iF 3 Lesch-Nyhan syndrome E79.1
03 (L Fipa s it fadk 2 Sulfite oxidase deficiency E72.19
044 = [ pE 1 Hg ggnégenital disorder of glycosylation, E77.8
05 (= ¥ AR Trimethylaminuria E72.52
06 | =< p s fig e Hypophosphatasia Eggg?
07 Beta & f#fi= 4% 2 Jx Beta-Ketothiolase deficiency E71.19
08|~ P pedd L Cerebral creatine deficiency E72.8
09 FidieZ (fa4 % Bl) i #+# 5t [Thiamine metabolism dysfunction E51.8

P R 1 ¥

syndromes
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B.AgiR i 4 & X 3L R ¥ Disorders of

the brain or nervous system

54 AT R AR

Multiple sclerosis, MS/ Neuromyelitis

Bl 01 BL optica spectrum disorders, NMOSD (G35/G36.0
02 pe% HatL iRl Z A e Amyotrophic lateral sclerosis (ALS) |G12.21
03 i; AR AL B AR R Ataxia telangiectasia G11.3

F
o e i e Huntington disease
7 g - 7 i
04173 P B (* # Huntington's chorea) G10
053 #F < Rett syndrome F84.2
e e . G12.0
06 | # ¥ rep % ..:15,}3_ Spinal muscular atrophy G121
N \J‘/"«(‘- 2 ‘} s 22 ‘;,‘7% ) )
07 J‘i Eﬁi P i3 i AL g 1E R Spinocerebellar ataxia GI11.9
LR
08 | & &/ i Tuberous sclerosis Q85.1
09 £ % Mg # ATR g & & & |Congenital insensitivity to pain with L74.4
FE anhidrosis (CIPA) )
10 (4 54k @B i3 % - 4] |Neurofibromatosis type II Q85.02
11 |Alexander * 5 Alexander disease E75.29
12 | & R i Stiffperson syndrome G25.82
13:8 B $8T LR Hereditary spastic paraplegia Gl1.4
Joubert = J i EH (7% M)
14 LAl IR T 2 2) Joubert syndrome Q04.3
Pelizacus-Merzbacher = & . .
15 (H 2 523 2] %A ) Pelizaeus-Merzbacher disease E75.29
16| +-5 f-# 27X Charcot-Marie-Tooth disease G60.0
o et Bt g GI12.20
17 4 %f, R (F R R Kennedy disease G12.24
F % ) G12.29
s 5 M SRR Sl "}75",}“} 4w . . .
18 ?ﬁg LA R AT Familial amyloidotic polyneuropathy [E85.1
19 [Moebius J % ¥ Moebius syndrome Q87.0
20 [Mcleod Jg iF ## Mcleod syndrome 83;2
21 |Aicardi-Goutieres Jx iF ¥ Aicardi-Goutieres syndrome G31.89
Methyl CpG binding protein 2
22 IMECP2 7 & jr i ¥ duplication syndrome Q99.8

