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XL FAARFE FICD-10-CM %afh - T4 (kA A FHE)

2 106107 25p fFrg M F ¥ 106040264855 = 2
2 ®107#5% 30p #42 R F % 107040123155
2 ®108# 17 15p #42 B F % 107040373655
3 F109# 77 31p K3 % 109040203755
3 F109# 107 13p fF F F % 10904027405 =
2 F110£8" 3p W F % 11004600165 =
2 K110# 117 23 p M F % 110046116150 = 4
A KI110£ 117 24 p R F % 11004611685 =
FARILEL? 12p B F % 110046168655 = 2
A RI1LE47 13p fFs B F % 11104609625 =
FAF11£70 13p M T % 11104619925 =
EF112#10 17p #R R F % 11204600035 2
FAFI12E47 19p FREF % 11204609695 =
EFAFL2E£10% 25P iR W F % 112046303755 = &
FAFIEEL? 30p F R F ¥ 11304602175, = £

FARIZET? 16p F R F ¥ 11304621685 = £

FF113£107 11p R F F % 11304632245
A K114# 17 23p B F % 113046450550 =
FAFI4E47 119 FREF % 114046104150 =
X W1142107 20p frrde B F % 114046334150 =
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ICD-10-CM %75

AL X B ABR ¥ Inborn errors of metabolism

OALR % %%~ #& ¥ Urea cycle disorders

Al

01

£ AP TR

Congenital urea cycle disorders

E72.20

02

JAOVREL S TE

Citrullinemia

E72.23

03

o RELRRL & F R LR

Nitroacetylglutamate synthetase
deficiency, NAG synthetase deficiency

E72.29

04

bRfh g U feA A s

Ornithine transcarbamylase deficiency

E72.4

05

35 ORML B 4 %
R s 1 3

Hyperornithinemia-Hyperammonemia-
Homocitrullinuria syndrome

E72.4

© A%z ft/5 #pk  BFR ¥ Disorders of amino acid/organic acid metabolism

E72.9
el RR L AL Amino acid metabolic disorders E70.9
A2 |01 |P= L p& PR R (Aminoacidopathies) E72.10
E72.89
02| % = v=pt o Homocystinuria E72.11
03| 7 Frlifd s Ji Hypermethioninemia E72.19

1




B

A\iiﬁg; R B (E%v) E2fE(HR) ICD-10-CM %75
04 |2Lpp t2 3 H "=fkn Nonketotic hyperglycinemia E72.51
05 | ¥ Ak FRE Phenylketonuria E70.0
06| & fhvikred 3% 2 g Tetrahydrobiopterin deficiency E70.1
07 |if @ |4 5 friiepen Hereditary tyrosinemia E70.21
08 |1 #% R e Maple syrup urine disease E71.0
097 #8pk s Organic acidemias E71.118
108 A Isovaleric acidemia E71.110
NP RE R - AN % PR . type I: E72.3
11 5 + Glutaric aciduria type | ~ 1l typell: E71.313
12|15 per Propionic acidemia E71.121
13|17 AP - pas Methylmalonic acidemia E71.120
14|3-7g #L-3-7 A A - pax g |3-Hydroxy-3-methylglutaric acidemia |[E71.118
A R AR Aife & 3R HE BF [PAH type PKU combine with sucrase-
15 & T OMEfE A 2 isomaltase deficiency E74.31+E70.0
16| % Hiseph o JE Hyperlysinemia E72.3
17 | veps v Histidinemia E70.41
181 7 A © Al fF Az it fiZ|3-Methylcrotonyl-CoA carboxylase E71.19
%4 L deficiency '
19| % M2 i frak 2o Multiple carboxylase deficiency D81.819
20 |8 Vf Meph n Hyperprolinemia E72.59
21 =4 % Loz pesp s AL |Aromatic L-amino acid decarboxylase E709
ik 2 deficiency '
22 | impa e it prdk 2 Tyrosine hydroxylase deficiency E70.20
] Coar o s = e ge. CODAlamin C defect (Methylmalonic
23|", E"“ﬁ = fea JEEE PR cidemia and Homocystinuria, cb1C  |E71.120+E72.11
fié Fkie,cb1C 3] type)
24|\ R AR B R Primary hyperoxaluria E72.53
25| 2 o Alkaptonuria E70.29

©A3% - ¥ % #% 7 Lysosomal storage disorders

2




AR PR E (ERFY) ®2 5 (HR) ICD-10-CM ¥a#8
A3 (013 2 <~ Gaucher disease E75.22
GM1/GM2#¢ & & & *q 4 T GM1: E75.19
02 = + Fa 17 1GM1/GM2 gangliosidosis GM2- E75.00
03 [Fabry =z (2 # 18 < ) Fabry disease E75.21
E75.240:Type A
E75.241:Type B
. Pick K e E75.242:Type C
04 I}Illeinin}rl Pick = > § #&ei Niemann-Pick disease E75.243:Type D
7 i E75.244:Type A/B
E75.248:0ther
E75.249:unspecified
05 |MLD sz ix ## Metachromatic leukodystrophy (MLD)|E75.25
b Rp R G R4 X Globoid cell leukodystrophy
06 |5 m®e "o i T4 & (Krabbe’s disease) E75.23
07 B2 527 A fs 48 BL 14 P %5 fis |Infantile form lysosomal acid lipase E755
# L gp(* L & Sgz)  |deficiency (Wolman disease) '
08 | %k #iefid x. Cystinosis E72.04
Typel: E76.01
E76.02
E76.03
Type2: E76.1
09 |4k % pEE Mucopolysaccharidoses Othgr7.6E27161.210
E76.219
E76.22
E76.29
Unspecified:E76.3
10| # ds R % (R548m)  |Fucosidosis E77.1
11 |sepp 4 L Sialidosis E77.1
Type | : E77.1
12|35 o Mucolipidosis Type Il ~ 11 : E77.0
Type IV : E75.11
134 s~k Pg 4 F #5482 |Neuronal ceroid lipofuscinosis E75.4
14| 5 4 P pepa iy frdd £ g Multiple sulfatase deficiency E75.26
OA4gR -k i & $» X #FR ¥ Disorders of carbohydrate metabolism
A4 |01 | 5w Galactosemia E74.21
E74.09:type O
E74.01:Type |
02 P+t f e Glycogen storage disease E74.02:type Il
E74.03:type Il

E74.09:type IV




Yot (EREY)

W2 op (5 B)

ICD-10-CM %75

E74.04:type V
E74.09:type VI-XI
E74.01:Von Gierke's

e w ¥ B R § 48 65 i¥ 4% |Glut (Glucose transport)1 deficiency
03 Fea syndrome E74.810
04 |48 fg % fv 4% £ g Transaldolase deficiency E74.89
©OAb5 s § i & ¥ Disorders of fatty acid oxidation
E7L130  Ig71.314
E71.310 E71.318
A5 |01 |%;%kpas 1 1% 4215 Fatty acid oxidation defect E71311 15713
E71.312 E71.39
E71.313 '
2% .l s Carnitine deficiency syndrome,
02|/ 3 |2 b d> 2 JE primary E71.41
03 vodarg iR EL 2 & % £ 4% Z |Medium-chain acyl-coenzyme A E71.311
E dehydrogenase deficiency (MCAD) '
b e mnmh 1 e weal £ Short-chain acyl-CoA dehydrogenase
04\mttry ik & Foat L |qegicioney y ydrog E71.312
OAGR %% 2 ¥ Mitochondrial disorders
A6 |01 [} A8k Fn Mitochondrial defect E88.40
H49.811
02 |Kearns-Sayre = j i ¥ Kearns-Sayre syndrome Ejgg%g
H49.819
03|Leigh = & # # *& % %75 % |Leigh disease G31.82
04 |MELAS jz iz %% MELAS E88.41
05 MNGIE Jg iz #4548 144 |Mitochondrial neurogastrointestinal E£88.49
BN Hagm I iR ¥ encephalopathy syndrome '
06 |5 fr fe B " & fadx 2 Pyruvate dehydrogenase deficiency  |E74.4
07 |¥ g ¥ Barth syndrome E78.71
08 |3 i< i} & ARLA4Y B % Leber hereditary optic neuropathy H47.22
OA7@a4 & N #E ¥ Disorders of vitamin metabolism
A7 01|24 $ 2 peak L Biotinidase deficiency D81.810

QA8 % 2 75 F * #+# ¥ Disorders of cholesterol and lipid metabolism

A8

01

AT RORILE B

Homozygous familial

"

hypercholesterolemia

E78.01

4




AR PR E (ERFY) 2o (%R) ICD-10-CM %78
02 |25 B 5 B ok w Familial hyperchylomicronemia E78.3
03| & #ps o (e 1) Sitosterolemia E;ggcl)

- ] '/ ,* A E}-’, - - -
04 -‘}?1% EE R A Congenital generalized lipodystrophy |E88.1
05 [P % B Cerebrotendinous xanthomatosis E75.5
©A9 4 B ¥ ¥ Disorders of metal metabolism

A9 |01|= f &~ Wilson’s disease E83.01
02 [Menkes 3 iE ¥ Menkes syndrome E83.09
03 [4p # v 4% £ Molybdenum cofactor deficiency E61.5

