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Fit 445
PRALEFRMOEFTRARLEE ICD-10-CM s — B & (K4
%o M)

w
=

5
®

PRx&EL (ENEFE)

EFETAC Y

ICD-10-CM 35 548 &%

A LAHRAWBY

OAl £ EAMAE Urea cycle disorders ( &é 48 )

AL (01 |8 & 2K 4G R X M Hae |Congenital Urea cycle disorders E72. 20
02 | fis B 8% do 45 Citrullinemia E72.23
03 [0, SEELREBE & A SR RR S 6 Nitr.’ozlicetylglutanate symhetaée' E72. 29

deficiency, NAG synthetase deficiency
04 .:;::&&‘Fﬂ!s#iﬂt&k Ornithine transcarbamylase deficiency [E72.4
o kNS 5 - H 8 d 5 [Hyperorni thinemia-Hyperasmonemia-Homo _—
5 fiu Mz 8% o 4F AF 13 B citrullinuria Syndrome
© A2 mX&E/4 MEEA MR Y Amino acid metabolic disorders / Organic acidemias
A2 (01 ket ki s W"O o m‘,}tabo?ic o E72.8
disorders(Aminoacidopathies)
02 % 3t E 88 o Homocystinuria E72.11
03 % ¥ s 8 dn 45 Hypermethioninemia E72.19
04 |FF84 K BE S E Nonketotic hyperglyvcinemia ET2.51
05 | K& R Phenylketouria E70.0
06 o0 §hRL T Tetrahydrobiopterin deficiency E70.1
07 |34 HES R0 F Hereditary tyrosinemia ET0. 21
08 |2 4 Maple syrup urine disease E71.0
09 |4 #8% b0 45 Organic acidemias E71.118
10 | 8 /% 8 do oF Isovaleric acidemia E71.110
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o gE B FB=

type [:ETZ.3

11 lutaric aciduria type I -~ 1
o typell:E71. 313
12|/ B do Propionic acidemia E71.121
13| &g —8fde 45 Methylmalonic acidemia E71. 120
14 (3-8 E-3-F & & —8dwE |3-Hydroxy-3-methyl-glutaric acidemia [ET1.118
B CE s S0 s [PAH type PEU combine with
15 E74. 314E70. 0
Fl & i dh g dh & Sucrase-isomal tase deficiency
16 | o e &, A% 8 i o Hyperlvsinemia E72.3
17| o0 e 8§ e Histidinemia E70. 41
g = P G A6 ShEE A %t 88| 3-Methy lcrotony 1 -Cod carboxylase B71 19
1 1.1
*ik: 5 deficiency
19|+ S Lot a Multiple carboxylase deficiency Da1, 819
20 | s e B Hyperprol inemia E72. 59
21 SEEL-mLsmeE gL (Aromatic L-amino acid decarboxylase 5709
bk 4 deficiency '
22 |65 0GBk ¥ L SR ER T G Tyrosine hydroxvlase deficiency E70. 20
¥ MG = 8 F 0F B |Cobalamin C defect (Methylmalonic
23 E71. 120+E72. 11
o i (Cbl CH) aciduria and Homocystinuria, cbl C tvpe )
B A3 N3 F bk
AN | &ERE Gaucher” s disease E75. 22
i o GM1:E75.19
02 [GM1/GM2 7 22 & o B34k #42 [GM1/GM2 gangliosidosis
GMZ: ET5.00
03 |Fabry B4 Fabry disease E75. 21
E75. 240: Type A
E75. 241:Type B
Niemann-Pick F4E - 8 =4 E75. 242: Type C
04 Niemann-Pick disease )
A=k # 5 E75. 243:Type D
E75. 248:0ther
E75. 249:unspecified
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05 MLD o 42 & Metachromatic Leukodystrophy MLD ) E75. 25

_ Globoid Cell Leukodystrophy (Krabbe' s|
06 |HimmBha H k& . E75. 23
disease)

o7 Borzamstttiass (Infantile form Lysosomal Acid Lipase —
i b |
et F (LFEERERE) Deficiency (Wolman Disease)

