=]
o | AEE FeaEy EEE-ET
1 A31.9 Hdgolo|FYUHES, J15g, X Atypical mycobacteriosis, familial, x-linked
2 A81.0 EENES LR Creutzfeldt-Jakob disease
3 A81.0 otFY sfHmetds Subacute spongiform encephalopathy
4 D550 EELE%’*G*CL‘ st g2 Eo oSt Anaemia due to glucose-6- phosphate
48 dehydrogenase [G6PD] deficiency
5 D55.0 HEES Favism
6 D55.0 GePDZ I & G6PD deficiency anaemia
- 5 5 Anaemia due to disorders of glycolytic
7 Ds52 | alEtmael Fofol ol vy enaymbs gveol
8 D55.2 H%fé@ HFAMETM (RHM) 1Y Haemolytic nonspherocytic (hereditary),
Jk] type Il anaemia
9 D55.2 slagtoldlojAZEHYIH Hexokinase deficiency anaemia
10 D55.2 FFeMETtoldolAA " Pyruvate kinase[PK] deficiency anaemia
Triose-phosph isomer: ficien
1 D552 Atet ang;emg osphate isomerase deficiency
12 D56.0 ot} Alpha_thalassaemia
13 D56.1 ui| Ef Beta thalassaemia
14 D56.1 2 Cooley’s anaemia
15 D56.1 5 Severe beta thalassaemia
16 D56.1 s xSl Intermedia_thalassaemia
17 D56.1 5 Assheld Major thalassaemia
18 D56.2 A Et-bi| EFX| Sal ol & Delta-beta tt nia
19 D56.3 XEsfely 8 Tt nia_trait
2 | D64 |eopslmBeviel RAN =% A e
21 D59.3 HEY BH-R53F2 Atypical haemolytic-uraemic syndrome
2 | s |wmy oaedsds e
23 D60.0 N FHN =T HETREY Chronic_acquired pure red cell aplasia
24 D61.0 HMEN FeHulg Constitutional aplastic anaemia
25 D61.0 MEY RYyM(EF)HEF Aplasia, (pure) red cell (of) congenital
26 D61.0 ot FeM(=F)HEF Aplasia, (pure) red cell (of) infants
27 D61.0 LN RHMEF)HEF Aplasia, (pure) red cell (of) primary
28 D61.0 =Y E-clo|ot2ESFZ Blackfan-Diamond syndrome
29 D61.0 I8 My duly Familial hypoplastic anaemia
30 D61.0 wHadeld Fanconi's anaemia
31 D61.0 Jlgg Sus HygIULE Pancytopenia with malformations
32 D61.3 S4d fE40E Idiopathic aplastic anaemia
33 D61.9 A AHeldE NOS Hypoplastic anaemia NOS
34 D61.9 Ee Lk Medullary hypoplasia
35 D61.9 HI gk Panmyelophthisis
36 D64.4 MEN MeFxgolald Congenital dyserythropoietic anaemia
37 D64.4 ojAlz=EM g (MHY) Dyshaematopoietic anaemia(congenital)
38 D66 A Mgl XZE Hereditary factor VIl deficiency
39 D66 HEXIHE (7| =X Hate =uh g):ffé%‘ency factor VIl (with functional
40 D66 g8 NOS Haemophilia NOS
41 D66 Asigey Haemophilia A
42 D66 XA dey Classical haemophilia
43 D67 AN H9AXHE Hereditary factor IX deficiency
A H=
ot | AEEF yeusy
44 D67 Christmas disease
Factor IX deficiency (with functional
» D67 defect) v
46 D67 gée;iqgﬁcymmboplasun component[PTC]
47 D67 Haemophilia B
48 D68.0 Von Willebrand’s disease
49 D68.0 Angiohaemophilia
50 D68.0 Factor VIl deficiency with vascular defect
51 D68.0 Vascular haemophilia
52 D68.1 Hereditary factor Xl deficiency
53 D68.1 Haemophilia C
Plasma thromboplastin antecedent [PTA
S Des.1 deficiency P f ]
Hereditary deficiency of other clottin:
% D6s.2 factors v Y o
56 D68.2 Congenital afibrinogenaemia
57 D68.2 AC globulin deficiency
58 D68.2 Proaccelerin deficiency
59 D68.2 Mielxtm Beldle] HE | [Fibronogen] deficiency of factor
60 D68.2 M2 AHZ2EZHI] ZE 11 [Prothrombin] deficiency of factor
61 D68.2 M5l xHE ohE]el ZE V [Labile] deficiency of factor
62 D68.2 M7elxHetd]el ZE Vl[Stable] deficiency of factor
63 D68.2 H10QI RHAF O E-=algl]e] ZE X [Stuart-Prower] deficiency of factor
64 D68.2 M 122l XHstA 2ol ZE X I1[Hageman] deficiency of factor
65 D68.2 A 132l x| B 2l obs sto| ZE X lI[Fibrin-stabilizing] deficiency of factor
66 D68.2 l g5 Dysfibrinogenaemia_(congenital)
67 D68.2 Hypoproconvertinaemia
68 D68.2 Owren’s disease
69 D68.5 Antithrombin_deficiency
70 D68.5 Protein C deficiency
71 D68.5 Protein S deficiency
72 D68.6 Antiphospholipid syndrome
73 D69.1 Qualitative platelet defects
74 D69.1 Bernard-Soulier[giant platelet] syndrome
75 D69.1 Glanzmann’s disease
76 D69.1 Grey platelet syndrome
Throml heni
” Des.1 (hagmg?ra:tg\g)(ﬁeredilaw]
78 D69.1 Thrombocytopathy
79 D69.30 Evans’ syndrome
80 D70 2ETE Agranulocytosis
81 D70 ST x| Agranulocytic angina
82 D70 MHN BT S Congenital agranulocytosis
83 D70 ol RN FHEYFS Infantile genetic agranulocytosis
84 D70 AAEQHY Kostmann's disease
85 D70 SEFUAL NOS Neutropenia NOS
86 D70 MEN SE5FLL Congenital neutropenia
87 D70 =28 SEFUL Cyclic_neutropenia
88 D70 TN 57U Periodic neutropenia
89 D70 SETLAN HFH[Y Neutropenic splenomegaly
90 D70 Hlay-gx4 Werner-Schultz_disease
G o 80~90H 2 siEE|Lt D70.0(SETZ4s 2ed) & D708CIE 2R FE)S M2
91 D71 ‘ cras sz el JIsE ‘ Functional disorders of
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polymorphonuclear_neutrophils
@ D71 MEot4+2 5 25 [CRIIZ & dC;ef\\ecr‘nembrane receptor complex [CR3]
Sol=E 5 Chronic (childhood) granulomatous
ee) D71 ghd (2of7]) |otdd Hgh disease
94 D71 MHA o[ MAFEE Congenital dysphagocytosis
95 D71 ey @M |otES Progressive septic granulomatosis
% D76.1 HFEAM B=x333 Haemophagocytic lymphohistiocytosis
97 D76.1 It gREAMEES Familial haemophagocytic reticulosis
98 D76.1 CHHEMANZO| A2 F Histiocytoses of mononuclear phagocytes
9 D76.3 MYERFEAUN M ZE) Reticulohistiocytomal(giant-cell)
= = = - Sinus histiocytosis with massive lymph-
5 = HEo 3| =
100 D76.3 Mt A=dEE e Seis SxHTS adenopathy
101 D80.0 RN Mo Z2ERES Hereditary hypogammaglobulinaemia
102 D80.0 2eAMAEY Autosomal recessive
- fHo2zEdy agammaglobulinaemia_(Swiss type)
X-daeziolg 2 X-linked agammaglobulinaemia [Bruton]
103 D80.0 SE2ZEsE 5 (with growth hormone deficiency)
104 D80.0 ey 22012 Agammaglobulinemia, primary
105 D80.1 H|7t x4 MZo}b Nonfamilial hypogammaglobulinaemia
106 D80.1 EEEEEEER Agammaglobulinaemia with
g FUoIZ=ERES immunoglobulin-bearing B-lymphocytes
107 D8O.1 TEoIHA DzolZeEHS [%o\grgg;rxg]nable agammaglobulinaemia
108 D80.1 o2 2283 NOS Hypogammaglobulinasmia NOS
109 D802 HoiZzEelpe] Mels ZHE i[el\eAc]nve deficiency of immunoglobulin
. 2l Mefx 2y N
HAZRERIG MEZe|ae MEX Selective deficiency of immunoglobulin G
110 D803 Z¥ [IgG] subclasses
111 D80.4 sojZzgaive MeE ZE ae“\gmve deficiency of immunoglobulin
112 D805 HoZ2EEIMe| I8 Stteh Immunodeficiency with increased
- HoZ g immunoglobulin MlIigM
= = Antibody deficiency with near-normal
7ol Haol du32Eel £ :
113 D80.6 " Hols=o =} Bia == | immunoglobulins or with
A2 IRAUSE SUY YNAY hyperimmunoglobulinaemia
N —— I Other immunodeficiencies with
Sha| 24 & &: 3 o i)
14 D80.8 Aol pxiet JIE HH predominantly antibody defects
115 D80.8 e EEE] Kappa light chain deficiency
116 D81.0 MM zegdolds SHkeh Severe combined immunodeficiency
- sEEgHAZE [SCID] with reticular dysgenesis
117 D81.1 T- 9 B-MzZF7} A Severe combined immunodeficiency
- sEsgdHAZy [SCID] with low T-and B-cell numbers
N Severe combined immunodeficiency
- P s
118 D81.2 i;";‘;g*ﬁ&?"* oz [SCID] with low or normal B-cell
soagvdzy
numbers
119 D81.3 off - Al Etoto| =g A2 E Adenosine deaminase[ADA] deficiency
120 D81.4 Hdzzgsss Nezelof's syndrome
Zal . = Purine nucleoside phosphorylase[PNP]
121 D81.5 fFelm2e A0l =elMat s A Z Y deficiency
122 D81.6 ERAMEME A AT g/leaf{g;nhésytocompanbwlny complex class |
123 D81.6 LEEEIZEE Bare lymphocyte syndrome
124 D81.7 EEA AR || HAEE dMeaf{g‘re:és;ocompanb\Iny complex class Il
125 D81.8 HIO| QEI-2o| ZF= Al 0| A E Biotin-dependent carboxylase deficiency
126 D81.8 LQUEFET Omenn syndrome
FdER e o
| ac SEEY dEIEH
= - = Severe combined immunodeficiency
= &2 5to{ od 24 Tl X}
127 D81.9 s ZEE NOS disorder [SCID) NOS
128 D82.0 HATFE-HERXNEFF Wiskott-Aldrich syndrome
A mb | axle Zups 44w | Immunodeficiency with thrombocy—
129 D82.0 damze 9 7e sysh gz topenia and eczema
130 D82.1 ClxExZ Di George’s syndrome
131 D82.1 AFES Pharyngeal pouch syndrome
132 D82.1 EMN Bz EEN Thymic alymphoplasia
HAZES SISt SMFEM =& Thymic aplasia or hypoplasia with
133 D82.1 El g Bl 52 immunodeficiency
134 D82.2 BEAIX|F TS SHist HoAE \TTunOdeﬂciency with short-limbed
i stature
135 D82.3 WAEPol-uf2uto| 2o st Y Immunodeficiency following hereditary
3 Z&e8o wE HojAE defective response to Epstein-Barr virus
136 D82.3 X-od2 2A=ZZAN Fsat X-linked lymphoproliferative disease
137 D82.4 IHAZ2ERESFZ Hyperimmunoglobulin E [IgE] syndrome
M 2 gl J|=o 5K 3 Common variable immunodeficiency with
138 D83.0 % :ﬂil; ";ioglmdﬁif} ol &oll predominant abnormalities of B-cell
olgt 3& JtHA vy
numbers and function
P o o< T All T KF 5 Common variable immunodeficiency with
139 D83.1 ég ‘;}:Tj i? IE.%I;QA{,—E); ool efzt predominant immunoregulatory T-cell
s e s disorders
140 D832 B- £= T-MZof st XJ} &t & Common variable immunodeficiency with
- Sehst 38 Ity HAZEE autoantibodies to B-or T-cells
141 D84.0 Amar|sael-1He {ngrelg‘hocyte function antigen-1[LFA-1]
142 D84.1 HiASe A& Defects in the complement system
143 D84.1 Cloll AE{aflo] A H QIR E C1 esterase inhibitor[C1-INH] deficiency
144 D86.0 He| Al2H0ES Sarcoidosis of lung
145 D86.1 F=ZHo| ME2F0ES Sarcoidosis of lymph nodes
2ZMo| Al2F0|EEES SHtst H e Sarcoidosis of lung with sarcoidosis of
146 D862 NEET = lymph nodes
147 D86.3 o fo| Al2F0|EF Sarcoidosis of skin
148 D86.8 JlEt & SEELe A2ZA0ES Sarcoidosis of other and combined sites
149 D86.8 %ig;ﬁ?gmgi) Iridocyclitis in sarcoidosis(H22.1+)
150 D86.8 NEETIEETVE ST Multiple cranial nerve palsies in
5 | 212 0tH| (G53.2+) sarcoidosis(G53.2+)
151 D86.8 Al2F0|=EHEE S (M14.84) Sarcoid arthropathy(M14.8+)
152 D86.8 A2 T30l EA A (141.8+) Sarcoid myocarditis(l41.8+)
153 D86.8 At2 30| =2 2(M63.34) Sarcoid_myositis(M63.3¢)
154 D86.8 ZEoqgMy Uveoparotid fever[Heerfordt]
155 E16.10 MY ToEREE Congenital _hyperinsulinaemia
156 E20.1 HA BUAMIISHEE Pseudohypoparathyroidism
157 E22.0 st S ¥ HEkAAAS Acromegaly and pituitary gigantism
=71 B o = Arthropathy associated with
H = rl A= *
158 E22.0 Lot S 2 E BEEES (M145Y) acromegaly(M14.59)
159 E22.0 Mas2z2o| it Overproduction of growth hormone
160 E23.0 ZUsFL Kallmann’s syndrome
161 E23.0 HeEFE= Sheehan’s syndrome
162 E24.0 = 5teA-olE FAY Pituitary-dependent Cushing’s disease
Si=a EATA =
163 | Eaa0 | HATA FHEBAS 2RSS Overproduction of pituitary ACTH
164 E24.0 =EheA-ol & RA | seEE Pituitary-dependent _hyperadrenocorticism
165 E24.1 d&3sa Nelson's syndrome
166 E24.3 oY SFAMIFAXNZIT2R2EFL Ectopic ACTH syndrome
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Congenital adrenogenital disorders
associated with enzyme deficiency

