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By | 112/1025 [ di0pfa |?‘iiﬁﬁ(ﬁﬁ%) | ICD-9-CM¥ 5 | P .
o P ICD-10-CM%R i it
AR B Inborn errors of metabolism S HES Gy =

@ALFEZ 5 (a8 53 Urea cycle disorders— e HER " (SimE
fE) 4 X
01 Al | 01 e R R ZIEER Congenital urea cycle disorders 270.6 E72.20 BIEEXANE
01| o1 Al | 02 JIN;qizding Citrullinemia 270.6 E72.23
g A Nitroacetylglutamate synthetase
AL i A i
01| 02 AL 03 Z BB R PR deficiency,NAG synthetase deficiency 2706 Br2.29
01| 03 Al | 04 St @ B A B G = Ornithine transcarbamylase deficiency 270.6 E72.4
e P Er A e eemmye  |Hyperomithinemia-Hyperammonemia- ST =
148 Al | 05 158 ORI - e L - O R MO SRR | e inuria syndrome 270.6 E72.4 BIEFEIKRNE
O A2 [ HLEE I HERS (A 528 Disorders of amino acid/organic acid metabolism BIFEXAN EZE
N Amino acid metabolic
z Y A A
02 A2 01 e S R disorders(Aminoacidopathies) 2709 E728
02| 01 A2 | 02 B R R Homocystinuria 270.4 E72.11 BIEDFER
02| o1 A2 | 03 = F R R B ITE Hypermethioninemia 270.4 E72.19
02| 03 A2 04 JERRE M = B Nonketotic hyperglycinemia 270.7 E72.51
02 | 04 A2 | 05 HBAPRAE Phenylketonuria 270.1 E70.0 BIEEFES
02| o5 A2 | 06 U GRS 5= i Tetrahydrobiopterin deficiency 270.1 E70.1
02| 06 A2 | 07 A AR R U Hereditary tyrosinemia 270.2 E70.21
02 | o7 A2 | 08 PR PR A Maple syrup urine disease 270.3 E71.0
09 A2 | 09 FEERITIE Organic acidemias 270.9 E71.118
09 | o1 A2 | 10 EIpqizdiigng Isovaleric academia 270.3 E71.110
e | s gy — S type I : E72.3
B —F F ~
09 | 02 A2 | 11 TR ZERIRAE - A~ S5 AY Glutaric aciduria type I ~ II 270.9 tpe I : E71.313
09| o3 A2 | 12 [jizanitnd Propionic academia 270.3 E71.121
09 | 04 A2 | 13 FHREP B i Methylmalonic acidemia 270.3 E71.120
o 111F4813RBE4%R
09 | 05 A2 | 14 3-FUEL-3-FE R T 3-Hydroxy-3-methylglutaric acidemia 270.9 E71.118
PRSI Yooy S metg RSN S B EERE
S R S . PAH type PKU combine with sucrase- 7t .
TR E & R SRR : - = . . . . EFNES =
48 A2 | 15 SRIETARRAE  DERERERS R A I [ e deficiency 271.3+270.1 E7431+E700 |[BLEEXK/NE
BIEPFEE ; 1114
84 A2 | 16 o e R L I I Hyperlysinemia 270.7 E72.3 AB13HEEBAEA
HEE DY EE
85 A2 17 A BB (T Histidinemia 270.5 E70.41
e 2 | 18 = L T RS (LR oy o CoA catborylese 2109 E7119
87 A2 | 19 2R LR = Multiple carboxylase deficiency 270.9 D81.819
99 A2 | 20 SRR E Hyperprolinemia 270.8 E72.59
119 | S e R R S gd’[?ntlatlc L-amino acid decarboxylase 270.2 £70.9
eficiency
118 A2 22 s BBt B LR = Tyrosine hydroxylase deficiency 270.2 E70.20
o o Cobalamin C defect (Methylmalonic . ey
sy S RLEEERE R L1 TR 5 N
A2 | 2 PPN —BRE G IR AE, cb1CH acidemia and Homocystinuria, cb1C type) E71120+E7211 |[BIED - RIURE
112%F10H25HBIE
A2 | 24 [REM S SR B RAE Primary hyperoxaluria E72.53 FE NS 11241
Bl7TA#EEEFBA
_ TI2F4S19H B ER
A2 BIRAE Alkaptonuria M
- ’ P E0Y  |nmpswms
N N
75/ B EEREIE Lysosomal storage disorders BHAA3 NZENS
A3Eh ~ RS HE
05 A3 | o1 |Aa3 | 01 |EmEE Gaucher’s disease 272.7 E75.22 BIEEFRH
e o GML1 : E75.19
20 A3 | 02 |A3 02 |GML/GM2H4E EH Hi (EFEIE GM1/GM2 gangliosidosis 330.1 GM2 : E75.00
52 A3 03 |A3 03  |Fabry [CjiE Fabry disease 272.7 E75.21
type A : E75.240
type B : E75.241
) _— e eyt ) - type C : E75.242
-| s BYBEDEHE -
54 A3 | 04 |A3 04 |Niemann-PickCIE - it A (HHHE Niemann-Pick disease 2127 type D : E75.243
other : E75.248
unspedified : E75.249
89 A3 | 05 |A3 05 |MLDJE{RE: Metachromatic leukodystrophy (MLD) 330.0 E75.25 BIEEXKNE
A3 | o6 |A3 06 | BRATARA B L B Globoid cell leukodystrophy (Krabbe’s disease) 330.0 E75.23 BIEEXKNE
R G R AT Ra S MR GBS = i ( RE(HEA S |Infantile form lysosomal acid lipase deficiency . ST .
A3 07 (A3 07 ) (Wolman disease) 2127 E75.5 EERETRNG
A7 | 01 |a3 08 Cystinosis 270.0 E72.04 JRA7-017%3)
Typel :
E76.01
E76.02
E76.03
Typell :
E76.1
. Other :
AT 02 |A3 09 M I harid 277.5 [ RAT- 2l
A3 ucopolysaccharidoses £76.210 [RA7-027%51)
E76.211
E76.219
E76.22
E76.29
Unspecified :
E76.3
A7 | 03 |a3 10 Fucosidosis 2718 E77.1 JRA7-037%351)
A7 | 04 a3 11 Sialidosis 2727 E77.1 JRA7-047%3)




