R S PSR A IR

114041 1R B E A EFEB114E4 H 11 H B R F51140461041CHRAE)

TEIEATT | o 112/10/25
e 5 s e b L R ICD-9-CM#RHE ICD-10-CM¥RHE x
. BT 4 R R PR A(HEES) RS L e
AR MEAEEE Inborn errors of metabolism L1210 25 LM T
PAE. B2 L
OALFRZEERAH S Urea cycle disorders—Geftaio- 112410 H 25 H kR T (
EMEGE) | IF
y—
01 Al 01 SR PR ZIEIR s Congenital urea cycle disorders 270.6 E72.20 ;iff;loﬁ BHEIEAS
N
01 ]01] |Al 02 TR I Citrullinemia 270.6 E72.23
. Nitroacetylglutamate synthetase
ks 2o .. - . .
01102 AL 03 LB IR 2 A deficiency,NAG synthetase deficiency 2706 E72.29
01]03] JAL 04 B s iR EL A e = i Ornithine transcarbamylase deficiency 270.6 E72.4
O e . .. |Hyperornithinemia-Hyperammonemia- 11210 5 25 HEIEHESL
=] 7o = N g0 R
148 Al 05 = SRR A= A= IR MR |y o ocitrutlinuria syndrome 2106 E724 HINEE
=e e
© A2 FrE s 1#EE(CE % Disorders of amino acid/organic acid metabolism 112%10535 HEIESC
AR B
E72.9
- Amino acid metabolic E70.9 11441 H 23H{EZIEICD-
2 YA ANy
02 A2 01 R disorders(Aminoacidopathies) 2709 E72.10 10-CM 4R
E72.89
4z
02 |01 A2 02 =R FRIE Homocystinuria 270.4 E72.11 ;%;ElOHZSEIﬂ;EEP;‘(
02 JO1]1]A2 03 = FE A B T Hypermethioninemia 270.4 E72.19
02 |03] |A2 04 JERER M = H el I RE Nonketotic hyperglycinemia 270.7 E72.51
yom——
02 oa] |a2 | os SRR Phenylketonuria 270.1 E70.0 gf 10H 25 HEIEAL
02 |05] |A2 06 VUG FEMES = i Tetrahydrobiopterin deficiency 270.1 E70.1
02 |06 A2 07 M = B IE Hereditary tyrosinemia 270.2 E70.21
02 |o7] |A2 08 HEAE FRIE Maple syrup urine disease 270.3 E71.0
09 A2 09 I LU Organic acidemias 270.9 E71.118
09 |01] |A2 10 F I T Isovaleric academia 270.3 E71.110
- e S I type I : E72.3
09 |02] |A2 11 BERIE - AR B . 270.9
TR _REFRIE » SE—AY ~ 55 A Glutaric aciduriatype I ~ I typell : E71.313
09 03] |A2 12 INESIIRE Propionic academia 270.3 E71.121
09 Jo4] |A2 13 FH RPN — B U Methylmalonic acidemia 270.3 E71.120
o - o 11154 H 13H A= @A)
09 |05 A2 14 3-FREL-3-FH AL TR —RE I 3-Hydroxy-3-methylglutaric acidemia 270.9 E71.118 -
FOE SRR yroxy-3-methvg A B TR
e o N PAH type PKU combine with sucrase- 1127 F10 25 HBIETHST
iz Rl ARIES e [E 2R T b . - . . . . A
48 A2 15 R FRE & (O e WE G B 2R SEHE s B = e isomaltase deficiency 271.3+270.1 E74.31+E70.0 HNE

1




{BIERTST

112/10/25

B 3 L WEET ICD-9-CM ¥Rt ICD-10-CMZHE x
. BT F AR e e gAY RS i HEE
EIEHF SR % 5 11144
84 A2 16 1= ot o EL R [T Hyperlysinemia 270.7 E72.3 H13H A= @ AE A S
EIEF SRS
85 A2 17 2 B T Histidinemia 270.5 E70.41
86 A2 18 EEE%EE /'LiﬁﬁtAﬁftFﬁ%%ﬁ}lZF j;I‘F\I:IiL’I‘LyI‘L,’IULUI TYyT-CUA CATOOXYTdST 270.9 E71.19
87 A2 19 2B LR = Multiple carboxylase deficiency 270.9 D81.819
99 A2 20 5 AT T Hyperprolinemia 270.8 E72.59
119 A2 21 e R R g;r;)ircr;zt]lccybammo acid decarboxylase 270.2 £70.9
118 A2 22 Tig Bt £ Ll = I Tyrosine hydroxylase deficiency 270.2 E70.20
_ [ Cobalamin C defect (Methylmalonic 112/ F10 525 H{EIEHF
ZINIE £ [ foifise ERL 1
A2 23 FREE P — RRMAE GF SRR PR 1E, cb1CAL acidemia and Homocystinuria, cb1C type) E71.120+E72.11 HITE
1125210 H 25 HEIESESL
A2 24 JE &8 M = B R B PRI Primary hyperoxaluria E72.53 FUNE S 1124F1H17H
T A A A 5
\ ; 1124F A H 19 H # A 1EF
A2 25 HPRIE Alkaptonuria E70.29 B’\i¥ﬁi§'
JRATEUS /NG s
© ARSI 7N EFRIE Lysosomal storage disorders 56 A A3 » L [ETEASME
o~ BT ST
05 A3 01 JA3 01 |=FBEKE Gaucherzs disease 272.7 E75.22 BIEFE R
- L GM1 : E75.19
2 A 2 1A 2 LR ETE RS AT M1/GM2 | A
0 3 0 3 0 GM1/GM2tHZE B Er BE EEFEE GM1/GM2 gangliosidosis 330 GM2 : E75.00
L ¥
52 A3 | 03 |as 03 |Fabry ERECEELE ) Fabry disease 2727 E75.21 %1'357)% ISHETEP S0
type A : E75.240
type B : E75.241
type C : E75.242 ; D
54 A3 04 |A3 04 |Niemann-PickJE @ S5 EERERS EEfEE Niemann-Pick disease 272.7 type D : E75.243 iéi‘(ﬁjﬂgﬁzﬁg’aﬂfmmD
E75.244:Type A/B S
other : E75.248
unspedified : E75.249
y——
89 A3 05 JA3 05 |MLDJE{EEE Metachromatic leukodystrophy (MLD) 330.0 E75.25 ;i/ZJET%EOH BHEERL
N
- ; T
A3 06 a3 06 |epampons e e q10b01d cell leukodystrophy (Krabbe’s 330.0 £75.23 1124F10 H 25 HE IFHE S
disease) KINE
BB ES R s i B i id li y——
A3 07 las 07 AR EA R AEERERE M A I EE = iE (B A = Infgn_tlle form Iysosom_al acid lipase 2797 E75.5 112710525 HB1IEBE
IE) deficiency (Wolman disease) KINES




