~2F LB )135 ZH T ICD-10-CM %8 — f?!ﬂ%\»
111 #7 7 14 p
. . - ICD-10-CM >4 p
SRR ¢ "71?)3\7:' (Ex%v) “"V"ﬁi\’? (fﬁ%) ICD-9-CM %45 4 2y 3 2% p B
AL xRS ¥
OAL % A%k #E ¥ Ureacycle disorders (% & £ J& )
Al |01] | Pc# sk i ¥Rs |Congenital Urea cycle disorders |270.6 E72.20 89.12.07/
96.10.09 iz &
v
02| |/ "=pas Citrullinemia 270.6 E72.23 89.12.07
03 L BRFORpE & = fEdk 2 Nitroacetylglutamate synthetase |270.6 E72.29 90.03.15
deficiency,NAG synthetase
deficiency
04| |5 %=pkz " Mz 4 f=4% 2 |Ornithine transcarbamylase 270.6 E72.4 90.03.15
JE deficiency
05| |® & "=<fix Jx-38 % = Je-% J/~|Hyperornithinemia-Hyperammon |270.6 E72.4 96.08.22
VRAL R 1 FE emia-Homocitrullinuria
Syndrome
© A2 *eflpels $8p8 32 ¥ Amino acid metabolic disorders / Organic acidemias
A2 (01| PRz i BPE Tk Amino acid metabolic 270.9 E72.8 89.12.07
disorders(Aminoacidopathies)
02| |§ »erepin Homocystinuria 270.4 E72.11 89.12.07
03| |® " Fii=fkn JE Hypermethioninemia 270.4 E72.19 89.12.07
04| |Z4pk 2% H "=pe s JE Nonketotic hyperglycinemia 270.7 E72.51 89.12.07

»1F £ 22F




s\ 4
AERE it (ER3T)  |Ee it (HR) ICD-9-CM % 7% I%DQ&%M ;‘_;:il i;/
05 %’ﬁ’r}% FRRE Phenylketouria 270.1 E70.0 89.12.07
06| |2 & ghelird 3k 7 g Tetrahydrobiopterin deficiency |270.1 E70.1 89.12.07
07 |if @3 peiefed i Hereditary tyrosinemia 270.2 E70.21 89.12.07
08| [##E e Maple syrup urine disease 270.3 E71.0 89.12.07
09 |7 e Organic acidemias 270.9 E71.118 89.12.07
10 (& N Eee g Isovaleric academia 270.3 E71.110 89.12.07
11 |~ = pe/pse 0 % - 3]~ % = Al|Glutaric aciduriatype T ~ II 270.9 type 1:E72.3 89.12.07
typell:E71.313
12| |p pew e Propionic academia 270.3 E71.121 89.12.07
13 PAPC feroR Methylmalonic acidemia 270.3 E71.120 89.12.07
14 13- JK-3-7 A A - Ew g 3-Hydroxy-3-methylglutaric 270.9 E71.118 89.12.07
acidemia
15| |& 3] ¥/ fRe & ® R B F |PAH type PKU combine with 271.3+270.1 E74.31+ E70.0 90.03.15
& oEARat L Sucrase-isomaltase deficiency
16| |® %&ﬂi‘rﬁgf@zi JE Hyperlysinemia 270.7 E72.3 92.06.13
17| |E%pis g Histidinemia 270.5 E70.41 92.06.13
18 .:_ U AT EfeypF Az it a2 [3-Methylcrotonyl-CoA 270.9 E71.19 92.06.13
23R carboxylase deficiency
19| | F i prat £ Multiple carboxylase deficiency |270.9 D81.819 92.06.13
20| | YRR e Hyperprolinemia 270.8 E72.59 93.03.29
21 |>= 4 % L-"=ef phspos 22 Jfs |Aromatic L-amino acid 270.2 E70.9 94.03.14
i* 2 decarboxylase deficiency
22| |pRraephigic sk 2 E Tyrosine hydroxylase deficiency [270.2 E70.20 94.03.14

