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1 A319 HE 00| A8H EZ, 7159, XS Atypical mycobacteriosis, familial, x-linked =239 V900
2 A81.0 Olgd iU YE[HS |Subacute spongiform encephalopathy | | 3H V102
3 A81.0 AZ0|ZHE-OIFY Creutzfeldt-Jakob disease @) @) 34 V102
4 o 1FENEEEYE Familal adenomatous polyposis | | ol Vg1
5 D55.0 GePDZAEEIE G6PD deficiency anaemia 3 V163
6 D550  MEES Favism _ _ 33 V163
O £ Ol AFEFA A & A 74Tl 1 bl Anaemia due to glucose-6- phosphate -

! D550 REg-s-atgsiasdy) et v dehydrogenase [G6PD] deficiency ik V163
8 D55.2 eI O| Hate A ZEH Y Triose-phosphate isomerase deficiency anaemia 3| V164
D55.2 S HRLHEY (M) OE HE :::xgtlc nonspherocytic (hereditary), type II 3|4 V164

10 D55.2 oRaMgsto|qojaZ A Pyruvate kinase[PK] deficiency anaemia A V164
11 D55.2 s @A Zofo| ozt Hig Anaemia due to disorders of glycolytic enzymes 3H V164
12 D55.2 dazto|yoladgld Hexokinase deficiency anaemia A V164
13 D56.0 LISl Alpha thalassaemia 3H V232
14 D56.1 HIEIX| S8 2lIE Beta thalassaemia 3 V232
15 D56.1 U KBl Intermedia thalassaemia 3|7 V232
16 D56.1 35 HlEIX|Sehglid Severe beta thalassaemia 3| V232
17 D56.1 55 XBchd Major thalassaemia 3H V232
18 D56.1 Fae/vd Cooley's anaemia 34 V232
19 D56.2 HEL-HIEFX|SoEIE Delta-beta thalassaemia 3|9 V232
20 D563 s 4% Thalassaemia trait 3|7 V232
21 D56.4 Efors 22 2ol RHA E4 Hereditary persistence of fetal haemoglobin 3H V232
22 D59.3 Hyd 8€-2585=7 Atypical haemolytic-uraemic syndrome 3|3 V219
23 D59.5 Sxpy P72 22 ke Paroxys?mal noctcurna'l haemoglobinuria 33 Vig7

'[Marchiafava-Micheli]

24 D60.0 oY 2HY =NELREY Chronic acquired pure red cell aplasia 3 V023
25 D61.0 7158 Mygrid |Familial hypoplastic anaemia 3H V023
26 D61.0 J1HE shtst Ha+das Pancytopenia with malformations A V023
27 D61.0 SUE-CIOOLRESS |Blackfan-Diamond syndrome 3 V023
28 D61.0 HEY g Em)EET Aplasia, (pure) red cell (of) congenital 34 V023
29 D61.0 gor 2 Y (=) MY Aplasia, (pure) red cell (of) infants | V023
30 D61.0 Yy FHEEmEE T Aplasia, (pure) red cell (of) primary 34 V023
31 D61.0 HEY Fa-uld Constitutional aplastic anaemia 3| V023
32 D61.0 oALEE Fanconi's anaemia 3 V023
33 D61.3 Sgd F4ud Idiopathic aplastic anaemia 3| V023
34 D61.9 =T 4Ast Medullary hypoplasia 3H V023
35 D61.9 HES 2 Panmyelophthisis 3|4 V023
36 D61.9 MNEgEd" NOS Hypoplastic anaemia NOS 3H V023
37 D64.4 MEM MRS o| A Congenital dyserythropoietic anaemia 34 V220
38 D64.4 Ol MZHHY g (MEY) Dyshaematopoietic anaemia(congenital) 3|4 V220
39 D66 ATER Y Haemophilia A 3| V009
40 D66 MY dey Classical haemophilia 3|4 V009
41 D66 SHAN HgQAXRIAHE Hereditary factor VI deficiency 34 V009
42 D66 MeolitZEZIs™ Za2 8th Deficiency factor VII (with functional defect) 3| V009
43 D66 H2¥ NOS Haemophilia NOS 34 V009
44 D67 By Y Haemophilia B 3H V009
45 D67 S MoQlxtAE Hereditary factor IX deficiency A V009
46 D67 HoQIxtZE(ZIs™ ZEE 8th Factor IX deficiency (with functional defect) 3| V009
47 D67 Az|20rAd Christmas disease 3|7 V009
48 D67 HUEEHZAEIMEAT 'Plasma thromboplastin component[PTC] deficiency 3H V009
49 D68.0 ZdyEZEY Von Willebrand's disease 34 V009
50 D68.0 YRAEE0| U= MAXAE |Factor VI deficiency with vascular defect 3|7 V009
51 D68.0 = 23 2 B (Angiohaemophilia) Angiohaemophilia 3H V009
52 D68.0 e 2 ¥ (Vascular haemophilia) \Vascular haemophilia | V009
53 D68.1 ey Haemopbhilia C 3H V009
54 D68.1 SES M11QX-EH Hereditary factor XI deficiency 3|4 V009
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55 D68.1 SYEERSeAR R EEEAYE Plasma thromboplastin antecedent [PTA] 34 V009
56 D68.2 ACERE21AM AC globulin deficiency 34 V009
57 D68.2 7|t 00Xt FHY ZH Hereditary deficiency of other clotting factors 3H V009
58 D68.2 MEY ROz -HMHES Congenital afibrinogenaemia 3 V009
59 D68.2 Uy Owren's disease 3|4 V009
60 D68.2 O| AT EE| = MHES(MAY) | Dysfibrinogenaemia (congenital) 3 V009
61 D68.2 MNEZEHEES Hypoproconvertinaemia 3 V009
62 D68.2 H10QRHAR O E-Z2t1e] AE | X[Stuart-Prower] deficiency of factor 3 V009
63 D68.2 HM12Q1RHsHA Ehe| ZH X II[Hageman] deficiency of factor 34 V009
64 D68.2 M13QIXHI| 2 2o 5ol ZH | X I [Fibrin-stabilizing] deficiency of factor 3| V009
65 D68.2 M1QIRHI Ee| e Z2HE I [Fibrinogen] deficiency of factor 34 V009
66 D68.2 HM2olxt=z EZHIo| AL TI[Prothrombin] deficiency of factor 3 V009
67 D68.2 M5QIRHE ot e Z2d V [Labile] deficiency of factor 3|4 V009
68 D68.2 H7QIxtRHH1ol AE VII[Stable] deficiency of factor 3|7 V009
69 D68.2 Dotz ZY Proaccelerin deficiency 34 V009
70 D68.5 CredcAdy Protein C deficiency 2359 V900
71 D68.5 CHAsAY Protein S deficiency 2354 V900
72 D68.5 JEEHIZE Antithrombin deficiency 23|7 V900
73 D68.6 AR EERT Antiphospholipid syndrome 3|7 V253
74 D69.1 dzojlgansss Grey platelet syndrome 3|7 V106
75 D69.1 =0y Glanzmann's disease 3H V106
76 D69.1 HEU2-22|0AELtER T Bernard-Soulier[giant platelet] syndrome 3|4 V106
77 D69.1 FYN dapzes Qualitative platelet defects 3|4 V106
78 D69.1 UALRHZEEH)(RYY) Thromboasthenia (haemorrhagic)(hereditary) 34 V106
79 D69.1 HATHST Thrombocytopathy 3H V106
80 D69.3 ogtAZE R Evans’ syndrome 3 V188
81 D69.4 Y dalt AT Hereditary thrombocytopenia =3 V900
82 D70 FaE g oFX|Lt Agranulocytic angina A V108
83 D70 FHELRS Agranulocytosis 3 V108
84 D70 HEH-ex8 Werner-Schultz disease 3|3 V108
85 D70 HEY FOELS |Congenital agranulocytosis 3| V108
86 D70 MEM SZ2UA Congenital neutropenia A V108
87 D70 =od sEFLUL |Cyclic neutropenia 3H V108
88 D70 dot Y FHETE Infantile genetic agranulocytosis 3H V108
89 D70 FIE zE5AUA |Periodic neutropenia 3| V108
90 D70 AAEDIY Kostmann's disease A V108
91 D70 IZ UL NOS Neutropenia NOS 3| V108
92 D70 IETLAH HIFH| Neutropenic splenomegaly 3 V108
93 D71 Casy s 0| 7| S Ao Functionél disorders of polymorphonuclear 37 V109
neutrophils
94 D71 ObM (A0}7]) S0tEM Rzt Chronic (childhood) granulomatous disease e V109
95 D71 MEY o[ MAXET Congenital dysphagocytosis 39 V109
96 D71 Nz =8X S [CRIIZE Cell membrane receptor complex [CR3] defect 3|7 V109
97 D71 e ey |o01535 Progressive septic granulomatosis 3 V109
98 D76.1 7158 R EANYS Familial haemophagocytic reticulosis 3H V110
99 D76.1 CHHEFA M ZO| =X FAS Histiocytoses of mononuclear phagocytes 34 V110
100 D76.1 HIPEAM 2T XRILE Haemophagocytic lymphobhistiocytosis 3|7 V110
101 D76.3 MNYZEEAHHM ZE) Reticulohistiocytoma(giant-cell) 34 V110
102 D76.3 At 2 ZMHZ S ZHISH EX XS Sinus histiocytosis with massive lymph- 3| V110
103 D800 );—HE':'.;F—?—?:.*DI-—E‘E%Q%%[E$E](Q§F§EE X-linked agammaglo?glinaemia [Bruton] (with 57 V11
s4h growth hormone deficiency)
104 D80.0 HEGAMK AN BANZ RS AYS (A0 A tA\/L:)t;))somal recessive agammaglobulinaemia (Swiss 33 V1T
105 D80.0 gty RO REUHES Agammaglobulinemia, primary 3 V111
106 D80.0 FUY NAUD2RERES |Hereditary hypogammaglobulinaemia 3H V111
107 D80.1 ZsJiHy ozolZaEASS Common variable agammaglobulinaemia B V111
[CVAgammal
o= Ha|l2 L _2lT ol . n T N .
108 D80.1 E;Eig._la XH B-EZ Ik QL ggarjnmaglobullnaemla with immunoglobulin 33 V111
23 'bearing B-lymphocytes