A stk i St R ¥

Ad (01 |5 3L fk dn E Galactosemia E74. 21

E74.08:type 0
E74.01:Type I
ET4.02:type 11

E74. 03: type I1I
E74. 09: type IV

E74. 0d: type V

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

02 |7 8 ok # = Glycogen storage disease

Mid 5 F ) Harhiist  [Glut (Glucose Transport ) 1 deficiency

03 E74.8
fs syndrome
S AD MsmvsE LR %
E71. 30
E71. 314
E7l. 310
E71. 318
01 (A=nh 8% f10 16 H shin Fatty acid oxidation defect E71. 311 ——
E71. 312 '
E71. 39
E71.313
02| B84t e £ 45 Carnitine deficiency syndrome, primar (E71. 41
03 ik AsRTaE S Bt F e Medium-chain acyl-coenzyme A E71. 311
iE dehydrogenase deficiency (MCAD)
Short-chain acyl-Cod dehvdrogenase
04 [ ik A5 By 8+ 6 EREL S 4F E71. 312

deficiency
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®

AG dr S RE AL R

AG (0] |4 55 28 s S Mitochondrial defect E88. 40
H4Y. 811
02 Kearns-Sayre F#£4#&#  |Kearns-Sayre syndrome . 51z
HA9. 813
HAS. 819
03 Leigh & 4 5 5 06 300 45 Leigh disease —_
e
04 MELAS #f & 8% MELAS E88. 41
_MNGIE £ 4% #4454 +4 # 48 |Mi tochondrial Neurogastrointestinal EB8. 49
i LT T Encephalopathy Syndrome
06 | & & Bk B A9 B Ag sk + 6 Pyruvate dehydrogenase deficiency E74. 4
07 |2 F4f 42 8¢ Barth Syndrome E78. 71
O AT A e E
AT (01 |Ba B B o o5 Cystinosis E72. 04
Typel: E76. 01
E76. 02
E76. 03
Typed:ET6. 1
other -
E76. 210
02 |45 a4 Mucopolysacchar idoses
E76. 211
E76. 219
E76. 22
E76. 29

Unspecified:ETH.
b

UBRE-F % Sk F- % Sy £

Fucosidosis

E77. 1

04 |sekst F okt

Sialidosis

E77.1
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type 1:ET77.1
05 |55 fe W 4E Mucolipidosis type 11~
[TI:E77.0
type IV:E75.11
06 |7 45 7, 48 £ 1538 & fk#kE  [Neuronal ceroid lipofuscinosis E75. 4
07 | % B4 o5 B¢ N Ba bk 2 Multiple Sulfatase deficiency E75. 29
@ AB MEEEEA A5 W 4L R ¥ Cholesterol and Lipid metabolism
A8 |01 II:AI FRERAEL Homezygous familial hypercholesterolemia |E78, 0
02 |Fkdt HIL BB & Familial Hyperchylomicronemia E78. 3
03 |5 E&fdg | Hdd) Sitosterolemia E78. 0
CIAD ot e T R
AD 01 (5 M &5 Wilson' s disease E83. 01
02 Menkes i i 8% Menkes syndrome E84. 09
03 |48 EER &R 5 45 Molybdenum cofactor deficiency Efil. 5
@ ALD i 5 b 08 0 i 2 4
;1 01 |Zel lweger P& &8 Zel lweger syndrome E71. 510
E71. 511
E71. 520
02 (B g BES W % #a Adrenoleukodystrophy E71. 521
ET1. 528
E71. 529
03 ﬁ;ﬂmﬁﬂﬁﬁﬁﬁ o Rhizomelic Chondrodysplasia Punctata E71. 540
@ Al He R E
ES0. 20
01 |4 W& Porphyria E80. 21
E80. 29
02 |Lesch-Nvhan F 42 &% Lesch-Kyhan syndrome E79. 1
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URNECEE- & 5 R T Sulfite oxidase deficiency E72. 19
) siok it &bkt SRS £ |Carbohydrate-deficiency glycoprotein -
4 7.