£ 22 %
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AERE it (ER3T)  |Ee it (HR) ICD-9-CM % 7% I%Dai?x%m ;‘_;:il i;/
23| |" A - pen g 3 % i=ps |Cobalamin C defect E71.120+ 106.04.06/
v (Cbhl1C3)) ( Methylmalonic aciduria and E72.11 [ 105.05.12
Homocystinuria, ch1C type )
© A3 % it
A3 (01 |® 2 <5 Gaucher’s disease 272.7 E75.22 89.12.07
02| |GM1/GM2# 5 & 3 *5 i £|GM1/GM2 gangliosidosis 330.1 GM1:E75.19 89.12.07
GM2:E75.00
03| |Fabry =& Fabry disease 272.7 E75.21 90.10.18
04| [Niemann-Pick = & > & #3#4 "5 |Niemann-Pick disease 272.7 E75.240:TypeA 90.10.18
R E75.241:TypeB
E75.242:TypeC
E75.243:TypeD
E75.248:0ther
E75.249:unspecified
05| |[MLD Jg iz ¥ Metachromatic Leukodystrophy |330.0 E75.25 92.06.13
(MLD)
06| |skwmrerge F4 %R Globoid Cell Leukodystrophy 330.0 E75.23 102.02.21/
(Krabbe’s disease) 102.02.21
07| | 233 et paltsrys5»ps4t  |Infantile form Lysosomal Acid  |272.7 E75.5 105.01.28/
I fELEE CR) Lipase Deficiency ( Wolman 104.05.26
Disease )
QA4 Bk 1 &+ S AR ¥
Ad |01 [E5#Ed g Galactosemia 271.1 E74.21 89.12.07
02| PP Glycogen storage disease 271.0 E74.09:type0 89.12.07
% 3F =% 22F




ICD-10-CM

AERE PrpE (ERSY) (EXpE (FR) ICD-9-CM % #% 2 45 15 78 ;w’éﬂ
E74.01:Typel
E74.02:Typell
E74.03:Typelll
E74.09:TypelV
E74.04:TypeV
E74.09:TypeVI-XI
E74.01:Von
Gierke’s
03| |Phx & &Pﬁ%“%f%%ﬂi%]%é%l‘? Glut (Glucose Transport) 1 271.8 E74.8 96.08.22
deficiency syndrome
04| |4 F5ps e 4> 2 JE Transaldolase E74.8 111.01.12/
deficiency 109.01.15
© A5 "y ippe § - B
A5 (01| |fqirpas 10T 415 Fatty acid oxidation defect 277.8 E71.30 |E71.314 89.12.07
E71.310 |[E71.318
E71.311 |[E71.32
E71.312 |E71.39
E71.313
02| |k P &k 2 Carnitine deficiency syndrome, [272.9 E71.41 89.12.07
primary
03| |[® 4&Pq»pa2 & f%% 4 2 |Medium-chain acyl-coenzyme A (277.8 E71.311 93.03.29
dehydrogenase deficiency
(MCAD)
04| |®EbdPgrped & fréd Lo Short-chain acyl-CoA 277.8 E71.312 94.03.14

dehydrogenase deficiency
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ICD-10-CM

AERE it (ER3T)  |Ee it (HR) ICD-9-CM %75 2 45 15 78 ;{E;F
© AG 2 Bl R i
A6 (01| |k snEgadra Mitochondrial defect 277.9 E88.40 89.12.07
02| |Kearns-Sayre = jg iz%#¢ Kearns-Sayre syndrome 277.8 H49.811 89.12.07
H49.812
H49.813
H49.819
03| |Leigh = & &% %% % %  |Leigh disease 330.8 G31.82 89.12.07
04| |MELAS g iz ¥ MELAS 758.89 E88.41 89.12.07
05| |MNGIE g iz # > 5 %8 |+ 4¢ & [Mitochondrial 277.9 E88.49 92.12.19
B R RO 1 Neurogastrointestinal
Encephalopathy Syndrome
06| |p frps@in a fisdd 2 g Pyruvate dehydrogenase 271.8 E74.4 93.08.24
deficiency
07| |® X gpizz Barth Syndrome 759.89 E78.71 102.12.13/
102.03.22
08| |5 < if @ A4 Bopm % Leber hereditary optic neuropathy H47.22 110.08.03/
109.03.13
OA7T B | HEHE Y
A7 [01] |moiph g Cystinosis 270.0 E72.04 89.12.07
02| |4k % pEm Mucopolysaccharidoses 277.5 Typel:E76.01 89.12.07
E76.02
E76.03
Type2:E76.1
other:
5F =% 22F