L TE B4
Cim | e 3R S ) |CD-0-CMégH5 | 1CD-10-CMiFS e
A7 01 |A3 08  |Bpzs i E Cystinosis 270.0 E72.04 ;;;TNHZBEIEA%M
Typel :
E76.01
E76.02
E76.03
Typell :
E76.1
A7 02 |A3 09 |ZL%efiEE Mucopolysaccharidoses 277.5 S;ge;m ;;;TlOHZSEJEA7_OZ
E76.211
E76.219
E76.22
E76.29
Unspecified :
E76.3
A7 03 JA3 10 | &k CmiEy (FEREE) Fucosidosis 271.8 E77.1 ;;;JENHZSEEAIOS
A7 04 |A3 11 [ = 5 Sialidosis 272.7 E77.1 JEAT-04F5 %]
type I : E77.1
A7 05 |A3 12 |ZhAEEE Mucolipidosis 272.7 type I ~ 1M : E77.0 |JRAT-05%%
type IV : E75.11
AT 06 JA3 13 | TS 1/ GE A TE Neuronal ceroid lipofuscinosis 330.1 E75.4 JHAT-065£%1]
11441 H 23 H{EIEICD-
A7 07 JA3 14 | e rEREHsEEE = E Multiple sulfatase deficiency E75.26 10-CM&if5
e JFAT-071851 » IEIEDL
XRANES
OALKAEE YIS EE Disorders of carbohydrate metabolism 1124F10 25 H BEsTH
AR ]
10 A4 01 I E Galactosemia 271.1 E74.21
YPE U - =714.09
type I : E74.01
type I : E74.02
type II : E74.03
19 A4 02 FF R T Glycogen storage disease 271.0 type IV : E74.09
type V : E74.04
type VI-IX : E74.09
Von Gierke's :
24 .01




{BIERTST

112/10/25

Al b L R ICD-9-CM ¥Rt ICD-10-CMZHE x
e L 220 HFF 9t F AR e e P A(HEES) RS L HEE
11441 5 23H E1EICD-
. — Glut (Glucose transport)1 deficiency 10-CM 4R
147 Ad 03 ER KR 1k 271.8 E74.810
RS 25 o ey e R B o T syndrome 1126F10 A 25 FETF 83
NAN
11441 H23 H{£IEICD-
— . 10-CM¥gHE
Ad 04 RN G = Transaldolase deficienc E74.89 e
RS A y 11141 H 12 H i A8 F
|"/\ﬁ:.¥ﬁ-j-
© ASHEANlESE(EEE Disorders of fatty acid oxidation 1126210 F 25 L8 9
AR Eayi]
E71.30
E71.310
E71.311
E71.312
11 A5 01 RS RAE S LIE G Fatty acid oxidation defect 277.8 E71.313
E71.314
E71.318
E71.32
E71.39
11 |01 A5 02 JE S A G = e Carnitine deficiency syndrome, primary 272.9 E71.41
. Medium-chain acyl-coenzyme A
SRS A E =) . . .
% AS 03 PSR S G dehydrogenase deficiency (MCAD ) 2178 E71.311
. Short-chain acyl-CoA dehydrogenase
115 As | o4 SR 25 S deficieney yarod 21738 E71.312
. L A N s 1124E10 H 25 HEIE T 3
© ABHI4BL L % Mitochondrial disorders o
- P AR ek e
12 A6 01 4R B Mitochondrial defect 277.9 E88.40
H49.811
v H49.812
12 Jo1] |A6 02 Kearns-Sayre [CiEEEE Kearns-Sayre syndrome 277.8 H49 813
H49.819
12 ]02] |A6 03 Leigh (K ZE IS A BEHRE Leigh disease 330.8 G31.82
12 |o3] |as 04 MELASE{RRE MELAS 758.89 E88.41
MNGIEJEfEEE Mitochondrial neurogastrointestinal 1124E10 H 25 HETE ST
i A g e T B R encephalopathy syndrome 279 R L
101 A6 06 PR P B R S Pyruvate dehydrogenase deficiency 271.8 E74.4
y——
A6 07 B IE(ERE Barth syndrome 759.89 E78.71 ij%@%oﬁ SHEIEAS
N
g e > ] [ 2]
A6 08 S 3 (e M R R A i Leber hereditary optic neuropathy H47.22 L1083 s 4 fea il