typel : E77.1
A7 | 05 |A3 12 Mucolipidosis 272.7 type I ~ 111 : E77.0 |[RA7-05%%3
type IV : E75.11
A7 | 06 |A3 13 Neuronal ceroid lipofuscinosis 330.1 E75.4 JRA7-065273)
-07%%1 - W
A7 07 |A3 14 Multiple sulfatase deficiency E75.29 F;A7 07E§J WELE
ES'ONINY:]
EHIES Py Et
QAR K LEY FE Disorders of carbohydrate metabolism
10 A4 | 01 LM AU Galactosemia 271.1 E74.21
YOEU - E74.09
typel : E74.01
type I : E74.02
type I1I : E74.03
19 A4 | 02 FF B PR Glycogen storage disease 271.0 type IV : E74.09
type V : E74.04
type VI-IX : E74.09
Von Gierke's :
7401
147 A4 | 03 S L s A e A 5 R Glut (Glucose transport)1 deficiency syndrome 271.8 E74.8 BIEEX KNG
Ad | 04 HEE ARG = Transaldolase deficiency E74.8 lli' %\]f lZ.E CESS
BB EHTIE
. i o EHIES Py Et
© ASHERESE(EE S Disorders of fatty acid oxidation
E71.30
E71.310
E71.311
E71.312
11 A5 01 HelhlE S E/E G Fatty acid oxidation defect 277.8 E71.313
E71.314
E71.318
E71.32
E71.39
11| o1 A5 | 02 BRI A i = Carnitine deficiency syndrome, primary 272.9 E71.41
e By o e gy Medium-chain acyl-coenzyme A
HiEHE = iE . . .
9 AS | 03 R R MBI IE dehydrogenase deficiency (MCAD ) 2778 Erisil
115 A5 o4 SRS 2 = Szfoi;ti»ecnr::e;n acyl-CoA dehydrogenase 2778 £71.312
© AGTIZRIS o 2 _Mitochondrial disorders BEPXRIEETEX
W EaiE
12 A6 | 01 4 B Mitochondrial defect 277.9 E88.40
H49.811
H49.812
12| 01 A6 | 02 Kearns-Sayre (X i {5EE Kearns-Sayre syndrome 277.8 H49 813
H49.819
12 | 02 A6 | 03 Leigh £& B 42 Il 2 Bl Leigh disease 330.8 G31.82
12| 03 A6 04 MELASHEREE MELAS 758.89 E88.41
MNGIEJE(#ZEE Mitochondrial neurogastrointestinal g =
12 | 04 A6 | 05 277.9 E88.49 BIEEANE
L GBS M A B R P SRR (R B encephalopathy syndrome
101 A6 06 9 I R S G = Pyruvate dehydrogenase deficiency 271.8 E74.4
A6 | 07 ELRIE R EE Barth syndrome 759.89 E78.71 BIEEXKNE
EAET
a6 | 08 T R R Leber hereditary optic neuropathy H47.22 110&8)%3 EEESS
] - TETHE
L5 Disorders of vitamin metabolism J)\BE
T
%Nuﬁﬂ EE | DATE
. . [RA11-10%%5A7-01
02 | 02 10 |A7 % Biotinidase deficienc 2774 D81.810 Ty
I‘ﬂﬂl 7%11 |—y 1o BEERIF\G
© A8 F2 A5 S (a5 5 Disorders of _cholesterol and Lipid metabolism -
BIEFERDEHTE
46 A8 | 01 [E]&FF e M = B E B E Homozygous familial hypercholesterolemia 272.0 E78.0
67 A8 | 02 TR s LB Ok Familial hyperchylomicronemia 272.3 E78.3 BIEEXKNE
A9 | 03 A8 | 03 EEEME () Sitosterolemia 272.0 E78.0
All] 06 |As 04 Congenital generalized lipodystrophy 272.6 E88.1 [RA11-067%51)
| - A1E
All]| 07 |A8 05 Cerebrotendinous xanthomatosis 72.7 E75.5 M
IEEX KNS
5 RS
OAIE B HEE Disorders of metal metabolism WM
BAEETE
6 A9 | 01 JER R AR EE Wilson’s disease 275.1 E83.01
51 A9 | 02 Menkes JiE [ EF Menkes syndrome 759.89 E83.09
A9 | 03 SHUHERE = Molybdenum cofactor deficiency 277.8 E61.5
OA103BEEE8EH Peroxisomal disorders EEh BT
AR HERE
39 A10| 01 Zellweger (% fiE R Zellweger syndrome 277.9 E71.510
E71.511
E71.520
73 A10| 02 B RS O E R EE Adrenoleukodystrophy 272.7 E71.521
E71.528
E71.529
z1 | 04 AL0| 03 NIRRT S E R B Rhizomelic chondrodysplasia punctata 2778 E71.540 BIEEXKNS