ICD-10-CM

AERE it (ER3T)  |Ee it (HR) ICD-9-CM %75 2 45 15 78 ;{E;F
E76.210
E76.211
E76.219
E76.22
E76.29
Unspecified:
E76.3
03| |[FEMHEAHEF (ME) |Fucosidosis 271.8 E77.1 90.03.15
04| |[HEpeps% 42 Sialidosis 272.7 E77.1 91.04.12
05| [Ak% B Mucolipidosis 272.7 typel:E77.1 92.06.13
typell ~ I11:E77.0
typelV:E75.11
06| |4 g~k q4b B M E Neuronal ceroid lipofuscinosis  [330.1 E75.4 93.08.24
07| | % #Mriphrgpest L g Multiple sulfatase deficiency E75.29 105.07.13/
105.03.09
© A8 "2 FH g 2 g B X 3+ R § Cholesterol and Lipid metabolism
A8 |01 [k &3 7% 3 "2 H A% o ;& |Homozygous familial 272.0 E78.0 90.03.15
hypercholesterolemia
02| |RIEMF I BRHCR X Familial Hyperchylomicronemia |272.3 E78.3 91.08.06
03| |2 Hfe e (FEi 1) Sitosterolemia 272.0 E78.0 98.07.03
OA9 FH 4= 3+ 4% 15
A9 |01 |=F &=~ Wilson’s disease 275.1 E83.01 89.12.07
02| |Menkes g iF ¥ Menkes syndrome 759.89 E83.09 90.10.18

567
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ICD-10-CM

AERE Prpt (ER$Y) | Frp i (FR) ICD-9-CM % 7% B 4 2p B
03| [4pffpsdd 2 Molybdenum cofactor deficiency (277.8 E61.5 100.09.06/
100.09.06
OA10:E 3 i %8 B8 ¥
A10|01| |[Zellweger = jg iz ¥ Zellweger syndrome 277.9 E71.510 89.12.07
02 (%4 ’iﬁ'\’?‘fl—}é R Adrenoleukodystrophy 272.7 E71.511 91.11.13
E71.520
E71.521
E71.528
E71.529
03| [|miTzhAlgb kgt ¥ % 5 7 2 |Rhizomelic Chondrodysplasia 277.8 E71.540 98.07.03
Punctata
OAll H s R F
Al1|01] (% 5 Porphyria 277.1 E80.20 95.02.06
E80.21
E80.29
02| |Lesch-Nyhan = jg i ¥ Lesch-Nyhan syndrome 277.2 E79.1 89.12.07
03| [LAife@3 itfsdd 2 Sulfite oxidase deficiency 270.0 E72.19 89.12.07
04| |s-ki- &34+ 2 pE%v iz |Carbohydrate-deficiency 277.9 E77.8 92.06.13
glycoprotein syndrome
05| |[= ¥ A "&fE Trimethylaminuria 277.8 E72.52 92.06.13
06| |£=x {228 ¥ &3 Lg |Congenital generalized 272.6 E88.1 92.06.13
lipodystrophy
07| "%+ B Cerebrotendinous Xanthomatosis |272.7 E75.5 95.02.06

TF
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ICD-10-CM

X4p g/

AERE PrpE (ERSY) (EXpE (FR) ICD-9-CM % #% 2 45 15 78 40 p B
08| | mipa g fis Ik Hypophosphatasia 275.3 E83.39 100.09.06/
E83.31 100.09.06
09| [(Beta i fZfsdx 2 Jx Beta-Ketothiolase Deficiency 270.3 E71.19 102.12.13/
102.08.01
10| |2+ Zpedd L Biotinidase Deficiency 277.6 D81.810 105.09.23/
104.10.06
11 |~ Padepedt 2 Cerebral Creatine E72.8 111.07.13/
Deficiency 109.02.19
12| |#iieZ (2 % B1)® ¥+ st [Thiamine Metabolism E51.8 111.07.13/
et 1F 3 Dysfunction Syndromes 110.03.25
B %%"Séz‘é 8 S %
Bl (01| |7 % A i om/iZ 44 5 % &L |Multiple Sclerosis/Neuromyelitis |340/341.0 G35/G36.0 89.12.07/
X Optica Spectrum Disorders 110.11.24
02| |pe% 8 Mgz /R Amyotrophic lateral sclerosis 335.20 Gl12.21 89.12.07
(ALS)
03| [+ A% A pkn ¢ #h5% g 3 |Ataxia telangiectasia 334.8 G11.3 89.12.07
04 |3 7 # X HRE Huntington disease(* #- 3334 G10 89.12.07
Huntington's chorea)
05 T ENE Rett syndrome 330.8 F84.2 89.12.07
109.07.31 ¢
z
v
06 |4 ®grovp g‘{ﬁ}i Spinal muscular atrophy 335.10 G12.9 89.12.07
07| |# %L | " M d vy 12 [Spinocerebellar ataxia 334.3 Gl1.1 89.12.07/