OA10:E ¥ - % £ ¥ Peroxisomal disorders

A10 |01 |Zellweger = j iE # Zellweger syndrome E71.510

E71.511
E71.520
02|% 2 “ﬁl’?&—}é AR Adrenoleukodystrophy E71.521
E71.528
E71.529
03 Hf,: S AR A S Rhizomelic chondrodysplasia punctata |[E71.540
O©AI1lE # & 38 ¥ Other metabolic disorders
E80.20
All 01 % B Porphyria E80.21
E80.29
02 |Lesch-Nyhan = g i # Lesch-Nyhan syndrome E79.1
O3 |& Frfa B 3 1t fisdk 2 Sulfite oxidase deficiency E72.19
04|£ = prpE i s g%n(genltal disorder of glycosylation, E77.8
05(= ¥ AMRIRE Trimethylaminuria E72.52
06 | M ik fig f* Hypophosphatasia Eggg?
07 |Beta #r f3 fiz 4% 2 Jg Beta-Ketothiolase deficiency E71.19
08|~ P pedd 2 Cerebral creatine deficiency E72.8
09 FideZ (G4 % BL) i #+# st [Thiamine metabolism dysfunction E51.8

P R 0 ¥

syndromes
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23 % R B (EE2T) E2fE(HR) ICD-10-CM %75
B.*a3R et 42 &2 k st & ¥ Disorders of the brain or nervous system
58 A i e 2 AR A & 4 [Multiple sclerosis, MS/ Neuromyelitis
B1 |01 BL - optica spectrum disorders, NMOSD G35/G36.0
02 |7v% ﬂ'ﬁfﬁi Bl A g Amyotrophic lateral sclerosis (ALS) |G12.21
03 ;’M}‘ o e B AR RO Ataxia telangiectasia G11.3
F
5 o e 4T e Huntington disease
041 = 41 % Frhtor (*~ # Huntington's chorea) G10
05|73 &< Rett syndrome F84.2
K e s H Glz.o
06 | % ¥ rep % HEIE Spinal muscular atrophy G12.1
07 ]i KL PR3 L TE R ghinocerebellar ataxia G11.9
LR
08| & 4/ i Tuberous sclerosis Q85.1
09 £ X Mg 2 ATR g & @ & |Congenital insensitivity to pain with L74.4
TR anhidrosis (CIPA) '
1014 S8 aBmiz3E% - 4] |Neurofibromatosis type II Q85.02
11 |Alexander = 5 Alexander disease E75.29
12 |8 %8 13 3 Stiffperson syndrome G25.82
13 @ $HT L Hereditary spastic paraplegia G11.4
Joubert = g i FH(F73E |
14 s ialom s = 7 S) Joubert syndrome Q04.3
Pelizaeus-Merzbacher = jz . ) .
15 (Bt 2 % 4] 5 ) Pelizaeus-Merzbacher disease E75.29
16| % +7-5 fl-# #r< g Charcot-Marie-Tooth disease G60.0
i h o e (K A e B g G12.20
174 ’?ﬂi’g‘)‘ T (% R R Kennedy disease G12.24
P X SHE) G12.29
18 ?{% IR RS A S e milial amyloidotic polyneuropathy |E85.1
19 [Moebius Jg iE ¥ Moebius syndrome Q87.0
20 (Mcleod 7z iz ¥ Mcleod syndrome 885732
21 |Aicardi-Goutieres J & ¥ Aicardi-Goutieres syndrome G31.89
Methyl CpG binding protein 2
22 IMECP2%% & e ik ¥ duplication syndrome Q99.8

(MECP2 duplication syndrome)
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23 % R B (EE2T) E2fE(HR) ICD-10-CM %75
s gw G40.833
23 [Dravet g i ## Dravet syndrome, DS 40834
24 %0 B A Vanishing white matter disease G37.8
o5 [i4- fié ™ s M OB 2. 40 52 19 |Pantothenate kinase associated G23.0
i LA neurodegeneration (PKAN)
26 Bk B Ry f2EF A2 85 2_ 49 |Phospholipase A2-associated G230
Fa AR neurodegeneration (PLAN) '
27 | - 8 & 37y iz 3¢ Pitt-Hopkins syndrome Q87.0
o8 Beta 1% *2 1k F-v R B2 #¢ 15 |Beta-Propeller protein-associated G23.0
Jit Ak neurodegeneration (BPAN) '
29 B2 A) b7 iR 34 e 9| Infantile-onset ascending G12.2
e A hereditary spastic paralysis, IAHSP '
£ M P 4R § 7 Z_jz|Congenital central hypoventilation
30 34 syndrome G47.35
31 |Von Hippel-Lindausjz iz #  |Von Hippel-Lindau disease Q85.8
32 |Basilicata-Akhtar:z iz Basilicata-Akhtar syndrome F78.A9
33| HAhep-vkizm ¥ 5 |Chorea-acanthocytosis G25.5
Ce# e 953k 5 38R ¥ Disorders of the respiratory/circulation system
Idiopathic infantile arterial
CL |01 s (LA vade PRA 1tk calcification Q28.8
02 & egmiv g Cystic fibrosis E84.9
03 g M @M% B % 3 (ldiopathic or Heritable pulmonary 127.0
R arterial hypertension (IPAH or HPAH) '
04 |Holt-Oram = g iF % Holt-Oram syndrome Q87.2
Andersen = jg iE ¥ (< & 2
05|k #% T 3% 8 4 B gz % Andersen syndrome E74.09
AT A o %)
06|:8 @40 4 g #H5kE |Hereditary hemorrhagic telangiectasia |178.0
07|% L34 £ 5 Asphyxiating thoracic dystrophy Q77.2
D.iy i* % 32 & ¥ Disorders of the digestive system
7 RIE MF N e+ A Progressive familial intrahepatic
D1 101 T e i cholestasis, PFIC K83.1
02| % MrPEpg & o Rk Inborn errors of bile acid synthesis E78.70
03 |al-Fui% v fodt 2 JE al- Antitrypsin deficiency E88.01
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SR Y em s (EREE) #2 o £ (GRB) ICD-10-CM 5478
£ x4 Cajal ~ B & %2 3 |Congenital interstitial cell of Cajal
044 & & % i # & < 5 B |hyperplasia with neuronal intestinal ~ |Q43.8
¥ dysplasia
05 |F@ £ & %o 1F 25 Alagille syndrome Q44.7
06 |5 -39 Jp i ¥ Tricho-hepato-enteric syndrome Q89.7
E. % fk % 3L} ¥ Disorders of the renal/urinary system
E1 |01 |Lowe = jxiF ¥ Lowe syndrome E72.03
02 |Bartter =~ ;g ix ¥ Bartter’s syndrome E26.81
44 HrEM 5 £ T % Autosomal recessive polycystic kidney
03 v disease Q61.19
04 |7 i X g 1F 3 Alport syndrome Q87.81
F.A K %32 ¥ Disorders of the cutaneous system
Q81.0
Q81.1
F1 |01:8 @2 & &~ f2f kg |Hereditary epidermolysis bullosa Q81.2
Q81.8
Q81.9
ok A BERE(p R , :
02 J}?ﬁf} RGE(P MR E Ichthyosis, lamellar recessive Q80.2
03 [#} 52 Collodion baby Q80.2
04 |pad d #Rx Harlequin ichthyosis Q80.4
ke Al R X 1 4 8 Rt %= |Bullous congenital ichthyosiform
05 |4 7 (# A £Lf3 4 & i & & |erythoderma (epidermolytic Q80.3
) hyperkeratosis)
06 |*h "2 R 3 24 7 L Ectodermal dysplasias Q82.4
07 |Meleda & 3 Meleda disease Q82.8
08 |Darier < e (= % % i“ %)  |Darier’s disease Q82.8
09L& it g Dyskeratosis congenita Q82.8
Diffuse non-epidermolytic
10| FiER & g7 d i palmoplantar keratoderma type Unna- |Q82.8
Thost
11(¢ 24 A Incontinentia pigmenti Q82.3
G.yvpg 2 3u R ¥ Disorders of the muscular system




Yot (EREY)

#2 2(HB)

ICD-10-CM %75

5
Gl |01 % LR & &R Duchenne muscular dystrophy G71.01
02|Nemaline i s pt op5 % Nemaline rod myopathy G71.21
03 |Schwartz Jampel = jz iz ¥ |Schwartz Jampel syndrome G71.13
04 [pvp 3 & Jx Myotonic dystrophy G71.11
S oy B g X Facioscapulohumeral muscular
05|® J§ meazsvd % op dystrophy G71.02
06 "~ & J % Myotubular myopathy G71.220
07 [B s A vp 4 %o Becker muscular dystrophy G71.01
08 [Freeman-Sheldon = jz iz ¥ |Freeman-Sheldon syndrome Q87.0
G71.031 [G71.0342
G71.032 |G71.0349
09 |34 A|ex % p Limb-girdle muscular dystrophy G71.033 |G71.035
G71.0340 |G71.038
G71.0341 |G71.039
10|£ = ek o Congenital muscular dystrophy G71.09
117 sy I Central core disease G71.29
12 % jc ) bz v Multiminicore disease G71.29
Nroi e X Emery-Dreifuss muscular dystrophy  (G71.00
13 |Emery-Dreifuss "~% % jx (EDMD) G71.09
14|GNE i 2 v % GNE myopathy G71.8
15| % 4= B3 iF # Stormorken syndrome D69.8
H.® 2 #ic# 2 ¥ Disorders of bone and cartilage
H1 [01|&x % 2% % >0 Achondroplasia Q77.4
02(=% 7 > Osteogenesis imperfecta Q78.0
M88.0 M88.851
M88.1 M88.852
M88.811 |M88.859
. , . . : M88.812 |M88.861
"; l}\ﬁ‘”t} :L'
03 | & jE a5 d X Primary Paget disease M88.819 |M38.862
M88.821 |M88.869
M88.822 |M88.871
M88.829 |M88.872




Yot (EREY)

W2 op (5 B)

ICD-10-CM %75

M88.831
M88.832
M88.839
M88.841
M88.842
M88.849

M88.879
M88.88

M88.89
M88.9

04

BE R E TR

Cleidocraninal dysplasia

Q74.0

05

NSRRI Et

Fibrodysplasia ossificans progressiva

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

06

HEH R

Split-hand/ Split-foot malformation
(SHFM)