AN it
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EIERTY

112/10/25

e | ETHRTS g j SR (RS ICD-9-CM#Rf | ICD-10-CM#RH 5
. BBk 4 R s SR #4 gAY w5 i HEE
TIZT-10 )3 2O ] TN ARty
NI I B A A
© AT 44 2 EL Disorders of vitamin metabolism S N > SIRGET
TEERAHEE L B
AZkE
112410 H25H JKA11-10
02 |02] |ALL 10 |A7 01 |4EMZEiEH=E Biotinidase deficiency 277.6 D81.810 FHIAT-01 > WHEIFTE
NE
g e
© ASBHE[ERE KBS L ## Disorders of cholesterol and Lipid metabolism 1125'310%{2’5 HEIESC
Glbax e
46 A8 01 [B]& T2 = P [ B T Homozygous familial hypercholesterolemia 272.0 E78.01 Eiﬁﬁ;g HIEEICD
- S 1155
=e e
67 A8 02 S M = AL fokr LT Familial hyperchylomicronemia 272.3 E78.3 ijﬁﬁ;oﬁ BHEEHRX
N
e ‘ . . E78.00 1145£1 H 23 H{&ZIEICD-
Aofo3| as | o3 TEEME (EE) Sitosterolemia 272.0 E78.01 10-CMZGHE
All 06 |A8 04 Rt EEEEENEE Congenital generalized lipodystrophy 272.6 E88.1 ;j;{?loﬁ 25HRALL-06
J.’iLLFJ.U)—J ZO 1 I L-07
All 07 JA8 05 |FsHEit e Cerebrotendinous xanthomatosis 272.7 E75.5 #51 » WAEIETE TR/
s i . 112410 25 HEIEHF X
OAY%: & E Disorders of metal metabolism T - -
e a2
6 A9 01 B AR ECE Wilson’s disease 275.1 E83.01
51 A9 02 Menkes JE{ZEE Menkes syndrome 759.89 E83.09
A9 03 SHEHEEE = E Molybdenum cofactor deficiency 277.8 E61.5
- . . . 112410 H 25 HEIEH ST
OAL0EE (RS EH Peroxisomal disorders T ~ -
A BT S TR
39 Al0 01 Zellweger (G EEEE Zellweger syndrome 277.9 E71.510
E71.511
E71.520
73 Al0 02 B RRES 8 B Adrenoleukodystrophy 272.7 E71.521
E71.528
E71.529
T
71104 Al0 03 BT IR BE RIS R E R B Rhizomelic chondrodysplasia punctata 277.8 E71.540 ;izfi%}oﬁ BHEIEAS
JNER
- - - 1124F10 H 25 H BEsTH T
OALLH A {5 5 Other metabolic disorders - -
RiPAR e
E80.20
03 All 01 SBEE Porphyria 277.1 E80.21
E80.29




{BIERTST

112/10/25

B Es ) L R ICD-9-CM ¥Rt ICD-10-CM¥gHE; x
e | BN o PR ESCLEAC ) i s st
26 All 02 Lesch-Nyhan & fiE (B8 E Lesch-Nyhan syndrome 277.2 E79.1
34 Al1l | 03 Sof B A Ll Sulfite oxidase deficiency 270.0 E72.19
= v~
%2 Al | o4 S TR (L T Congenital disorder of glycosylation, CD 277.9 E77.8 Egﬁ BHBEHR
93 A1l | 05 — H B TR Trimethylaminuria 271.8 E72.52
94 All 06
137 All 07
. E83.39 1124210 H25H 5 A11-08
S g e
All 08 | All 06 |{EEEEETSHHE Hypophosphatasia 275.3 E£83.31 B HEALL06
112410525 H 5 A11-09
A1l | 09| A11 07  |Betafifi il = i Beta-Ketothiolase deficiency 270.3 E71.19 EREALL-07 5 {BIFHE
R/ANES
TIZT-I0 )] 2O PR II-IT
IEWEZEALL-08 > WETE
All 11 |Al11 08 | KRESHLEEH=E Cerebral creatine deficiency E72.8 FA/NE 5 1LUFETH
13 H i A= ta s A 2o
112£|510)§ 25HHAL11-12
SIE _ . g ke
All 12 JAll 09 |WifaZ (A =B ThRE R (EEE Thiamine metabolism dysfunction syndromes E51.8 gﬁf;ﬂ giliﬂ? IHEf;
H A= ta I A i
. v ) 1124F10 25 HIBIE S
B HSER el 24t £ Disorders of the brain or nervous system T i 47 5%
: / e E e
1124£10 H 25 HE TR
Multiple sclerosis, MS/ Neuromyelitis optica A/NE ;1104811 H24H
Z P \
04 B1 01 S MERE (LI Z A A R 3R spectrum disorders, NMOSD 340 G35/G36.0 i AR T
I 2418 5 ICD-10-CM 4R A,
08 B1 02 W ZEHE M2 L RE Amyotrophic lateral sclerosis (ALS) 335.20 G12.21
16 B1 03 S R i SRR Ataxia telangiectasia 334.8 G113
22 Bl 04 ?TL,EE&%EBJ__ l'lhullI’LI'I‘I\glUII Uistase( DCHEUTTyomn s 3334 G10
31 B1 05 T EIE Rett syndrome 330.8 F84.2
G12.0 11210H25H1124F1H
32 B1 06 BEEtEHL A ZEHEE Spinal muscular atrophy 335.10 G 12' 1 17 H g A A Ep A&
' IFICD-10-CM4g 1%
33 B1 07 A5 NSRRI E T T e et Spinocerebellar ataxia 334.3 G11.9 114£E1,H, 23 HEEICD
10-CM ¥t
36 B1 08 SEER MR LIE Tuberous sclerosis 759.5 Q85.1
s Congenital insensitivity to pain with
71 BL |09 SRR R R & BT ; viop 705.0 L74.4

anhidrosis ( CIPA)