P
528

98.07.03 i3
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ICD-10-CM a2 p E/
- 23d= 200 » . v
SRR Pempt (E%%3) |#2pt (F8) ICD-9-CM %75 B 4 2p B
P> Pt
08| |&& ¢ i Tuberous sclerosis 759.5 Q85.1 89.12.07
09 [& = M/ # agR Jx & & & 7F |Congenital insensitivity to pain  [705.0 L74.4 91.11.13
JE with anhidrosis ( CIPA)
10| W EsampizdEs - 4 Neurofibromatosis type II 237.72 Q85.02 93.08.24
11| [Alexander = T Alexander disease 331.89 E75.29 93.08.24
12| | &R E Stiffperson syndrome 333.91 G25.82 93.08.24
13| [ iEapd g™ pR Hereditary spastic paraplegia 334.1 G114 94.09.07
14| |Joubert =~ g iE# (7% |Joubert syndrome 759.89 Q04.3 95.02.06
PaRilIRE T A )
15| |Pelizaeus-Merzbacher = ;z (% |Pelizacus-Merzbacher Disease  [330.0 E75.29 95.02.06
M52 E A A 1)
16| | +#-5 Jl-H 27 CharcotMarie-Tooth Disease 356.1 G60.0 95.02.06
110.08.03(%2)
17| |4 @ zd <o (4 RgaE kg g |[Kennedy Disease 335.8 G12.20 95.09.12
% ‘{ﬁ/fz) Gl2.21
Gl12.22
G12.29
18| | RIEMIR Hk B A Bk Familial Amyloidotic 277.3+357.4 E85.1 96.08.22
% Polyneuropathy
19| |Moebius jJx i% ¥ Moebius syndrome 352.6 Q87.0 100.03.15
20 |Mcleod g iz % Mcleod syndrome 758.81 097.8 100.09.06/
59F »x227F




-10- AN
SRR Pept (Ekdd) |HFepit (FR) ICD-9-CM %78 I%DQ&%M 4 ;{Z ’;;/
098.8 100.09.06
21| |Aicardi-Goutieres Jx i% ¥ Aicardi-Goutieres syndrome 330.0 G31.89 100.11.30/
100.11.30
22| | F R BTR I Proteus Syndrome 759.89 Q87.3 102.12.13/
101.11.14
23| |MECP2 %% & jx i3 Methyl CpG binding protein 2 |330.8 Q99.8 103.12.23/
Duplication Syndrome 102.09.23
( MECP2 Duplication
Syndrome )
24| ("] R R Cerebro-Costo-Mandibular 759.89 Q87.89 103.12.23/
Syndrome 102.10.25
25| |Dravet jg ix ¥ Dravet Syndrome, DS G40.311 107.05.30/
105.08.24
26| |Mav B AR Vanishing White Matter Disease G37.8 107.05.30/
106.08.07
27| [Lph T Ecpe B B2 A 53R i |Pantothenate Kinase Associated |277.9(M1-18) G23.0 109.10.13(x :«
EREE Neurodegeneration(PKAN) KR BL)
97.01.31
28| |mEF B Rg fEps A2 BE B2 4 g Phospholipase A2-associated G23.0 109.10.13/
191 PR neurodegeneration (PLAN) 109.01.23
29 ([AFE-EE EATpEHE Pitt-Hopkins Syndrome(] Q87.0 110.08.03/
109.04.21
30| |(Beta sq %k 3-v B Eiz 4! & |Beta-Propeller G23.0 111.04.13/
9B Protein-Associated 110.07.07
Neurodegeneration (BPAN)
107 » =227