(MECP2 duplication syndrome)
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5
e G40.833
23 |Dravet j i ¥ Dravet syndrome, DS G40.834
24 \Maw B A R Vanishing white matter disease G37.8
25| s M gcfis B OB 2. A &5 1% |Pantothenate kinase associated G23.0
i LA neurodegeneration (PKAN)
26 BkP B Pg fRps A2 R P52 4Y |Phospholipase A2-associated G23.0
R e neurodegeneration (PLAN) :
2T\ F-F 4 & 87 iE 3 Pitt-Hopkins syndrome Q87.0
8 Beta 8% 2k 3-v B 55 2_ 4?15 Beta-Propeller protein-associated G23.0
Jit Ak neurodegeneration (BPAN) '
29 B2 A b7 iR 3 4 e ¥ |Infantile-onset ascending G12.2
e A hereditary spastic paralysis, [AHSP '
30| % j M ¢ % # 5 7+ R |Congenital central hypoventilation GA47 35
i ¥ syndrome
31 |Von Hippel-Lindawj i #  |Von Hippel-Lindau disease Q85.8
32 |Basilicata-Akhtar;jz iF % Basilicata-Akhtar syndrome F78.A9
33| B ESE-fR iz @ 8 55 |Chorea-acanthocytosis G25.5
Ce¥ 3 953k 5 52 ¥ Disorders of the respiratory/circulation system
Idiopathic infantile arterial
J BR
CL |01 [ af (LA vade PRAT 1tk calcification Q28.8
02 | e ait e Cystic fibrosis E84.9
03 g M R @M% B % 3 (Idiopathic or Heritable pulmonary 7.0
R arterial hypertension (IPAH or HPAH) ‘
04 [Holt-Oram = jf ik ¥¥ Holt-Oram syndrome Q87.2
Andersen = Jg iF 1('\» & =
05 |FHr7s T3 8P M e Mt 1% 3 5 |Andersen syndrome E74.09
41 30 )
068 @+ 4w g #HkE |Hereditary hemorrhagic telangiectasia |178.0
077 L34 £ Asphyxiating thoracic dystrophy Q77.2
D.;j v 4 3R ¥ Disorders of the digestive system
T RSE M P54 E Progressive familial intrahepatic
D1 01 ¥ e i cholestasis, PFIC K83.1
02| % MPERe & & R Inborn errors of bile acid synthesis E78.70
03 |al-Fui% Fov frdt 2 JE al- Antitrypsin deficiency E88.01




S| YR (EEED) H o L (HR) ICD-10-CM %1%
£ X 4 Cajal ~ B 7 %2 3 |Congenital interstitial cell of Cajal
044 & & % # & <% 5 2 hyperplasia with neuronal intestinal ~ |Q43.8
* dysplasia
05 |F7 3% %t 1E 3 Alagille syndrome Q44.7
06 |5 -39 g 1% ¥ Tricho-hepato-enteric syndrome Q89.7
E.¥ 5%« 3 2 ¥ Disorders of the renal/urinary system
El |01 |Lowe = Jr iE ¥ Lowe syndrome E72.03
02 [Bartter = g iE #¥ Bartter’s syndrome E26.81
44 HrEM 5 & T % Autosomal recessive polycystic kidney
03| . Q61.19
P T disease
04 &y 1< E Alport syndrome Q87.81
F.A K s %2 ¥ Disorders of the cutaneous system
Q81.0
Q81.1
F1 |01 |:f @+ & & & 314 kpe e |Hereditary epidermolysis bullosa Q81.2
Q81.8
Q81.9
A BERE(p AR R . .
02 J‘,JS'% RBERE(P AR @ Ichthyosis, lamellar recessive Q80.2
=
03 |#3 5562 Collodion baby Q80.2
04 |s1d & #Rr Harlequin ichthyosis Q80.4
ke Al L X 4 4 83 f: 1% = |Bullous congenital ichthyosiform
05 |A e (% A £ f2 4+ & i i§ & |erythoderma (epidermolytic Q80.3
) hyperkeratosis)
06|7h "2 R 3 24 2 Lo Ectodermal dysplasias Q82.4
07 (Meleda & T Meleda disease Q82.8
08 |Darier = jr(=* & & it rff‘s) Darier’s disease Q82.8
09| = 4i 72 2 Dyskeratosis congenita Q82.8
Diffuse non-epidermolytic
10| KiBR & L psed i palmoplantar keratoderma type Unna- |Q82.8
Thost
114 % 2% A% Incontinentia pigmenti Q82.3