i syndrome
05 = F &b b Trimethylaminuria E72. 52
AR eaBEAERLRE | .
ulH Congenital gpeneralized |ipodvstrophy E&8. 1
Fid
07 (B hE L 85 E Cerebrotendinous Xanthomatosis E75. 5
) E83. 39
08 | 1554 Bk &5 &85 Hypophosphatasia
E83. 31
00 (Beta shARES&: 5 45 Beta-Ketothiolase Deficiency E71.19
10 |2 $r & sish % &5 Biotinidase Deficiency D81, 810
B BEEF & i 85 & S W
Bl (01 (% &t @it Multiple sclerosis 335
02 |3 s 42 ] & 28 L4 Amyotrophic lateral sclerosis (ALS) 12,21
8 % 1R R TE R . . .
03 - Ataxia telangiectasia G11. 3
) Huntington disease(X # Huntington's
04 [ T 40 B, F 1545 110
chorea)
05 | F4H R E Rett syndrome Fad, 2
06 [S300E ey EiEaE Spinal muscular atrophy 12, 9
F B B G | ,
07 Spinocerebel lar ataxia 11,1
[ &
08 [k i 4 58 fb 48 Tuberous sclerosis R85, 1
. AR RFERESHE [Congenital insensitivity to pain with r
o '1. '1
T AE anhidrosis (CIPA)
10| samgEf@®EE =4 [Newrofibromatosis type IO 085, 02
11 [Alexander [ 4 Alexander disease E75. 29
12 | ok R B Stiffperson syndrome 25, 82




13 it T & Heredi tary spastic paraplegia G11. 4
Joubert B & & 8 ( F ik
4] ) Joubert syndrome 04, 3
SRR SEEF )
_|Pelizaeus-Merzbacher K, . .
15 Pelizaeus-Merzbacher Disease E75. 29
(1R e R AR b )
Charcot Maire Tooth R4
16| mirita v mdEsm  [Charcot Marie Tooth Disease 60, 0
o£F )
12,20
o 8 i L (MR | . 612. 21
17 Kennedy  Disease
M EEE) 12,22
12,29
e .3 PR R S . o
18 Familial Amyloidotic Polvneuropathy E85. 1
5 W
19 Moehius 4 282 Moebius syndrome AT, 0
a7, &
20 Mcleod #E## Mcleod syndrome
a8, &
21 Nicardi-Goutieres 4 ## [Aicardi-Goutieres syndrome (731, 89
22 |3 545 W 4 iR B Proteus Syndrome 08T, 3
Methyl CpG binding protein 2 Duplication
23 MECP? &&&-m@ 8 Syndrome 099, 8
(MECP2 Duplication Syndrome )
24 |RERD | SAE BB Cerebro-Costo-Mandibular Syndrome AT, 89
25 [Dravet 4% 8 Dravet Syndrome, DS G40, 311
260 |8BEG Wl k4 Vanishing White Matter Disease 37, 8
- e A M A ##8i0 | Pantothenate Kinase Associated 6930
Tt % 5 Neurodegeneration {PEAN) '
8 o 05 R AE AR A2 MMt 7 |Phospholipase A2-associated 6230
#5310 15 1 5 nenrodegenerationd FLAN) '
C FHIFE R W