ICD-10-CM

X4p g/

AERE PrpE (ERSY) (EXpE (FR) ICD-9-CM % #% 2 45 15 78 40 p B
31 |23 7 B 44 (Infantile-Onset Ascending G12.2 111.07.11/
Jr B Hereditary Spastic 110.07.14
Paralysis,|IAHSP
C e P Tk 4 Sups %
Cl (01| |43 2B 2df%a i g Idiopathic Infantile Arterial 747.89 Q28.8 93.03.29
Calcification
02| |[& i g Cystic fibrosis 277.00 E84.9 93.03.29
03| |## Mg @ s g & |ldiopathic or Heritable 416.0 127.0 93.08.24
pulmonary arterial hypertension 109.07.31 ¢
(IPAH or HPAH) z
04| |Holt-Oram = jgx iF Holt-Oram Syndrome 759.89 Q87.2 94.09.07
05| |Andersen = jg iz # (~ & = Hi|Andersen syndrome 359.3+426.89 |E74.09 95.09.12
TR RE EE A
3 %)
06| | @ n b gk Hereditary Hemorrhagic 448.0 178.0 96.08.22
Telangiectasia
07| |7 LM%t £ g Asphyxiating thoracic dystrophy [756.4 Q77.2 100.09.06/
100.09.06
08| |£ =7 {git#k % # X iE |Congenital Central 327.25 G47.35 104.03.12/
¥ Hypoventilation Syndrome 103.06.17
D it K SUpm %
D1 (01| [i& {7 gEMIFp &L T Progressive Familial Intrahepatic |751.69 K83.1 89.12.19/
JE Cholestasis, PFIC 89.12.07
02| | = [P"Ep: & =Rk Inborn errors of bile acid 277.9 E78.70 89.12.19/
synthesis 89.12.07

11 £ 22F




ICD-10-CM a2 p#/
- pIe Ny » . 134
AR Y emE (ER3Y)  |#ept (FR) ICD-9-CM %75 B 4 2p B
03| |al-#i3% F-v prdt 2 JE al- Antitrypsin  deficiency 277.6 E88.01 94.03.14
04| [ = % Cajal =~ F & ¥z # 4 |Congenital Interstitial Cell of 750.5 Q43.8 95.02.06
EEBER GAFETRY Cajal Hyperplasia with Neuronal
Intestinal Dysplasia
05| [P wmiza Alagille Syndrome 759.89 Q44.7 99.03.19
E TS % S %
E1l |01| |Lowe = jgix3+* Lowe syndrome 270.8 E72.03 89.12.07
02| |Bartter = jg iF ¥ Bartter’s syndrome 255.1 E26.81 94.03.14
03| |44 g1 7 £ 4T %A |[Autosomal recessive polycystic [753.14 Q61.19 99.03.19
T Kidney disease
04| |&; B iz Alport Syndrome 759.89 Q87.81 110.11.23/
110.03.10
F A K 5%
F1 (01| [ @& 4 & f2f ke Hereditary epidermolysis bullosa {757.39 Q81.9 89.12.07
02| |k & & 8k (p #8'212:2 @ [Lchthyosis, lamellar recessive  |757.1 Q80.2 89.12.07
si))
03| |"Mww Collodion baby 757.1 Q80.2 90.12.13
04| |z d b G Harlequin ichthyosis 757.1 Q80.4 90.12.13
05| |[kiza)k = b 8ftk =4 |Bullous Congenital ichthyosiform|757.1 Q80.3 90.12.13
(% A B2 & 13 &z )|erythoderma ( epidermolytic
hyperkeratosis )
06| |*h"a k34 2 L Ectodermal Dysplasias 757.31 Q824 91.11.13

¥ 12F » £ 22F




. oy - ICD-10-CM ~2 p ¥/
AERE PrpE (ERSY) (EXpE (FR) ICD-9-CM % #% 2 45 15 78 40 p B
07] |Meleda % 7 Meleda disease 757.39 Q82.8 93.08.24
08| [Darier ~jx (= % & it %) |Darier’s disease 757.39 Q82.8 95.02.06
09| [ XM &7 > Dyskeratosis Congenita 757.39 Q82.8 95.09.12
10| (A KR &R R Diffuse Non-epidermolytic 757.39 Q82.8 99.03.19
Palmoplantar Keratoderma type
Unna-Thost
11 | 24 A Incontinentia Pigmenti 757.33 Q82.3 99.03.19
12| |Netherton Jg ix #¥ Netherton Syndrome 757.1 Q80.3 99.03.19
Gt %
Gl |01 |& 3?3; L) N Duchenne muscular dystrophy  (359.1 G71.0 89.12.07
02| [Nemaline st swpt o5 % Nemaline Rod Myopathy 359.0 G71.2 90.06.12
03| |Schwartz Jampel = jg iF % Schwartz Jampel syndrome 756.89 G71.13 91.11.13
04 |P-p %2 Myotonic dystrophy 359.2 G71.11 92.06.13
05| |[® A Feizsvx Fop Facioscapulohumeral muscular (3591 G71.0 94.03.14
dystrophy
06| P~ ¥ mp% Myotubular Myopathy 359.0 G71.2 96.08.22
07| |F R AR X R Becker Muscular Dystrophy 359.1 G71.0 99.03.19
08| |Freeman-Sheldon = je % [Freeman-Sheldon syndrome 759.89 Q87.0 100.09.06/
100.09.06
09 [34 Alve4 & Limb-girdle muscular dystrophy [359.1 G71.0 102.12.13/
101.10.09