OALLEMAH E & Other metabolic disorders

EHES @ Pk b1




E80.20
03 All| 01 B Porphyria 277.1 E80.21
E80.29
26 Al11| 02 Lesch-Nyhanfg fiEfiz: B Lesch-Nyhan syndrome 277.2 E79.1
34 Al1l| 03 ERnd B st Sulfite oxidase deficiency 270.0 E72.19
@ a1l o4 kAL B R R Carbohydrate-deficiency glycoprotein 2779 £778
syndrome
93 All| 05 = R PR AE Trimethylaminuria 277.8 E72.52
94 All| 06
137 All| 07
A11| 08 |AL1l| 06 |EESEEESESE Hypophosphatasia 275.3 Eggg? BEA11-08iE#H EA11-06
e e . - JRA11-09 IEHZE
ALL| 09 |ALL| 07 |Betalifififht= i Beta-Ketothiolase deficiency 270.3 E71.19 A11-07 : (BT A
JRALL-11iR# 2 ALL-
i
AlL| 11 |A11]| 08 |KESANEEERZAE Cerebral creatine deficiency E72.8 %}
BRI AR
RATL- 120 2 A11-
at| 10 fan]| oo |mE=E@szRyRBEETERE Thiamine metabolism dysfunction syndromes ESL8 09 BIESIAL
| - - - = 111F78138#%
BB
7 o308 43 2 . , [ENE IS HES'S
B ASERL S A A EE  Disorders of the brain or nervous system AESTE
BIEEXHXNE ; 110
" N Multiple sclerosis, MS/ Neuromyelitis optica F11E248E%EEF)
04 Bl | 01 2B MR LA 1R spectrum disorders, NMOSD 340 G35/G36.0 A ETERSHE
EICD—lO-CM%HE%
08 Bl 02 ez EEREEXT T Amyotrophic lateral sclerosis (ALS) 335.20 G12.21
16 Bl 03 SRS S U R TR R R Ataxia telangiectasia 334.8 G113
22 Bl 04 B SR TTOMUTg O OISEASETC T ANy o s 333.4 G10
31 BL | 05 TR Rett syndrome 330.8 F84.2
6120 112F1R817H®&&E =
32 Bl | 06 AEEMEHAZESE Spinal muscular atrophy 335.10 c121 FIEAEEIEICD-10-
] CM#RHS
33 Bl 07 B85/ NSRBI B R Spinocerebellar ataxia 334.3 G111
36 Bl | 08 SEE MR LE Tuberous sclerosis 759.5 Q85.1
N Congenital insensitivity to pain with
71 B1 | 09 Fe R MR AN BURE & I TE anhidrosis ( CIPA) 705.0 L74.4
104 B1 10 I AR R Neurofibromatosis type 1T 237.72 Q85.02
105 B1 11 Alexander 5% Alexander disease 331.89 E75.29
108 Bl 12 (B R E R Stiffperson syndrome 333.91 G25.82
127 Bl 13 EE MRS T SRR Hereditary spastic paraplegia 334.1 G114
130 Bl 14 Joubert (X SEERE (FEHEM/NSIE#EE A4 ) |Joubert syndrome 759.89 Q04.3
135 BL | 15 ;';Zae”S'MeeraCher&E RAEFREIBEEEE | poiiza0us-Merzbacher disease 330.0 E75.29 BIEEIANE
BIEFEIA/NE ; 110
136 Bl | 16 B - B T EC Charcot Marie Tooth disease 356.1 G60.0 F8A3IHBEEEAIE
AEBEDHER
G12.20
141 B1 | 17 R A G BRI ) Kennedy disease 3358 o EE#IANE
G12.29
144 B1 | 18 T RS S 5 A Familial amyloidotic polyneuropathy 277.3+357.4 E85.1 BIEEXKNE
B1| 18 Bl | 19 MoebiusfEfERE Moebius syndrome 352.6 Q87.0
Bl | 20 McleodfE B Mcleod syndrome 758.81 gg;g
Bl | 21 Aicardi-Goutieresfie (% Ef Alicardi-Goutieres syndrome 330.0 G31.89
Methyl CpG binding protein 2 duplication BERE BRI
Bl | 23 |B1 | 22 |mECP2 i syndrome 3308 Q998 %ﬁ
( MECP2 duplication syndrome ) L —
JRB1-25 jE % £ B1-
" G40.803 23 112F1R178%
Bl | 25 |BL | 23 |parvetsiEliEt Dravet Syndrome,DS G40.804 EEFESASEBE
ICD-10-CMEHS
. ) . JRB1-26 &% £B1-
G [ FEE 04 Ay IRDL-Z0MRTH DL
Bl 26 |B1 24 |BSEESEE Vanishing white matter disease G37.8 24 - BIFEYANE
[RB1-2/E =B1-
Pantothenate kinase associated 5 BIERZA)
151 Bl | 18 |BL 25 PZREEHEERA Z SR LM neurodegener;tion (7PKAN) 2779 G23.0 % ; 109%10813H
R 1&1$¥E$U"B’\iﬂ“ft
Phospholipase A2 associated m
BL [ 28 [B1 | 26 |susmsmsmemmaonsme wes bibmm reurtdegeeraionPLAN) 6230 26 ; 109%10A138
BEBREASHIE
JRB1-29%E % £ B1-
e " ; . 7 BRI
B1 | 29 [B1 | 27 |pes-mwommmer Pitt-Hopkins syndrome Q870 5. 110#8H3E 6%
= \n /\:I:“ iE:ﬁl
JRB1-304E# £ B1-
S ——— Beta-Propeller protein-associated 8 ; (EIFFTAN
Bl | 30 [BL | 28 |BeraieikaEpis miuR Lrem neurodegeneration (BPAN) G230 = 111E48138%
= ‘S‘z /\d:“ it:ﬁ
JRB1-314E#H £ B1-
P Infantile-onset ascending hereditary spastic 9 ; IBIEZE K/
Bl | 31 [B1 | 20 |mmsem LifimmmitmestRm saralysisJAHSP G122 211157581308
AR A SRS