69




Idiopathic Infantile Arterial
C1 (01 |48k A 5o E0 MR SR 1L 5 028, 8
Calcification
02 | fk i se b Cystic fibrosis E84. 9
e LM WS  (Idiopathic or Heritable pulmonary arterial .
5 L3 hypertension (IPAH or HPAH ) -
04 [Hol t-Oram F & & 2% Holt-Oram Syndrome R8T, 2
Andersen G 4E2F (o B
05 (P a3 M 1k 0 AR Andersen syndrome E74. 09
BT iEE s )
06 |4t tdido 4 o F4MFRE  |Hereditary Hemorrhagic Telangiectasia  |[78.0
07 | & o b i % e ai Asphyxiating thoracic dystrophy T2
08 ARET B4 AF L& (Congenital Central Hypoventilation o4 35
s Syndrome
D b G
01 AR R RS Progressive intrahepatic cholestasis, PFICIES3, 1
HE
02 |5 & 44 BEAE & o R Ok Inborn errors of bile acid synthesis E78. T0
03 | 1 -4 B By skt & a@l- Antitrypsin deficiency E88. 01
A &4 Cajal & 1] W w8 38|Congenital Interstitial Cell of Cajal
04|14 & e LHEF A |Hyperplasia with Neuronal Intestinal 043. 8
¥ Dysplasia
05 (P4 & whag R 2% Alagille Syndrome 4. 7
E Feichkina®
El |01 [Lowe 4@ & Lowe syndrome E72.03
02 [Bartter K48 & 8 Bartter' s syndrome E26. 81
(ERAMEM SN EE (Autosomal recessive polveystic kidney|R61.19
. 2 disease
F ARA%
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F101 |t f ko #FddifE  |Hereditary epidermolysis bullosa 081, 9
Bk ekl (4 WEMLRD .
02 | [chthyosis, lamellar recessive Lan, 2
)
03 | &7 Collodion baby Lan, 2
04 |BEd & 848, Harlequin ichthyosis Qe0. 4
ABRHERM ABREL  |Bullous Congenital ichthyosiform
05 (i & ( &k BaE4 A LA |ervihoderna 080, 3
) (epidermolytic hyperkeratosis)
06 [#BEf ¥t £ R4 Ectodermal Dysplasias RE2. 4
07 Meleda &5 Meleda disease 082, 8
08 Darier & (£ fH L& ) Darier s disease 82, 8
09 (A x4EA LT +4 Dyskeratosis Congenita 082, 8
Diffuse Non-epidermolytic Palmoplantar
10 | A 3% A A fb 45 5 5) 45 . 82, 8
Keratoderma type Unna-Thost
11 |& % % W5 Incontinentia Pigmenti 082, 3
12 [Netherton 4 #& 2 Netherton Syndrome Qa0. 3
G AL
GL[01 |8 8 fone & Duchenne muscular dvstrophy G71.0
02 Nemal ine &AL &% Nemaline Bod Myopathy G71. 2
03 |Schwartz Jampel A &2 Schwartz Jampel syndrome (71,13
04 (W 3% 48 Myotonic dvstrophy G71.11
05 | & B AEaL % %4 Facioscapulohumeral muscular dystrophy [G71.0
06 (o]~ 3 5 Myotubular Myopathy G71. 2
078 &8 % #aa Becker Muscular Dystrophy G71. 0
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08 [Freeman-She ldon B & 42 # |Freeman-Sheldon syndrome DRT. 0
00 |3k FE Lk 4 Limb-girdle muscular dystrophy G71.0
10 (% & 4k %45 Congenital Muscular Dystrophy G71.10
11| e AL Central Core Disease G71. 2
12| % - W& Multiminicore Disease G71. 2
13 fnery - Dreifuss i [ oS 6710
Muscular Dystrophy (EDMD)
14 |GNE i 2 045 9 GNE myopathy G71.8
15 [ 4t B R45 R B8 Stormorken syndrome 49, &
H #a#idse
HL (01 |#cdh & F # 442 Achondroplasia 077, 4
02 | % &+ 28 Osteogenesis imperfecta 078, 0
MBE. 0
M88.1  [M88_ 851
M&8. 811 [M&8. 852
MBS, 812 [MES. 859
M&S. 819 (MBS 861
MBS, 821 (MBS 862
N . _ - MBS, 822 (MBS 86
03 |\ mEdrad i Primary Paget disease (85,829 g5, 871
M58, 831 (M&8. 872
MBS, 832 (MEB. 879
MBS, B39 (MES. 88
M&8. 841 (MB3. 89
MB8. 842 (MBE_ 0
M58, 849
D4 (S FWAETRY Cleidocraninal dysplasia 074, 0
MG1. 10 [M61. 152
05 | 5744 B b fLAL & Fibrodysplasia Ossificans Progressiva  (M61. 111 [MG1. 159
MG1. 112 [M61. 161
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MG
MG
MG
MG
MG
MG,
MG,
MG,
MG,
MG
MG
MG
MET.
MET.