% 13 F
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ARRE| Yrmpt (EREY)  |Eemt (FB) ICD-9-CM % I?@Déiggm 4 ;i 'g;/
type 2A -~ 2B~ 2D 102.02.21/
102.02.21
10| | = ek Fog Congenital Muscular Dystrophy |359.0 G71.0 105.01.28/
104.05.12
11 Posfihy 'Vb:/ﬁ Central Core Disease 359.0 G71.2 105.09.23/
104.11.18
12| |5 B b3 e Multiminicore Disease 359.0 G71.2 105.09.23/
104.11.18
13| |[Emery-Dreifuss #~% % jz Emery-Dreifuss Muscular G71.0 106.10.25/
Dystrophy(EDMD) 105.11.01
14| |GNE @37 -p % GNE myopathy G71.8 108.01.15/
107.01.16
15| (R #= A g Stormorken syndrome D69.8 108.01.15/
107.03.29
H# 2 itd ps
H1 (01| |[&c% &5 % 2 Achondroplasia 756.4 Q77.4 89.12.07
02| |[=% # > Osteogenesis imperfecta 756.51 Q78.0 89.12.07
03| |maHEE Mt XL Primary Paget disease 731.0 M88.0 89.12.19/
M88.1 |M88.851 | 89.12.07
M88.811 {M88.852
M88.812 (M88.859
M88.819 (M88.861
M88.821 (M88.862
M88.822 (M88.869
M88.829 (M88.871
M88.831 (M88.872

¥ 147
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St (HEBES)

Fop b (8)

ICD-9-CM %#5

ICD-10-CM
2 45 15 75

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

M88.879
M88.88
M88.89
M88.9

04

HEREFBETER

Cleidocraninal dysplasia

755.59

Q74.0

90.03.15

05

e

Fibrodysplasia Ossificans
Progressiva

728.11

M61.10

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

M61.152
M61.159
M61.161
M61.162
M61.169
M61.171
M61.172
M61.173
M61.174
M61.175
M61.176
M61.177
M61.178
M61.179
M61.18

M61.19

90.07.10

06

A=A Ui

Split-hand/ Split-foot
malformation (SHFM )

hand755.58
foot755.67

Q71.60
Q7161
Q71.62

Q72.70
Q72.71
Q72.72

92.06.13

% 15 F > &




ICD-10-CM

AERE| Yot (EREY)  |[Femt (BB) ICD-9-CM 3% L Y ls:pér
Q7163 |Q72.73
07 * %T’ % i e Osteopetrosis 756.52 Q78.2 92.06.13
og| |EdE#HF #F ¥ 3 2 Pseudoachondroplastic dysplasia |756.4 Q77.8 94.03.14
(0] I A e o = Sl S 3 Multiple Epiphyseal Dysplasia  |756.56 Q78.3 99.03.19
10| gk izisg s v 7 2 Craniometaphyseal Dysplasia Q78.8 111.07.13/
110.02.23
| 25 o o %
11 [01] |Ax88esRd 5w 3 Ehlers Danlos syndrome IV 756.83 Q79.6 92.06.13
J R B
J1 |01 [£3]#F e Thalassemia major 282.4 D56.0 89.12.07
D56.1
02| |o &4 R Thrombasthenia 287.1 D69.1 91.11.13
03| |FAFIEF 39 & C4: £z |Homozygous protein C 273.3 D68.59 94.03.14
deficiency
04 [ R =% Ffor Paroxysmal Nocturnal 283.2 D59.5 99.03.19
Hemoglobinuria
05| |- AlPEAE 3 o iz 3 Atypical Hemolytic Uremic 283.11 D59.3 102.12.13/
Syndrome 102.09.10
K & & &
K1 |01 R ftfidtp 55 Chronic primary granulomatous |288.1 D71 91.08.06