6




{BIERTST

112/10/25

B 3 L WEET ICD-9-CM ¥Rt ICD-10-CM¥RHE x
. BBk F AR e e gAY w5 i HEE
104 Bl 10 AR A AR s — Neurofibromatosis type II 237.72 Q85.02
105 Bl 11 Alexander (535 Alexander disease 331.89 E75.29
108 B1 12 (ERSTEIRE Stiffperson syndrome 333.91 G25.82
127 B1 13 MR S M N B e Hereditary spastic paraplegia 334.1 G11.4
130 B1 14 Joubert IEMERE ( FEM/ NS IB[E2E R4 )  |Joubert syndrome 759.89 Q04.3
Bl TETRUFK & F
135 B1 15 Pelizaeus-Merzbacher [T ( 1615 3 AR Pelizaeus-Merzbacher disease 330.0 E75.29 112£E}0H BHEEHRX
JiE) NE
ITIZTT- 1020 S 0%
. . R/INES 3 1104E8 H3H
136 B1 16 ] - B I G Charcot Marie Tooth disease 356.1 G60.0
Bl AT E %ﬁ.ﬂ‘iﬁ’\ﬁtﬂgftﬂfj;i
J.J.4£Fd.H O[] 'H;;J_[:JL,LJ-
141 BIL |17 o A A (5 B A A M L 22 ) Kennedy disease 335.8 G12.24 erry MR
G12.29 :
1124E10 H 25 FEIEHE T
=
T
144 BL |18 SR RE 5 SV Familial amyloidotic polyneuropathy 277.3+357.4 E85.1 ;iff;loﬁ BHEIEAS
N
B1]18] |B1 19 MoebiusyiEfEEEE Moebius syndrome 352.6 Q87.0
Bl 20 McleodJiE(EEE Mcleod syndrome 758.81 82;2
B1 21 Aicardi-GoutieresfiE{EEf Aicardi-Goutieres syndrome 330.0 G31.89
Methyl CpG binding protein 2 duplication 1127105 25H 5 B1-23
B1 23 |B1 22  |MECP2 4z & E(EEE syndrome 330.8 Q99.8 EREEBL-22 ; (EIFE Y
( MECP2 duplication syndrome ) KINES
1144£1H23H{EIEICD-
10-CM4Rh5
; . (G40.833 112/F10H25H 5 B1-25
B1 25 |B1 23  |DravetfE (et Dravet Syndrome,DS G40.834 ERIEB1.23 : 1126F1 ]
17TH AR A B
FICD-10-CM¥Rh%
112410 H 25 H J5B1-26
B1 26 |B1 24 B EEEEIE Vanishing white matter disease G37.8 PR ZEB1-24 ; (BIFH T
KINES
1124210 425 H EB1-27
_ _ IEMZEBL-25 1 {BIEH
si| | 1 |27 et | 5 |msmmsmmme s e e recaeneration. (oA 2779 6230 |k : 100410/ 131
ARSI A SHEBIES
PR ok R B1-27




EERTST ., . 112/10/25 e . N
j L ICD-9-CM %zt ICD-10-CM4RHE z
. BBk B R HR gAY w5 i HEE
TIZT-I0 20 0 D 1-20
" Phospholipase A2 associated IERZEBL-26 ; 109410
Ste e fR g 77 2 =1 ) .

Bl 28 |B1 26 |BEAEE FEARNE AR > AR B R neurodegeneration(PLAN) G230 H 13 H AR R R AN

112£|£10)5J 25H 5 B1-29
. . BEREBL-27 ; {BIFFT
B1 29 |B1 27 -EXS Pitt-Hopkins syndrome 87.0 = -
R T TR pkins sy Q NG LOEBHIAE

AEEFIER A T

11247105 25H J5B1-30

. ot s Beta-Propeller protein-associated E2B1-28 5 {BIFEC
v %4 Z =X =y " .

B1 | 30 |B1 28 |BetalZ ik M B MR (LR neurodegeneration (BPAN) G23.0 Jo/NEg § 1114E4 A 13H
(AR A AL A E R b
1124F10 5 25H J5B1-31

Infantile-onset ascending hereditary spastic PR ZEB1-29 ; (BIFH T
=P IR p .

B1 31 |B1 29 |BRGARY 1T (R R S R paralysis, AHSP Gl22 JoNEg © 111457131
A A E A
1124104 25H 5 C1-08

C1 08 |B1 30 SR MR REMERE AR BRI Congenital central hypoventilation syndrome 327.25 G47.35 F£%1B1-30 » WHEIFILX
NINE

N1 08 |B1 31 |Von Hippel-LindaujiE{EEE Von Hippel-Lindau disease 759.6 Q85.8 JFAN1-08%%1/B1-31
11441 H 23HZEICD-

B1 32  |Basilicata-AkhtarfE {#EE Basilicata-Akhtar syndrome F78.A9 10-CM 451
1124F7 514 H#EAERL
B1 33 | EEE-ERAL AR 2 Chorea-acanthocytosis G25.5 11212 512 H AR
5% WETHES Y
C WREIRZ45E Disorders of the respiratory/circulation system ﬂ’EEEP%&iE 5 S
SRR
pm—
9% ct |m e 2 B R L Idiopathic infantile arterial calcification 747.89 Q28.8 iff;}oﬁ BHEIEAS
100 C1 02 TR LRE Cystic fibrosis 277.00 E84.9
s o) - Idiopathic or Heritable pulmonary arterial
109 cl 03 FraatEsCR AR = B hypertension (IPAH or HPAH ) 4160 127.0
T
126 C1 04 Holt-OramE(EEE Holt-Oram syndrome 759.89 Q87.2 ;iif;}oﬁ BHEBERIL
Andersen[XE{BERF < O BT R i R 080 A A
140 C1 05 Andersen syndrome 359.3+426.89 E74.09
TEIRBE PP TR Y
T
146 C1 06 (M M T TR Hereditary hemorrhagic telangiectasia 448.0 178.0 ;iif;}oﬁ BHEIEAS
C1 07 25 B MR e S B Asphyxiating thoracic dystrophy 756.4 Q77.2
& METHY