We1.
We1.
W61,
W61,
WE1.
WE1.
WE1.
WE1.
WE1.
WE1.
WE1.
WE1.
MG,

162
169
171
172
173
174
175
176
177
178
179
18

19

06

HtEAs

Split-hand/ Split-foot mal formation( SHFM )

071.
1.
1.
1.

B2

B3

12,70
12.71
12. 72
.73

07

5 & s

Osteopetrosis

078. 2

08

EEETET S+

Pseudoachondroplastic dysplasia

Q7T

B

04

sEu g8

Multiple Epiphyseal Dysplasia

078. 3

M

0

-

AEERNSRAT R

Ehlers Danlos syndrome IV

Q79.

B

dn 7 &

U]

—_—

YT b

Thalassemia major

[k
[k

0
1

02

dn i @S &

Thrombasthenia

149,

1

03

FEE4AF RS BROHRIE

Homozygous protein C

deficiency

D48, 59

04

B T8 R e B E

Paroxysmal Nocturnal Hemoglobinuria

1434,

5
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05 (448l 42 B &5 e &% (Atvpical Hemolytic Uremic Svndrome D59. 3
E &aE&
01 | FRasbidiesm F A Chronic primary granulomatous disease (D71
RS AAHETS B4R
02 - Congenital Hyper IgE syndrome Da2. 4
FEAREEREHEO b
03 ) Bruton’ s agasmaglobul inemia [&0. 10
E
04 [Wiskott- Aldrich B 442 #{Wiskott- Aldrich Svndrome D82, 0
D81, 0
D8l 1
IR FH-YPEAekEE Severe combined immunodef iciency DAL 2
DE1. 9
06 |Fi8e %47 Bes Complement Component 8 deficiency D84, 1
07 |IPEX 43 = IPEX Syndrome E31.0
08 |% &8 5o W Eas Hyper-1gM syndrome D8O, 5
09|y FHELM] s Interferon v receptor 1 deficiency D84, 8
10 [ i o 544 A B Hereditary Angioedema CHAE) D84, 1
L PMgisis
L1 01 [Kenny-Caffey K 4 @& 8 Kenny—-Caf fey syndrome RET. 1
02 [fetd 3 F L B 6 4 Pseudohypoparathyroidism E20. 1
Ledi i gt Salit=1 % Tol: S
03] i-linked hypophosphatemic rickets ER3. 31
S
Laron syndrome
04 [Laron B #1066 @8 E34. 3
{Laron Dwarfism)
05 [Bardet-Bied] a4 #  |Bardet-Biedl syndrome QAT 89
06 [Alstrom K &8 2 Alsrtom Syndrome 087, 89
. HEanpe b Fi88 (Persistent hyperinsul inemic hypoglycemia '
3,
3L B dn of infancy (PHHI)
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08 [Wol fram K, 4 4% 2 Wolfram syndrome - DIDMOAD E88. 9

09 McCune Albright F:& 422 McCune Albright syndrome 78, 1

Py PP —— Campomelic dysplasia with autosomal sex 099, 8

reversal

11|81 sk {2 & it ACTH resistance E27. 49

9 B st & D #E|25-Hydroxyvi tamin D 1-Alpha-Hydroxy lase —
iR £ Deficiency

13AXHFEEE TS £ Congenital adrenal hypoplasia 089. 1

14 Kal Imann &, @ 2 Kal lmann syndrome E23. 0

15 |H At ¥ d ik Permanent Neonatal Diabetes Mellitus P70, 2

M hxepdiaas
M1 |01 Aarskog-Scott F4E®#  |Aarskog-Scott syndrome DRT. 1

02 |5 216 5 & a2 Waardenburg syndrome E70. &

03 | #1604 R4 Apert syndrome R8T, 0
Smith-Leml i-Opitz & &

04 - Smith-Lemli-Opitz syndrome E78. T2

05 arsen FERE (E-L Larsen syndrome 074. 8
FoAE B AR R B )