disease
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AERE it (ER3T)  |Ee it (HR) ICD-9-CM % 7% I%DQ&%M ;‘_;:il i;/
02 [A=xM3 LHEZEKY Egig |Congenital Hyper IgE syndrome (288.1 D82.4 92.06.13
s
03| |# & # < M LHEFIv wg [Bruton’sagammaglobulinemia (279.04 D80.0 94.09.07
04| |Wiskott- Aldrich = jx i % Wiskott- Aldrich Syndrome 279.12 D82.0 94.09.07
05| |BkE4f &3l A4 L Severe combined 279.2 D81.0 94.09.07
immunodeficiency D81.1
D81.2
D81.9
06| |4 %8 = i» 84 L Complement Component 8 279.8 D84.1 94.09.07
deficiency
07| [IPEX gz ix3¥# IPEX Syndrome 759.89 (279.8» |E31.0 94.09.07
569.89 » 259.8 >
758.89)
08| |® fETkFIv Mgz Hyper-1gM syndrome 279.05 D80.5 97.01.31
09| |y F#EXH1#1m Interferon y receptor 1 deficiency |279.4 D84.8 102.02.21/
102.02.21
10 |E@fe gk Hereditary Angioedema D84.1 106.10.25/
(HAE) 105.12.30
L1 |01| [Kenny-Caffey = jg i+ Kenny-Caffey syndrome 759.89 Q87.1 89.12.07
02| |EBEml® KN g Pseudohypoparathyroidism 275.49 E20.1 89.12.07
03| [|+mi:d @4 Mmipe @ g [X-linked hypophosphate mic 275.3 E83.31 89.12.07
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N pIe Ny » . 134
AR Y emE (ER3Y)  |#ept (FR) ICD-9-CM %75 B 4 2p B
rickets 110.08.03(%2)
04| |Laron = i i§ Jx i Laron syndrome ( Laron 259.4 E34.3 90.12.13
Dwarfism )
05| |Bardet-Biedl = jz iz #¥ Bardet-Biedl syndrome 759.89 Q87.89 90.12.13
06| |Alstrom = g iz #¥ Alsrtom Syndrome 759.2 Q87.89 91.08.06
07| |[FF 2% g 28R 4  |Persistent hyperinsulinemic 251.1 E16.1 91.08.06
W 1 e FERE hypoglycemia of infancy (PHHI)
08| |Wolfram = jr ik ¥ Wolfram syndrome > DIDMOAD|277.9 E88.9 91.11.13
09( [McCune Albright <~z iz3%  |McCune Albright syndrome 756.59 Q78.1 91.11.13
10| |=dpst v * 22 (Eugg i Campomelic dysplasia with 758.89 Q99.8 92.06.13
autosomal sex reversal
11| |5 fin 2 bt ACTH resistance 253.4 E27.49 93.08.24
12| |%- Al @ a4 % D izd |25-Hydroxyvitamin D 1- 268.0 E83.32 93.08.24
A o Alpha-Hydroxylase Deficiency
13 [ PEFTIWET 7 2 Congenital adrenal hypoplasia  |759.1 Q89.1 94.03.14
14| |Kallmann = jz i # Kallmann syndrome 253.4 E23.0 94.03.14
15| | A A EATA ST AR Permanent Neonatal Diabetes 775.1 P70.2 105.01.28/
Mellitus 103.12.02
16| [Mirage 7 i3 %% Mirage Syndrome 759.89 Q89.8 110.11.23/
109.09.04
M £ % sd 255 i3
M1 |01| |[Aarskog-Scott = jx i ¥ Aarskog-Scott syndrome 759.89 Q87.1 89.12.07
02| |3 % MR\ piEE Waardenburg syndrome 270.2 E70.8 89.12.07
% 18F » = 22F
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AERE PrpE (ERSY) (EXpE (FR) ICD-9-CM % 7% I%DQ&%M ;‘_;:il i;/
03| |[& Mg < Apert syndrome 755.55 Q87.0 90.03.15
04| |Smith-Lemli-Opitz = jg iz # |Smith-Lemli-Opitz syndrome 759.89 E78.72 90.12.13
05| [Larsen = jriz# (8¢ 4|-% % |Larsen syndrome 755.8 Q74.8 90.12.13

55 o % 3 )
06| |Beckwith Wiedemann = jz i& |Beckwith Wiedemann syndrome (759.89 Q87.3 91.11.13
kia