109 D80.1 HI7IEN HZOot2RERIES Nonfamilial hypogammaglobulinaemia 3H V111
110 D80.1 MZORZZE2E3 NOS Hypogammaglobulinaemia NOS 3 V111
1M1 D80.2 HOZ2E22IA0 MEAN Zu Selective deficiency of immunoglobulin A[lgA] 34 V111
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112 D803 BoZ2EaG MEIejAac] MEIX 2 Selective deficiency of immunoglobulin G [IgG] 37 V111
subclasses
113 D80.4 HY=E2=TIMe| MEX AH Selective deficiency of immunoglobulin M[IgM] 3H V111
114 D805 BoZ2EaMo SIS SH BT I'\r/ln[rlzmodeﬂaency with increased immunoglobulin 37 V111
115 D806 7513167??:;:7?—?%%%% e IHYIZERY Antibody Ideﬁc?ency wi'th near-normal 33 V111
ST SHER immunoglobulins or with
116 D80.8 EaR ks PERT Kappa light chain deficiency A V111
117 D808 SR Z 20| BIX S 7|E} B AT Other immunodeficiencies with predominantly 37 V111
|antibody defects
118 D81.0 MM ZLAO[AFS Sl SS =30 AR Se\{ere combined !mmunodeflmency [SCID] with B V111
reticular dysgenesis
119 D811 TG BN EAT} A SSEIHCHE Severe combined immunodeficiency [SCID] with 37 V111
low T-and B-cell numbers
120 D812 BHE A7 A0\ 7L} ZHAE SEESEHAAY Severe combined immunodeficiency [SCID] with 53] V111
low or normal B-cell numbers
121 D813  |OiH|={lEon| =AY Adenosine deaminase[ADA] deficiency 3|9 V111
122 D81.4 HEzz3ss Nezelof's syndrome 3H V111
123 D81.5 B2 S QAI0|EQIAMSI R A AT Purine nucleoside phosphorylase[PNP] deficiency 34 V111
124 D81.6 LEYEEER Bare lymphocyte syndrome 3 V111
125 D81.6 FXIYTYEEAIEAY Major histocompatibility complex class | deficiency 34 V111
126 D81.7 FRINTEEEN DY ZE Major histocompatibility complex class IT 3|4 V111
127 D81.8 HFO| QEI-O|=FHE Al 0| A AT Biotin-dependent carboxylase deficiency 34 V111
128 D81.8 USS L Omenn syndrome 319 V111
e Severe combined immunodeficiency disorder "
129 D819 |EEETUUAZLF NOS SCID)) NOS 3 V111
130 D82.0 HAZE-QEZ X S22 Wiskott-Aldrich syndrome 3H V111
131 D82.0 HATZIA U SFS SIS DA Immunodeficiency with thrombocytopenia and 37 V111
eczema
132 D82.1 CEXEZET Di George's syndrome 3H V111
133 D82.1 HOZALS SIS SMEBN = MK} Thymic aplasia or hypoplasia with 34 V111
134 D82.1 TS5 7 |Pharyngeal pouch syndrome 3H V111
135 D82.1 sMd HAERE2YY Thymic alymphoplasia 3|4 V111
136 D82.2 HSAXH A E S HAYAE \Immunodeficiency with short-limbed stature | V111
137 D82.3 x-S BOoEAY Het X-linked lymphoproliferative disease 3H V111
138 D823 EiE;O.;Id—EItEHfOIHQOH e f84 A&8t30| o Immunodeficiency_ foIIowin_g hereditary defective &7 VIt
= BREE response to Epstein-Barr virus
139 D82.4 IHAZZERESS T Hyperimmunoglobulin E [IgE] syndrome 3 V111
BMIE 4 9 7|50] SIK8t O| A0l O[3t BE 7ped Commorw variable immgr?odeficiency with .
140 D83.0 o of 74 ) predominant abnormalities of B-cell numbers and 3|4 V111
r _'f = . S . function
141 D83.1 .;’_37_(19_* HAZHET-MZZOHOf ozt 38 7t BY Commoh varléble immunodeficiency Wlth 517 VIt
8 predominant immunorequlatory T-cell disorders
T — = = = - - o :
1 D832 B- EE:_T—Hlioﬂ et XM E Skt 38 7 Commo‘n varlable immunodeficiency with & Vi
HAZHE autoantibodies to B-or T-cells
143 D83.9 SMEYOl S8 Ttd HYAY Common variable immunodeficiency, unspecified 34 V111
144 D84.0 PoP|sg-18E Lymphocyte function antigen-1[LFA-1] defect 3H V111
145 D84.1 C10|| AE{ 0| AR QIR A E C1 esterase inhibitor[C1-INH] deficiency 34 V111
146 D84.1 HHA SO A& Defects in the complement system 3H V111
147 D86.0 o] Al230|ES Sarcoidosis of lung 34 V111
148 D86.1 EIZHO AIZR0|EF Sarcoidosis of lymph nodes 3H V111
149 D86.2 ZIZ™MO| At230|ESS Shtst Ho| AF230|EZ  Sarcoidosis of lung with sarcoidosis of lymph 3H V111
150 D86.3 O|29| M2F0IET Sarcoidosis of skin 3|9 V111
151 D86.8 7|Et W BEELRIo] AI2HO0|EF Sarcoidosis of other and combined sites 34 V111
152 D86.8 A2 0| EEHEF(M14.8%) |Sarcoid arthropathy(M14.8%) 3|4 V111
153 D86.8 AIEZR0|EZH(M63.3%) Sarcoid myositis(M63.3%) 34 V111
154 D86.8 AFEZO|EA T H(141.8%) |Sarcoid myocarditis(141.8*) 34 V111
155 D86.8 AF2ZO0|EZ O ALl CHUA | A ZOHH[(G53.2%) Multiple cranial nerve palsies in sarcoidosis(G53.2*) 3|4 V111
156 D86.8 AL2R0|EZ A2 S = A & (H22.1%) Iridocyclitis in sarcoidosis(H22.1%) 3 V111
157 D86.8 Zoo MY Uveoparotid fever[Heerfordt] 34 V111
158 D89.1 SIEZEZ2ESTE god |Cryoglobulinaemic vasculitis 3H V294
159 E16.10 | AMEAM Dos2HS Congenital hyperinsulinaemia =23|4 V900
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160 E20.1 AN BUHMI|EXNEE Pseudohypoparathyroidism 33 V900
161 E22.0 LCH|CHE R =[SteH A 1S Acromegaly and pituitary gigantism 34 V112
162 E22.0 LCHH| S0 2HAE 2R HS (M14.5%) Arthropathy associated with acromegaly(M14.5%) 3H V112
163 E22.0 =229 it Overproduction of growth hormone 3H V112
164 E23.0 5L Sheehan'’s syndrome A V165
165 E23.0 =UsET 'Kallmann's syndrome 3|7 V165
166 E24.0 Z St EADEXFTZ 22O TFCpE A Overproduction of pituitary ACTH 3 V114
167 E24.0 | ShH-olE BADET| s8TE |Pituitary-dependent hyperadrenocorticism 3H V114
168 E24.0 | Sh=H|-0| = FAH Pituitary-dependent Cushing’s disease A V114
169 E24.1 d4&3eT 'Nelson’s syndrome 3|7 V114
170 E24.3 Olayd £AIEXI=EETS L Ectopic ACTH syndrome 3H V114
171 E25.0 21- Mol e A7 HE 21-Hydroxylase deficiency 3H V115
172 E25.0 HEY #AUBAT Congenital adrenal hyperplasia 3 V115
173 E25.0 GRAMH MHY BUBAT Salt-losing congenital adrenal hyperplasia 34 V115
174 £25.0 SAZED B MEA S AN 7| ARl Congenital é(?renogenltal disorders associated with 53] V115
enzyme deficiency
175 E25.9 BLAEAMT| B2 F NOS Adrenogenital syndrome NOS 3| V115
176 E26.8 HHZ2 T Bartter's syndrome 3|7 V254
177 E27.1 7154 BAAEZO|IEZE Familial glucocorticoid deficiency 3| V116
178 E27.1 OfC|=8 Addison’s disease 3H V116
179 E27.1 ey 2Ao LA Primary adrenocortical insufficiency A V116
180 E27.1 Aot d 24 Autoimmune adrenalitis 3H V116
181 E27.2 BAlgs Adrenal crisis 3|7 V116
182 E27.2 fAoEes Adrenocortical crisis 3|9 V116
183 E27.2 ofCleus Addisonian crisis 3 V116
184 E27.4 SAUAMS Adrenal infarction 3|9 V116
185 E27.4 2= Adrenal haemorrhage A V116
186 E27.4 SO ELEE NOS Adrenocortical insufficiency NOS 3H V116
187 E27.4 MNYZAHES Hypoaldosteronism 3H V116
188 E34.5 GtEZHXEZTZ T |Androgen resistance syndrome 3| V166
189 E34.8 St 7| 504 Pineal gland dysfunction 34 V166
190 E34.8 QYT HHzE 323 |Leprechaunism [Rabson-Mendenhall syndrome] =359 V900
191 E34.8 z25 Progeria A V166
192 E55.0 dad SASE Juvenile osteomalacia 3|7 V207
193 E55.0 FoE s Infantile osteomalacia 3|4 V207
194 E55.0 g5 12Y |Rickets, active 3|7 V207
195 E70.0 IXMN HEAERTS Classical phenylketonuria @) 3H V117
196 E70.1 7|t DmdgetHEs Other hyperphenylalaninaemias O 34 V117
197 E70.2 AUERT Alkaptonuria @) 3H V117
198 E702 | ZASZY Ochronosis O S|4 V117
199 E70.2 EFO| 2 M CHAFE Of Disorders of tyrosine metabolism @) 3H V117
200 £702  Ef0|2AIS Tyrosinosis 0 Sk V117
201 E70.2 EIO|ZAHS Tyrosinaemia @) 3H V117
202 E703 nxEET Cross syndrome 34 V117
203 E70.3 cHME Ocular albinism 3|4 V117
204 E70.3 O RS Oculocutaneous albinism 3 V117
205 E70.3 HEAE2] T35 (WMES S SHDH Waardenburg’s syndrome (with albinism) 5|7 V117
206 E70.3 HIC|OF(-AEIQIH 2 ) 5| 7| ZS 2 Chediak(-Steinbrinck)-Higashi syndrome 34 V117
207 E70.3 | 20tAT|-ZERIASSF Hermansky-Pudlak syndrome 3|4 V117
208 E70.8 EZETICHALEOf Disorder of tryptophan metabolism 34 V117
209 E70.8 S| AE|TICHAHE Of Disorder of histidine metabolism 3H V117
210 E71.0 CHEAIE Y Maple-syrup-urine disease @) 3 V117
211 E71.1 AFAU-OAFRMUES Hyperleucine-isoleucinaemia @) 39 V117
212 E71.1 k= Hypervalinaemia @) A V117
213 E71.1 HELRMET 'Methylmalonic acidaemia ®) 3|3 V117
214 E71.1 opo|agEMHET Isovaleric acidaemia ®) 3|4 V117
215 E71.1 DIZO2MHES |Propionic acidaemia @) 3| V117
216 E71.3 CRIIELEI0HEZATO|AAY Muscle carnitine palmityltransferase deficiency A V117
217 E71.3 FAMAC|AEZO|OfC|&-EH) | Adrenoleukodystrophy[Addison-Schilder] @) @) @) 3| V117
218 £713 a4 AFSIOFAI O O] 44 & 4 Z B S (VLCAD) Very long chain acyl-CoA dehydrogenase(VLCAD) SET V17