D H{EZ% %% Disorders of the digestive system ﬂ<£t¢%)§2ia HESE

ARE




ENSNI o 112/10/25 - . N
& - F%? 2 I ot R4 BRAES) ICD-9-CM#f5 |  ICD-10-CM4RH et
. - : BIEFSORNE 5 1114
e s Progressive familial intrahepatic -~
40 D1 01 TR B/ R e oresst P 751.69 K83.1 AH B H A A S
cholestasis,PFIC
EIEEH T
41 D1 02 L= B Inborn errors of bile acid synthesis 277.9 E78.70
Fe R MERERE & PRI RE Y
117 D1 03 ol -PilREE L EFEL= E al- Antitrypsin deficiency 277.6 E88.01
ﬁF‘Z A 47 CUNYETIAr ersttiar LEr Ul Uajdl //'//I ke
131 D1 04 FERVECAal R A £ & R T 3 hyperplasia with neuronal intestinal 750.5 Q43.8 U2F10A25HEIEAT
zZ= = 2
B S dicnlacio KINE
g e
D1]05 D1 05 A SR (R Alagille syndrome 759.89 Q44.7 L24E10A 25 H TR
FeTr 25 BT i B gille syl JoNES
JNEE
-03%%
Z1 03 |D1 06 |52-FF-FEiE(ERE Tricho-hepato-enteric syndrome 759.7 Q89.7 1126F10 425 H i Z1-038%
P 5
TN N . 11210325 HBIEF S
E  BHEILR 24585 Disorders of the renal/urinary system i o -
R i BT WS U T
27 El 01 Lowe (X HE(ERE Lowe syndrome 270.8 E72.03
114 E1l 02 Bartter (& E B EE Bartter’s syndrome 255.1 E26.81
El 03 El 03 ’E‘g*@ﬁ‘gﬁi @%%f H «J__«J% :t]:tiiglllal IELESSIVE PUTYLYSUL RIUTIEY 75314 Q6119
112510 H 25 H{BIEHE S
E1l 04 T A IEERE Alport syndrome Q87.81 K/NE 110411 H23H
T A I E A 5
~ vy 11210325 HBIEF
F & 2405 5 Disorders of the cutaneous system T ~ -
4 BT H A AR
Q81.0
Q81.1 1115 F 12 A A7 F)
21 F1 01 IEEM:FE i At K EE Hereditary epidermolysis bullosa 757.39 Q81.2 (GESEU
B R SR K ry ep y A T
Q81.8
Q81.9
24 F1 02 JEAR i (B RS R Lchthyosis, lamellar recessive 757.1 Q80.2
) y!
56 F1 03 fRpE e Collodion baby 757.1 Q80.2
57 F1 04 B g Harlequin ichthyosis 757.1 Q80.4
7K5@?£§Ei‘ﬁ$@\ﬁ%%*%%]:}§zﬁ (%&%ﬁ%@‘rﬁ% DUInuuo bUIIUCIIIlCT.I IbIILIIyU?IIUIIII 11245'510)%255{[%1Eﬁj
58 F1 05 \ erythoderma ( epidermolytic 757.1 80.3 o
(LBRER) erytioderma ( epidermolyt 0 JhE
y——
69 F1 06 SR AR BARE Ectodermal dysplasias 757.31 Q82.4 ;ii%ﬁ;oﬁ SHEIEAS
N
103 F1 07 Meleda &5 Meleda disease 757.39 Q82.8
138 F1 08 DarierfCE (BFEALRE) Darier’s disease 757.39 Q82.8
y—
142 F1 09 N LU T Dyskeratosis congenita 757.39 Q82.8 U210 325 HEIEAS
AN
JNER
- } o Diffuse non-epidermolytic palmoplantar 11210525 HB1IEBE
FL10 7L 10 FERE B e P LA AE =1 keratoderma type Unna-Thost 757.39 Q828 KINES

9




EE [ prne]  112/10/25 L - R
i By o 3 7 ICD-9-CM ¥Rt ICD-10-CMZHE z
. VAR ZVagi 4 R s SR #4 gAY w5 i HEE
yo—
F1]11 F1 11 B ZE LT Incontinentia pigmenti 757.33 Q82.3 ;iff;loﬁ BHEIEAS
N
2 g, IR S RGBT I A
G HILIA %45 Disorders of the muscular system . ~
RIS 4 S IBAHE
18 Gl 01 EIC LA BT Duchenne muscular dystrophy 359.1 G71.01 114$1H 23H{ELEICD
10-CMZR#E
11441 523 H{&IFICD-
. . N . 10-CM ¥l
49 Gl 02 Nemaline% e Nemaline rod myopath 359.0 G71.21
emaline& iR AL AP 2 yopathy 1126£10 A 25 F(ETF 3
KINES
77 Gl 03 Schwartz Jampel (G JiE {5 E+ Schwartz Jampel syndrome 756.89 G71.13
81 Gl 04 HILIAI 58 BT Myotonic dystrophy 359.2 G71.11
2T ICD-
113 G1 05 LA RS Facioscapulohumeral muscular dystrophy 359.1 G71.02 134$E§£ HZIEICD
- S Hiny
1144£1H23H{EIEICD-
N 10-CM ¥l
149 Gl 06 Rk Myotubular myopath 359.0 G71.220
AL/ INE 788 yotbu yopathy 112410 F 25 [ (B IEHr
KINE
11441 H 23HZEICD-
G1]07 Gl 07 R INNES =308 Becker muscular dystrophy 359.1 G71.01 10-CM&gfs
) 1124£10 H 25 HE TR
INE
G1 08 Freeman-Sheldon & iE{EET Freeman-Sheldon syndrome 759.89 Q87.0
G71.031
G71.032
G71.033
G71.0340
. . . G71.0341 1141 H23H{E1EICD-
FHEIE] \ _ E
Gl 09 gzl =3ns Limb-girdle muscular dystrophy 359.1 G71.0342 10-CMEETE
G71.0349
G71.035
G71.038
G71.039
11441 H 23 E1EICD-
Gl 10 e RMEHAEE Congenital muscular dystrophy 359 G71.09 10-CM&gfs
b 112410 H 25 HEIESLSL
KINE