Gyupg 2 3u R ¥ Disorders of the muscular system
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5
Gl |01 % LR & &R Duchenne muscular dystrophy G71.01
02 [Nemaline &tk i-p 5 % Nemaline rod myopathy G71.21
03 [Schwartz Jampel = jg i ¥ |Schwartz Jampel syndrome G71.13
04 pvep 32 B Myotonic dystrophy G71.11
S e i g X Facioscapulohumeral muscular
05 |% A %9 3z9vd H o dystrophy G71.02
06 |7~ & J % Myotubular myopathy G71.220
078 5o & vep £ & Becker muscular dystrophy G71.01
08 [Freeman-Sheldon = jJg iZ# |Freeman-Sheldon syndrome Q87.0
G71.031 |G71.0342
G71.032 |G71.0349
09 |34 Aex % e Limb-girdle muscular dystrophy G71.033 |G71.035
G71.0340 |G71.038
G71.0341 |G71.039
10| = frvs F o Congenital muscular dystrophy G71.09
1|7 wdhy H*‘*s}ﬁa Central core disease G71.29
12| 5 #e] $h % il Multiminicore disease G71.29
. o X Emery-Dreifuss muscular dystrophy  |G71.00
13 [Emery-Dreifuss #~% % Jg (EDMD) G71.09
14|GNE &5 e % GNE myopathy G71.8
15(€ 3= BAY g iE # Stormorken syndrome D69.8
H. ¥ 2 5% £ ¥ Disorders of bone and cartilage
H1 (01 &% %5 7 20 Achondroplasia Q77.4
02]= % 7 > Osteogenesis imperfecta Q78.0
M&8.0 M&88.851
M88.1 M288.852
M88.811 |M88.859
M88.812 |M88.861
03| 3 Primary Paget disease M88.819 |M88.862
M88.821 |M88.869
M88.822 |M88.871
M88.829 |M88.872
M88.831 |M88.879
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M388.832
M88.839
M388.841
M388.842
M388.849

M388.88

M88.89
M388.9

04

L o e

Cleidocraninal dysplasia

Q74.0

05

CNEEER I EEAR

Fibrodysplasia ossificans progressiva

M61.10

M61.111
M61.112
M61.119
Mé61.121
M61.122
M61.129
M61.131
M61.132
M61.139
Mé61.141
M61.142
M61.143
M61.144
M61.145
M61.146
M61.151

M61.152
M61.159
Mé61.161
Mé61.162
M61.169
Mé61.171
M61.172
M61.173
M61.174
M61.175
M61.176
M61.177
M61.178
M61.179

M61.18
M61.19

06

PR

Split-hand/ Split-foot malformation
(SHFM)

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

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

07

R R R

Osteopetrosis

Q7822

08

[ZYES /N 6 SO

Pseudoachondroplastic dysplasia

Q77.8

09

0L ek i =0 el o 3

Multiple epiphyseal dysplasia

Q78.3

10

[E S EI P e Y

Craniometaphyseal dysplasia

Q78.8

11

) R

Cerebro-Costo-Mandibular syndrome

Q87.89

12

Crouzon ~ Jg iE ¥

Crouzon syndrome

Q75.1

13

Pfeiffer = jg i +

Pfeiffer syndrome

Q87.0

L% ,3_9_‘%‘3 £ ¥ Disorders of the connective tissue

I1

01

i*%ﬁ@%i#%my

Ehlers Danlos syndrome IV

Q79.63




A5

B

Yot (EREY)

W2 L ORR)

