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EARI107TE5 2 30 p #FERF
EARI108& 1" 15p FRF
EaF109E 77 31 p FERZ

FARIIL &AL 12p FRRAF
FARIIIE47 13p FRRAF
FARILET? 13 p FRAF
FARIIZ2E1 P 17TP FRRAF
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% 1070401231 5= 2
% 1070403736 5= 2
% 1090402037 5= £

EFAR109# 10 7 13 p W R F % 1090402740 5. = £
FARI1I0# 8" 3P wrEF % 1100460016 5= 2

FARI1I0E 11 7 23 p /W ®WF % 1100461161 5= 2
FARII0E 117 24 p w4 ®F % 1100461168 5= 4

1100461686 5L = 2
1110460962 5L = 2
1110461992 L= 2
1120460003 5L = 2
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ICD-10-CM # 7 75

AL X Rl

OAl % % #r& ¥ Urea cycle disorders (3 = % %)

Al (01| % k% VA% 38Tt |Congenital Ureacycle disorders E72.20
02 | A "efh & Citrullinemia E72.23
Nitroacetylglutamate synthetase
03|z fpsiieph & = fedk £ Jg  |deficiency, NAG synthetase E72.29
deficiency
b VRpk & 7 fEJS #& #% fF 4% |Ornithine transcarbamylase
047 . : E72.4
ZJE deficiency
5 ¢ gegs o s = = - = |[Hyperornithinemia-
05 }r‘i\ zgfﬁ&}f ﬁi;if s e Hyperammonemia- E72.4
SR R T Homocitrullinuria Syndrome
© A2ii /7 E A B3R ¥ Amino acid metabolic disorders / Organic acidemias
. ot o Amino acid metabolic
- E] IRV o . . . .

A2 |OT P52k e 1 B % disorders(Aminoacidopathies) E72.8
02 | % 5k V=fik n JE Homocystinuria E72.11
03|% ¥ Aiisefl o Hypermethioninemia E72.19
04 |ZL-Ap |+ 8 4 Meph e Nonketotic hyperglycinemia E72.51
05 | % A FRE Phenylketouria E70.0
06|z & fedieddt 7 g Tetrahydrobiopterin deficiency |E70.1
07 |i @ |+ 5 feisepsn Hereditary tyrosinemia E70.21
08 |4 #% Ff R Maple syrup urine disease E71.0




N\
pl nl Y em e (EREY) A X 1)) ICD-10-CM % ¥ 1% 75
09| ke Organic acidemias E71.118
103 A e Isovaleric acidemia E71.110
AR ARE > R A B L . type [:E72.3
11 - A K Glutaric aciduria type I ~ 11 typel 1:E71.313
12|75 B s Jx Propionic acidemia E71.121
1317 Ap - o Methylmalonic acidemia E71.120
e e 3-Hydroxy-3-methylglutari
14[3-20 3.7 A& - pew acid}émi;(y methylgiutarc E71.118
2 A ¥ Ak Ak & ® O #& B5 |PAH type PKU combine with
15 F &7 ﬁiﬁij;l,#irgi Sucrase-isomaltase deficiency E74.31+E70.0
16| % 3l e o Hyperlysinemia E72.3
17 e veps o Histidinemia E70.41
= 7 AT Efel pF A # it |3-Methylcrotonyl-CoA carboxylase
8 FE & 4 L deficiency E71.19
19 % 32 pear Lo Multiple carboxylase deficiency D81.819
20|® M Meph Hyperprolinemia E72.59
51| A % L-"% A k4 % % A | Aromatic L-amino acid £70.9
fsdk 4 decarboxylase deficiency )
22 | vk ¥ 1 BE Ak 2 Tyrosine hydroxylase deficiency  [E70.20
B _ sx oo oo = e ge.|Cobalamin C defect
23 HAL o “(C%é E}L)'q F o ( Methylmalonic aciduria and E71.120+E72.11
P s * Homocystinuria, cbl C type )
24| R R AR B R Primary Hyperoxaluria E72.53
© A3 % Fiaff
A3 |01 |% 2 < Gaucher’s disease E75.22
GM1/GM2 # 5 & H *3 ke ff Ca GMI1:E75.19
02 = il GM1/GM2 gangliosidosis GM?2- E75.00
03 |Fabry = jz Fabry disease E75.21
E75.240:Type A
E75.241:Type B
Niemann-Pick = & - # %]\, . . E75.242:Type C
04 B AR Niemann-Pick disease E75.243Type D
E75.248:other
E75.249:unspecified
g Metachromatic
05 MLD i ik #+ Leukodystrophy (MLD ) E75.25
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Yo g o mE A X Globoid  Cell  Leukodystrophy
06 Ej: mre T v ’Fr}\ ;ﬁ\}j)}: (Krabbe’s disease) E7523
BE 2473 p= 88 pL 1 7 95 f= |Infantile  form  Lysosomal Acid
074 £ 5 (* # T f & < |Lipase Deficiency (' Wolman|E75.5
JE) Disease )
OAd Bk I £ # K38 ¥
A4 (01 | £ 54w Galactosemia E74.21
E74.09:type 0
E74.01:Type |
E74.02:type 11
02 | "k E f Glycogen storage disease Ezjggggg R}
E74.04:type V
E74.09:type VI-XI
E74.01:Von Gierke's
03 |05 HORR Y %7%%@‘] i# 4 |Glut ( Glucose Transport) 1 E74.8
= deficiency syndrome ’
04 | f5 f% fis 4> 2 Jx Transaldolase deficiency E74.8
O A5 ppey B ¥
ET1.30 E71.314
E71.310 E71.318
01 |Pas»ped 1 1T% 4k 15 Fatty acid oxidation defect E71.311 E71.32
E71.312 E71.39
E71.313 :
. L e Carnitine deficiency syndrome
s I 1 )
02 |zt p dwdd £ primary E71.41
C oy wh 3 & ., + |Medium-chain acyl-coenzyme A
v 4P i hE 3 5
03| E ARG N s dehydrogenase E71.311
e deficiency (MCAD )
e ak R Rk b me4) £ Short-chain acyl-CoA
Jesan > a fwar 5 .
04 | B4l 7 pk 2 & s dn L E dehydrogenase deficiency E71.312
© A6 R sl PR ¥
A6 |01 |40 §8 4% 14 Mitochondrial defect E88.40
H49.811
02 |[Kearns-Sayre = J iF ¥ Kearns-Sayre syndrome gjgg%
H49.819
03 |Leigh * & # #) %o # %5 % |Leigh disease G31.82
04 MELAS g &+ MELAS E88.41
Ve e s ., IMitochondrial
- = 1 ) + d N .
05 MN%;%%"%“;#FZ:% 24 Neurogastrointestinal E88.49
ST TROR RO B Encephalopathy Syndrome