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

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

07

TR

Osteopetrosis

Q78.2

08

[ZYES /o 6 SENE

Pseudoachondroplastic dysplasia

Q77.8

09

i T e i = SO 3

Multiple epiphyseal dysplasia

Q78.3

10

BRI EF TR 2

Craniometaphyseal dysplasia

Q78.8

11

B v ] AR R T

Cerebro-Costo-Mandibular syndrome

Q87.89

12

Crouzon = jg iz ¥

Crouzon syndrome

Q75.1

13

Pfeiffer < g i ##

Pfeiffer syndrome

Q87.0

% _%k 2 ¥ Disorders of the connective tissue

Ax GG el ¥y e

Ehlers Danlos syndrome IV

Q79.63
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AR PR E (ERFY) 2o (%R) ICD-10-CM %78
J.& % % 3v 2 ¥ Disorders of the hematologic system
J 01|£3]3 F g Thalassemia major ng(l)
02|n - fF &4 e Thrombasthenia D69.1
03| A F1& + F-v F C4+ £z [Homozygous protein C deficiency D68.59
04 "L 4 R B i = % FOR Paroxysmal nocturnal hemoglobinuria |D59.5
£ X i L /] & T |Congenital thrombotic
05 E o thrombocytopenic purpura M31.19
K. &£ % 5L ¥ Disorders of the immune system
% R B s e Chronic primary granulomatous
K1 |01 /s fitpg 7 ﬁ)ﬁi disease D71
02 &i% e R Congenital hyper IgE syndrome D82.4
03 ?I BRI B B’ agammaglobulinemia D80.0
04 |Wiskott-Aldrich < jz iz #  |Wiskott-Aldrich syndrome D82.0
D81.0
D81.1
05 |FcE 4 6 Al £ 4 2 Severe combined immunodeficiency |D81.2
D81.31
D81.9
06 [#F %8 = i»84% 2 & Complement component 8 deficiency |D84.1
07 |[IPEX g iz IPEX syndrome E31.0
08(% £ A Ik v Mypiz# Hyper-IgM syndrome D80.5
09y +4# % < Wl in Interferon y receptor 1 deficiency D84.89
10:8 @2 ¢ 2 R Hereditary angioedema (HAE) D84.1
11 |Netherton g i ¥ Netherton syndrome Q80.8
12 (2R A B & 04w g i 2F |Atypical hemolytic uremic syndrome D59.32
TR AR v e R yp y y D59.39
L.p 4% % 3L B ¥ Disorders of the endocrine system
L1 |01 |Kenny-Caffey = jg iz ¥ Kenny-Caffey syndrome Q87.1
02 Pseudohypoparathyroidism E20.1

BRI T RO AR

11
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AR PR E (ERFY) 2o (%R) ICD-10-CM %78
O3: B M A iR Hereditary hypophosphatemic rickets |E83.31
04 [Laron = ik 15 e % ¥ Laron syndrome (Laron Dwarfism) E34.321
05 |Bardet-Biedl = jz iz % Bardet-Biedl syndrome Q87.89
06 |Alstrom = j i ¥ Alstrom syndrome Q87.89
o7 [#% 12 % 52 3% § % 1§ A& |Persistent hyperinsulinemic £16.1

A 14w B hypoglycemia of infancy (PHHI)
08 (Wolfram = jx iF % Wolfram syndrome, DIDMOAD E88.9
09 |McCune Albright =z iz # |McCune Albright syndrome Q78.1
10|44 FT A OUE M g:ee)l(rrlg\c/)grlse;ilc dysplasia with autosomal 099.8
11 |5+ ﬂrjl AR E Fu ACTH resistance E27.49
1p|# - 2ld@Eas % Dz |25-Hydroxyvitamin D 1-alpha- E83.32
i A o hydroxylase deficiency

13| = 74 Hﬁl&} P Congenital adrenal hypoplasia Q89.1
14 |[Kallmann = jx i %% Kallmann syndrome E23.0
15| A AT SO Aok Permanent neonatal diabetes mellitus |P70.2
16 [MIRAGE z i ¥ MIRAGE syndrome Q89.8

M.k = v§ 35/ i& ## Congenital malformations/syndromes

M1 |01 |Aarskog-Scott = j i # Aarskog-Scott syndrome Q87.19
02 (% 7 Mt < g iz Waardenburg syndrome Q87.89
03 |€ g < g Apert syndrome Q87.0
04 |Smith-Lemli-Opitz = jg ix ¥ |Smith-Lemli-Opitz syndrome E78.72
05 'ngieﬂ ;}1{{; L’i;"i(%ﬁ H-% % 1| arsen syndrome Q74.8
06 EkaW'th Wiedemann it i | g oy with Wiedemann syndrome Q87.3
07 |Fraser = jg iz ¥ Fraser syndrome Q87.0
08| % % M ¥ kg g ¥ Multiple pterygium syndrome Q79.8

12




SR Y em s (EREE) #2 o £ (GRB) ICD-10-CM 5478
09 |Cornelia de Lange = jz i # |Cornelia de Lange syndrome Q87.19
10|/#% & -¢ 46 % % <y ix# |Hallerman-Streiff syndrome Q87.0
11 |Kabuki g i % Kabuki syndrome Q89.8
12|28 -#%-4, (B) JEiEsE Oto-Palato-Digital syndrome Q87.0
13 %)nradl-Hunermann SR R Conradi-Hunermann syndrome Q77.3
14 Treacher Collins =~ jz iz ¥  [Treacher Collins syndrome Q75.4
15|Robinow = jJx iF %¥ Robinow syndrome Q87.89
16|3p (&) ° ¥ g i ¥ Nail-Patella syndrome Q87.2
17 |CFC Jg iz ¥ Cardiofaciocutaneous syndrome Q87.89
18 |Peters-Plus s ik ¥ Peters-Plus syndrome Q134
19 [Nager Jx iz ¥ Nager syndrome Q754
20 [CHARGE g iz # CHARGE syndrome Q89.8

Q99.8
21 |- [ o 1F ¥ White-Sutton syndrome E§g8
22 ;ET& e S B0 4 B costello syndrome Q87.89
23 |Ayme-Gripp i iz 3 Ayme-Gripp syndrome Q87.89
24 |Coffin-Lowry jx iF ¥ Coffin-Lowry syndrome Q89.8
25 |Myhre g iE ¥ Myhre syndrome Q87.89
26 | & 2T G R I Sensenbrenner syndrome Q87.5
27 |5 & -8 F A7 AR 5 ¥ Keppen-Lubinsky syndrome E88.1
28 |Angelman = jg i ¥ Angelman syndrome Q93.51
29 |DiGeorge Ji iF ¥ DiGeorge syndrome D82.1
30 |Prader-Willi = jz & Prader-Willi syndrome Q87.11
31 Ol A X N JE i{_ fﬁ— N WAGR syndrome (Wilms’ tumor- 087.89

BB Y~ 7 s s % |aniridia-genitourinary anomalies-

13




AR PR E (ERFY) 25t (%R) ICD-10-CM %75

F# (WAGR g % #) mental retardation)

32 [Miller Dieker jg i % Miller Dieker syndrome Q93.88

33 |Rubinstein-Taybi = jz iz # |Rubinstein-Taybi syndrome Q87.2

34 | = B BT g iE Williams syndrome Q93.82

35 Branchio-Oto-Renal sz i ##|Branchio-Oto-Renal syndrome 087.89
(BOR i 1% %) (BOR syndrome) '

36 |H ik B 1E Proteus syndrome Q87.3
Cockayne = jg i # (4= %]

37|% e Cockayne syndrome Q87.89

385 Hutchinson Gilford progeria syndrome |E34.8

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

40 |Galloway-Mowat Jg i 3 Galloway-Mowat syndrome Q04.3

N.Fep £ ¥ Eye disorders

N1 |01 |Stargardt's = j& Stargardt's disease H35.50
02'£ % M5 mai"% £ Occult macular dystrophy ; OMD H35.50
03| i 4L % 4 2 fre Leber congenital amaurosis H35.50

ZH @ XL B R F Unclassified or unknown

L=y

1. ¢ #3AF93EL? 7p F W 509240154855 o> 2 3% & = 'z % (Nesidioblastosis) | #1/g & e
FiehiE o p I pAEH A F LA .}]%F} 55 LO7%. Persistent hyperlnsullnemlc hypoglycemia of infancy
(PHHI) ¥ -

2. ¢ ER [?]954"1‘ 9% 12p F 5 % 09504009072%5 2> £ [ Tyrosinemial T ~ IT ~ IIT ( fei=f fe e % —

A~ F Al F=2AD) 0 p TP AE ~ F 2B A %L A2075L Hereditary tyrosinemia (i @ 44 % it
R ) P E

¢ ER®O6E8Y 22p F R F % 0960400600251 i+ = = £ Ureacycle disorders = Congenital Urea
cycle disorders -

JEAROIBETY 3P F W F ¥ 09804007425 = & F LA o A 5o B107H. Spinocerebellar ataxia -

ot o b AR e R AR > B LD R el I e (TR IR e

¢ ¥ 3 FO9E 38 19E1 %‘47:);35]5; % 09904001035 =~ £ F 4 5 @Fi 55, K102%: Congenital Hyper IgE
syndrome (£ x 3 Ak 9 Egpiz¥ ) & ICD-9-CM %#% :7279.9 > 21 5 :7288.1 -

¢ 3% ®106-#£ 10* 25 P 1%1%)92] F % 10604026785 = & 73 F L A i % 55 G13%% Emery-Dreifuss 5+
% % J& (Emery-Dreifuss Muscular Dystrophy) : ICD-10-CM %45 " G71.0 , ~ KI0%Li#t @ 42 5 § {3-k
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10.