ICD-10-CM 075

5
J.i % 4 322 ¥ Disorders of the hematologic system
JI. [01|£ 313 FEE e Thalassemia major ggg?
02|e ] &4 Thrombasthenia D69.1
03| A F1& + F-v F C# £ Jz [Homozygous protein C deficiency D68.59
04 "L 4 R B i 2 % FOR Paroxysmal nocturnal hemoglobinuria |D59.5
05 A X Mg 2w | % M T [Congenital thrombotic M31.19
E SR thrombocytopenic purpura ’
K. &% 4 322 ¥ Disorders of the immune system
- e Chronic primary granulomatous
Mg M R .
K1 01 |ma 2l i p 7 " disease D71
02 i *ER AR I Bz Congenital hyper IgE syndrome D824
F
B HE R I v o . .
03 ?I LI S Bruton’s agammaglobulinemia D80.0
04 (Wiskott-Aldrich = jz iz %  |Wiskott-Aldrich syndrome D82.0
D8&1.0
D81.1
05 (Bt 48 6 Al B3 2L Severe combined immunodeficiency |[D81.2
D81.31
D81.9
06 |4 §8 = (» 8 4% 7 J¢ Complement component 8 deficiency |D84.1
07 IPEX Jg i #* IPEX syndrome E31.0
088 LA kv Mgig¥  Hyper-IgM syndrome D80.5
0Oy F#E X1 14K Interferon y receptor 1 deficiency D84.89
10 @ g ok Hereditary angioedema (HAE) Dg4.1
11 |Netherton Jz % ¥ Netherton syndrome Q80.8
12258 Al A F 3w g i3 |Atypical hemolytic uremic syndrome D59.32
T AR v A P Y Y D59.39
L.p &% % 5B ¥ Disorders of the endocrine system
L1 |01 Kenny-Caffey = jJg i ¥ Kenny-Caffey syndrome Q87.1
02 |t @) = s “;T\ R Pseudohypoparathyroidism E20.1
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5
03 E‘% S A X-linked hypophosphatemic rickets  |E83.31
04 (Laron = & i JE % ¥ Laron syndrome (Laron Dwarfism) E34.321
05 [Bardet-Biedl =~ jJx iF ¥ Bardet-Biedl syndrome Q87.89
06 |Alstrom = Jx iF ¥ Alstrom syndrome Q87.89
07 P2 :féﬁ 1% 52 9] % & # 18 A& |Persistent hyperinsulinemic E16.1
A s T B hypoglycemia of infancy (PHHI)
08 [Wolfram = jg ik ¥¥ Wolfram syndrome, DIDMOAD E&8.9
09 McCune Albright ~ jx i # |McCune Albright syndrome Q78.1
102 #% FT A AE L SCez;n;g‘c;g:’cllilc dysplasia with autosomal Q998
11|52 ”fjl AR E Fu ACTH resistance E27.49
. F-Alf@pras 2D 25-Hydroxyvitarn_in D 1-alpha- 8332
A hydroxylase deficiency

13[4 = 5+ 95:}{’;} T A D Congenital adrenal hypoplasia Q89.1
14 [Kallmann = jg % ¥ Kallmann syndrome E23.0
15 | AR AERTA S AT Permanent neonatal diabetes mellitus |P70.2
16 MIRAGE iz i ## MIRAGE syndrome Q89.8

M. 4 = §35/5¢ i3 Congenital malformations/syndromes

M1 |01 |Aarskog-Scott = Jg i ¥ Aarskog-Scott syndrome Q87.19
02X % B piFEi Waardenburg syndrome Q87.89
038 mEF <R Apert syndrome Q87.0
04 [Smith-Lemli-Opitz = Jx i% #¥ |Smith-Lemli-Opitz syndrome E78.72
05 IF; g}s{elr;_ Z%%g)%;(%? A= Larsen syndrome Q74.8
06 gf ckwith Wiedemann * ;¢ i Beckwith Wiedemann syndrome Q87.3
07 [Fraser =~ jJx iE ¥¥ Fraser syndrome Q87.0
08| % % M ¥ g g3 Multiple pterygium syndrome Q79.8
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5
09 |Cornelia de Lange = jJz iz # |Cornelia de Lange syndrome Q87.19
10;#% & -¢ 40 % 2 X g iE#¥ |Hallerman-Streiff syndrome Q87.0
11 [Kabuki g i% 3 Kabuki syndrome Q89.8
12 |8 -#8-1p (R iz Oto-Palato-Digital syndrome Q87.0
13 %onradi-Hunermann I % | Conradi-Hunermann syndrome Q77.3
14 |Treacher Collins = jz iz # |Treacher Collins syndrome Q754
15 [Robinow = g iF % Robinow syndrome Q87.89
16 |4p (B) 9 WH opiz Nail-Patella syndrome Q87.2
17|CFC Jz iz # Cardiofaciocutaneous syndrome Q87.89
18 [Peters-Plus g iF ¥ Peters-Plus syndrome Q134
19 [Nager Jg iF ¥ Nager syndrome Q75.4
20 |[CHARGE i iz ## CHARGE syndrome Q89.8
Q99.8
21 (- [ g iF ¥ White-Sutton syndrome 112%18
22 ;;_;%'%;}% e NS B0 4 1A ogrello syndrome Q87.89
23| Ayme-Gripp i 1% 3 Ayme-Gripp syndrome Q87.89
24 |Coffin-Lowry JE i ¥ Coffin-Lowry syndrome Q89.8
25 [Myhre J i ¥ Myhre syndrome Q87.89
26 | & G o IEE Sensenbrenner syndrome Q87.5
27 |5 B -8 F AT AR 1 ¥ Keppen-Lubinsky syndrome ES88.1
28 |Angelman = JE i ¥ Angelman syndrome Q93.51
29 |DiGeorge JE iF ¥ DiGeorge syndrome D82.1
30 [Prader-Willi = jg ix # Prader-Willi syndrome Q87.11
31 ;‘% fi‘ﬂ iz‘; S %R~ b1 %~ 4 |WAGR syndrome (Wilms’ tumor- 087.89