3
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06 |f» b fa B & frdx 2 g Pyruvate dehydrogenase deficiency |E74.4
07 % ~JEiE# Barth Syndrome E78.71
08 |7 < i1f & ALY 55 %  |Leber hereditary optic neuropathy |H47.22
© AT I WEHEF
A7 |01 % Pefg o Cystinosis E72.04
Typel: E76.01
E76.02
E76.03
Type2:E76.1
other :
02 |4k % e Mucopolysaccharidoses E76.210
E76.211
E76.219
E76.22
E76.29
Unspecified:E76.3
41 3% g N Zh R ¥ g4
03| % F MBI AT OB \pycosidosis E77.1
)
04 |sEphps %+ L Sialidosis E77.1
type LE77.1
05 |3k% B Mucolipidosis typell ~ TLE770
type IV:E75.11
06 |4 ‘o~ *q 48 B 5 48&  |Neuronal ceroid lipofuscinosis E75.4
07| % % 1 pifd o et 2 g Multiple Sulfatase deficiency E75.29
© A8 *&:FAE 2 7 F 1 B#fR ¥ Cholesterol and Lipid metabolism
A8 |01 ‘H—‘ﬂ &+ 7% 1L % "2 F % & |Homozygous familial E78.0
JE hypercholesterolemia
02| 725 M B 51 B ok w e Familial Hyperchylomicronemia  |E78.3
03| Ffse g (o4 1E) Sitosterolemia E78.0
OA9 HJ 3T 3 Ka
A9 |01 = f &< Wilson’s disease E83.01
02 [Menkes Jx iF ¥ Menkes syndrome E83.09
03 |4p #f fiz 4% 2 g Molybdenum cofactor deficiency |E61.5
© A10:F% “RE SR ¥
6“1 01 |Zellweger = Jx ix ¥ Zellweger syndrome E71.510
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E71.511
E71.520
025+ 9:}1’«’%35? AR Adrenoleukodystrophy E71.521
E71.528
E71.529
03 ’9;’: g Bl 1S Tl Y S llihizomelic Chondrodysplasia E71.540
~ unctata
© All 2 # 38 ¥
E80.20
01|% Fm Porphyria E80.21
E80.29
02 |[Lesch-Nyhan = jg & ¥ Lesch-Nyhan syndrome E79.1
03 |& Fepe® 3 1 fadl £ Sulfite oxidase deficiency E72.19
BoR 1Y & 3 2 PE d-v9 Jg iF |Carbohydrate-deficiency
0453 . E77.8
# glycoprotein syndrome
05|= ® AR Trimethylaminuria E72.52
06 ;t A f 2 ERy FF & 3 % |Congenital generalized ES8.1
TE lipodystrophy
07 P& %Ett % B Cerebrotendinous Xanthomatosis [E75.5
08 | Mz ik fig f* Hypophosphatasia Eggg?
09 |Beta £ f# fiz 4% 2 JE Beta-Ketothiolase Deficiency E71.19
10|24 4 2 pvéx L g Biotinidase Deficiency D81.810
11| = PP vpedd Z JE Cerebral Creatine Deficiency E72.8
FideZ (4 % Bl)® ## |Thiamine Metabolism Dysfunction
1200 2 235 E51.8
it R 1F Syndromes
BRgit i A2 55k S
P . s s a9 sm o [Multiple Sclerosis, MS/
2% M /e ST )
BI |01 [ % BA T RSEARA L ¥ INeuromyelitis Optica Spectrum  |G35/G36.0
Ll Disorders, NMOSD
a1 Amyotrophi lateral lerosi
02| % S ol 4 A o (Ani}é(; rophic atera sclerosis| 515 5
03 i; AT A p AR RO Ataxia telangiectasia GI1.3
F
5 o 155 4 ro Huntington disease(* #t
041 7 = Sl Huntington's chorea) G10
05| #HF ¢ Rett syndrome F84.2
X me - . G12.0
06| # BLILi~p X S5 Spinal muscular atrophy G1o1
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X BRSO RSIT LM F (E RS : .
07 ;i:— ffi L Spinocerebellar ataxia GI1.1
F e
08 |.& & M/ i e Tuberous sclerosis Q85.1
09 A X Mg 2 AT g & @ & |Congenital insensitivity to pain L74.4
AR with anhidrosis ( CIPA ) :
104 S8 aBE iz % - 3]  |Neurofibromatosis type II Q85.02
11 |Alexander = 5 Alexander disease E75.29
12 | 1F 88 i 3 Stiffperson syndrome G25.82
138 B 18T LR Hereditary spastic paraplegia Gl1.4
Joubert % jx i ¥ ( 7IE
14 R gl 2 Wpi‘ ) Joubert syndrome Q04.3
Pelizaeus-Merzbacher * Jgl|g ;- .
15 (B 23 4] T 1 ) Pelizaeus-Merzbacher Disease E75.29
16|% -5 f-H 27X Charcot-Marie-Tooth Disease G60.0
G12.20
H B i g (4 B R . Gl12.21
17 iz ) Kennedy Disease G122
G12.29
FIE MR R 5 A4 5 Familial Amyloidotic
18|17 E85.1
T % Polyneuropathy
19 [Moebius ¢ iF Moebius syndrome Q87.0
20 Mcleod Jz iF # Mcleod syndrome gggg
21 |Aicardi-Goutieres Jg i 3  |Aicardi-Goutieres syndrome G31.89
22 | ke BrE 1E Proteus Syndrome Q87.3
Methyl CpG binding protein 2
. (2 2y Duplication Syndrome
= L.
23 MECP2 57 & g i #+ ( MECP2 Duplication Q99.8
Syndrome )
B4 1. A o 12 2% Cerebro-Costo-Mandibular
24 M0t R I Syndrome Q87.89
25 [Dravet Jx iF Dravet Syndrome, DS 838282
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26 |%aw B AR Vanishing White Matter Disease  |G37.8
27 ;‘/i]ﬁé W pe B9 2. A %5 i3 |Pantothenate Kinase Associated G23.0
MEERER S Neurodegeneration (PKAN) ‘
s %"f g f&#f* A2 B 5 2_ 4 |Phospholipase A2-associated
28 AR neurodegeneration (PLAN) G23.0
L F-F 4 &2 Pitt-Hopkins Syndrome Q87.0
, Beta-Propeller Protein-
P Y] .
30 Beta ) QFL %‘ M Associated Neurodegeneration G23.0
/4|; 7 Zd KEI f })
P (BPAN)
, L ) . « |Infantile-Onset Ascending
BR - | F ‘:‘I}" l},‘«’c-;“(‘ .
31 '3;3:%]“ g g 3 Hereditary Spastic G12.2
LB Paralysis,JAHSP
C.¥ 3 % & Sops %
bh2S M BE A 06 7 1L - Idiopathic Infantile Arterial
C1 |01 |43 |2 B8 508 PR A 1 Calcification Q28.8
02 |F ks ai g Cystic fibrosis E84.9
g Ca .« = |ldiopathic or Heritable pulmonary
= ! & R . .
03 ;ti SRR RN arterial hypertension (IPAH or 127.0
HPAH)
04 [Holt-Oram = J i Holt-Oram Syndrome Q87.2
Andersen N EE (v
05| I‘;L R Iﬁ B JE % [Andersen syndrome E74.09
BRI A E )
Hereditary Hemorrhagic
3 a4 . .
06 8 i® 12 01k 2k § 55 Telangiectasia 178.0
07 |% & M4 % Asphyxiating thoracic dystrophy  [Q77.2
08 ,t S v ¥R 14 § 7 &g |Congenital Central Hypoventilation G47.35
% Syndrome ’
D 1tk s
01 {7 ROE WA P2 L I IProgressive familial intrahepatic K831
¥ E cholestasis,PFIC )
02| % MPEme & & Rt Inborn errors of bile acid synthesis |E78.70
03 |al-Fu% 3ev frdr 2 al- Antitrypsin deficiency E88.01
£ Xy 12 Cajal < & %‘r m”s? ¥ |Congenital Interstitial Cell of Cajal
0414 & EBEH TP T Ei Hyperplasia with Neuronal Q43.8
Intestinal Dysplasia
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05 |FP £ & ®ooE 13 3 Alagille Syndrome Q44.7
E.F 50 Ak 5 Sups %
El |01 |Lowe = jJg i ¥ Lowe syndrome E72.03
02 |Bartter = 3 ik ¥ Bartter’s syndrome E26.81
03 ?@g 4, dREM S R TR Autosomal recessive polycystic Q61.19
P J kidney disease
04 &7 = g i Alport Syndrome Q87.81
F.A K 7 %
Q81.0
Q8I1.1
F1 |01 ;2 @4 & & f244 kg |Hereditary epidermolysis bullosa  |Q81.2
Q819
02 f: i‘j)lé,‘ g (p IR Ichthyosis, lamellar recessive Q80.2
03 %} m 2 Collodion baby Q80.2
04 |pad 4 R Harlequin ichthyosis Q80.4
ke 3] £ = |+ 4 B Fr % ‘= |Bullous Congenital ichthyosiform
05| & (% 4 B2+ & i iF |erythoderma Q80.3
BE) (‘epidermolytic hyperkeratosis )
06 |*h32fk 3 4 2 g Ectodermal Dysplasias Q82.4
07 [Meleda 5 i Meleda disease Q82.8
08 [Darier ~jr (= % & i i ) |Darier’s disease Q82.8
09| = &7 2 Dyskeratosis Congenita Q82.8
Diffuse Non-epidermolytic
104 fFiB R & 727 Palmoplantar Keratoderma type Q82.8
Unna-Thost
1119 24 a5 Incontinentia Pigmenti Q82.3
12 [Netherton g i ¥ Netherton Syndrome Q80.3
GIop 7 %
G101 £ % LR & &R Duchenne muscular dystrophy G71.0
02 |Nemaline S iwp o7 % Nemaline Rod Myopathy G71.2
03 |Schwartz Jampel = jz i ¥ |Schwartz Jampel syndrome G71.13
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04 |7vp 32 Myotonic dystrophy G71.11
B T Facioscapulohumeral muscular
05|% A #a 3z %o dystrophy G71.0
06 |7~ & J % Myotubular Myopathy G71.2
07| B s Asvp % & Becker Muscular Dystrophy G71.0
08 [Freeman-Sheldon = jg i ¥ |Freeman-Sheldon syndrome Q87.0
09 |34 Aex % p Limb-girdle muscular dystrophy  [G71.0
10|£ % poed £ Congenital Muscular Dystrophy G71.0
11]¢ wfhz T Central Core Disease G71.2
12| % B #hg T Multiminicore Disease G71.2
. o X Emery—Dreifuss
13 |[Emery—Dreifuss ~% % Jg M uscular Dystrophy (EDMD) G71.0
14|GNE & 24 7w % GNE myopathy G71.8
15| 4= B i3 3 Stormorken syndrome D69.8
H.% 2 g0 ¥ 5 %
H1 |01 |#c# %5 7 2 Achondroplasia Q77.4
02 =% 7 > Osteogenesis imperfecta Q78.0
M88.0
M88.1 M88.851
M88.811 M88.852
M88.812 M288.859
M88.819 M88.861
M88.821 M88.862
. , . . 88.822
03 | ¥ A5 4 X Primary Paget disease ﬁ88.829 ﬁgggg?
M88.831 M88.872
M88.832 M288.879
M88.839 M&88.88
M88.841 M88.89
M88.842 M&88.9
M88.849
04 |4 # gt v 2 ¥ Cleidocraninal dysplasia Q74.0
05 [:& (7 44 i e Fibrodysplasia Ossificans M61.10 M61.152
Progressiva M61.111  [M61.159
M61.112 M61.161
M61.119 M61.162
M61.121 M61.169
M61.122 M61.171
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M61.129
M61.131 M61.172
M61.132 M61.173
M61.139 M61.174
Me1.141  [MOLITS
Mel.142  [MOLI76
Mel.143  [M6LIT7
Me6l.144  |MOLITS
M61.145 ﬁgﬂ?
M61.146 M61.19
M61.151
Q71.60 Q72.70
. . Split-hand/ Split-foot Q71.61 Q72.71
JAER I
06| = A "k malformation ( SHEM) Q71.62 Q72,72
Q71.63 Q72.73
07|% ¥ % it m Osteopetrosis Q78.2
Of |t 2 5 7 > Pseudoachondroplastic dysplasia  |Q77.8
09| % HHa8 5+ 20 Multiple Epiphyseal Dysplasia Q78.3
10|k ¥ izded# v 2 2 Craniometaphyseal Dysplasia Q78.8
I 01 £ % g% e & § % w4 |Ehlers Danlos syndrome IV Q79.6
Joo iR AR
(D : A PR R e o Thalassemia major ggg?
02w /] 7 & * Thrombasthenia D69.1
H L 3 v 42 5 . .
03 E’:"'} A Homozygous protein C deficiency [D68.59
Mo R Paroxysmal Nocturnal
04 |"E48 44 7 [ o 5 fj‘fi Hemoglobinuria D59.5
N . .2 |Atypical Hemolyti i
05|24 3L A 73 ok g g [GUBice Hemolytic Uremie D59.3
_— a Chronic primary granulomatous
z U }I U } )? N
K1 (01| R B4 p 7 " disease D71
02 f;'f ; 2% A&k v B Congenital Hyper IgE syndrome  |D82.4
E T
G4 S M 4 B Tk dev o .
03 71:; LR L o Bruton’s agammaglobulinemia DS80.0
04 |Wiskott- Aldrich ~ jz iz ¥ |Wiskott- Aldrich Syndrome DS82.0
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D&1.0
sfpt unavsy  Soconbind e
D8&1.9