deficiency
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219 E71.3 X| &b ACHAREROR Disorders of fatty-acid metabolism @) 34 V117
220 E72.0 2HE2 Lowe's syndrome 3H V117
221 E72.0 A2ERS Cystinuria 3H V117
222 E72.0 WNESZES Cystinosis 3H V117
223 E72.0 A|AEIZHH B(N29.8%) Cystine storage disease(N29.8%) 3| V117
224 | ET720 O] - b2 HHEHOff |Disorders of amino-acid transport | | 3|7 V117
225 E72.0 HIAL-EEL)(-EEY)ERT Fanconi(-de Toni)(-Debré)syndrome A V117
226 | ET720 sl2E Y |Hartnup's disease | | 3|7 V117
227 E72.1 IS DAAHOEST Hyperhomocysteinemia 3|4 V117
228 | E721 HEO|R HEE |Methioninaemia | o 3|9 V117
229 E72.1 A|AEHEOIRHEE Cystathioninuria 3H V117
230 E72.1 OpZt At A SIS A ZA T Sulfite oxidase deficiency | V117
231 E72.1 FEeROot0| o AT AHE Of Disorders of sulfur-bearing amino-acid metabolism @) 3 V117
232 E72.1 SRA|AEIE Homocystinuria @) 34 V117
233 E72.2 AADL|OMHE Hyperammonaemia @) 3 V117
234 E72.2 ANEERES Citrullinaemia O 3|9 V117
235 E722 OF2X| Al Ak Argininosuccinic aciduria @) 3H V117
236 E72.2 NS Argininaemia @) 34 V117
237 E72.2 AT 2 CHALEOf Disorders of urea cycle metabolism @) 34 V117
238 E72.3 InETIRNEES Hyperlysinaemia 34 V117
239 E72.3 SREE Glutaric aciduria @) Bk V117
240 E72.3 2}0|Al ! 8LO|EZ A|2}0| Al CHAFEHOW Disorders of lysine and hydroxylysine metabolism @) 3|4 V117
241 E72.3 SIO|EEAI2IOMEE Hydroxylysinaemia 3H V117
242 E72.4 QZL|EICHAFE O} Disorders of ornithine metabolism ®) 3| V117
243 E72.4 RQEL|EEMAZIHIO LA AT Ornithine transcarbamylase deficiency @) 3|7 V117
244 E72.4 RELEEE(I, I¥E) Ornithinaemia (types I, II) @) 3 V117
245 E72.5 NODEAUHSF(I, OIH) Hyperprolinaemia (types I, II) 34 V117
246 E72.5 NSO EZAZERET Hyperhydroxyprolinaemia A V117
247 E72.5 =2}O[ A CHAFZEOf Disorders of glycine metabolism @) 3H V117
248 E72.5 HAERZo|NES Non-ketotic hyperglycinaemia @) A V117
249 | E725 AME2IRMES |Sarcosinaemia | | 3H V117
250 E72.8 Zot=FEZ3| 20| Fof Disorders of y-glutamyl cycle A V117
251 | E728 t| EHOFD| = AFCHAFE Of |Disorders of B-amino-acid metabolism | | 3|7 V117
252 (728 2AAHB|E SLaBA ALE) Succinic semialdehyde dehydrogenase deficiency 237 V900
(SSADHD)
253 | ET730 8 HE=siaaZ2y |Congenital lactase deficiency | | 3| V117
254 E74.0 ZHoldtsta A A Liver phosphorylase deficiency @) @) @) @) 3H V117
255 E74.0 EREREET Glycogen storage disease @) @) @) @) 3|4 V117
256 E74.0 S2ZWEHY b A Glycogen storage disease 1b type A @) @) @) @) 3|3 V117
257 E74.0 e B ke b Glycogen synthase deficiency @) @) @) 0O 3y V117
258 E74.0 HorsY McArdle's disease @) @) @) 34 V117
259 E74.0 HY=EANE Cardiac glycogenosis @) @) @) 39 V117
260 E74.0 Qo 24y Andersen’s disease @) @) @) @) 34 V117
261 E74.0 AzY Cori's disease O O O O 3| V117
262 E74.0 EFZ0|Y Tarui's disease @) @) @) 33 V117
263 E74.0 ZaHAH Forbes' disease @) @) @) @) 3| V117
264 E74.0 ZI0=2AY von Gierke's disease @) @) @) @) 3|3 V117
265 E74.0 =0 Pompe's disease @) @) @) 34 V117
266 E74.0 AR Hers' disease @) (@) @) (@) 3H V117
267 E74.2 Zt2tE ALY AFEHOY Disorders of galactose metabolism 34 V117
268 E74.2 ZEEAET Galactosaemia 3H V117
269 E74.2 ZEIO|{o|aAY Galactokinase deficiency 3 V117
270 E74.4 e o|AanEE Aol AH Deficiency of carboxylase pyruvate 3H V117
271 E74.4 EtAADATIEH A0 AH Deficiency of dehydrogenase pyruvate A V117
272 | E74.4 HZAZO| SO REELAITIZEA|FIO|H 0| A0 ZH | Deficiency of phosphoenolpyruvate carboxykinase | | 3H V117
273 £74.4 T2 AECIAF O EE SHAIBHY Kol Dlsorders‘of pyruvate metabolism and gluco- 37 V117
neogenesis