: i [C1-08%51/B1-30 -
C1 08 |B1 30 Congenital central h; ttilat d 327.25 G47.35 [y
Bl oU ongenital central poventilation synarome \‘[]71\%1‘;91177'(4\7@;
Nt | o8 |B1 31 \Von Hippel-Lindau disease 759.6 085.8 [EN1-08%5%B1-31
o s , [ENEISHES'S
C & i Disorders of the respiratory/circulation system W EeE
96 c1| o1 o M B SR B HRRE B Idiopathic infantile arterial calcification 747.89 Q28.8 BIEEXANE
100 C1 02 | G BIE Cystic fibrosis 277.00 E84.9
Lt s S Idiopathic or Heritable pulmonary arterial
109 i S B AR 5 B hypertension (IPAH or HPAH ) 4160 27.0
126 c1 | o4 Holt-Oram & i R Holt-Oram syndrome 759.89 Q87.2 BIEEXKNE
AndersenfRAE(RE (LB R R RE AR M e
140 C1 05 EIRRE © S TR Andersen syndrome 359.3+426.89 E74.09
146 c1| o6 M I M I S R Hereditary hemorrhagic telangiectasia 448.0 178.0 BIEEXKNE
Cc1l 07 25 S MR e S T Asphyxiating thoracic dystrophy 756.4 Q77.2
o L [ENLE IS HES
D’ 4545 Disorders of the digestive system Eee R A
e A EEE
Progressive familial intrahepatic BIEZY AR 111
40 pt | o1 (TR PR s Cholgestasis i P 751.69 K83.1 F4R13ABERAIL
i AEBIEERAE
41 D1 | 02 SRR & R R ReE Inborn errors of bile acid synthesis 277.9 E78.70
117 D1 | 03 ol -FBE (B al- Antitrypsin deficiency 2776 E88.01
. AT £ o HEHEL 5 X 5 - - .
131 o1 | oa E%V%Cajal&raqgwﬂiﬁﬁia e AR E AT E Congenlta_l 1nt_erst|t|al cell gf Caj_al ) 7505 0438 BE®TANE
BEE hyperplasia with neuronal intestinal dysplasia S
D1| 05 D1 | 05 [ A B (R Alagille syndrome 759.89 Q44.7 BIEEXKNE
71 | 03 |D1 06 Tricho-hepato-enteric syndrome 759.7 Q89.7 [B71-03%%I
. ] [ENEFISHES'S
E BMEILR 240 3 Disorders of the renal/urinary system mosEe R
i PR %452 Disorders of the renal/urinary system BRERTE
27 E1 | 01 Lowe FCJE(ERE Lowe syndrome 270.8 E72.03
114 E1l 02 Bartter G EERE Bartter’s syndrome 255.1 E26.81
g1 | o3 £1 03 o (e S 25 BV S B g;l;c;ssgmal recessive polycystic kidney 753.14 Q61.19
[ENES SN 110
E1 | 04 TSR R Alport syndrome Q87.81 Ellﬁz3 BEEEN
/\:t¥ﬁim
7 Disorders of the cutaneous system W
BRERTE
Q81.0
Q8Ll -