06 3 ¥ % > 8 45 £ gglelgri)ellelrcr;ent Component 8 D84.1
07 IPEX 3 iF ¥ IPEX Syndrome E31.0
088 £ 53k kv Mgig¥¥  |Hyper-IgM syndrome D80.5
09y F# 2 X 1415 Interferon y receptor 1 deficiency |D84.8
10| @ g ok Hereditary Angioedema (HAE) D84.1

L.p & i 5 o

L1 |01 |[Kenny-Caffey = jx i ¥ Kenny-Caffey syndrome Q87.1
02 | Bl = 5k “ﬁ‘i 4 8 fE Pseudohypoparathyroidism E20.1
03 E‘ HAGINLHER PR X-linked hypophosphatemic rickets [E83.31
04 |Laron = i % % ¥ B e oam) E34.3
05 [Bardet-Bied] =~ jg i ¥ Bardet-Biedl syndrome Q87.89
06 [Alstrom = ;g iF % Alsrtom Syndrome Q87.89
07 #f ‘§ [ 3] % § # 8 & |Persistent hyperinsulinemic E16.1

Al A B hypoglycemia of infancy (PHHI)
08 [Wolfram = g iF % Wolfram syndrome » DIDMOAD |E88.9
09 [McCune Albright = jz iz # |[McCune Albright syndrome Q78.1
0wt 73 e s g |Camponelic dnplaiawith o
1154 9:}1191 %t ACTH resistance E27.49
12 - Al @i a4 2 Dk |25-Hydroxyvitamin D 1-Alpha- ES3.32
g A Hydroxylase Deficiency

13| % 5+ 9'?’5;* EREEE Congenital adrenal hypoplasia Q89.1
14 [Kallmann = ;g iF ¥ Kallmann syndrome E23.0
IS4 qrae e o 7 Ilz/i:gnhzrllsent Neonatal Diabetes P70.2
16 MIRAGE ¢ i ¥ MIRAGE syndrome Q89.8

11




;g% ’?‘1 Vet (EEEY) A X 1)) ICD-10-CM 3 %5 1 7§

M. L X v§ 35 ik 3

M1 |01 |Aarskog-Scott = J iF ¥ Aarskog-Scott syndrome Q87.1
02|37 O g Waardenburg syndrome E70.8
03 |8 MfF <R Apert syndrome Q87.0
04 |Smith-Lemli-Opitz = jg i% #¥ |Smith-Lemli-Opitz syndrome E78.72
05 galré‘eg{ ;_ glg ;: ) CREA- Larsen syndrome Q74.8
06 %G%(With Wiedemann = s Beckwith Wiedemann syndrome  |Q87.3
07 [Crouzon * jJg iF ¥ Crouzon syndrome Q75.1
08 |Fraser * jg i ¥ Fraser syndrome Q87.0
09| % 2 M 3 Koy g 3 Multiple pterygium syndrome Q79.8
10 [Cornelia de Lange = jg i # |Cornelia de Lange syndrome Q87.1
11|74 % & -2 44 % £ <z ¥ |Hallerman-Streiff Syndrome Q87.0
12 [Kabuki J ik ¥ Kabuki syndrome Q89.8
13 |8 84y (i) g iE 3 Oto-Palato-Digital syndrome Q87.0
14 gf nradi-Hunermann % ¢ i Conradi-Hunermann syndrome Q77.3
15 |Treacher Collins = jJz iz # |Treacher Collins Syndrome Q754
16 [Robinow = jJi iF ¥ Robinow Syndrome Q87.1
17 |Pfeiffer = jg ik % Pfeiffer syndrome Q87.0
13 ,y% ﬁ’g\ﬁj}%@:ﬁjﬁ}g 7 2_ A %5 i3 |Pantothenate Kipase Associated G23.0

it pmom (4 B27) Neurodegeneration (PKAN)