Congenital adrenal hyperplasia

21-Hydroxylase deficiency

Salt-losing_congenital adrenal hyperplasia

Adrenogenital syndrome NOS

172 HIEEF 2 Bartter's_syndrome
173 E27.1 ety BAlmAEN Primary adrenocortical insufficiency
174 E27.1 JIEM RAIEROIEZE Familial glucocorticoid deficiency
175 E27.1 ofic| &g Addison’s disease
176 E27.1 Arted fAY Autoimmune_adrenalitis
177 E272 ofc|&us Addisonian crisis
178 E272 2aas Adrenal crisis
179 E272 faloHUs Adrenocortical crisis
180 E27.4 sAEd Adrenal haemorrhage
181 E274 2AHME Adrenal infarction
182 E27.4 HAEHEH NOS Adrenocortical insufficiency NOS
183 E27.4 HAZAHES Hypoaldosteronism
184 E34.8 S Jlsold Pineal gland dysfunction
185 E34.8 S Progeria
186 E55.0 g5y 75Y Rickets, active
187 E55.0 Fot=edsts Infantile_osteomalacia
188 E55.0 Ao Zss Juvenile osteomalacia
189 E70.0 IMY HIAHE=S Classical phenylketonuria
190 E70.1 JlEt nEdeeldE s Other hyperphenylalaninaemias
191 E70.2 Eto] 2 Al CH AFE o Disorders of tyrosine metabolism
192 E70.2 AHNERT Alkaptonuria
193 E70.2 EREE ] Ochronosis
194 E70.2 Elo|2AIE S Tyrosinaemia
195 E70.2 Elo| 2415 Tyrosinosis
196 E703 o e R Oculocutaneous_albinism
197 E70.3 EHMZE Ocular albinism
198 E70.3 HMClota(-2Etel22l3)-3|7tAEFF | Chediack(-Steinbrinck)-Higashi_syndrome
199 E70.3 WASFL Cross syndrome
200 E70.3 sl2ntar-FERIIEEFE Hermansky-Pudlak syndrome
201 E70.3 Hizglezg 3 Waardenburg’s syndrome
202 E70.8 S| A E| Elch ALE ol Disorder of histidine metabolism
203 E70.8 Eg E T AFEof Disorder of tryptophan metabolism
204 E71.0 CHEAIE = Maple-syrup-urine disease
205 E71.1 IR0 AFAEE Hyperleucine-isoleucinaemia
206 E71.1 aw2Es Hypervalinaemia
207 E71.1 HEUEAMES Methylmalonic acidaemia
208 E71.1 oo BAMHEE Isovaleric acidaemia
209 E71.1 Z2a2M8T Propionic_acidaemia
210 E71.3 K| g AbCH AFEOf Disorders of fatty-acid metabolism
211 E713 HEAWAC|AEZ2 T C]&-2H] Adrenoleukodystrophy[Addison-Schilder]
o - - Muscle carnitine palmityltransferase
212 | E713 | 28vtedEzojgeaamaolaZy | 8 pamiy
All A ALS] Ans w1 = | Very long chain acyl-CoA
2ia | Errg | FHEssORRAOIESLELBB | (o) yortnasevi CAD]
deficiency(VLCAD)
214 E72.0 ofo| - A2 HEE ol Disorders of amino-acid transport
215 E72.0 AlAEI ST 8 (N29.8%) Cystine storage disease(N29.8+)
FHER = =
| =S SEEY dEIEH
216 E72.0 AlAEIS Cystinosis
217 E72.0 NES=S Cystinuria
218 E720 HIU(CEEU)(-EE)EFD Fanconi(-de Toni)(-Debré)syndrome
219 E72.0 St2EEY Hartnup’s disease
220 E72.0 2HEFZ Lowe’s syndrome
221 E72.1 2518t 010] L AT AFEHOR agggg‘::rﬁf sulfur-bearing amino-acid
222 E72.1 A|AELERO| Cystathioninuria
223 E721 SRAAE Homocystinuria
224 E72.1 o Efoj2H Methioninaemia
225 E72.1 obshited At Sulfite oxidase deficiency
226 E72.1 IS BAAE Hyperhomocysteinemia
227 E72.2 EEREECN] Disorders of urea cycle metabolism
228 E72.2 ofzx|HEE Argininaemia
229 E72.2 of2X|H= A A Argininosuccinic _aciduria
230 E722 AMEEEIHE Citrullinaemia
231 E72.2 IgRLolgs Hyperammonaemia
al 3 rders of lysine an If
22 | E723 | 2lolal & stol=FAlztolal thapzroy | Discrders of ysine and hyaroxylysine
233 E723 ZREI= M Glutaric aciduria
234 E72.3 Sto|EZA2fo|AEE Hydroxylysinaemia
235 E72.3 azlo|AEE Hyperlysinaemia
236 E724 22 L Elth ALEof Disorders of ornithine metabolism
237 E724 eHE#ES(, I1d) Ornithinaemia_(types |, II)
238 E72.4 22U e EgiATHlo|2tH A E Ornithine transcarbamylase deficiency
239 E725 22to] AT AFE ol Disorders of glycine metabolism
240 E72.5 TS0 EZAZERIEHE Hyperhydroxyprolinaemia
241 E72.5 Hyperprolinaemia (types |, 1)
242 E725 Non-ketotic_hyperglycinaemia
243 E725 Sarcosinaemia
244 E72.8 il Etoto| e &Hel AHEof Disorders of B-amino-acid metabolism
245 E72.8 Hol22EtYs| 2o Fof Disorders of y—glutamyl cycle
246 E73.0 MM PR eAZE Congenital lactase deficiency
247 E74.0 EELERSE Glycogen storage disease
248 E74.0 22 IZHENY 1bd A Glycogen storage disease 1b type A
249 E74.0 EEER T e in] Glycogen synthase deficiency
250 E74.0 AMEZeIHE Cardiac glycogenosis
251 E74.0 otofl 2 MY Andersen’s disease
252 E740 EEE] Cori’s disease
253 E74.0 ZEgAY Forbes’ disease
254 E74.0 slay Hers™ disease
255 E74.0 Yolsy McArdle’s disease
256 E74.0 ZHY Pompe’s disease
257 E74.0 EfF ol Tarui's disease
258 E74.0 Z7ofl2AHY von Gierke’s disease
259 E74.0 Liver phosphorylase deficiency
260 E74.2 2t Disorders of galactose metabolism
261 E742 ZetEgto|uo|AZE Galactokinase deficiency
262 E742 LEEAHES Galactosaemia
23 | E744 | mEEseciA R ZEese gof | DOI0N of pyuvate metabolsm and
ZAZO|snREMATI2Z SA|FI0|H 0 Deficiency of phosphoenol-pyruvate
264 E744 A9 EJE.‘E = } I7toidol carboxyk\ynaseD P d
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265 E74.4 Ft=AleojAam|ZEAlelo ZHE Deficiency of carboxylase pyruvate
266 E74.4 EEagangEiade AE Deficiency of dehydrogenase pyruvate
267 E7438 Sitts Oxaluria
268 E75.0 GM, -LZE2[AES GM_ -gangliosidosis
269 E75.0 RECET Sandhoff's disease
270 E75.0 Efj O] -AtA Y Tay-Sachs’ disease
271 E75.0 GM, -Z22[2AIE3 NOS GM._gangliosidosis NOS
272 E75.0 Mol GM, -ZZEIRAES Adult GM2_gangliosidosis
273 E75.0 ALE GM, ~ZLZ2IRAIES Juvenile GM._gangliosidosis
274 E75.1 Z222AEF NOS Gangliosidosis NOS
275 E75.1 GM; -Z3e2[AES GM; -gangliosidosis
276 E75.1 GM; -LZ22[RAES GM3; —gangliosidosis
277 E75.1 FIAXES WV Mucolipidosis IV
278 E75.2 mj=Ze(-HH &) Fabry’s(~Anderson) disease
279 E752 i Gaucher's disease
280 E75.2 ECLE Krabbe's disease
281 E752 Le-oy Niemann-Pick's disease
282 E75.2 SHEFT Farber's syndrome
283 E75.2 oldN WAC|IAERD] Metachromatic_leukodystrophy
284 E752 AMujeo|AZE Sulfatase deficiency
285 E754 MM EAMZO|ECt|EFAMNS Neuronal ceroid lipofuscinosis
286 E754 Hiel Batten’s disease
287 E75.4 kAT |- A AT Jansky-Bielschowsky'’s disease
288 E754 FEAY Kufs' disease
289 E754 Agojo|of-FOEH Spielmeyer-Vogt's disease
290 E755 EERE Cerebrotendinous cholesterosis [van
S AH S EA 2 E-4) 2{- AEFRI] | Bogaert-Scherer-Epstein]
201 E755 oty Wolman's disease
292 E76.0 18 Mocie Rz Mucopolysaccharidosis, type |
293 E76.0 e Hurler syndrome
294 E76.0 el-Ao|of| BEFF Hurler-Scheie syndrome
295 E76.0 Apolof E& 3 Scheie syndrome
296 E76.1 18 Mocted w3 Mucopolysaccharidosis, type |l
297 E76.1 HEEFZ Hunter's syndrome
298 E76.2 HE-ZEFEMEHeAZE B-Glucuronidase deficiency
299 E76.2 0V, VI VI Eelcistes %ucopo\ysacchamdosm, types 1, IV, VI,
300 E76.2 ol2E-2lo| (AE)EF) T Maroteaux-Lamy (mild)(severe) syndrome
301 E76.2 2272 (-FAHENMEYH) 552 Morquio(-like)(classic) syndrome
%2 | Ee2 | aEEE BYCHOY) BFE Sniepo tiypes Bilkpe Giltype D)
303 E77.0 alolas Ao HAE Mo Ha gfegigéssgrr\ns‘o?gzt;?:fuonal modification
304 E77.0 FIXESU[ -M =] Mucolipidosis I1[ 1 —cell disease]
Ws | E770 | wEMENAREe i acza) | Micdiodoss il [Pseudo-Hurler
306 E77.1 St Al Es e AE Defects in glycoprotein degradation
307 E77.1 ofArm2El ZRIAIDU S Aspartylglucosaminuria
308 E771 FUAFHZF Fucosidosis
309 E77.1 ol A EXHE Mannosidosis
310 E77.41 AlAAMS[RAXES 1] Sialidosis[mucolipidosis | ]
31 E79.1 gl4-Hsts = Lesch-Nyhan syndrome
312 E80.2 HN Iz2zamE Hereditary coproporphyria
313 E80.2 z=212E NOS Porphyria NOS
FHER = =
| =S SEEY dEIEH
314 E80.2 24 7188 2HY) Zz21zlE Acute intermittent(hepatic) porphyria
315 E83.0 2| ARl Disorders of copper metabolism
316 E83.0 HAHA (IR ) Z2)H) Menkes (kinky hair)(steely hair) disease
317 E83.0 e Wilson’s_disease
318 E83.1 gML3 Haemochromatosis
319 E83.2 Yy wotuey Acrodermatitis_enteropathica
200 £633 OILhAF 9 olAFE S &4 o Eﬁsoosrghe;asoésphosphoms metabolism and
321 E83.3 Aol MR g aZE Acid phosphatase deficiency