11.

12.

13.

14.

15.

*% (Hereditary Angioedema) : ICD-10-CM ¥ 7% "D84.1 -
¢ EARI07ES? 300 M F ¥ 107040123150 = £ ATH F A o A 5L B1-25%0 Dravet g ik 3
(Dravet Syndrome, DS) : ICD-10-CM i #% " G40.311 | ~ " v F i % Jz (Vanishing White Matter
Disease) : ICD-10-CM % #% "G37.8 ;; B & F L5 i B 55 A11-05%% 4 4. 7z (Trimethylaminuria) i2 i
= = 7 2k % g g (Trimethylaminuria) ~ 7 5L L1-12 5 la- 27 i f& 4% £ g i #¥ (1a-hydroxylase
deficiency) : ICD-10-CM ¥ #% "E25.0 , & 5 % - Al @ a4 £ D &g 4] & &g (25
Hydroxyvitamin D 1-Alpha-Hydroxylase Deficiency) : ICD-10-CM & "E83.32 |~ & 55 G13553v4
% J (Emery—Dreifuss Muscular Dystrophy,EDMD) 4 #g & 5.2 & % G1-13 ~ A& 5L K105 @ {20 ¢
14 -k # (Hereditary Angioedema,HAE) » #g & 512 & 5 K1-10 o
¢ EARI08E1Y 15p Rk W F % 107040373650 = £ A7H F L A s A 5L G1-145 GNE & 24 o %
(GNE myopathy) : ICD-10-CM ¥ %5 " G71.8 ;~ G1-15%5 ¢ 4= &2 ¢ iz 3 (Stormorken syndrome) :
ICD-10-CM 4% 7% "D69.8 ; 2 M1-25%% 5. #74% j& < 38|+ F-v 44 I (Costello syndrome) @ ICD-10-
CM %5 "Q87.89 -
¢ EARI09£77 31p FR R F ¥ 109040203750 2 & ATH F LA o A 5L M1-26%L Ayme-Gripp
iz # (Ayme-Gripp syndrome) : ICD-10-CM ¥ #5 " Q87.89 ; 2 M1-27%% Coffin-Lowry J i ## (Coffin-
Lowry Syndrome) : ICD-10-CM %n#% "Q89.8 > 2 B it % LA Ji & AL /A 5L CL-035L 4 125% §+ 5% 3
&% (Primary Pulmonary Hypertension ,PPH) 2 & % #3F 4 2 i @ |45 ##% 3 /& (Idiopathic or Heritable
pulmonary arterial hypertension (IPAH or HPAH ) % 5 %5 B1-05%5 73 4% X jz i #¥ (Rett syndrome) 2 i
% % 4~ Jz(Rett syndrome) -
¢ EAF1094107 13p R F % 10904027405, = 2 ATH F LA p A 5o BL-28%LBR g T Pq R pF
A2Rf 75240 1533 1 {45 5 (Phospholipase A2-associated neurodegeneration,PLAN) : ICD-10-CM % #5
"G23.0 0 &2 F LA Jp AL ML-185L Lk B e ps BB 2 ¢ 1533 1 148 o (Pantothenate Kinase
Associated Neurodegeneration,PKAN ) 4 #g & 5512 + 5 B1-273% o
¢ EARII0E87 3P FHRRF ¥ 11004600165 = £ A7 F L A s A 5L AG-085LF o< i i {44
B % (Leber hereditary optic neuropathy) : ICD-10-CM 4% "HA47.22 , 2 B1-295L 4 -7 4 & #7
J 1% ¥ (Pitt-Hopkins Syndrome) : ICD-10-CM %:#5 " Q87.0 ;> 2 iz it F ﬂ.,ffi!]}%ﬁ»‘?ﬁi B1-16%. Charcot
Maire Tooth < g (:& {7 #242 4924 % 3 )( X-linked hypophosphatemic rickets)is & 5 & -5 {I-
1 #7 X jz (Charcot-Marie-Tooth Disease) ~ & %5 L1-03%55 |+ i :# & 4] i< g pe @ - & 5z (X-linked
hypophosphatemic rickets) iz i 5 4 5% & 3| Mgepc @ @z (X-linked hypophosphatemic rickets) -
¢ EARII0E117 23p G EF % 110046116150 = & A7H F A 5 /5L M1-285L Myhre i i% 3
(Myhre syndrome) : ICD-10-CM ¥ #% " Q87.89 , ~ Z1-06%5 % io % % % 4 2 gz (Leber Congenital
Amaurosis) : ICD-10-CM % # "H35.50 ; ~ L1-16%. MIRAGE s i% % (MIRAGE syndrome) : ICD-10-
CM %#5 " Q89.8 , 2 E1-04%: 1; o< jg ik ¥ (Alport Syndrome) : ICD-10-CM % #% " Q87.81 -
®oER F1104£ 117 24P R ¥ 1100461168512 4 12 & F 25 i A 5L BL-O15L 5 3 1AL g
(Multiple sclerosis) : ICD-10-CM %% " G35 | 2 &+ 2 % 2 (A i g 2 44 4 %8¢ (Multiple
Sclerosis ,MS/ Neuromyelitis Optica Spectrum Disorders, NMOSD) : ICD-10-CM %% " G35 ~ G36.0 |
¢ ERF1LELY 12p #R BT § 110046168655 2 2 #78 F LA K B 5 M1-295L 4 & % i o 1%
# (Sensenbrenner Syndrome) : ICD-10-CM %% " Q87.5 | ~ A4-04%:#& iy % fi= 4> 2 Jr (Transaldolase
deficiency) : ICD-10-CM % # " E748 ; % MI1-305L 5 ¥ & ¥ #7 A& Jx 17 ¥ (Keppen Lubinsky
Syndrome) : ICD-10-CM %»#% "E88.1 - 2 i3 & F LA A 5L FL-O15L @ {2 L & b Kpe g
(Hereditary epidermolysis bullosa) 7 ICD-10-CM %% :7Q81.9 ;> iz % :7Q81.0~Q81.1-Q81.2
Q81.8 ~ Q81.9 ;-
P EARILEAY 130 FEHRR T ¥ 11104609625 = £ ATH F L A& o A 5L B1-30%L Beta 4f ik $-v
B B3 2 40 533 i 5 5 (Beta-Propeller Protein-Associated Neurodegeneration ,BPAN) : ICD-10-CM
7 TG230 0 2 Bk F LA KA A2-1435L3-75 A -3-7 A N = Ak s g (3-Hydroxy-3-methyl-
glutaricacademia) iz & 3 3-%#3 7L-3-7 A ~ = B o Jg (3-Hydroxy-3-methylglutaric academia) ~ & . A2-
16%.% #t3 A fk o gz (Hyperlysinemia) iz & 5 % #se fé o 7z (Hyperlysinemia) ~ % L 5 ﬁﬁﬁ» ¥, D1-
015038 {7 1 % M+ p 24 % 7 5 (Progressive intrahepatic cholestasis,PFIC) i2 it 5 & {7 & R2% 45+
poRE A e (Progressive familial intrahepatic cholestasis,PFIC) o
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16.

17.

18.

19.

20.

21.

22.

23.

24,

25.

¢EARILILET? 13 R AT ¥ 11104619925 = £ 27H F Lo s A 5L HLI-10508 & iz desg 3 v
% % (CraniometaphysealDysplasia) : ICD-10-CM %75 " Q78.8 |~ /& 55 B1-315L 88 52| F (7418 & |4
s % 12 B (Infantile-Onset  AscendingHereditary Spastic Paralysis,IAHSP) : ICD-10-CM % 7§
FG12.2 |~ B %L Al1-11%: =+ #5ovpé 4% 2 e (Cerebral Creatine Deficiency) ICD-10-CM % %% "E72.8 |
2 B ALL-12%5 02 (a4 2 Bl) i 3+ &t R #% e 1% ¥ (Thiamine Metabolism Dysfunction
Syndromes) ) : ICD-10-CM %% "E51.8 ;> 2 3 1+ & A 5 i P B M1-12%55 8c % & 7 1% ¥ (Kabuki
syndrome) ¢ <= % # i Kabuki g i ¥ (Kabuki syndrome) ~ A 5. N1-02%5. DiGeorge’s Ji iF ¥
(DiGeorge’s syndrome) ¢ # = DiGeorge ;i iz ¥ (DiGeorge syndrome) -
¢EARLZ2ELY 17D FRRF 5 1120460003%. = £ ATH F LA R A L A2 245 R E L E LB
P (Primary Hyperoxaluria) : ICD-10-CM %75 "E72.53 > 2 B % A 5 i B 5 B1-06%L % kit i~
P % 4z (Spinal muscular atrophy) & 1CD-10-CM %75 :7G129, i & 3 :7G12.0~ G121, &
Bt B1-25%; Dravet jg 1% ## (Dravet syndrome) & ICD-10-CM % #% : " G40.311 ;- 12 i % : " G40.803 ~
G40.804 | -
PEARLZ2E4Y 190 I EF ¥ 11204609695 = £ ATH F L A gm A 5L A2-255L 2 R
(Alkaptonuria) : ICD-10-CM %% "E70.29 |-
PEAR112£107 250 iR R F % 112046303750 o & ATH F L A op A 5L J1-055LL X (8 it
/] 4 T ¥ o (Congenital thrombotic thrombocytopenic purpura) : ICD-10-CM %4 "M31.1 ;- i
BEFLBRANE B0 FLARTHSMI2EE P F2p L8R (FREELF A R)
PEARLBE1Y 30p FERRF ¥ 11304602175 = 2 ATH F L A Jm A 5. M1-39%L Schaaf-Yang
iz ¥ (Schaaf-Yang syndrome ) : ICD-10-CM 4##% " Q87.1 -
¢ EARLBETY 150 GRS ¥ 11304621685 2 £ A7H F 5 s A 5L B1-325% Basilicate-Akhtar
JE & ¥ (Basilicate-Akhtar syndrome) : ICD-10-CM % #% 2 TF78 > i 13 & & 5. A3-03z Fabry < j&
(Fabry disease)i2 i % Fabry < (i # 5 < jr) (Fabry disease) -
¢ EARIBEL0Y 11p G M F % 113046322450 = 2 278 F L A g A 5o B1-335L A H-E -k m
*2 # % Jz (Chorea-acanthocytosis) : ICD-10-CM % 5 G255 ;-
¢PoER ®114#810 23 RS % 11304645055 o 2 12 B 5L AL1-042 g -k it &4k 2 PE -9 g i
+# (Carbohydrate-deficiency glycoprotein syndrome) % £ = £ pF £ i & # (Congenital disorder of
glycosylation, CDG) ; ¢ & B % M1-372_ Cockayne = j i ¥ (Cockayne syndrome) = Cockayne = jx
i ¥ (17 7] < i #) (Cockayne syndrome) ; 2 it # 2L 5 5 CD-10-CM Sn#§ & 3758 » I 5113 £ £
> F o
¢EARL4E47 11p G R F % 114046104155 2 £ 273 F L A g B 5L M1-405% Galloway-Mowat
JE 1% ¥ (Galloway-Mowat syndrome) : ICD-10-CM %% 5 " Q04.3 -
PERFL114#£107 20p R F % 11404633415 o £ 13 & B35 L1-032 Mm@ Mpiph B o e
(X-linked Hypophosphatemic rickets) 5 & & {4 i< gk B i @z (Hereditary hypophosphatemic rickets) -