1913 (&) 7 8# g iz Nail-Patella Syndrome Q87.2
20|CFC iz ¥ Cardiofaciocutaneous Syndrome Q87.89
21 |Peters-Plus ;¢ iF Peters-Plus syndrome Q134
22 |Nager J iF ¥ Nager Syndrome Q754
23 |[CHARGE & iz ## CHARGE Syndrome Q89.8
24 |1 FF - [‘Zg“_i'vﬁrgi iF 2% White-Sutton syndrome 1?89 2 g
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I I YT
25 Z{ A R B 2 T 0 ostello syndrome Q87.89
26 [Ayme-Gripp Jx iF ¥ Ayme-Gripp syndrome Q87.89
27 [Coffin-Lowry JE iF ¥ Coffin-Lowry Syndrome Q89.8
28 |Myhre Jx iE ¥ Myhre syndrome Q87.89
29 [ & G o IR Sensenbrenner Syndrome Q87.5
30 5 5 -8 F AT AR 3 Keppen-Lubinsky syndrome E88.1
N.%d iy
N1 |01 |Angelman = Jg i ¥ Angelman syndrome Q93.5
02 [DiGeorge Jx i ¥ DiGeorge’s syndrome D82.1
03 [Prader-Willi = j iz ¥ Prader-Willi syndrome Q87.1
= i MR~ & b~ [WAGR syndrome (Wilms® tumor-
04|+ E B ¥ ~ 4 i [ % & 1% |Aniridia-Genitourinary Anomalies- |Q87.89
¥ (WAGRREEH) mental Retardation )
05 [Miller Dieker Jx iF ¥ Miller Dieker syndrome Q93.88
06 [Rubinstein-Taybi = Jz i¥ # |Rubinstein-Taybi syndrome Q87.2
07 | = B BT g i F Williams Syndrome Q93.89
08 [Von Hippel-Lindau J& iz #¥ |Von Hippel-Lindau discase Q85.8
Branchio-Oto-Renal . o
09 |Syndrome ( BOR B(r%“(‘;g‘?fﬂi";%e“al T 5 F Q87.89
Syndrome ) AEIFE
Z.2% ALENF PR T
Z1 |01 |Cockayne * Jx iF ¥ Cockayne syndrome Q87.1
02]% %5 Hutchinson Gilford progeria E34.8
syndrome
03 |54 -"F-%% Jp ik ¥ Tricho-hepato-enteric syndrome Q89.7
04 |Stargardt's = Jx Stargardt's disease H35.50
OS|"£ % 1% st 4 R Occult Macular Dystrophy ; OMD |[H35.50
06| % % L % 4 2 By Leber Congenital Amaurosis H35.50
#r
L ¢ o3 E 17 70 WS F 092401548 35 22 T9% )+ mre By (Nesidioblastosis) | FUB Eeivps &% 2 > f T p Az
»~ Z L % & B % L07 55 Persistent hyperinsulinemic hypoglycemia of infancy (PHHI) % ¥ -
2. PEAROELY 7P EHEFFF 092401548 5 2 T4 § 2 w5 (Nesidioblastosis) | 'ﬂ%%::mfl% 2% p WP A
F AR B 5. L07 %5 Persistent hyperinsulinemic hypoglycemia of infancy (PHHI) & ¥ -

13
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10.

11.

12.

13.

14.

15.

16.

17.

dERARISEI Y 12 p FHEFF % 09504009072 52 2 [ Tyrosinemial [~ I ~ T (B - 4~ %241~ %=24)) |
Ao pASE ~ F LA kA 5L A207 5 Hereditary tyrosmemia (FHHFpoepisgE) 25
vEREO6E QY 22 P FHEEF ¥ 09604006002 512 i ¢ 2 2 Urea cycle disorders 3 Congenital Urea cycle disorders o
¢ % [ 98 & 7 1 3 pPEERF %3 0980400742 5L > £ F LB i % 55 B107 %% Spinocerebellar ataxia > Jn ® < @ R T e
EAAA BTG F R R e (TR RER
¢ oE3 |99 & 3 719 p E3EF % 0990400103 552 2 F A5 g5 A 85 K102 55 Congenital Hyper IgE syndrome (£ % 43 6%
HF9 Epig#) » & ICD-9-CM. ﬁuf% F2799, » x5 @ T288.1, -
PEAREL07 &S5 30 p EEEF S 1070401231 5L £ AT F LA U B % B1-25 %% Dravet Jt i ¥ (Dravet Syndrome, DS) :
ICD-10-CM %78 " G40.311 ; ~ *5% ‘p‘*/ﬁ % }i(Vanishmg Whlte Matter Disease) : ICD-10-CM %4 "TG37.8 , ; ¥ & % ﬂ,fiﬁra)-?-
B, A11-05 5. 5% 4 J (Trimethylaminuria) i & 5 = ¥ 3k ’M—E}\ Jt (Trimethylaminuria) ~ & 5 L1-12 3% la-25 i 4 2 o i ¥ (lo-
hydroxylase deficiency) : ICD-10-CM ¥ 75 rE25 0, Br 5 %-3d@asd 2D i H g Q5-Hydroxyvitamin D 1-Alpha-
Hydroxylase Deficiency) : ICD-10-CM %75 "E83.32 , ~ & 5. G13 5.9+4 % jz (Emery—Dreifuss Muscular Dystrophy, EDMD) 4" %f
RELIZE L GI-13~ AHLKIOSLE @ § 4ok Fﬁ_(Hereditary Angioedema,HAE) 4 #f & 5512 & 5 K1-10 »
PEXEIOBE LT 15 p R EF ¥ 1070403736 FL o 2 AT F LA T B 5. Gl-14 3. GNE iE»f&’f,”“Jﬁs%(GNE myopathy) : ICD-
10-CM %275 "G71.8 ; ~ G1-15 55 ¢ 4= B3¢ i3 3 (Stormorken syndrome) : ICD-10-CM 475 "D69.8 | 2 M1-25 55 5. 214k j& < 58
1 F-v 4 g (Costello syndrome) @ ICD-10-CM ¥ #% " Q87.89 ; -
SEAR 09 £ 70 31D e FF F 1090402037 B2 2 ATH F LA i A B MI-26 5 Ayme-Gripp 7 % # (Ayme-Gripp
syndrome) : ICD-10-CM % 75 " Q87.89 ; 2 MI1-27 %5 Coffin-Lowry Jz i % (Coffin-Lowry Syndrome) : ICD-IO-CM oo 7B
T Q89. 8J » R g F LB P LA B 5L C1-03 5L 48 149 & *% § & (Primary Pulmonary Hypertension ,PPH) 2 & 3 %4 2 & if @
e SR (ldlopathlc or Heritable pulmonary arterial hypertension (IPAH or HPAH ) % & %5 B1-05 5.3 3 < & i 3 (Rett
syndrome) i & 3 F 4 = jz (Rett syndrome) ©
PERRE 109 # 107 13 p R F % 1090402740 5L 2 373 F LA f}ﬁsﬁ‘% 5UBI1-28 5Lmk g B g f2fs A2 BE T2 A ST R I
(Phospholipase A2-associated neurodegeneration,PLAN) : ICD-10-CM %% "G23.0 , » 2 F L5 i B 5L M1-18 B2 fs o j%cfis b 25
2 Zé @ 19 i 145 5 (Pantothenate Kinase Associated Neurodegeneration,PKAN ) 4 #5 & 5518 & 5 B1-27 55 »
3\ B 110 & ? T3 EERF % 1100460016 5L £ A7 F LA f}f‘s BB A6-08 5LF iR B ARLA T %%(Leber hereditary

optic neuropathy) : ICD-10-CM %% " H47.22 | 3 B1-29 5L 4 #-F 4 £ #ryg 1% ¥ (Pitt-Hopkins Syndrome) @ ICD-10-CM ¥ 7%
FQ87.0, » 2B 1 % Ln f B %2 B1-16 % Charcot Maire Tooth = jg (& 7 4% (47 ¥ % %5 )( X-linked hypophosphatemic
rickets) 2 it 5 % 7 -5 41I- ﬁ’r “ j& (Charcot-Marie-Tooth Disease) ~ A % L1-03 5L 44 i @ 3] X gh e 8 © & g (X-linked
hypophosphatemlc rickets)i2 it 5 1 E i @A) R B 0 13_ );T_(X linked hypophosphatemic rickets) °

PEARLIOE 119 23 p GREF 5 1100461161 512 & 275 F 2 5 75 & 5L M1-28 55 Myhre 7 i pI(Myhre syndrome) : ICD-
10-CM %78 " Q87.89 ; ~ Z1-06 %53 in < % % {# 2 g5 (Leber Congenital Amaurosis) : ICD-10-CM ¥ #% T H35.50 ; ~ L1-16 %5
MIRAGE 3 i # (MIRAGE syndrome) : ICD-10-CM %% "Q89.8 | 2 E1-04 %% 1; ia X jg i ¥ (Alport Syndrome) : ICD-10-CM ¥
7 TQ8781, -

dEREII0E 117 24 p R F % 1100461168 55 4\% g E LA /P‘sﬁ‘%%r{Bl -01 8L % 4 M4 * Jjz (Multiple sclerosis) : ICD-
10-CM %% "G35, B 5 % % Iiﬁ iR AR A 4 B L (Multiple Sclerosis ,MS/ Neuromyelitis Optica Spectrum Disorders,
NMOSD) ICD-10-CM %078 G35 ~ G36.0 ; °

PEAREIILEDY 12 #RRIF % 1100461686 5L 2 373 F LA /ﬁiﬁ"%{Ml -29 55 B AT i5 4 g 1% ¥ (Sensenbrenner
Syndrome) : ICD-10-CM %275 " Q87.5 ; ~ A4-04 %ﬁﬁﬁ?;ﬁ? fi# 4% Z_J¢ (Transaldolase deficiency) : ICD 10-CM 75 "E74.8 ;) %
M1-30 5.5 5 & § #7 k i #¥ (Keppen Lubinsky Syndrome) : ICD-10-CM %#% "E88.1, » 2 i3 & ¥ 2 5 A L F1-01 %ij =X
4 A & f& £ -k g g (Hereditary epidermolysis bullosa) & ICD-10-CM % # 2 Q819 , o @ ® i
rQ810 Q81.1 ~Q81.2 ~Q81.8 ~Q81.9 ; -