274 | E748  SHitm |Oxaluria | | eIy V117
275 E75.0 GM2-Z2E|AET GMe.-gangliosidosis 3 V117
276 | E750 GM:-Z22|2AEF NOS |GMzgangliosidosis NOS | | 9 V117
277 E75.0 MESTH Sandhoff's disease A V117
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278 E75.0 G218 GM- L 2E|RAET Adult GMzgangliosidosis 34 V117
279 E75.0 ALY GM-LZEIRAES Juvenile GMzgangliosidosis 3H V117
280 E75.0 E|O|-AfAH Tay-Sachs' disease 3H V117
281 E75.1 GMi-Z2E|RAEF GM:1-gangliosidosis 3H V117
282 E75.1 GM:-Z2E|AET GM:s-gangliosidosis A V117
283 E751  @2224AE3 NOS Gangliosidosis NOS _ _ 37| V117
284 E75.1 FIXET IV Mucolipidosis IV 3 V117
285 | E752 Ikl |Gaucher's disease | | 3|7 V117
286 E75.2 L|o-o Niemann-Pick's disease A V117
287 | E752 HAOEo|AZE |Sulfatase deficiency | | 3|7 V117
288 E75.2 O|QM WECIAE 2] Metachromatic leukodystrophy 3H V117
289 E75.2 Zhti Canavan’s disease =37 V900
290 E75.2 BRI Krabbe's disease @) 34 V117
291 E75.2 oHE2|(-HE )Y Fabry's(-Anderson) disease 34 V117
292 E75.2 HE| M A -0 2 XHsHE Pelizaeus-Merzbacher disease =34 V900
293 E75.2 SHE=T Farber's syndrome 3|4 V117
294 E75.4 HFEl Batten's disease 3|4 V117
295 E75.4 A ZOR0|0-21EH Spielmeyer-Vogt's disease 3|7 V117
296 E75.4 MBMEMZ0|EEI0|ZEALT Neuronal ceroid lipofuscinosis 3H V117
297 E75.4 OkAT| A AT|IH Jansky-Bielschowsky's disease 34 V117
298 E75.4 oA Kufs' disease 3|7 V117
299 £755 Ol 7o) Za| AE|E S8 | 2 = -4 2]- A AEFQl] Cerebrotendmpus cholesterosis [van Bogaert- 57 V117

Scherer-Epstein]
300 E75.5 o Wolman's disease 3|9 V117
301 E76.0 I1H HACIHRS Mucopolysaccharidosis, type I @) @) @) 34 V117
302 E76.0 Afo|o|E= Scheie syndrome @) @) O 3| V117
303 E76.0 H-A0|0| B =2 Hurler-Scheie syndrome O @) O A V117
304 E76.0 e Hurler syndrome @) @) O 3| V117
305 E76.1 0y AL =S Mucopolysaccharidosis, type I O @) O 3H V117
306 | E76.1 alz 'Hunter's syndrome @) @) @) 3H V117
307 E76.2 m, IV, VI, Vi HACtE =S Mucopolysaccharidosis, types I, IV, VI, VIl O O O 3|4 V117
308 | E76.2 OI2E-2t0] (BE)(E3) 32T |Maroteaux-Lamy (mild)(severe) syndrome O @) O 3|4 V117
309 E76.2 RE7|Q (-FAHAHH) =L Morquio(-like)(classic) syndrome O O O A V117
310 | E76.2 HEl-=FREMRNEAEE |B-Glucuronidase deficiency O O O 3|4 V117
311 E76.2 MEEE BY)(CY) (DY) T=T Sanfilippo (types B)(type C)(type D) syndrome (@) @) @) 3|4 V117
312 770 20| AL BAC| HOS AXo| Ha Defects in post-translational modification of 37 V117

lysosomal enzymes
313 E77.0 SAXNESO[I-MEY)] Mucolipidosis II[ I -cell disease] 34 V117
314 E77.0 SAX|ASmMAHA Y CHYC|AE 2T Mucolipidosis II [Pseudo-Hurler polydystrophy] 3|4 V117
315 E77.1 YA Eo| A& Defects in glycoprotein degradation 3H V117
316 E77.1 Ot ASN™ME Mannosidosis 3| V117
317 E77.1 A B [RAXEBI] Sialidosis[mucolipidosis I ] 3|7 V117
318 E77.1 OfATIZEIZ 2 AN Aspartylglucosaminuria 34 V117
319 E77.1 FIAAZNT Fucosidosis 3|7 V117
320 E79.1 gg-LE22 Lesch-Nyhan syndrome A V221
321 E80.2 =8 gy @t 203 Acute intermittent(hepatic) porphyria Bk V118
322 E80.2 SN IZRRE0YS Hereditary coproporphyria 34 V118
323 E80.2 Z202lE NOS Porphyria NOS 3H V118
324 E83.0 2| CHAFErOR Disorders of copper metabolism 34 V119
325 E83.0 HAA@@eI 2 ZE )Y Menkes (kinky hair)(steely hair) disease 3| V119
326 E83.0 ey Wilson's disease A V119
327 E83.1 S2d o sl 2AI0 215 099.8%) Idiopathic pulmonary hemosiderosis(99.8%) =37 V900
328 E83.1 EEENS Haemochromatosis 3| V255
329 E83.2 FEd Zrioed Acrodermatitis enteropathica =34 V900
330 E83.3 7158 MUt T Familial hypophosphataemia 3 V189
331 | E833 HEtZIDME =SS |Vitamin-D-resistant osteomalacia | | 3|7 V189
332 E83.3 HEIRIDAME L2 Vitamin-D-resistant rickets A V189
333 | E833 drgoldtrdie Y |Acid phosphatase deficiency | | 3|7 V189
334 £833 OITHA DU Q1A BHZ A EFO Disorders of phosphorus  metabolism  and B V189