21 F1 | 01 MR EMODRE Hereditary epidermolysis bullosa 757.39 ggig ;Ul‘}ﬂ%\ﬁliﬂa LEZE
Q81.9
24 F1 02 R fa i (B RERS M () Lchthyosis, lamellar recessive 757.1 Q80.2
56 F1 03 [ES TN Collodion baby 757.1 Q80.2
57 F1 | 04 P (0 fil e Harlequin ichthyosis 757.1 Q80.4
. N . Bullous congenital ichthyosiform
CGETILE R 4T 7 4 <
58 F1 | 05 ARRSER PEABRIERRRLRTIE (RERRRIEF erythoderma ( epidermolytic 757.1 Q80.3 BIEEXKNS
{BHBREE ) h
hyperkeratosis )
69 F1 06 ARG B AR R BE Ectodermal dysplasias 757.31 Q82.4 BIEES KNS
103 F1 07 Meleda &% Meleda disease 757.39 Q82.8
138 F1 08 DarierfdEt (£ZEALRK) Darier’s disease 757.39 Q82.8
142 F1 | 09 SR AR 2 Dyskeratosis congenita 757.39 Q82.8 BIEEXKNE
- \ . Diffuse non-epidermolytic palmoplantar 2T a .
F1| 10 F1 | 10 7B AR S eratoderma type Unna-Thost 757.39 Q82.8 BIERXKNE
F1| 11 F1 | 11 fF R E Incontinentia pigmenti 757.33 Q82.3 BIEEXKNE
. BIEDSURIZET L
i Disorders of the muscular system P
M IERE
18 Gl | 01 IR LA BT Duchenne muscular dystrophy 359.1 G71.0
49 Gl | 02 Nemalineg i HIL A7 8 Nemaline rod myopathy 359.0 G71.2 BIEEXKNE
77 Gl | 03 Schwartz Jampel (R EE Schwartz Jampel syndrome 756.89 G71.13
81 Gl | 04 AR EE Myotonic dystrophy 359.2 G71.11
113 Gl | 05 SRS -3 Facioscapulohumeral muscular dystrophy 359.1 G71.0
149 Gl | 06 N Myotubular myopathy 359.0 G71.2 BIFESXANE
G1| o7 Gl | o7 H AL AR Becker muscular dystrophy 350.1 G71.0 BIEBEXK/NE
Gl | 08 Freeman-Sheldon & i (5 Freeman-Sheldon syndrome 759.89 Q87.0
Gl | 09 R R S Limb-girdle muscular dystrophy 359.1 G71.0
Gl | 10 S KRR Congenital muscular dystrophy 359 G71.0 BIEEXANE
Gl | 11 b ZE B Central core disease 359 G71.2 BIEEXKNE
Gl | 12 N ZE AL Multiminicore disease 359 G71.2 BIEEXKNS
Gl 13 Emery - Dreifussi| 42255 Emery - Dreifuss muscular dystrophy G710 BEHTANE
(EDMD)
Gl | 14 GNEZ AR g GNE myopathy G71.8
Gl | 15 SEFLEERRE (B Stormorken syndrome D69.8
= [ENLE IS HES
H B Rk £ Disorders of bone and cartilage P ——
5} = g DR
14 H1 I 01 | | Ii’/(ﬁ"%‘ﬁ%a’éﬁ Achondroplasia 756.4 Q77.4