PEXREIILE4Y 130 FEREF % 1110460962 5L 2 273 £ L 5 )}’a‘a}i%{Bl -30 %L Beta 87 %k 30 M B2 A S0 B )}’3‘5
(Beta-Propeller Protein-Associated Neurodegeneration ,BPAN) : ICD- 10 CM %75 TG23.0, » 2131 F L5 i B 5 A2- 143 B 3.5
& -3-7 A - f& v g (3-Hydroxy-3-methyl-glutaric academia) i &+ 5 3-22 #L-3-7 2 A - A & 5 (3- Hydroxy-3-methylglutaric
academia) ~ )i HLA2- 16 LB 34 AL g (Hyperlysinemia) i & 5 % .é;p‘."*zl_\ ﬁ&g_ lﬁ:(Hyperlysmernla) F LB A5 D1-01 5LiE
{7 J]OE M P ¥ & (Progressive intrahepatic cholestasis,PFIC) 2 & 5 it 7 {4 RI3& M3 2574 ,%.«“ ¥ J& (Progressive familial
intrahepatic cholestasis PF IC) -

PERRILE T 3P FERF R 1110461992 o 4R
(CramometaphysealDysplasia) D ICD-10-CM % #8 "Q78.8 ; ~ A& %L B1-31 5L 8 23] b {7 i @ Pz $ 2 fr % (Infantile-Onset
AscendingHereditary Spastic Paralysis,JAHSP) : ICD-10-CM %% " G12. s B OBLALL-11 5+ #gefidr £ g (Cerebral Creatine
Deficiency) ICD-10-CM % # T E72.8 ; % B %L Al1-12 L% (M4 % B1) & #f# it F &% % ¥ (Thiamine Metabolism
Dysfunction Syndromes) ) : ICD-10-CM %#§ "E51.8 ; » 2 ¥ 1 F 5 /[is 5B MI-12 3580 5 & JE 1% # (Kabuki syndrome) ¥ ~ %
# = Kabuki s #% ¥ (Kabuki syndrome) ~ /& 5. N1-02 5% DiGeorge’s J¢ ik ¥ (DiGeorge’s syndrome) ¥ < ¢ f & DiGeorge Jt iz 3
(DiGeorge’s syndrome) °

PEARELI2E LY 17 P EREAF S 1120460003 5L 2 £ T F LA }ﬁﬁr’?{A224 PREMZ IR k& (Primary
Hperoxaluria) : ICD-10-CM ¥ # TE72.53 , » 2 2 & F L 5 55 5 55 B1-06 5L kit iep £ 43 7 (Spinal muscular atrophy) /2 ICD-
10-CM %75 ¢ TGI129, » 8 ® % TGI20~Gl2.1, ~ % S}‘ }ﬁaﬁﬁiBl -25 %% Dravet }j:u # (Dravet syndrome) /2 ICD-10-CM
% 0 TG40311, > 32 5 ¢ TG40.803 ~ G40.804 ; -

HF i:}i:}t‘a‘aﬁ’%ﬁ.Hl-lO L M S T S S
31
2
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EAR106# 107 25 p

FARI09 & 10 7 13 P

FARII0& 11 7 23 P i
EARII0E 11 7 24 p

L T = T O O O T T T T T B

EARI07TE5* 30 p B F % 1070401231 5=
EARI08E1 " 15 p wREF % 1070403736 5L =
EFAFI109E 77 31 P FR®F % 1090402037 5L 4
2B F % 1090402740 5L 2
FARII0E8 7 3p wREF % 1100460016 5= £
2R F % 1100461161 5222
2R F % 1100461168 5= 2
FARIIIELD? 12 p W ®F % 1100461686 5L 4
FARIIIE 47 13 P wWR®F % 1110460962 5=
EFARIIIET? 13 P W®F % 1110461992 5L 2
FARIIZELD Y 1T P FREF % 1120460003 5L 4

HEICD-10-CM%A8 - T4 (R#E2 34 #5)

Hop CRB)

St (R

ICD-10-CM %75

al- Antitrypsin deficiency al-Fu% Fev frar 2 E88.01
25-Hydroxyvitamin D Sl k h A v A
1-Alpha-Hydroxylase Deficiency ¥ dld@pad R DR R E83.32
3-Hydroxy-3-methylglutaric acidemia 3-r 3-8 A AN e E71.118
31él}ilgtehgcl;rotonyl-C0A carboxylase U AT BRMAFA L 2R & 2L [E7119
Aarskog-Scott syndrome Aarskog-Scott = J i ¥ Q87.1
Achondroplasia wHEFT AR Q77.4
ACTH resistance Tt ”'%ﬁl R % it E27.49
E71.511
E71.520
Adrenoleukodystrophy E s ’ﬁ‘d’&%é LR E71.521
E71.528
E71.529
Alagille Syndrome e & Bom i Q44.7
Alexander disease Alexander = 5 E75.29
Alport Syndrome I N e E Q87.81
Alstrom Syndrome Alstrom = Jg i ¥ Q87.89
Amino acid metabolic e H L s
disorders(Aminoacidopathies) gk e 1S A T E72.8
Amyotrophic lateral sclerosis (ALS) LT 3 Halhipl; A e Gl12.21
Andersen = lfr. i F ('» & = ﬁ $TiF
Andersen syndrome 5 1 B % AL L i %) E74.09
Angelman syndrome Angelman = Jg iF ¥ Q93.5
Apert syndrome CRREE= N Q87.0
Aromatic L-amino acid decarboxylase o LoRA AR S AR Ln  [E7039

deficiency

15




ERF RC 1)

e n (KRS

ICD-10-CM %78

Asphyxiating thoracic dystrophy FAMAgEL R Q77.2
Ataxia telangiectasia £ AR A B R ROR R GI11.3
Atypical Hemolytic Uremic Syndrome P AR E R g F D59.3
?ilslézzce)mal recessive polycystic kidney EYE LU LA 1 i Q61.19
Aicardi-Goutieres syndrome Aicardi-Goutieres JE iF ¥ G31.89
Ayme-Gripp syndrome Ayme-Gripp Jg iF ¥ Q87.89
Bardet-Biedl syndrome Bardet-Bied] =~ jx ix ¥ Q87.89
Barth Syndrome TN g E R E78.71
Bartter’s syndrome Bartter = Jg iF ¥ E26.81
Becker Muscular Dystrophy B A v 4 o G71.0
Beckwith Wiedemann syndrome Beckwith Wiedemann = jg i ¥ Q87.3
NeurodegenerationBPAN) . Beta S 39 WAL 54 1 2 7 (G23.0
Beta-Ketothiolase Deficiency Beta #i j# s 4% 2 E71.19
Biotinidase Deficiency Ll §icE R D81.810
]SBranchio-Oto-Renal Syndrome ( BOR Brigchlo-Oto-Renal JE i+ (BOR & Q87.89
yndrome ) i)
Bruton’s agammaglobulinemia AR N ML A TR B D80.0
crythoderma.(epidermolyic (KA EABERELE (2L oy
hyperkeratosis )
Seir:r[;g{nelic dysplasia with autosomal sex AT R AR R Q99.8
g,eggfgln};ceirate-deﬁciency glycoprotein BRI S 8L pE R E77.8
Cardiofaciocutaneous Syndrome CFC Jg g # Q87.89
Carnitine deficiency syndrome, primary ol L I TR E71.41
Central Core Disease ¢l fihy T G71.2
Cerebral Creatine Deficiency = PRl 2 E72.8
Cerebro-Costo-Mandibular Syndrome 0%t ) A 1E Q87.89
Cerebrotendinous Xanthomatosis e E B E75.5
Charcot-Marie-Tooth Disease A5 - AT g G60.0
CHARGE Syndrome CHARGE g i ## Q89.8
Chronic primary granulomatous disease R Xk Rel B 3 i D71
Citrullinemia SN VR ) E72.23
Cleidocraninal dysplasia Lol T S Q74.0

Cobalamin C defect ( Methylmalonic
aciduria and Homocystinuria, cbl C type )

PO - R g A B HORE L & (Cbl
A

E71.120+E72.11
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P (EREY)