R R

aniridia-genitourinary anomalies-




A5 gu Vet (EEET) F2 B LCRR) ICD-10-CM % 7%

(WAGR g iF ) mental retardation)

32 [Miller Dieker J i ¥ Miller Dieker syndrome Q93.88

33 |Rubinstein-Taybi * Jx i # |Rubinstein-Taybi syndrome Q87.2

34| = B BT g i F Williams syndrome Q93.82

35 Branchio-Oto-Renal jg i # |Branchio-Oto-Renal syndrome Q87.89
(BOR g iz #) (BOR syndrome) '

36 |F 3k BT 1F Proteus syndrome Q87.3
Cockayne = g i ##(§ L%

371% %) Cockayne syndrome Q87.89

38| 5% X Hutchinson Gilford progeria syndrome |[E34.8

39 [Schaaf-Yang g iF ¥ Schaaf-Yang syndrome Q87.19

N.P2 2 ¥ Eye disorders

N1 |01 |Stargardt's = Jx Stargardt's disease H35.50
02"£ % 4% s34 R Occult macular dystrophy ; OMD H35.50
03[ M= L= M2 mg Leber congenital amaurosis H35.50

Z.2 % AL & F P R F) Unclassified or unknown

[ ==

1. ¢ #3®O3 & 12 7p FH£WF % 092401548 5o £ T34 § 2 m#z B (Nesidioblastosis ) | F1 /4 &
s Lk iz BPArpAcEH ~F LA v B 5. LO07 % Persistent hyperinsulinemic hypoglycemia of infancy

(PHHI) #H -

2. PEIAROIELY TP EFHEEFF 092401548 5L 2 3% § # w2 % (Nesidioblastosis ) | F1/6 ¥,

s Lk iz BPArpAcEH ~F LA v B 5. L07 % Persistent hyperinsulinemic hypoglycemia of infancy
(PHHI) #H -

3. YEAROISEI T 12 P FEF F 09504009072 FL o £ T Tyrosinemial I ~ 11 ~ I ( f i fl e %
-~ A s F A H=ZA) 0 pTRAE N~ F LA Ffiﬁ» 5% A207 %5 Hereditary tyrosinemia (i & |+ 3
peiepia k) LH o

4, J EAR96 £ 8P 22 p FIEF ¥ 09604006002 8L 12 & ¢ 2 2 Ureacycle disorders » Congenital
Urea cycle disorders °

5, ¢ #EAEIB E TP 3 PEFERERFHE 0980400742 L4 F i:f%:ffis)?»%i B107 %5 Spinocerebellar
ataxia > B ¥ v o b D AR R A AL B L 0 PR RIS TR R

6. P EIAREI &3 19p FREFF 0990400103 522 F LA fﬁﬁﬁ»%ﬁi K102 &5 Congenital Hyper
IgE syndrome (£ X 4% f. A3k kv E i3 ) > & ICD-9-CM %#§ 112799 ;> 2 & 5 :7288.1 o

7. ¢ EARE 106 £ 10 7 25 p BT % 1060402678 Hx 2 ATH F LA A 5L G13 5L Emery-



10.