4




H1 02 R EE Osteogenesis imperfecta 756.51 Q78.0

™880

M88.1
M88.811
M88.812
M88.819
M88.821
M88.822
M88.829
M88.831
M88.832
M88.839
M88.841
M88.842
M88.849
M88.851
M88.852
M88.859
M88.861
M88.862
M88.869
M88.871
M88.872
M88.879
M88.88
M88.89
M828 9

H1 | 03 R % Primary Paget disease 731.0

H1 | 04 SHFIEESEREE Cleidocraninal dysplasia 755.59 Q74.0

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
' I . M61.144 PR
NES=EINEHRS Fibrodysplasia ossificans progressiva 728.11 Mo1.145 BE#HEITKNG
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

H1 | 05

e
a

Q71.60
Q7161
Q71.62
Split-hand/ Split-foot malformation ( hand755.58 Q71.63
SHFM) foot755.67 Q72.70
Q7271
Q72.72
Q72.73

H1 | 06 HTFHRE

H1 | o7 B AALE Osteopetrosis 756.52 Q78.2

H1 | 08 e EE R4 Pseudoachondroplastic dysplasia 756.4 Q77.8

H1 | 09 LA E R R Multiple epiphyseal dysplasia 756.56 Q78.3

\\\ﬁ W

H1 | 10 | TEEEHEEA R Craniometaphyseal dysplasia Q78.8

ETBl—2419§U - WEIE
ESoNIN;]

[os]
ey
IN]
=
T
=
-
=

Cerebro-Costo-Mandibular syndrome 759.89 Q87.89

N
1N}

Crouzonf& i EE Crouzon syndrome 756.0 Q75.1 [EM1-07 %3

13 |PfeifferfCii{aEE Pfeiffer syndrome 755.55 Q87.0 JEM1-17 #%51)