ICD-10-CM %78

Cockayne syndrome Cockayne = J i ¥ Q87.1
Coffin-Lowry Syndrome Coffin-Lowry JE i ¥ Q89.8
Collodion baby L XI5 Q80.2
g;3§f§£21 Central Hypoventilation LAY R F F LR B G47.35
Complement Component 8 deficiency AR > 84 L D84.1
Congenital adrenal hypoplasia L X MF WE T 2 Q89.1
Congenital generalized lipodystrophy AP EREFERET LR E88.1
Congenital Hyper IgE syndrome AXAMBAER Y ERizHE D82.4
Congnil It COlorCal 1< conl <7 e 3 64 o
Dysplasia A EAET RS

Congenital Muscular Dystrophy L X Mok o G71.0
Congenital urea cycle disorders L AR TR SRR E72.20
Conradi-Hunermann syndrome Conradi-Hunermann = Jg i ¥ Q77.3
Cornelia de Lange syndrome Cornelia de Lange = Jg i ¥¥ Q87.1
Costello syndrome FORTHE A M By A R Q87.89
Craniometaphyseal Dysplasia AEFipded s v 7 2 Q78.8
Crouzon syndrome Crouzon = Jg iF ¥ Q75.1
Cystic fibrosis FoR R R R E84.9
Cystinosis PRl v E72.04
Darier’s disease Darier ~j (= % & it T ) Q82.8
Keratoderms typo Unna. Thost |+ |4 B b 127 7 Q8238
DiGeorge’s syndrome DiGeorge JE % ¥ DS82.1
Duchenne muscular dystrophy x B & & G71.0
Dyskeratosis Congenita AR AT 2o Q82.8
Dravet Syndrome, DS Dravet g ik ¥ gjgggi
Ectodermal Dysplasias *hax R B A L Q82.4
?él]l)eﬁ/[yﬁl))reifuss M uscular Dystrophy Emery-Dreifuss 7“4 % G71.0
Ehlers Danlos syndrome IV K _9_3%‘« BE¥ye Q79.6
Fabry disease Fabry = Je E75.21
Facioscapulohumeral muscular dystrophy |& A ## 328w % G71.0
Familial Amyloidotic Polyneuropathy FOE MG R B A B 7 E85.1
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P (EREY)

ICD-10-CM %78

Familial Hyperchylomicronemia

PR R

E78.3

Fatty acid oxidation defect

A E AR

E71.30

E71.310
E71.311
E71.312
E71.313

E71.314
E71.318
E71.32
E71.39

Fibrodysplasia Ossificans Progressiva

TNSEER RPN

M61.152
M61.159
Mé61.161
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

M61.10

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

Fraser syndrome

Fraser = Jg i ¥

Q87.0

Freeman-Sheldon syndrome

Freeman-Sheldon =~ jJx iE ¥

Q87.0

Fucosidosis

A ()

E77.1

Galactosemia

5

E74.21

Gaucher’s disease

® 2

E75.22

Glut ( Glucose Transport ) 1 deficiency
syndrome

Yosk BRI BN

E74.8

Glutaric aciduria type [ ~ 11

Mo EARE % - 3 F S

Type [:E72.3
Type II:E71.313

Glycogen storage disease

YRR A

E74.09:Type O
E74.01:Type I
E74.02:Type Il
E74.03:Type 111
E74.09:Type IV
E74.4:Type V
E74.09:Type VI-XI
E74.01:Von Gierk’s

Globoid Cell Leukodystrophy (Krabbe’s

disease) Himte fed AR R E75.23
GM1/GM2 gangliosidosis GMI/GM2 # & & H %3 i 4 gMéE;g(l)(g)/
GNE myopathy GNE & Ve % G71.8
Hallerman-Streiff Syndrome PEN 2 A N SN (4 Q87.0
Harlequin ichthyosis wd A R Q80.4
Hereditary Angioedema (HAE) FBPa F ok D84.1
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P (EREY)

ICD-10-CM %78

Q81.0

Q81.1
Hereditary epidermolysis bullosa BB L L LR AR Q81.2

Q819
Hereditary Hemorrhagic Telangiectasia @ Bl g HRRE 178.0
Hereditary spastic paraplegia B @ T R Gl14
Hereditary tyrosinemia BB R E70.21
Histidinemia BOREL W fE E70.41
Holt-Oram Syndrome Holt-Oram = g iF % Q87.2
Homocystinuria B BEIRPL B E E72.11
Homozygous familial hypercholesterolemia|lF & + 72% % % & ¥ f% o E78.0
Homozygous protein C deficiency PAFIEF 3o FCH L D68.59
Ic{};r;tel;lfgton disease(* #i Huntington’s 3 g B G10
Hutchinson Gilford progeria syndrome 5 X E34.8
Hyper-IgM syndrome BAREIE Y Mpiz D80.5
Hyperlysinemia ® AR S E72.3
Hypermethioninemia BT PR A E72.19
Hyperornithinemia-Hyperammonemia- B bR E-F & & E-F AR ET72.4
Homocitrullinuria Syndrome JE R T :
Hyperprolinemia B R v E72.59
Hypophosphatasia A Pk i B gggg?
Ichthyosis, lamellar recessive Bk g ooife (p REE @A) Q80.2
hyperiension (PAH or HPAH) o |5 158 8 £ 50753 1270
Idiopathic Infantile Arterial Calcification |45F7%F |4 B8 s2 "% AT 1 g Q28.8
Inborn errors of bile acid synthesis A X MIERL L SRR E78.0
Incontinentia Pigmenti § 24 A Q82.3
Infantile form Lysosomal Acid Lipase fzzf }J ;J % PE R Lt g YRR A £ g (2 E75.5
Deficiency (Wolman Disease) HLEE SE)
B e enepe Horediany gy p g @R RRRR (G122
Interferon y receptor 1 deficiency yFHEXIW L&A D84.4
IPEX Syndrome IPEX Jg iF ¥ E31.0
Isovaleric acidemia B AR g E71.110
Joubert syndrome ?ufeg ;‘ LA S Sk Q04.3
Kabuki syndrome Kabuki Jx iF ¥ Q89.8
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P (EREY)

ICD-10-CM %78

Kallmann syndrome Kallmann = jgx iF # E23.0
H49.811
Kearns-Sayre syndrome Kearns-Sayre = Jg i ¥ gjgg%
H49.819
G12.20
Kennedy Disease 0 L (F R AR X SRE) gggé
G12.29
Kenny-Caffey syndrome Kenny-Caffey = Jg iF ¥ Q87.1
Keppen-Lubinsky syndrome o R - T AR R T E88.1
Laron syndrome ( Laron Dwarfism ) Laron = & iz i ¥ E34.3
Larsen syndrome I;;t_ar%s;eﬁl SR EFE (FA-AR R Q74.8
Leber Congenital Amaurosis Fia L X B2 EE H35.50
Leber hereditary optic neuropathy 7l AR S % H47.22
Leigh disease Leigh % & # # *a ¥ #Lp; % G31.82
Lesch-Nyhan syndrome Lesch-Nyhan = jJg iz ¥ E79.1
Limb-girdle muscular dystrophy S AeA R G71.0
Lowe syndrome Lowe = Jg iF ¥ E72.03
Maple syrup urine disease WAE PR IE E71.0
McCune Albright syndrome McCune Albright = J iF ¥ Q78.1
Mcleod syndrome Mcleod i ik ¥ 83;2
T N L e
MELAS MELAS i ix ¥ E88.41
Meleda disease Meleda & I Q82.8
Menkes syndrome Menkes g iF ¥ E&3.09
Metachromatic Leukodystrophy (MLD ) |MLD 3 i ¥ E75.25
Methyl CpG binding protein 2 Duplication
Syndrome ( MECP2 Duplication MECP2 %7 & Jg g 3% Q99.8
Syndrome )
Methylmalonic acidemia PADP R E71.120
Miller Dieker syndrome Miller Dieker g ik ¥ Q93.88
Mitochondrial defect ol L R E88.40
Mitochondrial Neurogastrointestinal MNGIE & ﬁ,%l :%3’; o E88.49
Encephalopathy Syndrome PR EA ST 5 Ha T B
MIRAGE syndrome MIRAGE g iz ¥ Q89.8
Moebius syndrome Moebius g iF # Q87.0
Molybdenum cofactor deficiency 4p o 4k 2 g E61.5
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ICD-10-CM %78

Mucolipidosis

W0 TR

Typel: E77.1
Typell ~ T: E77.0
Type IV: E75.11

Mucopolysaccharidoses

DM
1‘3—,—
e
R
ﬁ\'