11.

12.

13.

14.

15.

16.

Dreifuss #~4 % jz (Emery-Dreifuss Muscular Dystrophy) : ICD-10-CM %% " G71.0 ;~ K10 5.8 &4
& f 12k ¥ (Hereditary Angioedema) : ICD-10-CM %a#% "D84.1 -

PEARERL07E S 30 P ERRE ¥ 1070401231 BL o L AT F LA :}]%P} 5. B1-25 %. Dravet Jg %
¥ (Dravet Syndrome, DS) : ICD-10-CM % # " G40.311 , ~ *sv # i £ j& (Vanishing White Matter
Disease) : ICD-10-CM %#5 "G37.8 ;5 B+ & L5 i B 5. A11-05 3L % 4. J& (Trimethylaminuria) 2 it
& = 7 Aok (Trimethylaminuria) s A %2 L1-12 55 1a-2¢ 1 s 3% £ jg i 3¥(1a-hydroxylase deficiency):
ICD-10-CM % TE25.0, B¢ 5 % - A3 @4ra4 2 D ¥ 4 © @g (25-Hydroxyvitamin D 1-
Alpha-Hydroxylase Deficiency) : ICD-10-CM ##5 " E83.32 |~ /& ¥ G13 $.9+% % jz (Emery—Dreifuss
Muscular Dystrophy,EDMD) 4 #f B 5.2 &+ & G1-13 ~ & 5. K10 5L:8 @ {25 ¢ 2k *& (Hereditary
Angioedema,HAE) 4 #f B %12 & 5 K1-10 -

PEARE 108 £ 10 15 p FRRF F 1070403736 B 4 AT F i:}i:ﬂfaﬁ?%ﬁ G1-14 5 GNE %3
e % (GNE myopathy) : ICD-10-CM % %5 " G71.8 |~G1-15 552 $= B9 i% #¥(Stormorken syndrome) :
ICD-10-CM %45 " D69.8 | 2 M1-25 55 5. #73% & < 34 F-v 3% [ (Costello syndrome) : ICD-10-CM
B TQ87.89 -

PEARILOE T 31 P FERRT % 1090402037 HLo 2 ATH F LA R A 5L M1-26 5L Ayme-Gripp
JE 1% ¥ (Ayme-Gripp syndrome) : ICD-10-CM % #5" Q87.89 ;2 M1-27 %% Coffin-Lowry J i ¥ (Coffin-
Lowry Syndrome) : ICD-10-CM #%#% "Q89.8 |+ %2 iz & F 8L A }}% AR 5L C1-03 5Lk 3 145 # 7% 3
J& (Primary Pulmonary Hypertension ,PPH) 2 it 5 43 {4 2% if & 4 %% # 7% 3 )R (Idiopathic or Heritable
pulmonary arterial hypertension (IPAH or HPAH ) % 5 %5 B1-05 5534 4% < g i% ¥ (Rett syndrome) i it
% %+ ~ Jz(Rett syndrome) °

PEAR 109 E 10 7 13 p R EF % 1090402740 5L 2 AT F LAk A5 B1-28 5Lk B g
fapF A2 B 55249 553 1 25 g5 (Phospholipase A2-associated neurodegeneration,PLAN) : ICD-10-CM
b 1G23.00 2 F A5 A 5L MI-18 SUAR B jkcps B B2 40 33 i 125 5 (Pantothenate Kinase
Associated Neurodegeneration, PKAN ) 4 #f B 55Li2 it 5 B1-27 55 -

