24 F LAR ¢ & FICD-10-CM %% - T4

MARTBTERIHREL

R R TR 7R E BN
v BB L ICD-10-CM L BB ICD-10-CM
AHE | B me P NN AEE | B rr o s
(£%%4) | (FR) 2k (e (F2¥) (%%) B ey
Amino acid Amino acid g Tl As X Sha
: E72.9 i ; 2_ ICD-10-CM ¥
e rgetabohc 570 e rn'etabohc T i
A2 |01 - disorders E72.10 A2 |01 . disorders E72.8 # 5 TE72.9~E70.9 -
R (Aminoacidop | E72.89 R (Aminoacidop E72.10 ~ E72.89 , -
athies) athies)
E75.240:Type A #73 " Niemann-Pick =
E75.241:Type B E75.240:Type A R g kgt
Niemani- E75.243Type D Niemans- 75241 Type B | & WA "3 4
243:Type 242:Type » -10-CM %
A3 | o4 Pick =& » | Niemann-Pick E75,244;Tympe A3 loa Pick =& » | Niemann-Pick E75.243:T§ge D T_ ICD-10-CM a5
WA Y | disease A/B HEERE R R | disease E75.248:other E75.244:Type A/B , -
E75.248:0ther E75.249-unspeci
# IE , i 249:unsp
7 E75.249:unspeci f
ied
fied
O NI e ¥ Y
Multiple Multiple
sosppm | P sapmp | P 5%, 2 ICD-10-
A3 14 L sulfatase E75.26 A3 14 o sulfatase E75.29 . .
o fis 4k 2 JE , Py fEdk LR : CM $n75 =
deficiency deficiency
FE75.26
v+ w =.s | Glut(Glucose v w s | Glut (Glucose g Trgn # BRRY 5
fox B B IR ox B B IR sy i) e
A o3 g transport)1 E74.810 s o i transport) 1 E74.8 ﬁ‘%ﬁﬂ:ﬁﬁf Fa, 2 ICD-
i 1= | deficiency ' i I= | deficiency ' 10-CM B 5
A= [ A= [
‘ syndrome ‘ syndrome "E74.810 -




BT e L

#& fE % f= 4% | Transaldolase @ PE s p* 44 | Transaldolase
A4 | 04 . fﬁ P _ E74.89 A4 |04 B ﬁﬁ P . E74.8 JE § 2= ICD-10-CM ¥
ZJE deficiency ZJE deficiency 5 TE7489 -
Br T L3 pEME
e s H011'1(')zyg0us e Homozygous ot ) &3 pIEMF
R .| familial R . familial R x g | 2 ICD-
A8 |01 |3 EFMR E78.01 A8 |01 |3 EHEE E78.0 v
, hypercholester ) hypercholester 10-CM g &
O ) nfE )
olemia olemia FE78.01 ;o
#a T B RS R
ERBELE | . | E78.0 2R R | . " H I f o (12
A8 |03 (4 4) Sitosterolemia E78.01 A8 |03 (4 1) Sitosterolemia | E78.0 ) 2. ICD-10-CM
LA el L/o.91 ER L el
%75 TE78.01 o
i TRk &AL pE
F-v O 0
C il Carbohvdrat (Carbohydrate-
ongenita arbohydrate-
, . 2 - Y deficiency glycoprotein
% = :]‘iﬁ%f& disorder of . R deﬁClency -
All |04 . . E77.8 All | 04 ZPE 30 ' E77.8 syndrome) | # ~ & =
i FReR glycosylation, . glycoprotein PR
i ¥ B RS AR AR
CDG syndrome o )
#& i % (Congenital
disorder of
glycosylation, CDG) | °
‘ . B TR ST
R R bell AR bell f;ﬁ" 2 ri T
) inocerebella ) L inocerebella LG | 2
BL |07 |@gsing |00 G11.9 Bl |07 |riserep |00 Gl1.1 T
T r ataxia b e r ataxia ICD-10-CM %048 &
A HLa o Pt rG11.9
i T g (F
{10 % {109 S G12.20 el D
+_], L Kennedy gg%g +] L Kennedy G12.21 e P
BI |17 | (¥ésigis | o Gl2.24 BL |17 | (¥#eseep | G2 %) s ICD-10-CM %75
s isease . isease
R ET TS G12.29 S E ) G12.29 "G1224 5 #%