Typel: E76.01
E76.02
E76.03

Type2: E76.1

other: E76.210

E76.211
E76.219
E76.22
E76.29
Unspecified: E76.3

Multiminicore Disease

% ﬁf(’] %3‘; gm;}?i

G71.2

Multiple carboxylase deficiency SR pra Lo D81.819
Multiple Epiphyseal Dysplasia R edl i = e Q78.3
Multiple pterygium syndrome 0 el e R Q79.8
O o endor NMOSD | 5 % LA 1 AR 4 R G35/G36.0
Multiple Sulfatase deficiency PR pr A 2 E75.29
Myhre syndrome Myhre Jg iF 3 Q87.89
Myotonic dystrophy Uk 5 B fE G71.11
Myotubular Myopathy el B R % G71.2
Nail-Patella Syndrome ip (E) 7 8H oE g3 Q87.2
Nager Syndrome Nager J 1% ¥ Q754
Nemaline Rod Myopathy Nemaline U i wp o % G71.2
Netherton Syndrome Netherton ¢ i # Q80.3
Neurofibromatosis type 11 A e AR Y - A Q85.02
Neuronal ceroid lipofuscinosis AR AT AR E75.4

Niemann-Pick disease

Niemann-Pick = g > & %85 s #E M e

E75.240:Type A
E75.241:Type B
E75.242:Type C
E75.243:Type D
E75.248:0other
E75.249:unspecified

Nitroacetylglutamate synthetase

deficiency,NAG synthetase deficiency b RIS § PR Lk E72.23
Nonketotic hyperglycinemia AR % o R e E72.51
Occult Macular Dystrophy ; OMD R MR A R H35.50
Organic acidemias 7 e E71.118
Ornithine transcarbamylase deficiency BRfh g Y fEARM A L E72.4
Osteogenesis imperfecta Y Q78.0
Osteopetrosis FEE R Q78.2
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ICD-10-CM %78

Oto-Palato-Digital syndrome B#dn (B i # Q87.0
PAH type PKU combine with Sucrase- AR R O & B RBRER 3 TORET |pos 3148700
isomaltase deficiency i 2 ' '
Pantothenate Kinase Associated 5 EA R heEE RE T 5 A 4T (LA
Neurodegeneration (PKAN) AR A LR A 1G23.0
Paroxysmal Nocturnal Hemoglobinuria MR 2 F R D59.5
Permanent Neonatal Diabetes Mellitus AAMERTA TR f}}ﬁa P70.2
1 - YN 1l Mo¥E >
Pelizacus-Merzbacher Disease I;leklaz‘aeuf Merzbacher o (RERE E75.29
_:l:J "o T }i)
Persistent hyperinsulinemic hypoglycemia |# 3152 24%& 5 % F R & s Mu E16.1
of infancy (PHHI) JE :
Peters-Plus syndrome Peters-Plus Jx & # Q134
Pfeiffer syndrome Pfeiffer = jx iF ¥ Q87.0
Phenylketouria F ik AR E70.0
Phospholipase A2-associated B R fREE A2 BE B2 A AT G23.0
neurodegeneration(PLAN) P I )
Pitt-Hopkins Syndrome AEF-Fd &orpizH Q87.0
E80.20
Porphyria PR E80.21
E80.29
Prader-Willi syndrome Prader-Willi =~ ;g i ¥ Q87.1
Primary Hyperoxaluria R g ¥R R E72.53
M88.0
M88.1 M88.851
M88.811 |M88.852
M88.812 |M88.859
M88.819 |M88.861
M88.821 |M88.862
Primary Paget disease R gyt mggg%g Mgggg?
M88.831 |M88.872
M88.832 |M88.879
M88.839 |M88.88
M88.841 |M88.89
M88.842 |M88.9
M88.849
Progressive familial intrahepatic = M B oL S dp |
cholestasis ( PFIC) YRR S JER s R 2 K83.1
Propionic acidemia P g E71.121
Proteus Syndrome TR /BT T Q87.3
Pseudoachondroplastic dysplasia [[ZE e /e i e S Q77.8
Pseudohypoparathyroidism [EUER TR H!T\ 4 fe E20.1
Pyruvate dehydrogenase deficiency ;e TR 3 AR LR E74.4
Rett syndrome THEHR F84.2
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ICD-10-CM %78

Rhizomelic Chondrodysplasia Punctata PRl BB 132l ) Sy S E71.540
Robinow Syndrome Robinow = jE i ¥ Q87.1
Rubinstein-Taybi syndrome Rubinstein-Taybi = Jx iE ¥ Q87.2
Schwartz Jampel syndrome Schwartz Jampel = Jgx iF ¥ G71.13
Sensenbrenner Syndrome o T N Q87.5
D81.0
Severe combined immunodeficiency Bt 4 & Al A2 g gg i é
D81.9
glelg(r:ti-e(ﬁlca;n acyl-CoA dehydrogenase U S RS T E71312
Sialidosis HERL PR A& 4% L E77.1
Sitosterolemia EHBEBEE () E78.0
Smith-Lemli-Opitz syndrome Smith-Lemli-Opitz = Jx & ¥ E78.72
Spinal muscular atrophy TR X R gg?
Spinocerebellar ataxia PR i B TR R Gl1.1

Split-hand/ Split-foot
malformation ( SHFM )

WA

Q71.60  |Q72.70
Q71.61 |Q72.71
Q71.62 |Q72.72
Q71.63 |Q72.73

Stargardt’s disease Stargardt ’s =~ Je H35.50
Stiffperson syndrome A 1 (G25.82
Stormorken syndrome g 3 g g D69.8
Sulfite oxidase deficiency LAifa® s Vsl L E72.19
Tetrahydrobiopterin deficiency T & ghelied 3k S E70.1
Thalassemia major Y PEES o ggg(l)
Thiamine Metabolism Dysfunction FEMRE (2 F B ™ B i e E51.8
Syndromes =+