o
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,\4_:’:_;1‘}5_)?‘5?3

L I e e e I I e O I I e B T

3 W110£ 117 23p fEH R F % 11004611615
3 F110£ 117 24p R F & 1100461168%%,
FARILELY 120 FHRAF % 110046168655
FAW111#47 13p FHRFF % 11104609625 -
FARILET77 13p FHRFF ¥ 11104619925
3 F112&10 17p 42 R 3 % 112046000355 -
3 F112£47 19p #F K3 % 11204609695 -
#3 K112# 107 25p FPe R F % 112046303755 = £
% F113217 30p 42 M F ¥ 113046021755 2

3 ®110#£87 3p M F ¥ 11004600165 = 2

ICD-10-CM %aff— T4 (2 3¥ < 32 #A)

%1 K106£ 107 257 42 M3 % 106040264855 = 2
3 ®107#5% 30p #FH2MF % 107040123185 = £
A M108£17 15p e+ % 10704037365 = 4
3 ®109E 77 31p M F % 10904020375 = £
A F109# 107 13p w4 B F % 10904027405 = 4

=
C e

1‘# 1‘#

N
I
N
I

FAFLI3E7 150 F4RF T 5 113046216855 2 4
FAR3£107 117 et R F ¥ 11304632245, = _;
EAF114E10 23p F4RF T 5 11304645055 = 4
FAFI4£47 11p R 5 % 114046104150 = £
£ F1142100 20 P R F T 5 11404633415 2 4

%2 £ (FR)

Yot (ERES)

ICD-10-CM %78

25-Hydroxyvitamin D
1-alpha-hydroxylase deficiency

-3l @ ad % Dkigal
R

E83.32

3-Hydroxy-3-methylglutaric
acidemia

37 A-3-7 AN fuon

E71.118

3-Methylcrotonyl-CoA
carboxylase deficiency

= v AT B AL

E71.19

al- Antitrypsin deficiency

al-F% 3ov fEaE 2o

E88.01

Aarskog-Scott syndrome

Aarskog-Scott = Jg iz ¥

Q87.19

Achondroplasia

wEFET AR

Q77.4

ACTH resistance

TLOA G s

E27.49

Adrenoleukodystrophy

TR A K

E71.511
E71.520
E71.521
E71.528
E71.529

Aicardi-Goutieres syndrome

Aicardi-Goutieres g i ¥

G31.89
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H2om L(BR) A (E#E£T) ICD-10-CM %75
Alagille syndrome P fE ROR F Q44.7
Alexander disease Alexander = E75.29
Alkaptonuria 2 IRE E70.29
Alport syndrome I; oK g i 3 Q87.81
Alstrom syndrome Alstrom = Jg i ¥ Q87.89

E72.9
Amino acid metabolic disorders | . . E70.9
VR L N
(Aminoacidopathies) R PR E72.10
E72.89
Amyotrophic lateral sclerosis S e ad fal T AL -
(ALS) X HIERIRA G12.21
Andersen = i % ¥ (& R
Andersen syndrome PR 0 A E74.09
€ %)
Angelman syndrome Angelman = jg i ¥ Q93.51
Apert syndrome R Q87.0
Aromatic L-amino acid 4 & LRk phag e 2 A pRak
. . E70.9
decarboxylase deficiency 2
Asphyxiating thoracic v b a4 X
Ataxia telangiectasia £ A A e E BRI G11.3
Atypical hemolytic uremic Sy MR R e 2y D59.32
syndrome o A 3 B D59.39
Autosomal recessive POlYCYStC | wy oy & siegms 4 & 4 Tomg -
kidney disease WGBS RILTHRA R | Q6L19
Ayme-Gripp syndrome Ayme-Gripp J 1%+ Q87.89
Bardet-Biedl syndrome Bardet-Biedl = j i # Q87.89
Barth syndrome T AR iE E78.71
Bartter’s syndrome Bartter = jg i #* E26.81
Basilicata-Akhtar syndorme Basilicata-Akhtar Jg % F78.A9
Becker muscular dystrophy B Alep 4 £ G71.01
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#E2L(HER) Pem e (E%453) ICD-10-CM %75
Beckwith Wiedemann Beckwith Wiedemann < jg iz # | Q87.3
syndrome
Beta-Ketothiolase deficiency Beta #rf# iz 42 2 E71.19
Beta-Propeller protein- Beta £% % 4k 3o B B2 i 39
associated neurodegeneration | " . /, Sk G23.0
(BPAN) P
Biotinidase deficiency B § R D81.810
Branchio-Oto-Renal syndrome | Branchio-Oto-Renal g iz #* 087.89
(BOR syndrome) (BOR g i %) '
Bruton’s agammaglobulinemia | # & % < " £ £ 3% 0 & g D80.0
Bullous congenital L EEE Ry T e
ichthyosiform erythoderma (J; ﬁjé,’ i ,Hi"#%?; r.\)_pi e Q80.3
(epidermolytic hyperkeratosis) | * =~ * /1= e
Campomelic dysplasia with P S T TR
autosomal sex reversal I B A Q998
Cardiofaciocutaneous e
syndrome CFC i iz 3% Q87.89
Ca}rnltlne deficiency syndrome, B R R S E71.41
primary
Central core disease O G71.29
Cerebral creatine deficiency = PR Ak 7 E72.8
Cerebro-Costo-Mandibular N S
syndrome ot R R 8789
Cerebrotendinous P g £ .
xanthomatosis AL I E755
Charcot-Marie-Tooth disease -5 - A g G60.0
CHARGE syndrome CHARGE Jg i # Q89.8
Chorea-acanthocytosis PR - R e B S G25.5
Chronic primary granulomatous R T
disease o g Ed e b B D71
Citrullinemia SN BREL v E72.23
Cleidocraninal dysplasia AR ETRA Q74.0

Cobalamin C defect
(Methylmalonic acidemia and
Homocystinuria, cb1C type)

TP Pl g B B BORR R,
cb1C 7

E71.120+E72.11

Cockayne syndrome

Cockayne = jg i ¥ (7 ¥~F] <
% )

Q87.89
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H2om L(BR) A (E#E£T) ICD-10-CM %75
Coffin-Lowry syndrome Coffin-Lowry Jg % ¥ Q89.8
Collodion baby By Q80.2
dCor_anement component 8 A A B £ D341

eficiency

Congenital adrenal hypoplasia | % * {25 a5 3 2 Q89.1
Congenital central Bz s dmM S g F R ey
hypoventilation syndrome [0 g 2 L G47.35
Congenital disorder of A T
glycosylation, CDG ST E77.8
Congenital generalized P I T T
lipodystrophy s E88.1
Congenital hyper IgE syndrome | & % 1§ &A% v Ejqpiz#¥ | D824
Congenital insensitivity topain | , o 1y o o o x s 2o oo
with anhidrosis (CIPA) 2R AR EE AT R LT44
Congenital interstitial cell of 4 % 4 Caial & B F e B 4 A
Cajal hyperplasia with neuronal . ‘rf.d J_ Epp ﬁ;}% GE Q43.8
intestinal dysplasia AR LTSS
Congenital muscular dystrophy | &£ % 45+ % 5 G71.09
Congenital thrombotic A e o] T K

. M31.19
thrombocytopenic purpura JE
Congenital urea cycle disorders | -t % {7k % 5%k * R at E72.20
Conradi-Hunermann syndrome | Conradi-Hunermann = g iz ¥ Q77.3
Cornelia de Lange syndrome Cornelia de Lange = jx ix ¥ Q87.19
Costello syndrome o BT R S B A T Q87.89
Craniometaphyseal dysplasia ARH izdssd g v 72 2 Q78.8
Crouzon syndrome Crouzon = jJg iz ¥ Q75.1
Cystic fibrosis S AL E84.9
Cystinosis e ML W fE E72.04
Darier’s disease Darier % g (= & % i ) Q82.8
Diffuse non-epidermolytic
palmoplantar keratoderma type | A f§ i & & 1 "2 7 s Q82.8