1\’<E$S‘U§U“ﬂﬂ§§§(
AR ERTE

4% & Disorders of the connective tissue

n o | pessassmmm Enlers Danlos syndrome1V 75683 Q796

1\"E$SZ7§21“'”ET§§SZ

) [EZ 4 E S Disorders of the hematologic system AEeE

D56.0

Thalassemia major 2824 D56.1

J1 | 02 1/ N 9 Thrombasthenia 287.1 D69.1

J1 03 [EFRAETFEEECH = Homozygous protein C deficiency 2733 D68.59

J1 | o4 ek & P P P L 4T 22 FRAE Paroxysmal nocturnal hemoglobinuria 283.2 D59.5 BIEEXKNE

I8 78 K T M TE I

) ) : AR T S BEAE B 22
Congenital thrombotic thrombocytopenic M311

urpura

M

At
1\"IEDP§U§U HESY

K f@REZ G ES Disorders of the immune system
MO FEEE

K1 | o1 JE 3 B M PR B R Chronic primary granulomatous disease 288.1 D71

K1 | 02 SRk i G I ER B I EE R EE Congenital hyper IgE syndrome 288.1 D82.4 BIEEXKRNE

K1 | 03 TAEE K GRS ER E e Bruton’s agammaglobulinemia 279.04 D80.0

K1 | o4 Wiskott- Aldrich( fi R Wiskott- Aldrich syndrome 279.12 D82.0 BIEEXKNE




D81.0
124 K1 | 05 BEE AR Severe combined immunodeficiency 279.2 ggi;
D81.9
125 K1 | 06 R8RS Complement component 8 deficiency 279.8 D84.1 BIEEXKXNE
759.89 (279.8 »
128 K1 | o7 PEX fiE{BEE IPEX syndrome 569.89 » 259.8 » E31.0 BIEEX KNS
758.89 )
152 K1 | 08 1= TR ER AR I MY B Hyper-lgM syndrome 279.05 D80.5
K1 | 09 y TR RS Interferon y receptor 1 deficiency 279.4 D84.8
K1 | 10 S /K B Hereditary angioedema (HAE) D84.1 BIEEXKNE
P [RF1-12%%3| - W{EIE
F1 | 12 |K1 11 SRR Nethert d 757.1 Q80.3 S ——
F1 | 12 |k 11 |Nethertonfi{ etherton syndrome B AN
DR : ) ’ R [RJ1-05%%31 - WIEIE
J1 05 |K1 12 \FESuRUME: PR B A MR Atypical hemolytic uremic syndrome 283. D59. ¢ -
1 | 05 |K1 | 12 |BEsRrERR SR uEERE ) yt y 83.11 D59.3 B ANE
e ) [ENLE IS HES
1% 4 Disorders of the endocrine system e e
: WA EEE
25 L1 | o1 Kenny-Caffey[X i (#EE Kenny-Caffey syndrome 759.89 Q87.1
30 L1 02 BB FR R B R A T Pseudohypoparathyroidism 275.49 E20.1
=gy
38 L1 03 P e (e B o P B o (B X-linked hypophosphatemic rickets 275.3 E83.31 iIP\iilééaii%};*J
59 L1 04 Laron (X AR IEEERE Laron syndrome ( Laron Dwarfism ) 259.4 E34.3
61 L1 05 Bardet-Bied| % fiE 2 EE Bardet-Bied| syndrome 759.89 Q87.89
ENEST ES
64 L1 06 Alstrom % fiE 7R Alstrom syndrome 759.2 Q87.89 Wm
759
- . [ Persistent hyperinsulinemic hypoglycemia of
4] bidl} FanlA f .
66 L1 | o7 TS ST AL R R S R AR infancy (PHHI) 2511 E16.1
72 L1 | o8 Wolfram & i (e Wolfram syndrome » DIDMOAD 277.9 E88.9
74 L1 09 McCune Albrightf% fi i E McCune Albright syndrome 756.59 Q78.1
90 L1 10 S S BRI rCee\llr;'lr;;ZImellc dysplasia with autosomal sex 758.89 Q99.8
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Myhre syndrome
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Angelman syndrome
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DiGeorge syndrome
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Miller Dieker syndrome
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