phosphatases
335 E83.3 MolMgas Hypophosphatasia 3 V189
336 E84.0 HEde sttst Y M3 Cystic fibrosis with pulmonary manifestations 3|4 V120
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337 E84.1 g 4302 EfHE DA (P75%) Meconium ileus in cystic fibrosis(P75*) 34 V120
338 E84.1 HRABH B Distal intestinal obstruction syndrome 5|4 V120
339 E84.1 YEHE St 48 HR/E Cystic fibrosis with intestinal manifestations 3H V120
340 E85.0 2154 X5 Familial Mediterranean fever 3H V121
341 E85.0 HAZYHE 7154 ofYR0|ES Non-neuropathic heredofamilial amyloidosis A V121
342 | E85.0 ST OfUZO|E MEHES |Hereditary amyloid nephropathy | | 3H V121
343 E85.1 AMAYN QFIIEM OlLR0|ES Neuropathic heredofamilial amyloidosis 3 V121
344 | E85.1 OlLZO0|ECtMNBY BT (HEEEZ) 'Amyloid polyneuropathy(Portuguese) | | 34 V121
345 E85.2 ANEHO SMIIEM OlURO|ES Heredofamilial amyloidosis, unspecified A V121
346 | E854 =M OtUZRO|EF |Localized amyloidosis | | 3|7 V121
347 E85.4 7| 2HEOY R0 ES Organ-limited amyloidosis 3H V121
348 E880 | UO-1-SEZAZAY o-1-Antitrypsin deficiency 239 V900
349 E88.1 MENY MMX|SC|AEZT] Congenital systemic lipodystrophy 23|4 V900
350 FO1.1 shcrAl CADASIL, Cerepral autoscfmaIA dominant 37 V122

arteriopathy with subcortical infarcts and
351 F80.3 L ME0| Sl MY MO|S(kEE)[2HCHR-2 2= Acquired aphasia with epilepsy [Landau-Kleffner] 3H V256
352 F84.2 HESEZ Rett's syndrome O 39 V122
353 G04.8 AR LY Rasmussen encephalitis =34 V900
354 G048  |A7EHY &Y Autoimmune encephalitis =37 V900
355 G10 SEEREY Huntington’s chorea 3H V123
356 G10 HEEH Huntington’s disease 3|4 V123
357 G11.0 HMEG HZEE 2SHE Congenital nonprogressive ataxia @) @) @) 3|7 V123
358 G11.1 X-Clgt g Hapanld 254X X-linked recessive spinocerebellar ataxia @) @) @) 3 V123
359 G111 E\I-OIQEE—‘,——Q[E’JE—E—%*E'ZE 2(E) st =7|¢d Early-f)nset cerebellar ataxia with myoclonus[Hunt’ o o o &9 V123

244 %ég?ﬁ_o =\ Sur3| HEE A A SEAl s ataxial ia wi i
360 G111 i-?r?_' SEEALS(E) SHtst 27| akld 284 Early-onset cerebellar ataxia with retained tendon o o o o Vi3
= reflexes

361 G11.1 2Ef Y HEZ(E) SUeh =7\ Akl 25AMXT  Early-onset cerebellar ataxia with essential tremor O @) O | V123
362 G111 |y Anld SEARWHS BE 204 O|F) Early-onset cerebellar ataxia(onset usually before o o o 37 V123

the age of 20)
363 | G11.1 IZ|E20[3| RBAMR(HET M S Y) |Friedreich'’s ataxia(autosomal recessive) O O O 3|4 V123
364 G11.2 Oh7|ehe AN SEMX(MHS BHE 20N 0|F) Ia.ztee—;nzsg)t cerebellar ataxia(Onset usually after the o o o 37 V123
365 . G113 DNASTZEZS tIoh Akd 25HZ |Cerebellar ataxia with defective DNA repair O O O 3|9 V123
366 G11.3 DAESY Y 28 HE[F0]-HY Ataxia telangiectasia[Louis-bar] O e O 34 V123
367 | G4 | ZEE siEOH] |Hereditary spastic paraplegia @) @) @) 9 vi23
368 G11.8 et REH 2EHEZE Other hereditary ataxias O @) O A V123
369 G119 AMEYHO Y 2SAMX Hereditary ataxia, unspecified @) @) @) 34 V123
370 G11.9 FHY Aklol HY Hereditary cerebellar degeneration @) @) @) 3|7 V123
371 G119 SHM Aklo| B Hereditary cerebellar disease @) @) @) 3|4 V123
372 G11.9 Y Akl9] 2SHZE NOS Hereditary cerebellar ataxia NOS @) @) @) 3|3 V123
373 G119 REY Aklo| B2 Hereditary cerebellar syndrome @) @) @) 39 V123
374 G120 o4y IS, IMZE LSSm0 tantle spinal muscular arophy, type 1 (Werdnia- o o o &3 Vi3
375 G12.1 7|Et KM MY 2UF Other inherited spinal muscular atrophy @) @) @) 34 V123
376 G12.1 ol Mg 291 Adult form spinal muscular atrophy @) @) @) 3|3 V123
377 G12.1 20}7|o| FlghA Z=0OpH|[THX| -2 Progressive bulbar palsy of childhood [Fazio- @) @) @) 34 V123
378 G12.1 201y, ITH H+d 295 Childhood form, type I spinal muscular atrophy @) @) @) e V123
379 G12.1 ofEotz|ld M 29F Scapuloperoneal form spinal muscular atrophy @) @) @) 34 V123
380 G121 AH MPFAH2D-W2E) Hd 290F Juvenile form, typelll [Kugelberg-Welander] spinal (@) (@) (@) 3|4 V123

muscular atrophy
381 G12.1 R M 290F Distal spinal muscular atrophy @) @) O A V123

oh 7IEt R HME
382 G122 2sENzY Motor neuron disease o 2ELIAAN O (@) (@) 3|9 V123
ZH(G12.28)2 Al

383 | G120  7tEE 2SMEMEY |Familial motor neuron disease ©} O O eIy V123
384 G12.21 AL ZARFMEHE Sporadic amyotrophic lateral sclerosis @) ©) @) A V123
385 | G128 AU Y 'Kennedy disease O ©) ) 9 vi23
386 G128 J|E} MaA 29)= Ol piE S5 3 Other spinal muscular atrophies and related o o o 37 V123