Unna-Thost
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#E2L(HER) Pt (E%5Y) ICD-10-CM ¥ 7%
DiGeorge syndrome DiGeorge Jt ix ¥ D82.1
Dravet syndrome, DS Dravet Jg ix ¥ gjgggi
Duchenne muscular dystrophy | % f?} SR N G71.01
Dyskeratosis congenita AX AT 2o Q82.8
Ectodermal dysplasias thap ke B2 A g Q824
Ehlers Danlos syndrome IV AR eREY 5 e T Q79.63
Emery-Dreifuss muscular Arai ot X G71.00
dystrophy (EDMD) Emery-Dreifuss % % iz G71.09
Fabry disease Fabry ~ g (G % 33 < ) E75.21
gacmscapulohumeral muscular | o o 5 5 % G71.02
ystrophy
Familial amyloidotic b s A % 2 M ad s
palyneuropathy TRk R 5O A o % E85.1
Familial Lo s s .
: . JEM B R AR
hyperchylomicronemia FIRILE A E78.3
E71.30 E71.314
E71.310 £71.318
Fatty acid oxidation defect PR iRELy LT ARG E71.311 | 2155
E71.312 E71.39
E71.313 '
M61.10 M61.152
M61.159
M61.111
M61.161
M61.112
M61.162
M61.119
M61.169
M61.121
M61.171
M61.131
M61.172
Fibrodysplasia ossificans . M61.132 M61.173
. RSN L Y M61.139 '
progressiva M6 141 M61.174
' M61.175
M61.142
M61.176
M61.143
M61.177
M61.144
M61.178
M61.145
M61.179
M61.146
M61.151 M61.18
' M61.19
Fraser syndrome Fraser = Jg i ¥ Q87.0
Freeman-Sheldon syndrome Freeman-Sheldon = g i ¥ Q87.0
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2R v (%R) Pem e (E%453) ICD-10-CM %75
Fucosidosis BN SR (A ) E77.1
Galactosemia L FubE g E74.21
Galloway-Mowat syndrome Galloway-Mowat Jg % Q04.3
Gaucher disease B2 N E75.22
P Lt St N o
Gl Gl ol |y e, | e
Glutaric aciduriatype I ~ I NoRRE R A %23 %gz 1?[257?%3

E74.09:Type O

Glycogen storage disease

PR R

E74.01:Type 1
E74.02:Type II
E74.03:Type III
E74.09:Type IV
E74.4:Type V
E74.09:Type VI-XI
E74.01:Von Gierk’s

o ) e e ar GM1:E75.19
GM1/GM2 gangliosidosis GMY/GM2#! 5 & F *5 (448 e GM2-E75.00
GNE myopathy GNE if = 7w % G71.8
Hallerman-Streiff syndrome AP - R R R Q87.0
Harlequin ichthyosis S A R Q80.4
Hereditary angioedema (HAE) | i @4 ¢ {4 -k D84.1

Q81.0

. . . Q81.1

E:alrliggary epidermolysis BB LA R 081.2

Q81.8

Q81.9
Hereditary hemorrhagic 3 < .
telangiect);sia ’ e LR 175.0
Ir—iisli(é?;tarv hypophosphatemic B A B o £83.31
Hereditary spastic paraplegia | i @ 4% $27 & fri G11.4
Hereditary tyrosinemia BB R R R E70.21
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H2om L(BR) A (E#E£T) ICD-10-CM %75
Histidinemia KEREN i E70.41
Holt-Oram syndrome Holt-Oram = jg iz ¥ Q87.2
Homocystinuria B B IRRL AR E72.11
Homozygous familial B o B vk E A
hypercholesterolemia o f 3 FIRLE PR AR E78.01
Homozygous protein C HoE A 3 3og s
deficiency AT RS o O L D68.59
Hunt!ngton’dlsease(* i 3 o S B G10
Huntington’s chorea)

Hutchinson Gilford progeria P £34.8

syndrome

Hyper-1gM syndrome BAAEE Y Mgz D80.5

Hyperlysinemia % VR L E72.3

Hypermethioninemia % 9 RUVER L E72.19

Hyperornithinemia- B LML L BB 4 4 -3 N i

Hyperammonemia- rﬁk% ;%ti FRAEREFRE ey

Homocitrullinuria syndrome s eI 7 3

Hyperprolinemia B A IREL E72.59
. e e R E83.39

Hypophosphatasia ik i B fE T E£83 31

Ichthyosis, lamellar recessive R okRe(p BE R B A)) Q80.2

Idiopathic infantile arterial LES M BB (s 5 T (L

calcification FoE LR S E PRAL T Q28.8

Idiopathic or Heritable

pulmonary arterial hypertension | 423 |4 g\ 1§ i 4 % #9% 3 R 127.0

(IPAH or HPAH)

Inborn errors of bile acid :

- 43 MoER & A Rk
synthesis M PERL & A R E78.70
Incontinentia pigmenti A L ¥ Q82.3
Infantile form lysosomal acid B Lo A AR AL M RS s A AL S
lipase deficiency - )\“J;“,Tﬁ:‘ J&L a7 L s
(Wolman disease) (AT )

Infantile-onset ascending WA bR B S

hereditary spastic paralysis, ; At R RER R Gl2.2
IAHSP *

Interferon vy receptor 1 YRS LS D84.89

deficiency
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H2om L(BR) A (E#E£T) ICD-10-CM %75
IPEX syndrome IPEX Jz ix 3 E31.0
Isovaleric acidemia B AR R E71.110
Joubert = g i ¥ (52514 Ml
Joubert syndrome T 2 Q04.3
Kabuki syndrome Kabuki Jg i% ¥ Q89.8
Kallmann syndrome Kallmann = jg i ¥ E23.0
H49.811
Kearns-Sayre syndrome Kearns-Sayre = jg iz ¥ Ejggig
H49.819
ke o e e e - | G12.20
: H 1B R (4 BELE Rl
Kennedy disease i B (F e i % G12.24
) G12.29
Kenny-Caffey syndrome Kenny-Caffey = jg i% ## Q87.1
Keppen-Lubinsky syndrome SR -l T AR T E88.1
Laron syndrome L s a v
. - = O 1E T
(Laron Dwarfism) Laron =% i ff iz i ¢ E34.321
Larsen = g i ¥
Larsen syndrome (B02-4 % J9% Pt i3 36) Q74.8
Leber congenital amaurosis i AL X R AR H35.50
Leber hereditary optic B o iR AR o
neuropathy 0l g EARA S H47.22
Leigh disease Leigh ~ & & #p "5 # ’iigt:fﬁa 2 G31.82
Lesch-Nyhan syndrome Lesch-Nyhan = jg i 3 E79.1
G71.031 | G71.0342
Limb-girdle muscular Gr1.032 | G71.0349
dvstroh S Aes £ G71.033 | G71.035
ystrophy G71.0340 | G71.038
G71.0341 | G71.039
Lowe syndrome Lowe = j iz ¥ E72.03
Maple syrup urine disease WoHE R IE E71.0
McCune Albright syndrome McCune Albright = j i Q78.1
oz ay Q97.8
Mcleod syndrome Mcleod & % # 098.8
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H2om L(BR) A (E#E£T) ICD-10-CM %75
Medium-chain acyl-coenzyme A
dehydrogenase deficiency LR A Wi E71.311
(MCAD)
MELAS MELAS g i% ¥ E88.41
Meleda disease Meleda i Q82.8
Menkes syndrome Menkes i i ¥ E83.09
Metachromatic leukodystrophy Pz ay
Methyl CpG binding protein 2
duplication syndrome MECP2% & Jx iz ¥ Q99.8
(MECP2 duplication syndrome)
Methylmalonic acidemia PAP Bk E71.120
Miller Dieker syndrome Miller Dieker jg ix ¥ Q93.88
MIRAGE syndrome MIRAGE i iz %% Q89.8
Mitochondrial defect FARE A A E88.40
Mitochondrial 22w a2  am m
. . MNGIE Jg & #5048 14 40 55 %
neurogastrointestinal o 5 ; ,flf,.f: AR E88.49
encephalopathy syndrome el R 7 3
Moebius syndrome Moebius Jg % ¥ Q87.0
Molybdenum cofactor ey o
deficiency b0 4 P L E6LS
Typel: E77.1
Mucolipidosis A5 B Typell ~ II: E77.0
Type IV: E75.11
Typel: E76.01
E76.02
E76.03
Type2: E76.1
. 1 7 other: E76.210
Mucopolysaccharidoses 5 PR £76.911
E76.219
E76.22
E76.29

Unspecified: E76.3

Multiminicore disease

5 ML Bz s

G71.29

Multiple carboxylase
deficiency

S ILE I e L

D81.819
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#E2L(HER) Pt (E%5Y) ICD-10-CM ¥ 7%

Multiple epiphyseal dysplasia FEBEIEE T A 2 Q78.3

Multiple pterygium syndrome | % 4 {2 & 7% "o i ¥ Q79.8

Multiple sclerosis, MS/

Neuromyelitis optica spectrum | % & 8 i /iZAR4 5+ 82 | G35/G36.0

disorders, NMOSD

Multiple sulfatase deficiency 5 Pl g Ak £ E75.26

Myhre syndrome Myhre Jz iz ¥ Q87.89

Myotonic dystrophy L G71.11

Myotubular myopathy L Bk G71.220

Nager syndrome Nager Jg iz # Q75.4

Nail-Patella syndrome dp CRE) 7 BOF o iz 3 Q87.2

Nemaline rod myopathy Nemaline S s 5 % G71.21

Netherton syndrome Netherton j i% ¥ Q80.8

Neurofibromatosis type II PG b e M| Q85.02

Neuronal ceroid lipofuscinosis | #¢ 5~ ¥ % #5 4% F 5 4 E75.4
E75.240:Type A
E75.241:Type B