322 E83.3 JIEM NMoAMEE Familial hypophosphataemia
323 E83.3 NIAEAS Hypophosphatasia
324 E83.3 HIEIRIDXN &= 5E Vitamin-D-resistant osteomalacia
325 E83.3 HIEISIDA &7 T8 Vitamin-D-resistant rickets
ws | Esi0 |mWBME SuH 9y 4RE Cyste forosis with pumonary
N 3 o= h i in:
37 | EBAl | REME SuH LM HRE Oysto fiorosis with Intestinal
328 E84.1 HLAZHMEFZ Distal intestinal obstruction syndrome
329 E841 A MeSolMel EfE A (P75 Meconium ileus in cystic fibrosis(P75+)
30 | ESS0 | MuZEM RTIIZH ojmzolsg | Mo neuropathic heredofamiial
331 E85.0 IHEd X EFHE Familial Mediterranean fever
332 E85.0 MY ot Zo|E AFTHE Hereditary amyloid nephropathy
333 EB85.1 AFEN FHIIEN ofd=20|ES Neuropathic heredofamilial amyloidosis
334 E85.1 ofdZo|EcteMZHI(x2F L Amyloid polyneuropathy(Portuguese)
335 E85.2 AMEYe REIIFY olYR0|ES Heredofamilial amyloidosis, unspecified
336 E85.4 7|2t HolY=0[ES Organ-limited amyloidosis
337 E85.4 IAH ofUR0[ES Localized amyloidosis
338 E88.0 otul-1-SERAMAY a-1-Antitrypsin deficiency
339 EB88.1 MM FA Congenital systemic_lipodystrophy
=HHME
wo | rms |58 pred oo wih cplesy
341 F84.2 HEZEL Rett's syndrome
342 G10 EEEE Huntington’s disease
343 G10 HeElEfcY Huntington’s chorea
344 G11.0 MEY HZEY 2SAX Congenital nonprogressive ataxia
345 G111 xo|gd AxN 2SAZ(UHEES EE | Early-onset cerebellar ataxia(onset
20M| ol F) usually before the age of 20)
346 GI11 ;EM; W2 2(5) Setsh =7|wy Early-onset cerebellar ataxia with
oY 2SHE essential_tremor
347 G111 DEFSL%%XE%&QE%%%ZE]%(%) Early-onset cerebellar ataxia with
Sehet =o|e aud 2SHE myoclonus[Hunt's ataxia]
348 Gi11 E%% HErAL2(E) Sehsh 7|y Early-onset cerebellar ataxia with
oY 2SH=E retained tendon reflexes
349 G11.1 Za|E2o[5| 2 E(E S GMA G Friedreich’s ataxia(autosomal recessive)
350 G111 X-ozt AN HpauM 2EMZ X-linked recessive spinocerebellar ataxia
351 Gi12 e|e Y 2SHX(EYE 2& | Late-onset cerebellar ataxia(Onset
20M| 0| %) usually after the age of 20)
350 G113 DNAZTHAS utst Ak SEAMZX ?eepraeﬁe\\ar ataxia with defective DNA
353 G11.3 DA RN REAE(R0[-HH Ataxia_telangiectasia[Louis—bar]
354 G114 A ZAM stetalopd] Hereditary spastic paraplegia
355 G11.8 J|Et RN 2SA=x Other hereditary ataxias
356 G119 MM EYe REHM RSAE Hereditary ataxia, unspecified
357 G119 MM A= 254X NOS Hereditary cerebellar ataxia NOS
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358 G119 AN Axo] By Hereditary cerebellar degeneration
359 G11.9 AN Lxo| Hereditary cerebellar disease
360 G119 oY Hereditary cerebellar syndrome
AolHFAN =295, s
wr | oo | SOTH SRS i e e ot 53
362 G121 Jlet RHY Had 2905 Other inherited spinal muscular atrophy
363 G124 2op7lel FaA ofZojy|[atx @-20] [PFrnglgeisLs(\)vn%eliulbar palsy of childhood
364 G121 Molg MM 295 Adult form spinal muscular atrophy
365 G121 2oty g Has 295 ;ngpgod form, type Il spinal muscular
366 G121 29 M 29F Distal spinal muscular atrophy
= ~ nile f 1l
367 G121 §§§ (7| 22-wattl] Ay ‘[kaxge\beergoj\r/ﬂ\/eltayﬁger] spinal muscular
- atrophy
368 G121 oM Zolals MM 29 Scapuloperoneal form spinal muscular
atrophy
2SilPh =y
369 G122 (Eh J1E & HAM =gl Motor neuron disease
2SMZHEYH(GI1228)2 M 2|)
50 | 28 |7iehues 2Hs 2 me gee | QN sbnal musauar aliophies and
371 G129 MM Ege HEM 295 Spinal muscular_atrophy, unspecified
372 G230 sejmed-Anay Hallervorden-Spatz disease
373 G230 Mad GHETHY Pigmentary pallidal degeneration
374 G23.1 Ml e eer2oy| Progressive supranuclear ophthalmoplegia
[(rE-2[A=EE-22HA2T] [Steele-Richardson-Olszewskil
375 G25.8 ZEAEFR Stiff-man_syndrome
376 | G3181 | otZ4 FA =ES[Elol] e o)
377 G35 ctrdsts Multiple sclerosis
378 G35 cterA sHE NOS Multiple sclerosis (of) NOS
379 G35 =[2HCel) cletAd s s Multiple sclerosis (of) brain stem
380 G35 AH3(Tel) cuds s Multiple sclerosis (of) cord
381 G35 oENH () cteAsE Multiple sclerosis (of) disseminated
382 G35 AN (Te]) ciedHss Multiple sclerosis (of) generalized
383 G36.0 Al A1 Z & [ 8] Neuromyelitis_opticalDevic]
384 G404 AEAIAESSL Lennox-Gastaut syndrome
385 G40.4 ArESEH West's syndrome
386 G41.0 CHEbRE = M S X| & AL Grand mal status_epilepticus
387 G41.0 -2 S SR & el Tonic—clonic_status epilepticus
388 G411 LA XS HEY Petit mal status epilepticus
389 G41.1 =HME FAAX| & AE] Epileptic absence statu
390 G41.2 SRR M SX S A Complex partial status epilepticus
391 G41.8 7|Et =M S XS AEl Other status epilepticus
392 G419 MM EYe| XN ESX[ZAE Status_epilepticus, unspecified
393 G474 whxteod gl S Erekxt Narcolepsy and cataplexy
394 G51.2 dHHEEFD Melkersson’s syndrome
395 G51.2 dHEzE-2HEESFE Melkersson-Rosenthal syndrome
396 G56.4 ERRESESEL 1Y Complex regional pain syndrome type Il
397 | G57.80 | Clelel SERYEEETR IH Cornplex regional pain syndrome type I
398 G60.0 RHAH 25 2 @ MHES Hereditary motor and sensory neuropathy
399 G60.0 Atz d-ofe|-FAF S Charcot-Marie-Tooth disease
400 G60.0 oA 2l-AEfAHE Déjerine-Sottas disease
FHER = =
| ac SEEY dEIEH
w1 | G0 | REM 28 ¥ U wzws va | Herediay molor and sensory
402 G60.0 Holrlol it AAYS Hypertrophic neuropathy of infancy
403 G600 W2 aSE(HAE, uliE) E’%gr;ﬁgghr‘wgu?yc;é?r atrophy(axonal type,
404 G60.0 FA-EHEEFZ Roussy-Lévy syndrome
405 G61.0 Z2Y-dpRI 5=+ Guillain-Barré syndrome
406 G61.0 EEER Miller Fisher syndrome
407 G61.8 Cixd 28 MFYSEEAESE) Multifocal Motor Neuropathy
408 G618 | O BN B EA ClUAFWS Sg’y"n@ﬁ,g"g‘:.ﬁyma‘w demyelinating
409 G70.0 52283 Myasthenia gravis
40 | G702 | MEY 9 wes 2R3 Songental and developmental
41 G71.0 ZCj2AEZT Muscular_dystrophy
clal e S ALS Autosomal recessive, childhood type,
¢z | ono | BB s an | resembing Duchemo or becir
M3 G71.0 AM[H 7] SCIAERT Benign [Becker] muscular dystrophy
xI|eHE Sttst=s 2N Benign scapuloperoneal with early
414 G71.0 of7f Zotz|[ol o 2|-=2}o| ZA] contractures [Emery-Dreifuss] muscular
LA E 23] dystrophy
415 G71.0 LY 2CrAERT Distal muscular dystrophy
416 G71.0 AdZ o™ ZClAE=ZT Facioscapulohumeral muscular dystrophy
417 G71.0 At ZC|AE=R1] Limb-girdle muscular dystrophy
418 G71.0 F ZCAERD Ocular muscular dystrophy
419 G71.0 TSN ZLjAE=RT Oculopharyngeal muscular dystrophy
420 G71.0 o7 Zotz| BC|AEZT] Scapuloperoneal muscular dystrophy
421 G71.0 E5[54] 2CAERT] Severe[Duchenne] muscular dystrophy
422 G711 22 & Fof Myotonic_disorders
423 G711 Z2EC|AE 2I|[AEO[HE] Dystrophia_myotonica[Steinert]
424 G71.1 AZHHTONY ZUHET Chondrodystrophic_myotonia
425 G711 A 22EE Symptomatic myotonia
426 G711 MEN ZZES NOS Myotonia congenita NOS
427 G71.1 M[EL] HHY ZUERS Dominant[Thomsen] myotonia_congenita
428 G711 MM ] MHY ZUERS Recessive[Becker] myotonia congenita
429 G711 AAZ |7 F ool FfA] Neuromyotoniallsaacs]
430 G711 MHA ojAMZUEBS Paramyotonia_congenita
431 G711 HANZZUES Pseudomyotonia
432 G71.2 MY ZHE Congenital myopathies
433 G71.2 MEY ZL/AE=21 NOS Congenital muscular dystrophy NOS
o | omz |SHOLEEHeloam swu | o mecur sty i
Hyg 2cxE=20(GEn2) the muscle fibre(G71.2)
435 G71.2 | Central core disease
436 G712 ojMlal Minicore disease
437 G71.2 chetal Multicore disease
438 G71.2 ZAHRY 278 Fibre-type disproportion
439 G712 MY (BasY) 2ES Myotubular (centronuclear) myopathy
440 G71.2 H 2 2Ews Nemaline myopathy
441 G71.3 2| EREX e o|E2E2/ol2¥ S | Mitochondrial myopathy, NEC
w | ans |wesez R A U
443 G719 FHA 23S NOS Hereditary myopathy NOS
444 G72.3 FI|oHH|IEN) NZEEN Hypokalaemic periodic paralysis_(familial)
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445 G73.1 2| 2 E-0| E5 ¥ 7(C00-D48t ) Lambert-Eaton syndrome(C00-D48% )