syndromes
387 G129 MY HaH 295 Spinal muscular atrophy, unspecified @) @) @) 3 V123
388 G23.0 Mad GHETHd Pigmentary pallidal degeneration 3|3 V257
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389 G23.0 stz a2d-Ant X Hallervorden-Spatz disease 3| V257
390 6231 HISiA SAOFIDN| [AZ-E|XEA-S AR AT Progresswe supranuc'lear ophthalmoplegia [Steele- 33 V190
Richardson-Olszewski]
391 G23.8 o2t Fahr's Disease =33 V900
392 G24.8 =4d 2SRY MRS Paroxysmal kinesigenic dyskinesia[PKD] 3|4 V900
393 G25.8 ZEQIZIE S 7 Stiff-person[man] syndrome =39 V900
394 | G3181 otz TAHY =[HF[2|0]) |Subacute necrotizing encephalopathylLeigh] | | 3H V208
395 G31.88  OtO|ZIC|-FE[OA S22 Aicardi-Goutieres syndrome =34 V900
396 | G35 = 7H(~2) CH Eets 'Multiple sclerosis (of) brain stem @) @) @) 3| V022
397 G35 CAsts Multiple sclerosis O @) O A V022
398 | G35 CHEHSHS NOS 'Multiple sclerosis (of) NOS @) @) @) 3 V022
399 G35 MAM(~0) CH ABS Multiple sclerosis (of) generalized @) @) @) 34 V022
400 G35 Ha(~9)) Ot Ests Multiple sclerosis (of) cord @) @) @) 34 V022
401 G35 IEH(~Q|) CHU S Multiple sclerosis (of) disseminated O @) O 34 V022
402 G36.0 AAMZH=H [ E ) Neuromyelitis optica[Devic] 3 V276
403 G40.4 H=2-7t2E5D A Lennox-Gastaut syndrome 3H V233
404 G40.4 YLEZEF West's syndrome SR V233
405 G41.0 -2t = A B XS4 EL Tonic-clonic status epilepticus 3H V125
406 G41.0 CHE R} | B X[ &5 &L Ef Grand mal status epilepticus 34 V125
407 G41.1 LS QAAK| S AEY Epileptic absence status 34 V125
408 G41.1 e NS | Petit mal status epilepticus 34 V125
409 G412 SRR MRS AE] Complex partial status epilepticus 3H V125
410 G41.8 7|E} S| S K| SAEY Other status epilepticus 34 V125
411 G41.9 HHZZ2 = HSX|SHEY Status epilepticus, unspecified 3H V125
412 G47.31 SICtE 552 Haddad syndrome 33|14 V900
413 G474 LAt 8 S EEE Narcolepsy and cataplexy 3|9 V234
414 G51.2 UAHEZZZ Melkersson’s syndrome 33 V167
415 G51.2 HAEE-2MESE T Melkersson-Rosenthal syndrome 3H V167
416 G51.8 oZ|-EHEIZTEE Parry-Romberg syndrome 3|4 V900
417 | G600  CINME-AEtAHY |Déjerine-Sottas disease @) 9 V169
418 G60.0 FA-gHE=2 Roussy-Lévy syndrome @) 34 V169
19 G600 HIZ YA, bl Peroneal m'uscular atrophy(axonal type, o 37 V169
| ‘hypertrophic type) | |
420 G60.0 A2 3-0r2|-EAE st Charcot-Marie-Tooth disease @) @) @) 34 V169
421 | G60.0 got7|o| HICh MBS |Hypertrophic neuropathy of infancy @) 3| V169
422 G60.0 fud 28 R g4 MEES Hereditary motor and sensory neuropathy @) 3H V169
423 G60.0 FUE 28 U 24 MEET 1-IvY Hereditary motor and sensory neuropathy, types I- @) 3| V169
424 G61.0 2yt 3= Guillain-Barré syndrome @) @) @) A V126
425 G61.0 RS Miller Fisher Syndrome 3|7 V126
426 G61.8 CIAM LEAMAHS Multifocal Motor Neuropathy 34 V126
427 G61.8 oY A3 Haxd oEEEE Chronic inflammatory demyelinating polyneuropath 3y V126
428 G70.0 s52FES Myasthenia gravis O 3|4 V012
429 G70.2 MEY W gy 2283 Congenital and developmental myasthenia 3| V012
430 G71.0 ZCAEZTD] Muscular dystrophy @) @) @) 3H V012
431 G71.0 = ZOAEZD] Ocular muscular dystrophy @) @) @) 34 V012
432 G71.0 =54 ZOAERD] Oculopharyngeal muscular dystrophy @) @) O 3|7 V012
433 G710 -)‘.z—\lﬂ EF__E H7{ et FAtSH HEFMA G, A0k 2C| Autosomal recessive, childhood type, resembling o o o 57 Vo2
AEZT] Duchenne or Becker muscular dystrophy
434 G71.0 L M[HAH] 2CIAEZD] Benign [Becker] muscular dystrophy O O O 5| V012
435 G71.0 o7jEotz| 2C|AEZT] Scapuloperoneal muscular dystrophy @) @) @) 34 V012
436 G71.0 A=ZONY ZC|AERT] Facioscapulohumeral muscular dystrophy @) @) O 3| V012
437 G71.0 28 2L 2ERD] Distal muscular dystrophy @) @) O 3H V012
138 G710 -f-ﬂ-’v\--ﬁ-% %FLW_FE &g opEor2| [0t 2|-E2H0]  Benign scaPquperoneal with early contractures o o o &9 Vo12
DA 2CAEZD] [Emery-Dreifuss] muscular dystrophy

439 G71.0 ZZ[54] 2C|2E 2D Severe[Duchenne] muscular dystrophy @) @) @) 3|4 V012
440 | G710 X|Cf 2CIAERD) |Limb-girdle muscular dystrophy @) @) @) 3H V012
441 G71.1 ANZ2UES Pseudomyotonia O @) O A V012
442 | G71.1 ZURC|AEZT|[AEO|HE] | Dystrophia myotonica[Steinert] O O O 3|4 V012
443 G71.1 2 of Myotonic disorders O @) O 3H V012
444 | G71.1 MEE 22UES NOS 'Myotonia congenita NOS O O O 3 V012
445 G71.1 MY o4 2UEE Paramyotonia congenita O @) O 3H V012
446 G71.1 M TS ZIEHOL0| 2 A Neuromyotonia[lsaacs] O O O 34 V012
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447 G71.1 AEgdEod 2UES Chondrodystrophic myotonia @) @) @) 34 V012
448 G71.1 HMAH) MEE 20T Recessive[Becker] myotonia congenita @) O O | V012
449 G71.1 YES) MEY 2UET Dominant[Thomsen] myotonia congenita @) @) O 3H V012
450 G71.1 Hd 2UES Symptomatic myotonia @) @) @) 3| V012
451 G712 | 2M9° 5% HEjo|4S Sorst MHY 2rjas gy CONIenital muscular dystrophy with specific o o o 83 vo12
morphological abnormalities of the muscle fibre