FG12.21 ~ G12.22 ;-




i3 i+ T Dravet Jg i% %% |

Dravet Jz i Dravet G40.833 Dravet Jg iF Dravet G40.803 ICD-10-CM % %8 &
Bl 23 ¥ syndrome, DS | G40.834 Bl |2 # syndrome, DS | G40.804 " G40.833 -
G40.834 | -
" Basilicata-Akhtar Jx
FHE FladEy AR
% 2023 & 3= ICD-10-
Basilicata- Basilicata- Basilicata- Basilicata- CM/PCS » £ = £ % i5
B1 32 Akhtar £ & | Akhtar F78.A9 B1 32 Akhtar JE % Akhtar F78 = 2014 & w2
s syndrome b syndrome "F78,> £ & 113 # 3
P2 p %73 xR
P 2 By Eike -
%o 313 r1?78.A9J
. Duchenne . Duchenne g TR 4
Gl |01 % iﬁ N muscular G71.01 Gl |01 % ig N muscular G71.0 JE 2 ICﬁ-lO-CM Shn
SR dystrophy SR dystrophy 5 TGT71.01 -
Nemaline 42 | Nemaline rod Nemaline %2 | Nemaline rod %2 " Nemaline sk
Gl |02 |kt | myopaty | S U102 | vk ot | myopaty | 712 vop % ICD-10-CM
%ib 5 TGT121 o
Facioscapuloh Facioscapuloh g T g K omoizeud %
o A "8zst | ymeral G A "zst | ymeral 5 | ICD-10-CM %075
Gl 105 2 %o muscular Gl Gt 10 2 %o muscular G71.0 % 1G71.02
dystrophy dystrophy
g T HOHR
Gl |06 |l §p% f;yz;j;;ar G71.220 Gl |06 | #m% ngg;;ar G712 ICD-10-CM fj% :
rG71.220 -
Gl | o7 E o5 A vep Becker G710 T Bow A p Becker G710 g TR s A & %
% & JE muscular % & JE muscular 7§ ICD-10-CM %0 %5




dystrophy

dystrophy

% TG71.01 -

i1 e aped £
% ICD-10-CM 7%

L G71.031 S % TG71.031 »
S T m "‘flr © e o gy | EHE m "‘flr © 10 G71.032 ~ G71.033 ~
% ;nuicu f G71.0340 %5 zmscu f ' G71.0340 ~ G71.0341 ~
t
yStrophy G71.0341 YSHOPRY G71.0342 ~ G71.0349
G71.035 ~ G71.038 ~
G71.039 -
. : g TL=x et £
&z s Congenital % pand Congenital g & =
Gl 10 . muscular G71.09 Gl 10 . muscular G71.0 JE | ICD-10-CM %045
& & . T
dystrophy dystrophy = 1 G71.09,-
OIS ER
® s fh7 9 | Central core ? o ghz v | Central core ;
Gl |11 | - N G71.29 S L - N G71.2 ICD-10-CM %75 &
T isease T isease "G7129 -
g U hg o
% el #h% | Multiminicore 5 ) phg Multiminicore
Gl |12 | - N G71.29 Gl 12 | - i G71.2 # 1 ICD-10-CM %75
e 1 Ly 1
g sease i sease 5 167129 -
Emery- Emery- ig & " Emery-Dreifuss
Emery- Dreifuss G71.00 Emery- Dreifuss 4 % g ICD-10-CM
Gl |13 |Dreifuss *~ | muscular 7G71'09 Gl |13 | Dreifuss #~% | muscular G71.0 g 5 TGT71.00
S ¥ dystrophy &I dystrophy G71.09 -
(EDMD) (EDMD)
gr FTLxae2gel
SR I ERES K] ;J—L ] 7 IC‘—;T;OE'—
o Ehlers Danlos o Ehlers Danlos ¥R 2 -10-
I1 01 HEF Sz Q79.63 11 01 BEF ¥ 79.6 .
j’] syndrome IV j‘] syndrome IV Q CM ¥m#s =
= =