446 G95.0 H+3sE 4 dAx383 Syringomyelia and_syringobulbia

447 H35.01 AX Coats

448 H35.05 PEE] Eales” disease

449 H35.51 Alaatoty] Retinitis pigmentosa

450 H35.58 AEI27I2EY Stargardt’s disease

451 H35.59 EEEREEER Leber Congenital Amaurosis

452 H35.59 MM EYe FHA Yoc|AERT Unspecified hereditary retinal dystrophy

453 H49.8 HA-No|ofZEFF Kearns-Sayre syndrome

454 H51.8 S B (KRITE), 22 Ocular motor apraxia, Cogan type

455 127.0 e k-] Primary pulmonary hypertension

456 127.8 ofo| Hl A & 5t Eisenmenger's complex

457 1278 Oofo|HHAHZ = Eisenmenger’s syndrome

458 142.0 HJI R &3 AZHE Irreversible dilated cardiomyopathy

459 142.1 AN HCHM AMZEE Obstructive hypertrophic cardiomyopathy

460 142.1 HIHA cf S 5He & Hypertrophic subaortic stenosis

a1 | 22 | HEHMY HOY 42EE B, VPertrophic

462 142.3 Al (7MY Endomyocardial(eosinophilic) disease

463 142.3 AN Z(EM)HN RS Endomyocardial(tropical) _fibrosis

464 142.3 i hak] Loffler's endocarditis

465 142.4 MU HERIME RS Endocardial _fibroelastosis

466 142.4 MEM A2YHE Congenital _cardiomyopathy

467 1472 Shel @il ChalA AALA uloy gilheﬁaorggmnerglc polymorphic ventricular

468 167.5 Dok oy Moyamoya disease

469 1731 HAEME A Y] Thromboangiitis_obliterans[Buerger]

470 178.0 ge-2se -y Rendu-Osler-Weber disease

471 182.0 HE-F|ol2| EFZ Budd-Chiari_syndrome

472 J84.0 HECh A S Alveolar proteinosis

473 J84.18 S4d HHF7ES Idiopathic pulmonary fibrosis

474 K00.51 et MotE gy Dentinogenesis imperfecta

475 K50.0 +%ol 32Y Crohn’s disease of small intestine

476 K50.1 Zel 329 Crohn’s disease of large intestine

477 K50.8 A% QR 259 ZEY %{gggnz disease of both small and large

478 K74.3 LN =HEM FWS Primary biliary cirrhosis

479 K75.4 Azbeiod M Zhed Autoimmune_hepatitis

480 K83.0 Primary cholangitis/Sclerosing cholangitis

481 L10.0 Pemphigus vulgaris

482 L10.2 Pemphigus foliaceus

483 L12.0 kS Bullous pemphigoid

484 L12.1 EHRARRZE Cicatricial pemphigoid

485 L12.1 AN HMoURAIMEE Benign mucous membrane pemphigoid

486 L12.3 M =M Fuy2lE Acquired epidermolysis bullosa

487 M08.0 oy FolE|2pEe Juvenile_rheumatoid_arthritis

488 M08.0 TirD%E\i‘?_' AoE AL ls Al Juvenile rheumatoid arthritis with or
FOPE[ A without rheumatoid factor

489 MO08.1 Aad ZEAHFY Juvenile ankylosing spondylitis

490 M08.2 HAlMoz W 4N Y Juvenile arthritis with systemic onset

491 M08.3 (BHEAAS N Ay cigtaEA Juvenile polyarthritis (seronegative)

492 M08.3 O AN chutaEy Chronic_juvenile polyarthritis

493 M30.0 ZEY cusud Polyarteritis nodosa

| dEIEH

494 Polyarteritis with lung involvement

[Churg- Strauss!

495 Juvenile polyarteritis

496 Goodpasture’s syndrome

497 M31.1 MM olMEHES Thrombotic _microangiopathy

498 M31.1 MM gamaad X Thrombotic_thrombocytopenic purpura

499 M31.2 X AIE M KolE Lethal midline granuloma

500 M31.3 HAHS0IES Wegener’s granulomatosis

501 M31.3 ALY SEIIROIES Necrotizing respiratory granulomatosis

502 M31.4 s 2ZFZ[Chrtoks] Aortic arch syndrome [Takayasu]

503 M31.7 EEEE L Microscopic_polyarteritis

504 M32.1 77(|1J;EE s Hys sere Systemic lupus erythematosus with organ
MilsgtEFA or system involvement

505 M33.0 AAay mE2Y Juvenile dermatomyositis

506 M33.1 J|EF D22 Other dermatomyositis

507 M33.2 chgay Polymyositis

508 M34.0 N MalAss Progressive systemic sclerosis

509 M34.1 I AESFZ CRI(E)ST syndrome
Mal= SAF AlC = xb Combination of calcinosis, Raynaud’s

50 | et | SN Simiein) e aae e | stenomenon (lesconagea csturcton

511 | M8 | HAMe Sue MAZEHB0.1) Systernic sclerosis with lung

512 M34.8 IS Ut MAASE(G73.7) Systemic sclerosis with myopathy(G73.7+)

513 M35.0 Hx=sF2H 0] Sicca_syndromel[Sjogren]

514 M35.0 Ztotdatel S(5) Sitst Sjogren’s syndrome with
A2 5+ (H19.39) keratoconjunctivitiis(H19.3+)
o EHS(E) Sttst Sjogren's syndrome with lunt