06 I:Ckm th Wiedesmann £ Beckwith Wiedemann syndrome 08T, 3

07 [Crouzon f, & 482 Crouzon syndrome 275, 1

08 [Fraser F4E %8 Fraser syndrome AT, 0

09| % 84 Kb sl imat Multiple pterygium syndrome 079. 8
Cornelia de Lange I, & {&

10 " Cornelia de Lange syndrome R8T, 1

11 |# - @ E A a2 % Hallerman-Streiff Syndrome 087, 0

12 |3k &1L ok Kabuki syndrome 084, 8

13|19 -#5-4a (Bk) 4248 Oto-Palato-Digital syndrome 087, 0

75




Conradi-Hunermann 5 & 4
14 " Conradi-Hunermann syndrome 07T, 3
15 [Treacher Collins K 4 #& #|Treacher Collins Syndrome 075. 4
16 [Robinow K& @2 Robinow Svndrome 87, 1
17 [Pfeiffer K @8t Pfeiffer syndrome R8T 0
18 |(§F i & B1-27)
19148 (&) F W Faas Nail-Patella Syndrome a7, 2
20 [CFC 42 42 # Cardiofaciocutaneous Syndrome BT, 89
21 [Peters-Plus & & 8% Peters—Plus syndrome 013. 4
22 [Nager # & 2 Nager Syndrome 075, 4
23 [CHARGE s 4% #% CHARGE Syndrome 089, 8
99, &
24 - EmERY White-Sutton syndrome F84. 8
F78
RARHRGER W RS S
25| Costello syndrome NR7. 89
&
26 [Ayme-Gripp 4 4 2 Ayme—Gripp syndrome ORT. 89
27| Coffin-Lowry #£ # # Coffin-Lowry Syndrome 089, 8
N ketid
N1 |01 [Angelman F, 4 & 8 Angelman syndrome 293. 5
02 DiGeorge” s & @& DiGeorge’ s syndrome D&, 1
03 |Prader-Willi P #&#  |Prader-Willi syndrome 087, 1
WA S - S - 4 |WAGR syndrome (Wilms'
04|38 2% - %R @ 8 (W tunor-Aniridia-Genitour inary 087, 89
A G Rapi#) Anomal ies-mental Retardation)
05 Miller Dieker 14 # Miller Dieker syndrome (93, 88
i I::bmsmin—’l‘a‘_rln R Rubinstein-Taybi syndrome 087, 2
07 | B 7 15 5 R 2 Williams Syndrome 93, 89
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08

Von Hippel - Lindau & 4&
b

Von Hippel - Lindau disease 085, 8

04

Branchic—0to-Renal Branchio-Oto-Renal #4488
Syndrome (BOR Syndrome ) | (BOR s8¢

Z e B

L1 |01 [Cockayne P46 &2 Cockayne syndrome 87, 1
02 |f- &4 Hutchinson Gilford progeria syndrome E34. 8
03 | % 87— W45 43 82 Tricho-hepato-enteric syndrome 089, 7
04 |Stargardt’ s F 4 Stargardt’s disease H35. 5
05 (/8 HE 4% B 20 2k A4 Occult Macular Dystrophy : OMD H35. 50
fif 1

[ ]

PERBAIIFELR T FHAT B 092401548 8 &7 W & 885 Nesidioblastosis )
EEE s & & - 4 fFa 8T La&&5 % L0T % Persistent hyperinsul inemic
hypoglycemia of infancy (PHHI) &% -

P ERE 5 F 98 12 0 F&E T B 09504009072 $ o % "Tyrosinemial I ~ 11 ~ N ( 8%
MAESER - R - B2=2), AFIEGFATRESSH A20T % Hereditary
tyrosinemia (i HESHESEa ) £ ¥ -

P ERB Y F B A 22 0 FXE T F 09604006002 3] #F 2 & 2+ & Urea cycle disorders
% Congenital Urea cycle disorders -

PEA BB TH 30 FLET R 0980400742 B4 FRASGSHBIOTR
Spinocerebellar ataxia» B P &8 - FMEELE BLE FES - M) BB
e -

P EAEOF IR 199 FHET R 0000400103% 24 FRES5HE023 Congenital
Hyper IgE syndrome (A& HLAHES E4@#) K ICD-0-CM & :7279.9, - 4
% :T288.1,-
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