452 . G712 MY EvyY [Fibre-type disproportion @) @) O 3| V012
453 G71.2 oA (EAEY) 2 Myotubular (centronuclear) myopathy O e O 34 V012
454 . GNn2 HE2ZES 'Nemaline myopathy O O O 3|7 V012
455 G71.2 CHeral & Multicore disease O @) O A V012
456 | G712 OIHA |Minicore disease @) @) O 9 V012
457 G71.2 MEH ZC0AEZI NOS Congenital muscular dystrophy NOS @) @) @) 3H V012
458 G71.2 HNEY 2YS Congenital myopathies @) @) @) 34 V012
459 G71.2 7-¥H 1 F=L Walker-Warburg syndrome =34 V900
460 G71.2 e Central core disease @) @) @) 3| V012
461 G713 gel 2R X ¥2 0 EEEL 0BT Mitochondrial myopathy, NEC O @) @) 33 V012
462 G71.3 oy Melas syndrome O 3|9 Vo012
463 G719 FHY Z2¥Z NOS Hereditary myopathy NOS @) @) @) 3|7 V012
464 G723 FI|0H|(7tEE) NZEE Y Hypokalaemic periodic paralysis (familial) SET V258
465 G724 SUH =& Inclusion body myositis (IBM) =234 V900
466 G73.1 ZHH|2E-0|EZFT(C00-D48t) Lambert-Eaton syndrome(C00-D48t) = V259
467 G90.5 SgREEEET IE Complex regional pain syndrome type | 3H V177
468 G90.6 2ERASTETEZIIE Complex regional pain syndrome type I 34 V168
469 G934 EEG &A1 2EE Glucose transporter type1, GLUT1 deficiency 23|94 V900
470 G95.0 He3Eed X 353 Syringomyelia and syringobulbia 34 V172
471 H16.3 IUZEL Cogan's syndrome =3 V900
472 H18.5 offiz| . ZAC|AERD] (88T Avellino corneal dystrophy (homozygous) 354 V900
473 H18.5 SALCAEZI] Fuchs dystrophy 3H V307
474 H1s6  ||=Zqt Keratoconus 3|4 V307
475 | H312 WarobAs |Choroideremia | | 3|7 V295
476 H35.0 AA H Eales’ disease 23|19 V900
477 | H350 S e |Coats retinopathy | | 3| V260
478 H35.51 AAgrere Retinitis pigmentosa A V209
479 | H3552 HAE Yo EXAaete ) |Best's disease[Best vitelliform maculardystrophy] | | =39 V900
480 H35.58 |AEI27I2EH Stargardt's disease 3H V209
481 | H3559 (HHIE MHHE SAA |Leber's congenital amaurosis | | 3|9 V209
482 H35.59 AMMEYHo MM WoC|AEZT] Unspecified hereditary retinal dystrophy 3|4 V209
483 H49.4 ohg TIEY Qor20tH| Chronic progressive external ophthalmoplegia 33|14 V900
484 H49.8 H2-Mo|ojE= Kearns-Sayre syndrome 34 V261
485 H51.8 SHAEBS(KRITE), 2UE Ocular motor apraxia, Cogan type 33|14 V900
486 127.0 Herd sy aEet Primary pulmonary hypertension 3H V202
487 127.8 ofo| A =gt Eisenmenger's complex 3|9 V226
488 127.8 Ofo|MRHA S5+ Eisenmenger's syndrome 3H V226
489 142.0 H| 7} X o5y HEHE Irreversible dilated cardiomyopathy 34 V127
490 142.1 H|CH CHE Y utShe &t Hypertrophic subaortic stenosis 3|3 V127
491 142.1 MMM HICHd 2T Obstructive hypertrophic cardiomyopathy 34 V127
492 142.20 H| A4 HICHd M2HT Nonobstructive hypertrophic cardiomyopathy 3H V127
493 142.3 EEEREET Loffler's endocarditis 3|9 V127
494 142.3 AN (S E RS Endomyocardial(tropical) fibrosis 5| V127
495 142.3 MUgN I (@ AR e Endomyocardial(eosinophilic) disease 34 V127
496 142.4 MEY A2EE Congenital cardiomyopathy 3H V127
497 142.4 HUHYEIHERE Endocardial fibroelastosis 3 V127
498 142.80 BYoiodry @AM sM0|A Arrhythmogenic right ventricular dysplasia =3 V900
499 147.2 ZHHE2t0 Chdd A Bl Catecholaminergic polymorphic ventricular tachycardia =3|9 V900
500 | 14982  7QTESR Long QT syndrome _ _ 37 V296
501 167.5 DOFROFHY Moyamoya disease 34 V128
502 | 173.1 | M 7 S B [ A |’ | Thromboangiitis obliterans[Buerger] | | 3 V129
503 178.0 20589 H Y Rendu-Osler-Weber disease A V235
504 | 178.0 fEM 28d BAEASES |Hereditary haemorrhagic telangiectasia | | 3|7 V297
505 182.0 HE-7|ot2| 55w Budd-Chiari syndrome A V173
506 J39.8 22X, LY o 42ST Ciliary, primary dyskinesia 23| V900
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507 184.0 HZCHE S Alveolar proteinosis 34 V222
508 184.1 E2d HYRS Idiopathic pulmonary fibrosis @) 3H V236
509 K00.51 =A™ MO Dentinogenesis imperfecta 3|4 V310
510 K220 |0|ESE |Achalasia Ea SE V315
511 K50.0 A%l 32Y Crohn’s disease of small intestine A V130
512 | K50.1 iae 224 |Crohn'’s disease of large intestine | | 3|7 V130
513 K50.8 A U OE RFOIEY Crohn'’s disease of both small and large intestine 3 V130
514 | K560 7t8 A |Intestinal pseudo-obstruction | | 3|7 V312
515 K74.3 LY HEY BH3 Primary biliary cirrhosis A V174
516 | K754 A7HHA Y 2HH |Autoimmune hepatitis | | 3|4 V175
517 K83.0 et chatgl/dsty S (F 4 FITH|E 2% Z Primary cholangitis/Sclerosing cholangitis 3|3 V262
518 L10.0 2Ed=y Pemphigus vulgaris 3| V132
519 L10.2 ezl Pemphigus foliaceus 3 V210
520 L12.0 T FAEEZE Bullous pemphigoid 34 V211
521 L12.1 Y HURAHZEY Benign mucous membrane pemphigoid 3 V212
522 L12.1 SE QA A Cicatricial pemphigoid 3|4 V212
523 L12.3 SHM +ZM FOEZS Acquired epidermolysis bullosa 34 V176
524 140.1 HAls=AM Generalized pustular psoriasis 3| V313
525 140.3 LHHIEHE RS |Pustulosis palmaris et plantaris g 3|7 V313
526 L7322 |&3 3= ohid Hidradenitis suppurativa, severe 34 V309
527 M06.1 ol AR Adult-onset Still's disease 3H V298
528 MO8.0 SOME|ACIRIZF QYA Qe OIaM SOEATES Juvenile rheumatmd arthritis with or without 57 V133

rheumatoid factor
529 M08.0 oy ROE|AZEY Juvenile rheumatoid arthritis 3H V133
530 MO08.1 ad ZRNEY Juvenile ankylosing spondylitis 34 V133
531 M08.2 TAFo= YUHE Ard AEY Juvenile arthritis with systemic onset 3H V133
532 M08.3 (BEAASEQ) oy ChaaEy Juvenile polyarthritis (seronegative) A V133
533 M08.3 oY day Ch ey Chronic juvenile polyarthritis 3H V133
534 M30.0 234 g sud Polyarteritis nodosa 3H V134
535 | M30.1 HAHS SIS CH S0 QK 1-AE LR A] |Polyarteritis with lung involvement [Churg- | | 3|7 V134
536 M30.2 Al Chswy Juvenile polyarteritis 34 V134
537 | M31.0 ROANZED |Goodpasture’s syndrome | | 3|7 V135
538 M31.1 S ONE S Thrombotic microangiopathy A V135
539 | M311 MY HAEZA Xfet | Thrombotic thrombocytopenic purpura | | 3|4 V135
540 M31.3 A 257|]0HES Necrotizing respiratory granulomatosis 3H V135
541 L M313 HAHSOES 'Wegener granulomatosis | | 3|7 V135
542 M31.4 &M= 52T [CHIIOF] Aortic arch syndrome [Takayasu] 34 V135
543 M31.7 0|4 CHd s Microscopic polyarteritis 3| V238
544 M32.1 713 £e AE e sttst HAzdREA Systemic lupus erythematosus with organ or 3|4 V136

system involvement
545 M32.1 B2EA MELAI32.8% Lupus pericarditis(132.8%) 3|4 V136
546 M32.1 2| 23k AABH(139.-%) Libman-Sacks disease(139.-*) 3|4 V136
547 M32.1 ATH RS S8 HAISE2 T ANOSSY) S}/stemlc lupus erythematosus with glomerular 37 V136

disease(N08.5%)
548 M32.1 M 2-ZHEAE YT Sot HASBRIZANTSY) SystemlF lupus erythematosus with tubulo- sl V136

interstitial nephropathy(N16.4*)

SHLE A . p Systemic lupus erythematosus with kidney =

549 M32.1 AYEY S HASHEZA(N0S.S*, N16.4%) involvement(NOB.5*, N16.4% 3 V136
550 M321  |AILHZHY SEF M AZEREA(398) Systemic lupus erythematosus with SE V136

endocarditis(139.8*)
551 M32.1 HASHRZ A MO 2HE(G73.7% Myopathy in systemic lupus erythematosus(G73.7*) 34 V136
552 M32.1 HAUSHREA MO = H(G05.8%) Encephalitis in systemic lupus 34 V136
553 M32.1 HAIZHE T A0 M| T S0 S (168.2) Cerebral arteritis in systemic lupus 37 V136

erythematosus(168.2*)
554 M32.1 HAS S HAISHE A (j99.1%) Systemlc lupus erythematosus with lung 33 V136

| |involvement(J99.1%) | I

555 M33.0 dad o2y Juvenile dermatomyositis A V137
556 | M33.1 7IEt TR 2F |Other dermatomyositis | | 3|7 V137
557 M33.2 Cher2 gl Polymyositis A V137
558 M34.0 WM MAAZS Progressive systemic sclerosis 3| V138
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sclerodactyly, telangiectasia