515 M35.0 ¢4I1@§(§1u99.11) |nl\?gveememy(J59%*)e i g
WS S(E) seie X

516 M350 | §5sEs )_(673 74) ﬁ{ﬁgﬁi’f@@%&? e win
MM 22N Fof 2(5) Sukst Sjogren’s syndrome with renal

517 M350 ¢JIJIE%§EE(N164*)N stE tdbg\o—\merglma\ disorder(N16.4+)

518 M35.1 sgdatEAY Mixed connective tissue disease

519 M35.2 HiH E g Behcet's disease

520 M35.3 FOIEIAN ClgZs Polymyalgia rheumatica

521 M35.4 o|gHN (S A7) 295y Diffuse(eosinophilic) fasciitis

522 M35.5 ch=d dRZEsS Multifocal fibrosclerosis

523 M35.6 A xgrsglm-Fel AR Relapsing panniculitis{\Weber-Christian]

524 M61.1 TN ZsiMdpEdolat Fibrodysplasia ossificans progressiva

525 “fg%oé? IIENEEYS Familial adenomatous polyposis

526 M88.0 FoZel may Paget's disease of skull

527 M88.8 7|Ef o mxlg Paget's disease of other bones

528 M88.9 MM EYe| ol maly Paget's disease of bone, unspecified

529 M89.0 SgEEssET 1" Complex regional pain syndrome type |

530 M94.1 UM cigreiZy Relapsing polychondritis

531 | NO4O | AARHMOIME Sue AEFR R

532 NO4.0 HAaHEHEHS Suis AZS R Ezmronc syndrome with minimal change

533 NO4.1 ﬁf::,’g 3 EHM AlRHYH S SUHSE | Nephrotic syndrome with focal and
MNEFD segmental glomerular lesions

534 NO4.1 AIE..:AS* 3 2HY Re|EES stts Nephrotic syndrome with focal and
MNEFD segmental hyalinosis

535 NO4.1 ZHAM 2 BEM HsIE5S sk Nephrotic syndrome with focal and




AYHER = =
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ASES segmental sclerosis
56 | Noal | EEM ATHNHE swe aggg | NePhrolo sydiome wih focal
537 NO4.2 ilgg UM ALTH Al S kst Nephrotic syndrome with diffuse
MEFR membranous_glomerulonephritis
538 NO4.3 DEIEJ@ ol &xlg MY AbFALEE | Nephrotic syndrome with diffuse B
St AMEFF mesangial proliferative glomerulonephritis
s | nose | 218 BB Fea Apaee | O sndone wih dise
eEE Teme glomerulonephritis
540 NO45 ojghd o "JOX\% 2 M| 8 2k Nephrotic syndrome with diffuse
APRRAHE S SHst AEE R mesangiocapillary glomerulonephritis
% & 1 = Nephrotic syndrome with
541 NO04.5 ﬁéggigﬁi}‘*L$§§$g~ 3y == me%branop%hieratlve glomerulonephritis,
e-s e types 1 and 3, or NOS
542 NO4.6 DU HAHS S AZED gephrot\c syndrome with dense deposit
isease
= 5 5o 5 hroti ndr ith
543 N04.6 ijggfi ATHLY, 28 & Seret ;’j]ee?n%?e‘agogohdfeor?tievewgt\omeru\cnephr\lis.
ype
544 NO47 ilgg HHE S ALPA A S Sgkst Nephrotic syndrome with diffuse
MEFT crescentic_glomerulonephritis
545 NO4.7 AEMI%E*S?-I ARG S SHsH Nephrotic syndrome with extracapillary
MNEFT glomerulonephritis
546 N25.1 AN 2EF Nephrogenic diabetes insipidus
547 P35.0 MHN BXEFE Congenital rubella_syndrome
548 Q03.1 HCl-HAHSEFZ Dandy-Walker syndrome
549 Q04.3 FuoldE Agyria of brain
550 Q04.3 e 3 Lissencephaly
551 Qo4.3 Z=ol28E Pachygyria
552 Q04.3 Ak Ry Cerebellar agenesis
553 Q4.6 2d 3 Schizencephaly
554 Q05.0 +E58 Sytst olE3F Cervical spina bifida with hydrocephalus
555 QO5.1 TE58 SUist oOlEEF Thoracic spina bifida with hydrocephalus
556 Q05.1 TFEE SUst o|2HF Dorsal spina bifida with hydrocephalus
57 | Qw1 | +¥38 swe ogses Thoracolumoar spina bifda Wi
558 Q05.2 TF5S Stst 0|lERF Lumbar spina bifida with hydrocephalus
s | 2 | +5zE swd ogeds furbosacral spina biida wih
560 Q05.3 TF52 sttst o2 F Sacral spina bifida with hydrocephalus
561 | Q054 | #FEE Swe asEwel olgazx | phepedfied spina biida wilh
562 | Qs5 | #5350l gl olEHE ca) obina. bifida without
563 | Q56 | +F30l ek ol2EE [horacic shia biida without
564 Q05.6 O[£% F NOS Dorsal spina bifida NOS
565 Q05.6 ol2ER2F NOS Thoracolumbar spina bifida NOS
566 | Qs | +z0l s olges pumbar sona bifida witout
567 Q05.7 o[£2FFE NOS Lumbosacral spina bifida NOS
568 Q05.8 530l gl= o2 Sacral spina bifida without hydrocephalus
569 Q059 MM EYe| o|2EHF Spina_bifida, unspecified
570 Qo6.2 HEo0l7 B Diastematomyelia
571 Q07.0 ol=E-7|ol2|EE R Arnold-Chiari_syndrome
572 Qi1.2 e e Lenz_microphthalmia_syndrome
oy | BEER ZeNsy 92X sy
o = E ™= ™=
573 Q14.1 X-o13F 1AM gtotEp| X-linked juvenile retinoschisis
574 Qi7.2 20| SUNEIE) Microtia
575 Q200 32t Common arterial trunk
576 Q20.0 SHAES Persistent truncus arteriosus
577 Q20.1 olsETAA Double outlet right ventricle
578 Q20.1 EtRAIO-UEEFED Taussig-Bing syndrome
579 Q20.2 olsETaAA Double outlet left ventricle
580 Q20.3 M EHAZE AR Discordant ventriculoarterial connection
581 Q203 Sool 25 Dexirotransposition of aorta
582 Q20.3 cHed ol (2HE)d el Transposition of great vessels (complete)
583 Q20.4 chal Al A Single ventricle
584 Q20.5 LAl AE AR Discordant atrioventricular connection
585 Q20.5 AN Corrected transposition
586 Q20.5 EMe Laevotransposition
587 Q20.5 Ay Ventricular_inversion
588 Q21.2 dAEAZE Atrioventricular septal defect
589 Q21.2 SuMy Common atrioventricular canal
590 Q212 MUigr|z2s Endocardial cushion defect
591 Q21.2 HiSALsHZAE(1 ) Ostium primum atrial septal defect (type I)
592 Q21.3 e Tetralogy of Fallot
HEY YA £ Ha, S| Ventricular septal defect with pulmonary
593 Q21.3 5% 4 AMU|E Sttst stenosis or atresia, dextroposition of
MAEHZEE aorta and hypertrophy of right ventricle
594 Q21.4 sy sHsHZEE Aortopulmonary septal defect
595 Q214 SUSHEL Aortic septal defect
596 Q21.4 S H SHE Aortopulmonary window
597 Q21.8 ofo| M HZH & Eisenmenger's defect
598 Q22.0 | 59 Ehuf| A Pulmonary valve atresia
599 Q224 AHE w4} Tricuspid atresia
600 Q225 o 2 AEFRI0] A Ebstein’s_anomaly
601 Q22.6 MY ASFR Hypoplastic right heart syndrome
602 Q23.0 cfsoime] MMEE Congenital stenosis of aortic valve
603 Q23.0 MHA of S Eh 2 Congenital aortic atresia
604 Q23.0 MHY S p Congenital aortic stenosis
605 Q23.1 cHsyEe| MAM 7|588 Congenital insufficiency of aortic valve
606 Q23.1 O| HcH o mat Bicuspid aortic valve