07| |[Crouzon = j iF % Crouzon syndrome 756.0 Q75.1 91.11.13
08| |Fraser = jr iE ¥ Fraser syndrome 759.89 Q87.0 91.11.13
09 o R RO Multiple pterygium syndrome 759.89 Q79.8 93.03.29
10| |Corneliade Lange = jr iz % |Cornelia de Lange syndrome 759.89 Q87.1 94.03.14
11| /&% 8 -¢ /% 2 < e |Hallerman-Streiff Syndrome 756.0 Q87.0 95.02.06
12| |Kabuki g i # Kabuki syndrome 759.89 Q89.8 95.02.06
13| |2 -#8-4p (W) JEiE¥ Oto-Palato-Digital syndrome 759.89 Q87.0 95.02.06
14| |Conradi-Hunermann = jg iz #¥ [Conradi-Hunermann syndrome  [756.59 Q77.3 95.02.06
15| [Treacher Collins = jg ik #¥ Treacher Collins Syndrome 756.0 Q75.4 95.09.12
16| |Robinow = jr iz ¥ Robinow Syndrome 759.89 Q87.1 96.08.22
17| |Pfeiffer = jz iz % Pfeiffer syndrome 755.55 Q87.0 96.08.22
19 |45 () 7 Bd g ig 3 Nail-Patella Syndrome 756.89 Q87.2 97.01.31
20| |CFC &% Cardiofaciocutaneous Syndrome |759.89 Q87.89 99.03.19

21| |Peters-Plus jJx i %% Peters-Plus syndrome 743.44 Q134 100.09.06/
100.09.06

22| |Nager je iF ¥ Nager Syndrome 756.0 Q754 102.02.21/

% 19 F
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SRR Y emt (EREY)  |F R L GRR) ICDSCM 78 | spucom | asen g
102.02.21
23| |CHARGE i 1% 3 CHARGE Syndrome 759.89 Q89.8 104.09.08/
103.04.17
24| IR A — AR i White-Sutton syndrome Q99.8 105.11.03/
F84.8 105.04.26
F78
25| |R#7#EiL 3E 3w 44 i |Costello syndrome Q87.89 108.01.15/
107.05.17
26| |Ayme-Gripp J iF ¥ Ayme-Gripp syndrome Q87.89 109.07.31/
107.08.10
27| |Coffin-Lowry jz & 3 Coffin-Lowry Syndrome Q89.8 109.07.31/
108.05.03
28| [Myhre jg i # Myhre Syndrome 759.89 Q87.89 110.11.23/
109.03.12
29| |HEHTF &R IFE Sensenbrenner Syndrome Q87.5 111.01.12/
109.01.02
30| [Fe R &R ATAE G Keppen-Lubinsky Syndrome E88.1 111.01.12/
109.01.21
N#Z¢#EF
N1 |01 |Angelman = jg i ¥ Angelman syndrome 759.89 Q93.5 89.12.07
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AERE PrpE (ERSY) (EXpE (FR) ICD-9-CM % #% 2 45 15 78 40 p B
02| |DiGeorge Jg iF ¥ DiGeorge syndrome 279.11 D82.1 90.03.15

03| [|Prader-Willi = g iF % Prader-Willi syndrome 759.81 Q87.1 90.10.18

04| |[= f4* <76~ & 4% ~ ¥ E|W A G R syndrome (Wilms’ 759.89 Q87.89 91.08.06

B ¥~ A s i ¥ (W AJtumor-Aniridia-Genitourinary
GRpiz#) Anomalies-mental Retardation )

o5/ |Miller Dieker g i # Miller Dieker syndrome 742.2 Q93.88 93.03.29

06| |Rubinstein-Taybi < e ##  |Rubinstein-Taybi syndrome 759.89 Q87.2 94.03.14

07| | RETR R i FH Williams Syndrome 759.89 Q93.89 94.09.07
08| |Von Hippel-Lindau jt % ¥ |Von Hippel-Lindau disease 759.6 Q85.8 100.09.06/
100.09.06
09| |Branchio-Oto-Renal Syndrome [Branchio-Oto-Renal s i # 759.89 Q87.89 103.12.23/

( BOR Syndrome ) (BOR i ix%) 102.09.23

ZH B ALFN TP R F
71 |o1| [Cockayne = g iz % Cockayne syndrome 759.89 Q87.1 89.12.07
02| |+ ¥&m Hutchinson Gilford progeria 259.8 E34.8 89.12.07
syndrome

03| [BH*THRizHE Tricho-hepato-enteric syndrome |759.7 Q89.7 90.10.18

04| |Stargardt’s =~ & Stargardt’s disease 362.75 H35.50 100.09.06/
100.09.06

05| |"£€F 1+ w4 £ Occult Macular Dystrophy ; OMD|362.76 H35.50 104.09.08/
103.05.27

06| |# i< £ 2R Leber Congenital Amaurosis 362.70 H35.50 110.11.23/
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