PEARELII0E 8 3P FERAF ¥ 1100460016 5L 4 X4 F 54:}3.:[}53}3?»%, A6-08 5% m<:f @
HARA 5 % (Leber hereditary optic neuropathy) : ICD-10-CM % #% "H47.22 ; % B1-29 L4 #-F
¥ & 27 i ¥ (Pitt-Hopkins Syndrome) : ICD-10-CM 445 "Q87.0 ;> 2 2 & F L 5 i B 5 B1-16 5t
Charcot Maire Tooth = (i& {7 $247 5 145 ¥ % %55 )( X-linked hypophosphatemic rickets) 3 & & %
17 -5 41-4 #7 < g (Charcot-Marie-Tooth Disease) ~ & %L L1-03 #Li4:d :f @ 4] phpe @ © &g (X-
linked hypophosphatemic rickets) i i & |+ 85 i @ 3] < gi s B © & % (X-linked hypophosphatemic
rickets) ©

PEAR L0 E 1LY 23 p BT % 1100461161 Hu= 2 378 F LAk A 5. M1-28 5 Myhre
iz ¥ (Myhre syndrome) : ICD-10-CM % %5 " Q87.89 ;~Z1-06 3L % i< &L % 4 2 gz (Leber Congenital
Amaurosis) : ICD-10-CM ##§ " H35.50 ;~ L1-16 5. MIRAGE 3 i # (MIRAGE syndrome) : ICD-10-
CM %75 TQ89.8 ; 2 E1-04 3537 i< jx i # (Alport Syndrome) : ICD-10-CM %5 " Q87.81 ;-
PEARLII0OE 1L P 24 p R RF % 1100461168 5L £ 2 & F iﬁjﬁa)—?%’iBl—Ol L Ly L
s (Multiple sclerosis) : ICD-10-CM % #5 " G35 | i3 & 3 % 3 (A i e i 440 5 4 82 ¢ (Multiple
Sclerosis ,MS/ Neuromyelitis Optica Spectrum Disorders, NMOSD) : ICD-10-CM % # " G35~ G36.0 ;°
PEARLILE LY 12 p GFHREF 5 1100461686 5L 2 & 273 F L5 5 B 5L M1-29 5L 4 & i 45
Ji 1% ¥ (Sensenbrenner Syndrome) : ICD-10-CM % #5" Q87.5 | A4-04 %5 ik ff i fi¥ 44 7 Jg (Transaldolase
deficiency):ICD-10-CM % #&" E74.8 ;2 M1-30 55 & & % #7 7k i ¥ (Keppen Lubinsky Syndrome):
ICD-10-CM %45 "E88.1,» % B & ¥ L8 5 A 5 FI1-01 5uid @2 & 4 & f2 12K ke i (Hereditary
epidermolysis bullosa) & ICD-10-CM 4 #% :" Q81.9 »i2 i+ % :7Q81.0~Q81.1-Q81.2~Q81.8~Q81.9 e
PEAREIILE 4 13 p FRAF 5 1110460962 5L £ ATH F LA m A 5L B1-30 L Beta L3R
Fv BB A TR 77 (Beta-Propeller Protein-Associated Neurodegeneration ,BPAN) : ICD-10-CM
s 1G23.0,0 2 B2 F LA HA S A2-143 5L 3-#54-3-9 A & - p o i (3-Hydroxy-3-methyl-
glutaric academia)i} & 3 3-2¢ #-3-7 £ A = & & Jg (3-Hydroxy-3-methylglutaric academia) ~ /& ¥5 A2-
16 5% #tg e g (Hyperlysinemia)i & 5 % #to% i pk i g (Hyperlysinemia) ~ F & % J5 & 5. D1-
01 HLiE {7 (£ RO M IFP P27 0% F o (Progressive intrahepatic cholestasis,PFIC) 12 & % i€ {7 & R2% |+



17.

18.

19.

20.

21.

22.

23.