10




TEIEATT | e 112/10/25
i 5 o 3 L R ICD-9-CM#RHE ICD-10-CMZHE x
. paE s 4 R HR P A(HEES) RS L HEE
11441 5 23H E1EICD-
Gl 11 =SSP (iasg IR S Central core disease 359 G71.29 1?2%?%%55{[3?!:351
NAN
11441 523 H{&IFICD-
Gl 12 AU LIRS Multiminicore disease 359 G71.29 ﬁziﬁl\qfﬁ}f% AEEsy
ANE
11441 A 23H EIEICD-
. . Emery-Dreifuss muscular dystrophy G71.00 10-CM 4R
Gl 13 Emery-DreifussH & T (EDMD) G71.09 112/F10H 25 F (B IES3r
NI
Gl 14 GNE &R RS GNE myopathy G71.8
Gl 15 SRR R Stormorken syndrome D69.8
4z
H & Ki#E $ Disorders of bone and cartilage gfﬁ;;{ H ;ZHE; ig?
RS e
14 H1 01 WU RN 2E Achondroplasia 756.4 Q774
29 H1 02 BB R EE Osteogenesis imperfecta 756.51 Q78.0
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fEIERIS VIERESE S R4 YA GEDS) ICD-9-CM#gt5 |  1CD-10-CM%RH5 fhist
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M88.0
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
M88.9

42 H1 03 JFEEM ST R Primary Paget disease 731.0

44 H1 04 SRS R Cleidocraninal dysplasia 755.59 Q74.0
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50

05

N

Y

PEEAEMERLR

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

112410 525 B IEH T
KNGS

88

06

s
e
o

Split-hand/ Split-foot malformation (

hand755.58
foot755.67

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

91

07

Osteopetrosis

756.52

Q78.2

111

08

Pseudoachondroplastic dysplasia

756.4

Q77.8

H1

09

Multiple epiphyseal dysplasia

756.56

Q78.3

1124F10 5 25 HEIESE ST
KINES

10

Craniometaphyseal dysplasia

Q78.8

112410 525 HEIEHE T
KN




TEIERTSY | 1o o 112/10/25 — — -
i )y s e 3 7 ICD-9-CM ¥Rt ICD-10-CM¥RHE z
. VAR ZVagi 4 R s SR #4 gAY w5 i HEE
TIZT-10 )] 20 1 D124
B1 24 |H1 11 |B&Hh/NEEE ERE Cerebro-Costo-Mandibular syndrome 759.89 Q87.89 A1 > WHEIET TR/
M1 07 [H1 12 |Crouzontt fiEfERE Crouzon syndrome 756.0 Q75.1 ;j;ﬁ'ﬁloﬁ 25HRM1-07
E4
M1 17 |H1 13 |PfeifferfCE{ERE Pfeiffer syndrome 755.55 Q87.0 ;j;ﬁﬁlmﬁ 5HFEMI-17
4
P AL I R 112410 525 HEIEHF X
| &E4r4H4% 55 Disorders of the connective tissue AN o _
i BT A S T
80 11 01 PPN e Ui Ehlers Danlos syndromeIV 756.83 Q79.63 114$1H 23H{ELEICD
10-CM&R 1
. i~ . 112410 525 HEIEHF X
J MR &4 EE Disorders of the hematologic system AN o _
/ oSy BT Y L AT
35 J1 01 EAEERMEm Thalassemia major 2824 ng(l)
76 J1 02 /MR e Thrombasthenia 287.1 D69.1
116 J1 03 FREREFEHECH=IE Homozygous protein C deficiency 273.3 D68.59
=e e
zilos| 1 | os B L 14T 22 e Paroxysmal nocturnal hemoglobinuria 283.2 D59.5 i/ZJEOH BHEIEASL
N
11441 A 23H EIEICD-
10-CM4gHE
. . . 1124F10H 25 H it ek
Congenital thrombotic thrombocytopenic
n 05 (SR MMt P INHRIES TSR Surpura yiop MBL1O vl IS T
BHE Fo 72 L5299 (J1-05)
EREWE—ET—F
tH+"H-
. e . 11251025 H{EIEF3L
K yE &40 85 Disorders of the immune system T g -
o 4 BHETH A R
65 K1 01 JE S M e M T S Chronic primary granulomatous disease 288.1 D71
iz e
82 K1 02 S RN = RIS ER R H EE(REEE Congenital hyper IgE syndrome 288.1 D82.4 ;ii%%oﬁ BHEBIEAL
N
122 K1 03 AT AR R BRE H IAE Bruton’s agammaglobulinemia 279.04 D80.0
y——
123 K1 04 Wiskott- Aldrich{X e (R Wiskott- Aldrich syndrome 279.12 D82.0 iiﬁfﬁéo}% BHEERL
N
D81.0
D81.1 1141 H23H{E1EICD-
124 K1 05 BEESHAERZE Severe combined immunodeficiency 279.2 D81.2 jo -
D81.31 10-CM 4%
D81.9
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112/10/25