607 Q23.1 MY S e Congenital aortic insufficiency
608 Q23.1 MEN S EAaF Congenital aortic regurgitation
609 Q232 MM S2EgE Congenital mitral stenosis
610 Q232 MM S 2 EH Y Congenital mitral atresia
611 Q233 MY S2EH4RH Congenital mitral insufficiency
612 Q234 EFEREFIEr Hypoplastic left heart syndrome
~om BA o @Ml B Atresia, or marked hypoplasia of aortic
&j@%ﬁg%ﬁ E%;i{ ;é?lgﬁj f}‘zgg orifice or valve, with yﬁyppop\asm of
613 Q234 AruSe EHisle pjEony o ascending aorta and defective
THoro| WA Gl Six|BF 4he D& development of left ventricle (with mitral
et HY =& fe gsed valve stenosis or atresia)
- Aol 215 = f {
614 Q238 tfsE ol S2Eel J1E MAET|Y g)r:r&ermﬁ?;g‘?glw\lglsma\ ormations  of aortic
615 Q239 }E\N%“ﬁ”fﬁ 3 2 Ee| AMEHS Congenital malformation of aortic and
ME7E mitral valves, unspecified
616 Q24.4 MHN cHSWpat Congenital subaortic stenosis
617 Q24.5 Zals s atol 7| Malformation of coronary vessels
618 Q24.5 MHN HANEUF Congenital coronary(artery) aneurysm
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619 Q24.6 MHN A FRCH Congenital heart block
620 Q25.1 sool & Coarctation of aorta
620 | st |osuel ama@n, ww) Coarctaion of aorla (preductl
622 Q25.2 cHsoiol w4 Atresia of aorta
623 Q25.3 sool Hx Stenosis of aorta
624 Q25.3 EOAR S HE Supravalvular aortic stenosis
625 Q25.5 o syof uf Atresia of pulmonary artery
626 Q26.0 ool MMN A Congenital stenosis of vena cava
€7 | Q260 | (ehantimate) Mma et niovoniaupeny " 2
628 Q26.1 A Y ES Persistent left superior vena cava
N = Total anomalous pulmonary venous
629 Q62 | HEiyZ ol s commeation P v
630 Q263 S Ko 2 BHo| Ab Esﬂrtgz\cﬁgr?ma\ous pulmonary venous
631 | Qo4 | adiZeel myu Lol Abomalous pumonaly vanous
632 Q26.5 2 Z ol o Anomalous portal venous connection
633 Q26.6 EH-ZtsHZ Portal vein-hepatic artery fistula
634 Q28.2 eto|ggo| &5 F Wyburn Mason syndrome
635 Q383 PMS(ESIE Aglossia
636 Q44.2 i Atresia of bile ducts
637 Q44.7 A} AEFE Alagille’s syndrome
638 Q61. ChetA AE ESPMAEN Polycystic kidney, autosomal recessive
639 Q61. Chetd AIEH Hotby Polycystic kidney, infantile type
640 Q61.9 HAESFZ Meckel syndrome
641 Q64.1 el uk Exstrophy of urinary bladder
642 Q64.1 ggolas Ectopia vesicae
643 QB4.1 Ee] Extroversion of bladder
644 Q74.0 HBEIB0IZ2S Cleidocranial dysostosis
645 Q74.3 MHY clerzidg g3 Arthrogryposis multiplex congenita
646 Q75.0 FHERE Craniosynostosis
647 Q75.0 = o{2| Z (Acrocephaly) Acrocephaly
648 Q75.0 FoH=Eol SN RE Imperfect fusion of skull
649 Q75.0 # = 2| 5 (Oxycephaly) Oxycephaly
650 Q75.0 AzelE Trigonocephaly
651 Q75.1 FetEZol2S Craniofacial dysostosis
652 Q75.1 aFEY Crouzon's disease
653 Q754 stetetgiZol 2S5 Mandibulofacial dysostosis
654 Q754 Z2H AHE BEFEE Franceschetti syndrome
655 Q75.4 Eg|x-22l Treacher Collins syndrome
656 Q77.0 =2 Achondrogenesis
657 Q77.0 EEES Hypochondrogenesis
658 Q77.1 x| AN Thanatophoric short stature
659 Q77.2 es Short rib syndrome
660 Q77.2 NN BRE Asphyxiating thoracic dysplasialJeune]
661 Q77.3 A dAZgMolat Chondrodysplasia punctata
662 | Q773 |oiMnam my e@Esolany-oy) | HNzomerc chondrodsplasia
663 Q77.3 X~ A AZs Moy X-linked dominant chondrodysplasia
664 Q774 AZFYEES Achondroplasia
665 Q774 AZHAHANES Hypochondroplasia
666 Q774 MEY 2H3E Osteosclerosis congenita
FHER = =
| =S SEEY dEIEH
667 Q77.5 ClAE=2TY gMolat Dystrophic_dysplasia
668 Q776 AZelufEE Mol At Chondroectodermal dyplasia
669 Q776 de|A-HIHHESEZ Ellis-van Creveld syndrome
670 Q77.7 HEZchsi Mol Spondyloepiphyseal dysplasia
671 Q77.7 ot XM FEZchaMolab Spondyloepiphyseal dysplasia tarda
672 Q778 IJAQ‘%_‘EJ _I*—.‘L—"FQ\ MEAALEZS SIS Other osteochondrodysplasia with defects
7|Et ZAZ=sMHol4 of growth of tubular bones and spine
673 Q77.8 arctef A~ s AolAk Acromicric_dysplasia
DAT 9 HEo MEHES Sulkst Osteochondrodysplasia with defects of
674 Q77.9 “EI%%‘EI 1;_03_;_5“_40‘,\& growth of tubular bones and spine,
< < < unspecified
675 Q78.0 s EEN Osteogenesis imperfecta
676 Q78.0 2% 2t S (Fragilitas ossium) Fragilitas_ossium
677 Q78.0 = 7|2+ (Osteopsathyrosis) Osteopsathyrosis
678 Q78.1 CHE2Y M74Y gMolat Polyostotic fibrous dysplasia
679 Q78.1 AEBlo|E(-YF)(-2EHI)EFH Albright(-McCune)(-Sternberg) syndrome
680 Qr8.2 =54 Z Osteopetrosis
681 Q8.2 g zA-2H=2a5FF Albers-Schonberg syndrome
682 Q783 FtRelE-AAESFZ Camurati-Engelmann syndrome
683 Q784 Hed=83 Enchondromatosis
684 Q784 Ol Fx 533 Matffucci's syndrome
685 Q784 2ejolay Ollier's disease
686 Q785 ZziciIZ EMO|AL HOl= tV\S[extgaphysea\ chondrodysplasia, Schmid
687 Q785 g 552 Pyle’s syndrome
688 Q786 CHUMEe ZE Multiple congenital exostoses
689 Q78.6 AN clge 23 Hereditary multiple exostoses
690 Q78.6 SUHMTEAH Diaphyseal aclasis
691 Q789 I AZ2EHN gMola Pseudoachondroplastic_dysplasia
692 Q79.0 MM gZaterx Congenital diaphragmatic _hernia
& — f {
693 Q79.1 |24 8to| 7|} MM 821;’%;5%9%!& malformations of
694 Q79.1 EEREL] Absence of diaphragm
695 Q791 #z{oto| MHMI|E NOS ’(\ioonsgenita\ malformation of diaphragm
696 Q79.1 279 EE Eventration of diaphragm
697 Q79.2 i E L ZPERE Exomphalos
698 Q792 M S ErE Omphalocele
699 Q793 SYads Gastroschisis
700 Q79.4 YRR FHSF Prune belly syndrome
701 Q795 =uo| J|El MHT|E aoégi;nﬁ;gsvg\‘lal malformations of
702 Q79.6 de{A-CI2AZSH Ehlers-Danlos syndrome
703 | Q98 | 2EAAS JlE HHIY e Sogenial maliormations of
704 Q79.8 =<2 Zof Absence of muscle
705 Q79.8 glEo Zof Absence of tendon
706 Q79.8 22 Accessory muscle
707 Q79.8 MEN 29F Amyotrophia congenita
708 Q79.8 MHA A Congenital constricting bands
709 Q79.8 MMM HHeEE Congenital shortening of tendon
710 Q79.8 E Poland’s_syndrome
7| Qe | 23uASS ydgHel 4HYY Conganita) malformation of