: Cle K, e gk g E75.242:Type C
. o Niemann-Pick = jx - &V %&8":
Niemann-Pick disease PP, ER E75.243:Type D
ra E75.244:Type A/B

E75.248:0ther
E75.249:unspecified

Nitroacetylglutamate

synthetase deficiency, NAG L R RpL & o frat 2 E72.29
synthetase deficiency

Nonketotic hyperglycinemia ZLAR 1B MRpL E72.51
Occult macular dystrophy ; R E it £ H35 50
OMD

Organic acidemias 7B EL R E71.118
Ornithine transcarbamylase Cgamn W M g% EE Al 5

deficiency HUREA T feRmAB L | ET24
Osteogenesis imperfecta =% 7 2 Q78.0
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#E2L(HER) Pt (E%5Y) ICD-10-CM %75
Osteopetrosis ¥R Q78.2
Oto-Palato-Digital syndrome B-dg-dy (B R EH Q87.0

i - EOAK A o & H R A §
PAH type PKU combine with ;%J iiﬁl% M’I £ RAERT I E74.31+E70.0
sucrase-isomaltase deficiency 7 ¥EfF ik 2 E
Pantothenate kinase associated | Z-fi& B jpcfis b B2 4 (g9 1 14 G23.0
neurodegeneration (PKAN) P T '
Paroxysmal nocturnal s M PR e B R
hemoglobinuria BRRE L =3 RE D595
. . Pelizaeus-Merzbacher  j ($ 1+
Pelizaeus-Merzbacher disease | A TS ) E75.29
Permanent neonatal diabetes . .
7'7\1}/‘):('?” T3 By
mellitus XA AT L SR k7 P70.2
Persistent hyperinsulinemic P A L A A
hypoglycemia of infancy € R E16.1
(PHH) S A
Peters-Plus syndrome Peters-Plus J % Q134
Pfeiffer syndrome Pfeiffer < g i # Q87.0
Phenylketonuria F Pk Pl E70.0
Phospholipase A2-associated | % F #q f# 5 A2R B2 4 (513 G230
neurodegeneration (PLAN) A ERR '
Pitt-Hopkins syndrome RF-B 8 & 0rp i3 Q87.0
E80.20
Porphyria YRR E80.21
E80.29
Prader-Willi syndrome Prader-Willi = ;g ix ¥ Q87.11
Primary hyperoxaluria RAFER TRB R E72.53
M8B.O | \gg.e51
Ma88.1
M88.852
M88.811
M88.859
M88.812
M88.861
M88.819
M88.862
M88.821 M88.869
Primary Paget disease VR R el bl cde NG M88.822 M88.871
M88.829 '
M88.872
M88.831
M88.879
M88.832
M88.88
M88.839
M88.89
M88.841 M838.9
M88.842 '
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#E2L(HER) Pt (E%5Y) ICD-10-CM ¥ 7%
M88.849
Progressive familial T B AR oL S g
intrahepatic cholestasis, PFIC | FRFIFRLIR R F doE | K83l
Propionic acidemia P e E71.121
Proteus syndrome T rgirrizE Q87.3
Pseudoachondroplastic 2 g S = g
dysplasia N /N i SENNE Q77.8
Pseudohypoparathyroidism [ ERZ IR e a2 E20.1
Pyruvate dehydrogenase S § A A S -
deficiency PR ARk L E74.4
Rett syndrome FERE F84.2
Rhizomelic chondrodysplasia WE i s Al wE Ak e 2 2 g
ounctata AT Bk g F T A 2 E71.540
Robinow syndrome Robinow = jx i ¥ Q87.89
Rubinstein-Taybi syndrome Rubinstein-Taybi = jx iF ¥ Q87.2
Schaaf-Yang syndrome Schaaf-Yang J % ¥ Q87.19
Schwartz Jampel syndrome Schwartz Jampel = jg iF # G71.13
Sensenbrenner syndrome oS T N 2 Q87.5
D81.0
Severe combined D811
immunodeficienc B4 & A LA Lk D81.2
y D81.31
D81.9
Short-chain acyl-CoA R AR EE 3 E FEAL 5
dehydrogenase deficiency TR RS & i Lk E71312
Sialidosis BEFL % A& % L E77.1
Sitosterolemia & B g (4 1) E;ggg
Smith-Lemli-Opitz syndrome Smith-Lemli-Opitz = jg i ## E78.72
. I - G12.0
b v ,} U 2y
Spinal muscular atrophy N Al HAIE G121
Spinocerebellar ataxia R PR bR TR A R | G119
Split-hand/ Split-foot B+ B R Q71.60 Q72.70
malformation (SHFM) i Q71.61 Q72.71
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#E2L(HER) Pem e (E%453) ICD-10-CM %75

Q71.62 Q72.72

Q71.63 Q72.73
Stargardt’s disease Stargardt’s = Je H35.50
Stiffperson syndrome T iEE G25.82
Stormorken syndrome g 4 B i D69.8
Sulfite oxidase deficiency Lrrfa@s i“frad L E72.19
Tetrahydrobiopterin deficiency | = & Ared 44 2 ¢ E70.1
Thalassemia major TABFEE L ngcl)
Thiamine metabolism FivRE (4 & Bl) R # R E51.8
dysfunction syndromes = P '
Thrombasthenia v ERA R D69.1
Transaldolase deficiency ¥ fF % v 4 2 g E74.89
Treacher Collins syndrome Treacher Collins = j iz % Q75.4
Tricho-hepato-enteric s (o

fAF-_RE R iE TR

syndrome % v Q89.7
Trimethylaminuria =7 ARORACR E72.52
Tuberous sclerosis Ba g Q85.1
Tyrosine hydroxylase & Bt o (L FEAL 5 o
deficiency e E70.20
Vanishing white matter disease | &% i 4 J& G37.8
Von Hippel-Lindau disease Von Hippel-Lindau Jz i 3 Q85.8
Waardenburg syndrome LEORAREHE Q87.89
WAGR syndrome (Wilms’ WP LR~ e 12
tumor-aniridia-genitourinary B A~ A Rae i ¥ (WAGR | Q87.89
anomalies-mental retardation) | jz iz 3%)

Q99.8
White-Sutton syndrome 1R - 4R I 13 F84.8

F78
Williams syndrome = BB R iR Q93.82
Wilson’s disease S A E83.01
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He R L (HR) Yot (EREY) ICD-10-CM %%

Wiskott-Aldrich syndrome Wiskott-Aldrich = g i ¥ D82.0

Wolfram syndrome,
DIDMOAD

Wolfram = g iz ¥ E88.9

Zellweger syndrome Zellweger = jg iF #* E71.510

i

1.

10.

11.

PoER KO3£1Y 7P R F %092401548%L 2 2 T E 2 e B (Nesidioblastosis) | F1E E
Fa v E o p T pAsE o~ F LA LOTEL PerSIStent hyperlnsullnemlc hypoglycemia of infancy
(PHHI) ¥ -
¢oER RO5#£9% 12p F KW F % 0950400907255 2 2 T Tyrosinemial I~ 1T ~ TII ( fe b=z fh g % —
A~FZA~F%=ZA) o pTFpAREXCF LA i B 5. A207%5% Hereditary tyrosinemia (B3
R ) FH -
¢oa R ®O6E87 22p ¥ K F % 0960400600252 i+ = = 2 Ureacycle disorders % Congenital Urea
cycle disorders -
¢ EIROIBETY 3P FHEFFE S 0980400742% 2) —;i F LA :zl%ﬁ%» ¥, B107%. Spinocerebellar ataxia °
Rt e b AR etk R AR > B G J Poid v P (F L R o
¢ o3 ®99#£3% 19 El —%‘ R F %0990400103%% ~dF LA /,%}%%{ K102 Congenital Hyper IgE
syndrome (£ X 43 LA FY Expizs ) R ICD 9 CM %78 : 72799 ;> i3 % :7288.1
¢ 23 ®106# 10" 25 p ﬁ' % F % 10604026785 = £ A7H F L A o A 5L GL35L Emery—Dreifuss e
% % J¢ (Emery-Dreifuss Muscular Dystrophy) : ICD-10-CM %4 " G71.0 ,~ K10%Li#t @425 F {4-k
*# (Hereditary Angioedema) : ICD-10-CM %7 "'D84.1 ;-
¢ EARI07TES? 308 R F ¥ 107040123150 = £ ATH F LA o A 5L B1-25%L Dravet g ik 3
(Dravet Syndrome, DS) : ICD-10-CM % #% " G40.311 | ~ *u v F i 4 J& (Vanishing White Matter
Disease) : ICD-10-CM %% "G37.8 ,; 2 it X L B i B 5. A11-05%% 5 4. Jx (Trimethylaminuria) iz &
& = gk v g g (Trimethylaminuria) ~ /& 5 L1-12 5% lo- 23 i fF 4% Z g % ¥ (lo-hydroxylase
deficiency) : ICD-10-CM % #% TE25.0 ; 12 & 2 % — 7] 131 it £ D kg A e g (25
Hydroxyvitamin D 1-Alpha-Hydroxylase Deficiency) : ICD-10-CM 45 "E83.32 |~ & 55 G135
5 fi(Emery—Drelfuss Muscular Dystrophy,EDMD)/,,\ RAELZ T 5 GL-13 - A5 K105 @it n ¢
-k ## (Hereditary Angioedema,HAE) ~ # & .12 &+ 5 K1-10 -
v‘ FAW108&17 15p i W F % 10704037365 = £ A7H F L o A 5 G1-1450 GNE & o v %
(GNE myopathy) : ICD-10-CM % %% " G71.8 ;~ G1-15%% ¢ 3= & 42 ¢ ik ¥ (Stormorken syndrome) :
ICD-10-CM %45 "D69.8 , 2 MI1-2550 5. #74% ;% < & F-v 4+ K=z (Costello syndrome) : ICD-10-
CM %% "Q87.89 -
vPoEA ®109# 77 31p EE R F % 10904020375 o £ 74 F LA @E%’i M1-26%. Ayme-Gripp J&
i ¥ (Ayme-Gripp syndrome) : ICD-10-CM % #5 rQ87.89J % M1-27%% Coffin-Lowry Jz iz 3 (Coffin-
Lowry Syndrome) : ICD-10-CM $n#% "Q89.8 > 2 i it % LA J & AL/ 5L CL-0350L 4 125% 6 5% 3
& (Primary Pulmonary Hypertension ,PPH) % & % 43 4 & i @ |45 ##% 3 /& (Idiopathic or Heritable
pulmonary arterial hypertension (IPAH or HPAH ) % 5 55 B1-05%555% 3 < j i% ¥ (Rett syndrome) i2 i
» % # “ J (Rett syndrome) -
¢ EAF1094107 13p R F % 109040274050 = 2 ATH F LA Jp A 5o BL-28%LBE g T Mg fRpE
A2Rf B2 40 1533 1+ 25 5 (Phospholipase A2-associated neurodegeneration,PLAN) : ICD-10-CM % #5%
"G23.0, % F LA Jp A 5L ML-185LA e R jeps B 5 2 4 533 i {48 5 (Pantothenate Kinase
Associated Neurodegeneration,PKAN ) 4 #g & 5512 + 5 B1-27%% o
¢ EAH110£87 3p i M F ¥ 11004600165 = & 273 F L A s A 5LAG-085LF 10\ i B {HARA
7% % (Leber hereditary optic neuropathy) : ICD-10-CM %85 "H47.22 ; 2 BI1-295L4 -7 4 £ #7
.)i iz # (Pitt-Hopkins Syndrome) : ICD-10-CM 4% %% "Q87.0 > 2 ¥ & F i:}i%ﬁaﬁﬁfb B1-16%. Charcot
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12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