i EoEFs o 3 L WEET ICD-9-CM ¥t ICD-10-CMZHE z
. VAR ZVagi 4 R s SR #4 gAY S S HEE
yo—
125 K1 06 RS R (8= fiE Complement component 8 deficiency 279.8 D84.1 ;iff;loﬁ BHEERL
N
759.89 (279.8 » s
128 K1 07 IPEX fE{ERE IPEX syndrome 569.89 » 259.8 - E31.0 llZEEiOHZSEﬂgIE%j{
KNG
758.89)
152 K1 08 RSB  MIE(ERE Hyper-1gM syndrome 279.05 D80.5
K1 09 vy HEZZ RS Interferon y receptor 1 deficiency 279.4 D84.89 114$1H 23H{EIEICD
10-CMZR#E
g e
K1 10 B (EME I M K i Hereditary angioedema (HAE) D84.1 ;iZJE;'}OH BHEIEA
JNEE
114421 H 23 H{EIEICD-
" 10-CM 451
F1 12 |K1 11 y Nethert d 757.1 80.8
NethertonJE{EEE etherton syndrome Q 112410 25 F EF1-128
S SHEIETSCK/INE
1144£1H23H{EIEICD-
. N . . . D59.32 10-CM4Rh5
J1 05 |K1 12 LA =R Atypical hemolytic uremic syndrome 283.11
FI > HETEFSTR/NE
2 JUS, . 112710 5 25 HEIE L
L Wiz s i Disorders of the endocrine system L ~ -
y BT S B
25 L1 01 Kenny-Caffey [ RE Kenny-Caffey syndrome 759.89 Q87.1
30 L1 02 BRI B ARBREAETE Pseudohypoparathyroidism 275.49 E20.1
, . : C 1104F8 H 3H A= A1 ED
38 L1 03 P Ft 7 (T B Rk T B 41 X-linked hypophosphatemic rickets 275.3 E83.31
AR it 258 (e U (R I i e (B ypophosp S R 4
= //g : _
59 L1 04 Laron [ R (EMEEE: Laron syndrome ( Laron Dwarfism) 259.4 E34.321 114@1,)? 23H{ELEICD
10-CM4hls
61 L1 05 Bardet-Biedl (G iE{EEE Bardet-Biedl syndrome 759.89 Q87.89
. 11210525 H{E1IF3L ST
64 L1 06 AlstromEEJE (i Alstrom syndrome 759.2 87.89 o -
PR AR y < B4 BT NS
. N Persistent hyperinsulinemic hypoglycemia of
66 L1 | o7 S R 5, 2B S . v ypogyy 251.1 E16.1
infancy (PHHI)
72 L1 08 Wolfram X E(EREE Wolfram syndrome > DIDMOAD 277.9 E88.9
74 L1 09 McCune AlbrightfCfEERE McCune Albright syndrome 756.59 Q78.1
90 L1 10 S R L M B f;?/r:rzzlmellc dysplasia with autosomal sex 758.89 099.8
106 L1 11 B [P R (R ACTH resistance 253.4 E27.49
. P - - T
107 L1 12 S5 e e 2D (AR 25 Hydroxyvnamm D1-alpha-hydroxylase 268.0 £83.32 11210525 H{E1IE3E ST
deficiency KINET
120 L1 13 S RME RS E RS Congenital adrenal hypoplasia 759.1 Q89.1
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112/10/25

B ) Ly UEES ICD-9-CM ¥t ICD-10-CM4RHE =
. BBk F AR e e gAY w5 i HEE
121 L1 14 Kallmann & iEfBEEE Kallmann syndrome 253.4 E23.0
g bt
L1 15 KM AR SRk PR Permanent neonatal diabetes mellitus 775.1 P70.2 ;iZJE;'}OH BHEIEA
JNEE
L1 | MIRAGE Ji:{i:Bf MIRAGE syndrome 089.8 1%9{"5 ﬁi)is SES
uarpleEZSE TRINFRZR |
L . : , TG SREHAME - &
M SR HE B EECongenital malformations/syndromes S
) TE SR TS
E Lz IT
G Es -
13 M1 01 Aarskog-Scott i B+ Aarskog-Scott syndrome 759.89 Q87.19 iéiﬁﬁ ﬁzts HEIEICD
- SIEALTS
37 M1 02 FAAR G FEERE Waardenburg syndrome 270.2 Q87.89 114&1% 23H{EEICD
10-CM4RH5%
43 M1 03 EASERIE Apert syndrome 755.55 Q87.0
60 M1 04 Smith-Lemli-Opitz (G E(EEE Smith-Lemli-Opitz syndrome 759.89 E78.72
62 M1 05 LarsenfCE(ERE (SRS RMRR I ERERE) Larsen syndrome 755.8 Q74.8
70 M1 06 Beckwith Wiedemann{& i {5 R+ Beckwith Wiedemann syndrome 759.89 Q87.3
1124£10 5 25H J5EM1-07
78 M1 08 M1 07 |FraserfCE R Fraser syndrome 759.89 Q87.0 F%1IH1-12 ; [EM1-083%
HEM1-07
95 M1 09 M1 08 | & E AR R Multiple pterygium syndrome 759.89 Q79.8 %ig%gﬁ%%aﬁl\ﬂlog
1144£1H23H{EIEICD-
110 M1 10 M1 09 |Cornelia de Lange iE{EEE Cornelia de Lange syndrome 759.89 Q87.19 10-CM&gfs
Qe s gesy ' ' 1124105 25 [EM1-10
P EM1-09
11272105 25HEM1-11
132 M1 11 M1 10 |iE8hS - AL I EERE Hallerman-Streiff syndrome 756.0 Q87.0 PEHEMI1-10 5 (ZIF3EST
KNE
1124105 25H FEM1-12
PEHEMI-11
133 M1 12 M1 11 |KabukifE{#EREE Kabuki syndrome 759.89 Q89.8 111@7 H13H g4 1&H]
A BB EZE R
j(éﬂﬁ
134 M1 13 |M1 12 |E-#E-f5 (Hb) EERE Oto-Palato-Digital syndrome 759.89 Q87.0 ié:;;iﬁﬁzlszaﬁ M1-13
139 M1 14 M1 13 |Conradi-Hunermann{X e (R Conradi-Hunermann syndrome 756.59 Q77.3 i};:ﬁi@?ﬁi@ﬁﬁl\ﬂlm
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fhist