musculoskeletal system, unspecified
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712 azzse MHO|A NOS SCyosr:g;nn,\a‘ﬂognoma\y of musculoskeletal
o 2| 1 5 ngenital deformity of m loskeletal
713 2E2AS] 4HUY NOS Songenital geformity of musculoskeleta
714 SoH[s3 Lamellar ichthyosis
715 MMM 2 HSDUEMEEE g;?ﬁirgtearlngullous ichthyosiform
716 chke 2N g3 Epidermolysis bullosa simplex
77 ALY =M mIee|s Epidermolysis bullosa letalis
718 e E Herlitz”_syndrome
719 ClAE2EY =N oS Epidermolysis bullosa_dystrophica
720 MAMES Incontinentia Pigmenti
721 (F8Hy) <uid s Mol Ectodermal dysplasia (anhidrotic)
722 MAMFES(HIAN) Neurofibromatosis (nonmalignant)
73 NAMREE(HIN) 18, 28 the)gr%ﬂbromalws(nonmahgnaml type 1,
724 =3 25ty Von Recklinghausen’s disease
725 EEEEE S Tuberous sclerosis
726 fFaoRyY Bourneville's disease
727 o Z 2o|ot Epiloia
728 ZO|X-HAHA Z52 Peutz-Jeghers syndrome
729 AEX[-HH{(-C|ojER|) BFF Sturge-Weber(-Dimitri) syndrome
730 E 5|d-gcte = Von Hippel-Lindau syndrome
731 (ol AtgEf M) Efio Fetal alcohol syndrome (dysmorphic)
730 :‘E EEERL Congenital malformation syndromes
MEJ|EESF2 predominantly affecting facial appearance
733 HECXRES Acrocephalopolysyndactyly
734 HEREXIZ Acrocephalosyndactyly(Apert)
735 =S EL Cryptophthalmos_syndrome
736 chots Cyclopia
737 e 52 Goldenhar syndrome
738 J2-ARER|-2A B5FF Gorlin-Chaudhry-Moss syndrome
739 PH|RPA B3 Moebius syndrome
740 el-gZ-aut 532 Oro-facial-digital syndrome
741 24 52 Robin syndrome
742 Fugte A2 Whistling face
743 JtE 532 Carpenter’s syndrome
Congenital malformation syndromes
744 F2 chilnl 2BE MAE|EEED predominantly associated with short
stature
745 Aarskog syndrome
746 Cockayne syndrome
747 De Lange syndrome
748 Dubowitz_syndrome
749 Noonan syndrome
750 Prader-Willi_syndrome
751 Robinow-Silverman-Smith syndrome
752 Russel-Silver syndrome
753 Seckel syndrome
754 Smith-Lemli-Opitz_syndrome
755 F Sjogren-Larsson syndrome
756 EE-22t %7 Holt-Oram syndrome
757 Z2|2-Eg-Ulo|-HH ZFZ Klippel-Trénaunay-Weber syndrome
758 LUEIEM ZFF Nail patella syndrome
| SEEY dEIEH
759 FUIAERI-Eo[H Z5F Rubinstein-Taybi syndrome
760 Hig 2 533 VATER syndrome
761 H 39 E-H|Cot SF 2 Beckwith-Wiedemann syndrome
762 LEA B Sotos syndrome
763 fH 5 Weaver syndrome
764 ol2g3Fa Marfan's syndrome
765 AEE Alport syndrome
766 ZaAA- Laurence-Moon(-Bardet)-Biedl syndrome
767 A AH Zellweger syndrome
768 X BFL CHARGE syndrome
769 M HMA S, g el Trisomy 21, meiotic_nondisjunction
770 ANEMAUF, HelBH(FAHEu|a) | [SOmY 21, mosaldsm (mitolic
771 21 HMR T, M2 Trisomy 21, translocation
772 214 MAH S NOS Trisomy 21 NOS
773 18NS, ZdrEd 2] Trisomy 18, meiotic nondisjunction
774 1BHEAA S, Nl SRz e | T0MY 18 mosaicism (miloli
775 18 EMAS, M2l Trisomy 18, translocation
776 13MEMAH S, ZdrEd &2 Trisomy 13, meiotic_nondisjunction
m 1BHEAA S, N SRz e | TIS0MY 13 mosaicism (miloli
778 134 EMAS, Ml Trisomy 13, translocation
779 13MHMAH S Trisomy 13 syndrome
780 10Etetatd MR 5 Trisomy 10p
781 H=Z-5HSEEFE Wolff-Hirschhorn syndrome
782 5 HAYX| chetol & Deletion of short arm of chromosome 5
783 Igolgs3FE Cri-du—chat syndrome
784 AMptEE# Angelman syndrome
785 IHFREZFE CATCH22 syndrome
786 18Zghehel ¢ 189 monosomy
787 A 0| AOH| L Smith-Magenis syndrome
788 EEEES Williams syndrome
789 e45, X Karyotype 45, X
790 346, XSl XHXa) Karyotype 46, X iso(Xq)
791 S2URHXg)S HMelst old S Karyotype 46, X with abnormal sex
71zl #3546, X chromosome, except iso(Xq)
792 M, 45, X/46, XX L= XY Mosaicism, 45, X/46, XX or XY
793 MAS, olHAMAE FHE 45, X/7|EF | Mosaicism, 45, X/other cell line(s) with
RES] abnormal sex chromosome
794 Sl ®EH IS FE, g 47, XXY Klinefelter's syndrome karyotype 47, XXY
795 2eteldeZF 2, £ i o4 Klinefelter's syndrome, male with more
XgMHE ot =Y than two X chromosomes
796 %i}%‘%‘ﬂ%ii‘, a5 46, XXE 7+& Klinefelter's syndrome, male with 46,XX
= karyotype
797 . FAUXEEFZD Fragile X syndrome
798 DEQlS |L2rEEZFE Alstrom syndrome
7 | =swe |wosee o o e Juren
800 FEglS | Cowden &3 Cowden syndrome
801 AEQS | Dent A Dent disease
802 Icgle | GLUTI ZEE ge\%g%snecylransponer typel (GLUTT1)
803 | =cSelE KD 3F%2 KD Syndrome

(Keratitis-ichthyosis-deafness)