Maire Tooth < (i& {7 147 425 & % 4543 )( X-linked hypophosphatemic rickets)i% & % T 47-5 {1-
1 #7 < Jg (Charcot-Marie-Tooth Disease) ~ A 5. L1-03%5L 4 i if & 7] i< gi sk @ o & e (X-linked
hypophosphatemic rickets) i & 5 #5538 & 4] = ips B o @z (X-linked hypophosphatemic rickets) -
¢ EARLI0E1L? 23p iR F % 110046116150 = & A7 F L A s A 5L M1-2850 Myhre i i 3
(Myhre syndrome) : ICD-10-CM ¥ #% " Q87.89 , ~ Z1-06%5 % o< % % 14 2 gz (Leber Congenital
Amaurosis) : ICD-10-CM % # "H35.50 ; ~ L1-16%. MIRAGE & i #¥ (MIRAGE syndrome) : ICD-10-
CM %% 7Q89.8 | 2 E1-04%.1; < jx i 3 (Alport Syndrome) : ICD-10-CM %% "Q87.81 | -
¢ ERRI110#£ 117 24p it R F % 110046116850 = £ i & F A s A 5. B1-015L 5 4 44 i
(Multiple sclerosis) : ICD-10-CM % #% " G35 ; 2 & % % 2 (1A i g L 44 5 4 %8 ¢ (Multiple
Sclerosis ,MS/ Neuromyelitis Optica Spectrum Disorders, NMOSD) : ICD-10-CM %% " G35 ~ G36.0
PEARIELY 12p FRRF % 1100461686%: = 2 ATH F LA A S MI-295L & &7 i6 o ix
# (Sensenbrenner Syndrome) : ICD-10-CM ¥ 7% " Q87.5 |~ A4-04%: # ¥ % fis 4> 2 Jg (Transaldolase
deficiency) : ICD-10-CM % # " E748 ; # MI1-30%5L 5 ¥ & ¥ #7 A& J& i ¥ (Keppen Lubinsky
Syndrome) : ICD-10-CM %% "E88.1 - %2 i 1 F L 5 BB F1-0150:8 @4t & 4 4 b kg e
(Hereditary epidermolysis bullosa) & ICD-10-CM % %% :7Q81.9 ;> 2 i+ 5 :7Q81.0 ~ Q81.1 ~ Q81.2 ~
Q81.8 ~ Q81.9 ;-
¢ EARILILEA? 130 R EF 5 11104609625 = £ ATH F 2 A s A 5 B1-305L Beta L3 bk 3¢
B 38 2 40 533 i 5 5 (Beta-Propeller Protein-Associated Neurodegeneration ,BPAN) : ICD-10-CM
7 TG230 0 2 B F LA KA A2-1435L3- 5 A -3-7 A N = fk s g (3-Hydroxy-3-methyl-
glutaricacademia) iz it % 3-#3 £-3-7 L ~ - A& & J¢ (3-Hydroxy-3-methylglutaric academia) ~ & 5. A2-
16%.% dt5 A ps o gz (Hyperlysinemia) iz & 5 % #sk ik o 7z (Hyperlysinemia) ~ & L 5 :@sﬁ} g D1-
015038 {7 1 % M+ B2 4 % & o (Progressive intrahepatic cholestasis,PFIC) i2 it 5 i& {7 & j2% 45+
poRE A% e (Progressive familial intrahepatic cholestasis,PFIC) -
PEARILET? 130 R R F ¥ 111046199250 = £ 373 F L A s A 5e HI-10%088 F iz desf o v
% 2% (CraniometaphysealDysplasia) : ICD-10-CM %45 " Q78.8 |~ /& 55 B1-315- 8 52| F (7 4:8 & 4+
sz % % Fr B (Infantile-Onset AscendingHereditary Spastic Paralysis,IAHSP) : ICD-10-CM % 75§
G12.2 |~ B % Al1-11% ~ *gvvph 4~ 2 Jg (Cerebral Creatine Deficiency) ICD-10-CM ##5 "E72.8 |
2 B 5L AlL-12%5 mn 72 (4 2 Bl) & #F# & I 3 g % ¥ (Thiamine Metabolism Dysfunction
Syndromes) ) : ICD-10-CM % "E51.8 + % 2 1 F LA 5 A 5L ML-125L 80 & L iF ¥ (Kabuki
syndrome) ¥ = % i Kabuki g i ¥ (Kabuki syndrome) ~ A 5. N1-02%5. DiGeorge’s Ji iF ¥
(DiGeorge’s syndrome) ¢ # = DiGeorge Jz iz #(DiGeorge syndrome) -
| EARFLIELT 17 FRFT $ 11204600035 2 4 ATH F LA s A RL A2 248 R H L E KB
Pk (Primary Hyperoxaluria) : ICD-10-CM %75 "E72.53 > 2 B % A 5 T B 5. B1-0655 % &g
¥ % 457 (Spinal muscular atrophy) & ICD-10-CM % f% :"G12.9 ;> 8 7 :7G120~ G121 - &
55, B1-25%:. Dravet ji iz 3 (Dravet syndrome) /& ICD-10-CM % %% : " G40.311 ;> i2 & % : ' G40.803 -
G40.804 | -
PEARILI2E40 19p FREF F 1120460969 5 = 2 ATH F L B gp A 5L A2-25 5L 2 R
(Alkaptonuria) : ICD-10-CM % #% "E70.29 -
PEARLII2£107 250 R R F % 112046303750 > £ ATH F L A op A 5L J1-055LL X (8 it
/] ¥ 1€ T %z x (Congenital thrombotic thrombocytopenic purpura) @ ICD-10-CM 4§ "M31.1 - i
BEFLBRAE B0 FLARITHLSWI2HE P F2p L8R (FRIEEF AR
PE ®113£17 30p R R F % 11304602175 o 4 ATH F LA Ef‘s B %. M1-39%. Schaaf-Yang J&
iz ## (Schaaf-Yang syndrome ) : ICD-10-CM %% "Q87.1 ;-
¢ EARLBET? 15p G W F % 113046216855 = & A7 F 5 g5 A 5L B1-32%% Basilicate-Akhtar
JE iz ¥ (Basilicate-Akhtar syndrome) : ICD-10-CM % %% 52 "TF78 ,» i i3 & & % A3-03z Fabry <&
(Fabry disease)i2 i % Fabry = (i # 55 < ) (Fabry disease) -
¢ EARIBEL0 11p Gt W F % 113046322450 = 2 278 F L A g A 5 B1-335L AR -k lm
¥ 3 % jx (Chorea-acanthocytosis) : ICD-10-CM %a#6 5 "G25.5 ;-
v oER®114#17 23 R F % 11304645055 o £ 13 & B 5L AL1-042_ -k it &4k 2 pE 0 g iE
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24.

25.

+ (Carbohydrate-deficiency glycoprotein syndrome) 5 £ = {4 & £ i I # (Congenital disorder of
glycosylation, CDG) ; i & A % M1-372_ Cockayne * jg i ¥ (Cockayne syndrome) = Cockayne = j
i ¥ (17 %] i #) (Cockayne syndrome) ; 2 it # &L J5 CD-10-CM Sn#§ % 3750 > I 5113 £ £
> F o

P EARIAES? 110 FERRT F 114046104150 > £ A7H F L 5 s A 5L M1-40% Galloway-Mowat
JE 1% ¥ (Galloway-Mowat syndrome) : ICD-10-CM ¥ #% 5= "Q04.3 -

PER F114#£10° 20 P g R F % 114046334155 > £ i3 ¢ B 5 L1-032 1853 8 Mg e B 0 iR
(X-linked Hypophosphatemic rickets) 5 :# & 4 i< gk B i @z (Hereditary hypophosphatemic rickets) -
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