143

15

M1

14

Treacher Collins & JE{EEE

Treacher Collins syndrome

756.0

Q75.4

1124£10H 25 H JfM1-15
IERWEML-14 1 EIEHSC
KINE

145

M1

16

M1

15

Robinow K JEEEE

Robinow syndrome

759.89

Q87.89

11451 H 23 H{EIFICD-
10-CM ¥R

1124£10 A 25H JEM1-16
EREMIL-15 5 (EIEIS
KNS

153

M1

19

M1

16

fa (k) R

Nail-Patella syndrome

756.89

Q87.2

1124£10H 25H JFiM1-19
EHEML-16 ; [EIEFC
KINE

N1

19

M1

20

M1

17

CFCHE(EF

Cardiofaciocutaneous syndrome

759.89

Q87.89

112410 H 25 H [EM1-20
EFEML-17 ; (BIFH T
KNG

M1

21

M1

18

Peters-PlusfE{EEE

Peters-Plus syndrome

743.44

Q134

1124E10 A 25 H JiM1-21
AR ZEM1-18

M1

22

M1

19

NagerfE{E=EE

Nager syndrome

756.0

Q75.4

1124F10H 25H JfM1-22
IEFIEMIL-19  BIEHLL
KA

M1

23

M1

20

CHARGESEEE

CHARGE syndrome

759.89

Q89.8

1124F10H 25H JfiM1-23
IEFIZEML-20 + (EIEHLL
KANE

M1

24

M1

21

TR -ETUE (R

White-Sutton syndrome

Q99.8
F84.8
F78

1124£10H25HFM1-24
EREML-21

M1

25

M1

22

SUTRES R R B AR E

Costello syndrome

Q87.89

1124E10 H 25 H [EM1-25
IEREML-22

M1

26

M1

23

Ayme-GrippiiEfzEt

Ayme-Gripp syndrome

Q87.89

112410 H 25 H R M1-26
BRI EM1-23

M1

27

M1

24

Coffin-LowryJE =R

Coffin-Lowry syndrome

Q89.8

1124E10H 25 H [EM1-27
EFEML-24 ; (BIFHT
KINE

M1

28

M1

25

Myhre fiE {55

Myhre syndrome

Q87.89

TIZTT- 10 ] Z0 1 IRIVIT-Z0
PEZEM1-25 5 110411
R23HEAEFE A S

Clog

M1

29

M1

26

FRARAT R SPUIEE (2 B

Sensenbrenner syndrome

Q875

1124£10H 25 [EIM1-29
IEFIEMI-26 5 [EIEHSL
FUNE  111FL A 121
A tERIE A S B i
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30

M1

27

v -E BT A R

Keppen-Lubinsky syndrome

E88.1

TIZT-TO0 )] 23 ] PRvi1-O0
ERIEML-27 5 1114E1 A
L2H AR A S5

==

15

N1

01

M1

28

AngelmanXEERE

Angelman syndrome

759.89

Q93.51

11441 523 H{&IFICD-
10-CM45 1%
112410 H25H EN1-01
1£51M1-28

45

N1

02

M1

29

DiGeorgefE{EEE

DiGeorge syndrome

279.11

D82.1

1124£10 425 H JFIN1-02
£%1IM1-29 : 1114E7 F13
HE AR A S IR
2 L PRI S S AT

53

N1

03

M1

30

Prader-Willi [ fE B

Prader-Willi syndrome

759.81

Q87.11

11441 H 23 H{EIEICD-
10-CM4R1E
112410 H25H FIN1-03
1£%IM1-30

68

N1

04

M1

31

FEN I ABREC R ~ AT - MRERRE -
TEMEEE(WAGRIEEEE)

P
Re

WAGR syndrome(Wilms’ tumor-aniridia-
genitourinary anomalies-mental retardation)

759.89

Q87.89

112410 H 25H J5iIN1-04
%51M1-31 5 EIEIESTK
INEE

97

N1

05

M1

32

Miller DiekerjE{B:EE

Miller Dieker syndrome

742.2

Q93.88

1124£10H 25H J5iIN1-05
51M1-32 5 EIETESTK
INE

112

N1

06

M1

33

Rubinstein-Taybi [ fE(ZRE

Rubinstein-Taybi syndrome

759.89

Q87.2

1124210 H25H EEN1-06
1%51M1-33 5 EIEIESTK
INE

129

N1

07

M1

34

R R ECE B

Williams syndrome

759.89

Q93.82

11441 F 23 H{ZIFICD-
10-CM#R %

11242104 25 H JEIN1-07
T5IM1-34 ;
{EIEFESRINE

N1

08

M1

35

Branchio-Oto-RenaljiE fEEE(BORYE EET)

Branchio-Oto-Renal syndrome (BOR
syndrome)

759.89

Q87.89

111U Z0 0 PRINL=UJ

51 > AAEEFSTR/ N

B1

22

M1

36

B SR E (R

Proteus syndrome

759.89

Q87.3

ELLFLU}j 2oL 22
B3 > AABIETFSTRN

Z1

01

M1

37

Cockayne[GJE{BEE

Cockayne syndrome

759.89

Q87.89

1144£1 H 23 H{&IEICD-
10-CM4RHE

1124810 A 25H [EZ1-017%
1)
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e | ST g e 3% S S EACE)) ICD-9-CM%g% | ICD-10-CM%gt st
Z1 02 M1 38 | EEE Hutchinson Gilford progeria syndrome 259.8 E34.8 ;ﬁ%ﬁlO}% 25HIRZ1-028%
1144E1 H 23 H{EIEICD-
M1 39 |Schaaf-Yang JiEfERE Schaaf-Yang syndrome Q87.19 10-CM¥ it
11341 H30H A4
M1 40  |Galloway-MowatfiE{FfE Galloway-Mowat syndrome Q04.3 UAFAFII NS
112%F10H25H)RN%E
T : FEBEBHFAME .
N HREESE Eye disorders ST IR E
BN
- e 112%10825H/R71-
Z1 04 |N1 01 |Stargardt *s[CHE Stargardt’s disease 362.75 H35.50 04785IN1-01
112 10H25HI%Z1-
Z1 05 |N1 02 |rEeEmprepLesmE Occult Macular dystrophy ;:OMD 362.76 H35.50 05#%IN1-02 ; i81E
ESONINY
112F10H25HRZ1-
067%%IIN1-03 ; {Z1E
Z1 06 |N1 03 |Fe(m R 4 KM B Leber congenital amaurosis H35.50 BN ANE ; 110511
A23BBEmERANEA
il _
Z  EAth4rHEER BEE R Unclassified or unknown ;gjzzi\l;%z?g HigzT
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