rQ79.63 -




; i N T RS S g
., rombotic , thrombotic AR R SE 2
105 | Bl M31.19 05 | el HER M31.1 e
. thrombocytope thrombocytope ICD-10-CM % %8 &
T 4 ﬁi}i - ﬁ,‘ ﬁ_{_}i
nic purpura nic purpura "M31.19 ;-
Severe D&1.0 Severe D810 F TREAEAALE
B¥ i £4] | combined D8L.1 BE i &4l | combined D81.1 # %, 2 1CD-10-
Kiojos | 0T | D812 Kiojos |0 0T | | D8I .
LB Z g | immunodeficie | D81.31 LB Z g | immunodeficie DSL9 CM z% "D81.31 -
ney D81.9 ney '
B Interferon B Interferon B Ty 4381
Y+ Y y* a4 ! TN oLy
K1 |09 W14 receptor 1 D84.89 K1 |09 W1k receptor 1 D84.8 % Ka, ICD-10-CM 4
< [ LS .
o deficiency o deficiency w5 TD84.89
i3 i+ T Netherton Jt i
Netherton & | Netherton Netherton & | Netherton . .
K1 11 L Q80.8 K1 11 L Q80.3 # | ICD-10-CM ¥ %5
IE ¥+ syndrome IE ¥+ syndrome . r
% 1Q80.8 -
. : g Tzbe A MRS A
gl Atypical g )R Atypical DL - A F = B
K1 1 £ 0 n i hemolytic D59.32 K1 . £ nn i hemolytic D593 » g i #F ) ICD-10-CM
F % o R E =F 4w JE IE . .
2y ) | uremic D39.39 2y T uremic kg 5 TD59.32~
' syndrome ' syndrome D59.39 ;-
Laron Laron MLaron = &% i% Jz iF
Laron X syndrome Laron X % % | syndrome # | 2. ICD-10-CM %
L1 o4 | y E34.321 L1 |04 R F34.3 T
T E IFE T (Laron JE EEF (Laron 75 TE34.321 -
Dwarfism) Dwarfism)
i2 & T Aarskog-Scott =
Aarskog- Aarskog-Scoft Aarskog- Aarskog-Scoft & ia% 2 ICD-10
B arskog-Sco b - T i 2 -10-
M1 |01 | Scott * ik § 87.19 ML |01 | Scott iz | o8 0871 53 ) 2
2y syndrome 2t syndrome CM ¥#s =
) ) TQ87.19 -
X E BN | Waardenbur X F BN | Waardenbur AN N Rl N
Ml |02 = & | 087.89 M1 |02 o 5 1E708 ho AR R
JE 1E syndrome E E T syndrome ¥ | 2. ICD-10-CM ¥




E%‘ :“sb I—Q8789J °

i3 ¢ [ Cornelia de

Cornelia de Cornelia de Cornelia de Cornelia de S
Ml |09 |Lange *J& |Lange Q87.19 Ml |09 |Lange < | Lange 087.1 Lange = Jg i% ¥+ *
i ¥ syndrome iz 3 syndrome ICD-10-CM Saffs -
rQ87.19 ;-
Robinow = Robinow Robinow = Robinow @& "Robinow it i
Ml 15 . Q87.89 M1 15 o Q87.1 ¥ | 2. ICD-10-CM %
JE 5 ¥ syndrome T i ¥ syndrome A5 FO87.89 -
Angelman % | Angelman Angelman * | Angelman v J}, - Angelman * 7z
M1 |28 - Q93.51 M1 |28 = Q93.5 4 |, 2. ICD-10-CM
JE 1 syndrome JE 1F syndrome SR s TQ9351 -
i i+ T Prader-Willi =
M 10 P}rade,rﬂ-V\‘/'illi Prader-Willi 087.11 M 30 I)Arade/rﬂ-w'illi Prader-Willi 087.1 JE E %1 ] VL ICD-10-
IR I syndrome R 0E syndrome CM % &
rQ87.11 ;-
e e - e use o DN L N X
Ml |34 iiﬂT i Xﬁ;i::e Q93.82 M1 |34 fiﬂT e Xﬁglr:e Q93.89 3% | 2 ICD-10-CM %
‘ ‘ B 1Q93.82 -
iz & T Cockayne = jr
FE YR E S
Co,cika‘}'/ne = Cockayne Cockayne % | Cockayne rCocka;)lne *«Ij; iz ¥
Ml |37 | mEEde Q87.89 M1 |37 Y Q87.1 (F IoF] 5 3 3%) | 2
55 i3 syndrome e 1F # syndrome 32 T Cockayne
syndrome ; ICD-10-CM
% 5 TQ87.89 -
i3 i T Schaaf-Yang
Ml |39 Scl/lflaf-Yang Schaaf-Yang 8719 Ml |39 Sct,lfla{-Yang Schaaf-Yang 087.1 %3 2 ICD-10-CM
JE I ¥ syndrome JE IF syndrome

%5 5 TQ87.19