24,

B ML 7 gk (Progressive familial intrahepatic cholestasis,PFIC) °

PEARLILAET Y 13 p FREAE F 1110461992 L2 2 373 F iﬁ:}?ﬁﬁ%u H1-10 5Lgg ¥ iz 4528

# 5 # 2 (CraniometaphysealDysplasia) : ICD-10-CM %% " Q78.8 |~ & 5. B1-31 5.8 24 + {7 1438
i@ 44 % $ 14 Fr B (Infantile-Onset AscendingHereditary Spastic Paralysis,JAHSP) : ICD-10-CM % 7%
G122 )~ A% AL1-11 35+ *g9vph 44 2 jx (Cerebral Creatine Deficiency) ICD-10-CM % %5 "E72.8 |
2By OALL-12 Bipived (a4 % Bl) & 3+ i IR 3 ¢ % ¥ (Thiamine Metabolism Dysfunction

Syndromes) ) : ICD-10-CM %8 "ES1.8 ;> 2 & ¥ L 5 A 5 MI-12 %80 & % # (Kabuki

syndrome) ¥ ¥ ¢ £ & Kabuki jz i #¥ (Kabuki syndrome) ~ 5 5L N1-02 5. DiGeorge’s ji iF ¥

(DiGeorge’s syndrome) ¢ #- = DiGeorge Ji i ¥ (DiGeorge syndrome) °

PERXREII2ZE DY 17 P EREAF 5 1120460003 5L 4 RTH F i:}i:}?ﬁﬁ%ﬁ A224 5L R B &

fi 3 Fj o (Primary Hyperoxaluria) : ICD-10-CM 4% TE72.53 ;> 2 # & F L 5 A 5 B1-06 5L % &

{3 % 5% (Spinal muscular atrophy) & ICD-10-CM % 7 G12.9 ;» 2 & & 1T G12.0~ G121~

% %5 B1-25 %5 Dravet Jg i ¥ (Dravet syndrome) /& ICD-10-CM %% :7 G40.311 p i3 i+ % 7 G40.803~

G40.804 | -

PEAR 112 # 4 0 19 p KT F 1120460969 5o 2 AT F fL:ﬁrjl‘ﬁ)%%f., A2-25 52 O

(Alkaptonuria) : ICD-10-CM %45 "E70.29 ;-

PEARE L2 & 107 25 p FRAF % 1120463037 5L 24 AT F i:ﬁiﬁﬁﬁ’»%ﬁ J1-05 58 = M0 >

M -] 4T %z (Congenital thrombotic thrombocytopenic purpura) : ICD-10-CM %#5 "M31.1 >

FRLFLAHAME A2 FLARTRAMI2TE Y F o £ 84(F B L FE L F A
1B e

PEARII3E LY 30 P FHREF % 1130460217 B £ 278 F LA }]% B 5. M1-39 %% Schaaf-Yang

JE % ¥ (Schaaf-Yang syndrome ) : ICD-10-CM %45 " Q87.1 ;-

PEAR L3 E T 15 p AT % 1130462168 Lo L ATHFE LA @P? 5. B1-32 55 Basilicate-

Akhtar Jg % ¥ (Basilicate-Akhtar syndrome) : ICD-10-CM %% 5 TF78 ;» i 13 it /& %5 A3-03 2. Fabry
< i (Fabry disease) 2 i+ 5 Fabry =< jz(;3 # 3 < ) (Fabry disease) °

PEARIIB3E 107 11 p FEREF ¥ 1130463224 5L 4 74 F ﬂ,:ﬁi:]}%ﬁ%@iBl-33 B OB -R

iz fm?& 3 % Ji (Chorea-acanthocytosis) : ICD-10-CM % 5 " G25.5 -

PERE 114 E 10 23 P BHSEE § 1130464505 52 2 i3 & B 55 AL11-04 2 gk it & 4% 2 §F 3

v i iF ¥ (Carbohydrate-deficiency glycoprotein syndrome) 5 £ % |+ pE 2L it F57&(Congenital disorder
of glycosylation, CDG) ; # & A 5. M1-37 2. Cockayne = jt i ¥ (Cockayne syndrome) = Cockayne
R 1E FH(F PF) SO i #) (Cockayne syndrome) 5 12 & F LA rfria CD-10-CM Mnff = 37 38 » I

iBE R F o