AYHER = =
A ac SEEEY dEFEY
804 IEQS [ IHRI BFES Kabuki_syndrome
805 ZEglg | AE-AERE | Gorham-Stout disease (GSD)
806 FE/S | X gAHolah Campomelic dysplasia
807 IZEQS | chetd Ze g4o4 Multiple_epiphyseal dysplasia (MED)
808 FEfls |dda-Eei4 5FF Denys-Drash syndrome
809 AEYPS | FHEUCHHERHS Craniometaphyseal dysplasia
810 ZEYS (22t = Rasmussen's_encephalitis
811 IS |BAJIER BFF Langer-Giedion syndrome
812 AEUS | ¥ef-C7 EFF Miller-Dieker syndrome
813 | mERE | HEM SAYRY YaAEULET e amegakaryooyto
814 IERS o Alexander disease
815 EEEl Antley-Bixler syndrome
816 FEQUS Congenital Ichthyosis
817 IZEYS Erdheim-Chester disease
818 FEQS Intestinal lymphangiectasia
819 | ZEglS Joubert_syndrome
820 FE/US Gitelman syndrome
821 AEQS Canavan disease
822 ZERS Cadasil
823 IAE/S Currarino _syndrome
824 FAE/S Cronkhite-Canada syndrome
o Tufting enteropathy (Intestinal epithelial
825 A=es dyspa?sm) paihy P
= Parry-Romberg syndrome (Progressi
w | azws P o e (P
827 IE/S Fraser syndrome
828 EE5C) Hay-Wells syndrome
829 Bl Allan—Herndon-Dudley syndrome
830 /S Pallister—Killian syndrome
831 IE/S Cohen syndrome
= | intr i
832 | ZEfS Z;gg;sasg:/se familial intrahepatic
833 =S Schwachman-Diamond syndrome
Adult-onset leukoencephalopathy with Adult-onset leukoencephalopathy with
834 FEQE | axonal spheroids and pigmented glia axonal spheroids and pigmented glia
(ALSP) (ALSP)
835 ZEQlS | SEME JIEM nZeAHEEE Familial_hypercholesterolemia_homozygote
836 IEgS |HESH HZEHM g Iron-refractory iron deficiency anemia
837 AEYPZ | tetE FFF Haddad syndrome
838 ZEQS [ HoE BFF Pearson syndrome
839 HERIE | MC S8 ?Maclzpj‘é/ggzor\/\n;;elsfh/\ingare\lifCameva\e)
840 FEQS | A9 B=F Walker-Warburg syndrome
841 ZEYS | RE-A2A BFF Coffin Siris_syndrome
842 ZEQlS | 2oty WA Tojy| Alternating hemiplegia of childhood
843 IS |[HH J|ER BFT Schinzel Giedion syndrome
844 oS | 2e-EE 5FF Mowat-Wilson syndrome
845 acgs MHM Z2M 2552 gﬁ%%ggg\ central hypoventilation
846 FEQlS | 1T 0|MZA 53 1p36 microdeletion syndrome
848 els | 22Fo|AMS Setst DUES Hypermanganesemia with dystonia
FHER 3 3
| ac SEEY dEIEH
849 FEQlS [ 2%eH1 n|MEs B33 2911 microduplication syndrome
850 FEQS | 1072t ek MAMA SFL Distal 10g trisomy syndrome
851 IAE/S El 15g11.2 microdeletion syndrome
852 FEQlS | ZEMO #zZ2ld 533 Goldberg Shprintzen syndrome
853 | FEgIZ | otolztc|-FE[ol A SFF Aicardi-Goutieres syndrome
CARASIL syndrome (Cerebral autosomal
854 ZEgs | It BFR recessive arteriopathy with subcortical
infarcts_and_leukoencephalopathy)
855 IS | MEM oY 3FF Congenital short bowel syndrome
856 FEgle | COL4AT #el 553 COLA4A1-related disorder
= = DYRK1A syndrome or DYRK1A-rela
857 | ZE®& |DYRKIA %2 Piatectual Gy Sncrome o1
858 IZEYS |KBG BFF KBG syndrome
859 ZEQlS | Kleefstra 332 Kleefstra syndrome
860 ZEQE | PelizaesusMerzbacher 4 Pelizaeus Merzbacher disease
wi | asus |sor 52 e e e
82 | ZE=/lE | JHEY oS 2 %igggi?slfé/;a’%\% 2, autosomal
863 IZEgs |28 3T Gorlin_syndrome
864 | FERlS | =2X FFF Goltzs syndrome
85 | moeig |H ddE 3R, dzeladz P aerdellal syndrome,
866 IZEgs |y RUANZES Leber's hereditary optic neuropathy
867 FES | 2olo-Clolx E%2 Loeys-Dietz_syndrome
868 ZEQS | B5tE BFF ROHHAD syndrorme
869 FEQS |dHolof-=22l ZFF Meier-Gorlin syndrome
870 | el | PEM LHMSSUET FAUES foiidla Sorebellar atada mental
871 =S HE-SI-5H| £52 Birt-Hogg-Dubé syndrome
872 QS | E=Z2 IEF Wolfram syndrome
873 IE|S | 2 2 Inclusion body myositis
874 | ZLRlg |otojHA FFF IPEx_syndrome
875 QS | e u7F ZolHME Geleophysic_dysplasia
876 IEgs | RE-29e EFF Coffin-Lowry syndrome
77 | m=ws |3ctoleme aa £y wassp | SOV asscated perodo fever
878 FEQS | S Idiopathic_pulmonary hemosiderosis
879 | Zcels [HaE= Diffuse_pulmonary_lymphangiomatosis
880 B C) ZEF| Potocki-Lupski syndrome
881 ZEjs | EE2RE Floating-Harbor syndrome
882 Bl IE F7A Pitt-Hopkins syndrome
883 FAES | &tF-Ald T Hadju-Cheney syndrome
884 FEYUS | Vici BFT Vici syndrome
885 ZEYE | VIEH(REY) HEA Hereditary pancreatitis
886 IS | MY I RS congenital_hepatic fibrosis
887 Fcgls | MM oia MAF (TFA AAAD gﬁgﬁggitglatﬁmgg?e diarrhea (Chronic
888 IS | MEM X7t BFF Congenital Zika syndrome
889 IEQS | EURSHY o[RS Paroxysmal Kinesigenic Dyskinesia (PKD)
890 AES | UAH PEHEZS 28 Episodic ataxia type 2
891 IEQS | oot B=ENE Orbital lymphangioma
g2 | acuz | vy dus Aezo Civanie progressive exieral
893 ZEgs | 1eken3 Z4A (WAGR 5% ) 11p13 deletion (WAGR syndrome)




H=

ot | ABER Zrasy ey

84 | mcels |11me 24 ¥ (OlEM 133 deletion syndrome (Jacobsen

895 Fcge 8YeH3 n|MBM ST 8q13 microdeletion syndrome

= (Mesomelia-synostoses & ¥ (Mesomelia-synostoses syndrome)

Deletion 8g24.1 Langer - Giedion

896 IES |8Eed1 ZA RA-JIER BFF) syndrome (LGS); Trichorhinophalangeal
syndrome type Il (TRPS2)

897 IS | otk 537 Emanuel syndrome

898 FEQS [ 18211 oMEN EFF 1g21.1 microdeletion syndrome

899 FEQIS | 2%2M24 n|HEN BFZ 2924 microdeletion syndrome

900 FEQS | 2%ek32-33 O|MZEA 37 2932g33 microdeletion syndrome

901 IEQS | 2% olMZEA 5FF 2933.1_microdeletion syndrome

902 oS |3 AMA cter A& 3p deletion

903 FEQS [ 3H AMH Tt A 3q_deletion

904 FEQlS | 3Fe9 n|MZA 53 3029 microdeletion syndrome

w5 | mesig |4 HeH sewgde Rartial deletior of the short am of

906 EETENEEERERES 4g21 microdeletion

907 FEQe | 47234 o[ ZEA 4034 microdeletion

908 FEQS | 7123 0N ESE EFT 7g11.23 microduplication syndrome

909 el | Mxg g HMH SFEF Recombinant 8 syndrome

910 | FEglS | 8ctetctddM s monosomy 8p

911 TEQIE | 8EteHI12 DIMZEAMEER 8p11.2 deletion syndrome

912 I[EQlE | sEeRl I olMZEY B2 8921.11 microdeletion syndrome

913 IERlS | 8Ee21 [MZEA 553 8g22.1 microdeletion syndrome

914 IEYUS | 9H AMA ek HE 9p deletion

915 FEGS | OCtAAAMHE tetrasomy 9p

916 IEYPS [ 10Tt Ut chAdMH B Distal monosomy 10g

917 IEQS | 10%ek2-23 0jMZEA 5FF 10022.3g23 microdeletion syndrome

918 IEQS | NEe Uty MAMYE Distal trisomy 11g

919 IEQS | 147t Uche cladMHyE Distal monosomy 14g

90 | ZEsls | ISHARMAS éﬁ?or‘{?é?gr%?ysy(fggrcr?enlmc °

921 FEQS | 16W P chel A& 16p deletion (ATR-16 syndrome)

922 FE|lS | 16SteH1-12 0[MZA B33 16p11.2p12.2 microdeletion syndrome

923 FEQS | 188 gAMA Ring chromosome 18

924 IEQS |18 AMA chet Z& 18p deletion

925 IEQS | 20T U MAMYT Distal trisomy 209

926 FEUS | 0CHAMEMA S Trisomy 20p; 20p duplication

927 TEQE [ XqB 5 5FF Chromosome Xq28 duplication syndrome