Thrombasthenia ool FE A R D69.1
Transaldolase deficiency HRE PR P4k £ E74.8
Treacher Collins Syndrome Treacher Collins = jx iF ¥ Q75.4
Tricho-hepato-enteric syndrome BT i ¥ Q89.7
Trimethylaminuria =7 AR E72.52
Tuberous sclerosis BE Mg Q85.1
Tyrosine hydroxylase deficiency e ieph 27 i Ba 4k 2 E70.20
Von Hippel-Lindau disease Von Hippel-Lindau jg % ¥ Q85.8
Vanishing White Matter Disease aw B4R G37.8
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b 2
WAGR syndrome (Wilms’ tumor- PR R HEE ,.#,,
Aniridia-Genitourinary Anomalies-mental e g g : (WAGR ‘f %) Q87.89
Retardation ) « BRI 1% 7 T
Waardenburg syndrome AE RN RIEE E70.8
Q99.8
White-Sutton syndrome R - 1 F84.8
F78
Wolfram syndrome Wolfram = g iF % E&&.9
Williams Syndrome = B AT g i Q93.89
Wilson’s disease ol e E83.01
Wiskott- Aldrich Syndrome Wiskott- Aldrich = Jg i ¥ 279.12
X-linked hypophosphatemic rickets ME R B MR B E83.31
Zellweger syndrome Zellweger ~ Jg iF ¥ E71.510
%L
1. ?#£3®B3E1Y 7 HEET Y 092401548 55 22 T f 2 wmez B (Nesidioblastosis) | FI %‘%m)}‘a‘; *E o p P
ALE O~ F LR B 5. L07 5L Persistent hyperinsulinemic hypoglycemia of infancy (PHHI) % ¥ -
2. P EINEOSEOQT 12 FIEEF P 09504009072 52 2 T Tyrosinemial I~ I ~ I (feiefifm s -3~ $-73 -~ %=
A) o p TP AECFLA i B 55 A207 5 Hereditary tyrosinemia (i} &+ 3 peisephe g ) L H -
3, P EIRI6ELY 22 p FEETF 09604006002 512 & = 22 Urea cycle disorders % Congenital Urea cycle disorders °
4, ¢ FaIRI98ET 3 B %‘ PR F % 0980400742 5 24 F BB }ﬁaﬁ % B107 55 Spinocerebellar ataxia » & # < i [N - 2k
Tl E AL B > B R AR eI I“iimﬁw?%l‘%i%io
5. ¢ #FAR99E3 T 19 p FFEEF F 0990400103 8.2 2 F L }l% J 55 K102 % Congenital Hyper IgE syndrome ( £ % |43
BT FY Evpizd) » k ICD-9-CM %45 : I—279.9J s i T288.1,
6. ¢ FEIARIOTES " 30 p #EET F 1070401231 552 2 FTHF LA }P‘; B 55 B1-25 55 Dravet Jg i ¥ (Dravet Syndrome
DS) : ICD-10-CM %045 "G40.311 ; ~ "¢ i % jz(Vanishing White Matter Disease) : ICD-10-CM % #% "G37.8, ; B Z
LR B 5. A11-05 55 & 4 g (Trimethylaminuria)i2 & 5 = ¥ &.M—)T\ it (Trimethylaminuria) ~ A 5. L1-12 55 lo-25 i fsdk 2
iz %% (1a-hydroxylase deficiency) : ICD-10-CM % "E25.0 ) B & 5 % - 3 @84 % D kg 3) o &g (25-
Hydroxyvitamin D 1-Alpha-Hydroxylase Deficiency) : ICD-10-CM %75 TE83.32 , ~ /&5 G13 %fi’i’h% % J& (Emery—Dreifuss
Muscular Dystrophy, EDMD) 4 #f & 52i2 & % G1-13 ~ A 5. K10 5Lif @42 5 ¢ 2k & (Hereditary Angioedema, HAE) 4 # A 55
ig* % K1-10 -
7. ¢ EARI08E 17 150 BT 5 1070403736 5.2 & A7 F L 7 i /# 3 G1-14 5 GNE i 2477 %(GNE myopathy) :
ICD-10-CM ¥ %% "G71.8 ; ~ G1-15 %L ¢ 4= B2z iE #¥(Stormorken syndrome) : ICD-10-CM ¥#5 "D69.8 | 2 M1-25 555,
Brik ik R 39 44 g (Costello syndrome) © ICD-10-CM %45 T Q87.89 | -
8, ¢ EAEIE T 3P EFEET S 1090402037 52 2 FTHF AR )[;ﬁﬁp%' M1-26 %. Ayme-Gripp Ji i% ¥ (Ayme-Gripp
syndrome) : ICD-10-CM %% " Q87.89 ; 2 M1-27 %% Coffin-Lowry J i ¥ (Coffin-Lowry Syndrome) : ICD-10-CM % %5
FQ89.8, » 2 i+ ¥ L b 5 R 5 C1-03 5L 4F {29 5 #% § /& (Primary Pulmonary Hypertension ,PPH) % & % 45 | 2
i @49 6 7% § B (Idiopathic or Heritable pulmonary arterial hypertension (IPAH or HPAH ) % A 5. B1-05 3L5h 4 < g iz ¥
(Rett syndrome) 2 I % & 4 = Jz (Rett syndrome) ©
9. ¢ EAMI09E 107 13 p e F & 1090402740 512 2 478 F 2L s A 5 B1-28 BB 775 2% A2 B35 2 40 (32 1 43
P )%(Phospholipasc A2-associated neurodegeneration,PLAN) : ICD-10-CM %% " G23.0, - % $ 5L A BB MI1-18 54 s %
Spopa BE BB 2 A (AR )%(Pantothcnatc Kinase Associated Neurodegeneration,PKAN ) 4 #f & 5512 & 5 BI1-27 5L o
10. # =2 110# 8 7 3 p 2R F % 1100460016 552 £ 373 F L5 s B 5L A6-08 BLF L il B I2ALA & )[%?zzr(Leber

hereditary optic neuropathy) : ICD-10-CM 475 " H47. 22J 2 B1-29 54 -7 & & $r iF ¥ (Pitt- Hopkms Syndrome) : ICD-
10-CM %% "Q87.0, » 21310 F LA i B P %% B1-16 %% Charcot Maire Tooth = g (& {7 1447 5145 % % %575 )( X-linked
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11.

12.

13.

14.

15.

16.

hypophosphatemic rickets)i2 & % % 47-5 -4+ #7 < jz (Charcot-Marie-Tooth Disease) ~ & 5L L1-03 L4 i & 4] Mphpa @ 0
1% (X-linked hypophosphatemic rickets) i & & 4558 1@ 4| Mgt B @ (X-linked hypophosphatemic rickets) °

PEARE 10 117 23 p GeEEE 5 1100461161 52 2 374 7 5L g & % M1-28 5 Myhre 7 i% # (Myhre syndrome) :
ICD-10-CM a8 "Q87.89, ~ Z1-06 %L i< % < 4 2 g (Leber Congenital Amaurosis) : ICD-10-CM 475

TH35.50 ; ~ L1-16 . MIRAGE g i% # (MIRAGE syndrome) : ICD-10-CM %78 "Q89.8 | 2 E1-04 55 1; < i i ¥ (Alport
Syndrome) : ICD-10-CM %% "Q87.81, -

PEARE 10 117 24 P GREEE % 1100461168 522 i3 & F 5L g B 5 B1-01 52 5 4 1241 i i (Multiple sclerosis) ©
ICD-10-CM s "G35, B & 5 % 4 1A 1 g 44 5 4 88X (Multiple Sclerosis ,MS/ Neuromyelitis Optica Spectrum
Disorders, NMOSD) : ICD-10-CM %4 " G35 ~ G36.0 ; -

PEAFIILE LY 12 P FHREF $ 1100461686 52 2 ATH F LA i B 5 M1-29 804 & % ik 4 1% ¥ (Sensenbrenner
Syndrome) : ICD-10-CM %078 "Q87.5  ~ A4-04 5L FEf% s 44 7 i (Transaldolase deficiency) : ICD-10-CM %078 TE74.8 |

2 MI-30 8.5 ¥ ff § #7447 % # (Keppen Lubinsky Syndrome) : ICD-10-CM %45 "E88.1, » % 2 & % L 7/ 3. F1-01 %
# @4 g 4 21k e g (Hereditary epidermolysis bullosa) n ICD-10-CM %% @ TQ81.9, » 31 4 :

rQ81.0 ~Q81.1~Q81.2~Q81.8~Q81.9, -

CENF L E 4 130 @R T 5 1110460962 5 2 & 273 7 L5 5 /4 5 B1-30 5 Beta 1% $ov M2 40 1914 5
i (Beta-Propeller Protein-Associated Neurodegeneration ,BPAN) : ICD-10-CM a5 FG23.0, » 32 B F LA v B 5L A2-143
B 3-22 A-3-9 LA - AL g (3-Hydroxy-3-methyl-glutaric academia) i & % 3-#3 #L-3-7 2 ~ = f& o Jg (3-Hydroxy-3-
methylglutaric academia) ~ /55 A2-16 3% &t & 2L Ak & & (Hyperlysinemia) 2 it % & #5% A s & Jg (Hyperlysinemia) ~ & 2
P B 5. DI1-01 BLig {7 1 7F - P24 3% 7 o (Progressive intrahepatic cholestasis,PFIC) 12 it 5 if {7 4 ROEMIFPN 250
Ji (Progressive familial intrahepatic cholestasis,PFIC) o

PEARILET Y 130 FRRF 5 1110461992 52 2 374 F LA s A 5L HI-10 5U4E ¥ iz 55 7 7 %
(CraniometaphysealDysplasia) : ICD-10-CM %»#5 "Q78.8, ~ A 5L B1-31 558 va4] + {7148 & 145 $ 4 fp B (Infantile-Onset
AscendingHereditary Spastic Paralysis,JAHSP) : ICD-10-CM %78 G122 ; ~ B 5L A11-11 35+ #59vfit 4 7 g (Cerebral
Creatine Deficiency) ICD-10-CM ##5 "E72.8 | % 5 5L Al1-12 5Lpived (4 % Bl) ™ @4 i MR i %% (Thiamine
Metabolism Dysfunction Syndromes) ) : ICD-10-CM %4 "ES51.8 , » 2 B & F L5 i B 5L MI1-12 5L80 4 (L 1% 3 (Kabuki
syndrome)® % % 4% Kabuki 7 #% 3 (Kabuki syndrome) ~ A 5. N1-02 5% DiGeorge’s i i ¥ (DiGeorge’s syndrome) ® < # fi
% DiGeorge i iz #(DiGeorge’s syndrome) °

PEARI2E D 17 P LR T 5 1120460003 52 £ ATH F LA 5 B 5L A224 SR A 1 5 B Ak (Primary
Hperoxaluria) : ICD-10-CM % #% "E72.53 , » 2 ¥ & F L5 P B 5. B1-06 85 # kgt ovp £ %ﬁ:}j‘z(Spinal muscular atrophy) /&
ICD-10-CM %% * TG12.9, » &1 & ¢ TG12.0~GI2.1, ~ % 25 Js /& 5L B1-25 % Dravet j i #¥(Dravet syndrome) &
ICD-10-CM %78 : TG40.311, » 21+ 5 : 7G40.803 ~ G40.804 ; -
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