560 M341 IYLrEZSZZ CR(E)ST syndrome 3|3 V138

561 M34.8 oIS St MAAREHGT3.7Y) Systemic sclerosis with myopathy(G73.7*) 3 V138

562 M34.8 HAHS S MAABHE1()99.1%) Systemic sclerosis with lung involvement(J99.1%) 3|4 V138

563 M350 |AUZALAZE) Sttet S FT(H19.3%) |Sjogren’s syndrome with 3|4 V139

564 M35.0 UERTI )] Sicca syndrome[Sjogren] A V139

565 M35.0 THIS(E) St HAUBEF(G73.7%) |Sjogren’s syndrome with myopathy(G73.7*) 3 V139

566 M35.0 AR BOjS(2) S 4 IASS2NT6, SJ‘ogren s syndrome with renal tubulo-interstitial 33 V139
disorder(N16.4%)

567 M35.0 HEHS(E) sttt QMBS =7(J99.1%) Sjogren's syndrome with lung involvement(J99.1*) 3 V139

568 M35.1 stz Yy Mixed connective tissue disease 34 V139

569 M35.2 HIH EY Behcet's disease 34 V139

570 M35.3 FOE[AY U2 S Polymyalgia rheumatica 3H V139

571 M35.4 02t (= o) 2ot Diffuse(eosinophilic) fasciitis 3| V139

572 M35.5 Ol d/4as Multifocal fibrosclerosis 3|4 V139

573 M356 M XASHRH-I2|2Th Relapsing panniculitis[Weber-Christian] S|4 V139

574 M61.1 TN St FEH0|A Fibrodysplasia ossificans progressiva 3|4 V224

575 M88.0 S=o| oy Paget's disease of skull 34 V213

576 M88.8 7|Ef o mAIH Paget's disease of other bones 3H V213

577 M88.9 A M2 ol ol mAl Paget's disease of bone, unspecified 34 V213

578 M92.2 4 TurCH o] T 012G M7l Oéteochondross (juvenile) of carpal lunate 33 V299
[Kienbock]

579 M93.1 ‘delol Ziy Kienbock's disease of adults 3|7 V299

580 M94.1 e crEoisg Relapsing polychondritis 3H V178

581 NO4.0 AATHO|AS S8l AISS R nephrotlc'syndrome with minor glomerular b ME Ao 3HE 37 V263
abnormality

582 N04.0 EAHoEHE SIS AMS2 T nephrotic syndrome with minimal change lesion 3H V263

583 NO4.1 AN LSRN ASES SHIB ASSE nephrofuc syndrome with focal and segmental 37 V263
sclerosis

S84 NO4.1 AEA U SEN AN EHS SH ASSE nephrotic syndrome with focal and segmental 37 V263
‘glomerular lesions

585 NO4.1 XA U E2EA 03NSS Suisl ASSR Eeplf‘\rotllc syndrome with focal and segmental 37 V263

valinosis

586 N04.1 EEE MTHAUE S SHSH AEEF 'nephrotic syndrome with focal glomerulonephritis =R V263

587 NO4.2 ORHY SHg AFTRAIGS S8t AlSS R nephrotic syndr9me with diffuse membranous 3] V263
alomerulonephritis

588 NO4.3 OIBHY BIAIK|S SA|A AFHAIES Sukst nephrotlg syndrome with d|ffl{se mesangial E V263
proliferative glomerulonephritis

589 NO44  DIBHY BAEEL FAY ATHAYE Sute yzg "oPIIONC syndrome with diffuse endocapilary 513 V263
proliferative glomerulonephritis

590 NO45 OFEALM AFRA|AIQ 18 38 £ NOSE £ nephrotic syndréme with membranoproliferative e V263
alomerulonephritis, types 1 and 3, or NOS

0)2hd OAX| S ZAE2HE AR E & i ith di i i o
<o NO4S x|_‘_ d O AFX| gad ATHAgE nephrotic syndrgr'ne with diffuse mesangiocapillary & V263
2T glomerulonephritis

592 NO04.6 DU FAHS St USSR T nephrotic syndrome with dense deposit disease 3y V263

503 NO4.6 OLEAIN ALRHAY, 28e Suks ASE R nephrotic syndr(?me with membranoproliferative 33 V263
glomerulonephritis, type 2

504 NO4.7 SAETY ATKAIYS SHrs AlSS R nephrotic syndrc?rrle with extracapillary 57 V263
alomerulonephritis

595 NO47 OIOHY HHEIS AFHAIYS Sutst AlSS R nephrotic syndr(?r'ne with diffuse crescentic 33 V263
glomerulonephritis

596 N25.1 HYE 283 Nephrogenic diabetes insipidus A V141

597 P35.0 aEg 5= |Congenital rubella syndrome 334 V900

598 P35.4 HHEY |7} Ho|2{A Aot Congenital Zika virus disease 23|14 V900

599 Q03.1 CHC|-YHES =2 |Dandy-Walker syndrome 3H V239

600 Q04.2 T | B (ZRIASEE) Holoprosencephaly 23|7 V900

601 Q04.3 Cr o[ oI HS |Polymicrogyria =39 V900

602 Q04.3 Fr+=55 Hydranencephaly 2359 V900

603 Qo4.3 e S |Agyria of brain 3|7 V214

604 Q04.3 2e-C7H T2 Miller-Dieker syndrome 237 V900
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605 Q04.3 e Cerebellar agenesis =34 V900
606 Q04.3 FHE 327 Joubert syndrome =34 V900
607 Q04.3 RS Pachygyria 3| V214
608 Q4.3 Bl Lissencephaly 339 V900
609 Q04.6 290 Schizencephaly A V240
610 Q05.0 +552 St 0243 |Cervical spina bifida with hydrocephalus 3H V179
611 Q05.1 T552 St o2& Dorsal spina bifida with hydrocephalus 3 V179
612 Q05.1 +E52 SHist 0|25 | Thoracolumbar spina bifida with hydrocephalus 3H V179
613 Q05.1 T552 Sttt o285 Thoracic spina bifida with hydrocephalus A V179
614 Q05.2 TESS SHist |28 F |Lumbosacral spina bifida with hydrocephalus 3|7 V179
615 Q05.2 +552 Sist 0|22F Lumbar spina bifida with hydrocephalus 3H V179
616 Q05.3 TF52 St o|2H®E Sacral spina bifida with hydrocephalus | V179
617 Q05.4 T552 St gM=Y2l 0|2Y Unspecified spina bifida with hydrocephalus 3 V179
618 Q05.5 +530| gle o|l2EF Cervical spina bifida without hydrocephalus A V179
619 Q05.6 +530| gE O|EEF Thoracic spina bifida without hydrocephalus 3 V179
620 Q05.6 O|2X 3 NOS Dorsal spina bifida NOS 3|9 V179
621 Q05.6 O|2882%F NOS Thoracolumbar spina bifida NOS 3H V179
622 Q05.7 +5350| gle o2 F Lumbar spina bifida without hydrocephalus 3|7 V179
623 Q05.7 0|28 %3 NOS Lumbosacral spina bifida NOS 3H V179
624 Q05.8 +530| gl o|l2HE Sacral spina bifida without hydrocephalus A V179
625 Q05.9 AMEH o|2HF Spina bifida, unspecified 3|3 V179
626 Q06.2 0|45 Diastematomyelia 3|4 V180
627 Q07.0 OtsE-7|0t2| 5= a Arnold-Chiari syndrome 3|3 V143
628 Q11.2 dzxaotrzsd Lenz microphthalmia syndrome =3 V900
629 Q13.1 N S Aniridia =34 V900
630 Q13.8 AMHE-20|A BFF Axenfeld-Rieger syndrome 335|4 V900
631 Q14.1 X-G1g oAy gakeg) X-linked juvenile retinoschisis =34 V900
632 Q14.2 LzE 332 Morning glory syndrome 33|17 V900
633 Q15.0 HME=HE Congenital glaucoma =34 V900
634 Q161 (@0l =0 MEA Zol, Haf Bt Con‘gemtal absence, atresia and stricture of 37 V291
auditory canal(external)
635 Q172 AO0|Z(NESE) |Microtia S|4 V291
636 Q20.0 SUIES Persistent truncus arteriosus A V144
637 Q200  ESUZ |Common arterial trunk 39 V144
638 Q20.1 O|Z&T2ud Double outlet right ventricle 3H V144
639 Q20.1 EfRAID-HEZ=F |Taussig-Bing syndrome 3 V144
640 Q20.2 O|Z&Tat4 Double outlet left ventricle 3|4 V144
641 Q20.3 SUo| 5L Dextrotransposition of aorta S V144
642 Q20.3 igatol (&ah)d el Transposition of great vessels (complete) 3H V144
643 Q20.3 HAEAAZEE LK Discordant ventriculoarterial connection e V144
644 Q204 CHAAMA Single ventricle 3H V225
645 Q20.5 dAAAE AK| Discordant atrioventricular connection 3| V144
646 Q20.5 ST Corrected transposition 3|7 V144
647 Q20.5 AL Ventricular inversion Y V144
648 Q20.5 ZHETL Laevotransposition 3|4 V144
649 Q206 i”|5 E= CHHISE Shret dY Isomerism of atrial appendages with asplenia or 287 V900
o polysplenia
650 Q20.6 HYRELE0 o|gEEY Isomerism of atrial appendages 25|14 V900
651 Q21.2 HHEHAs Atrioventricular septal defect 3 V269
652 Q21.2 HULgr|g2E Endocardial cushion defect 3|7 V269
653 Q21.2 H13eSEAEE(IY) Ostium primum atrial septal defect (type I) 39 V269
654 Q21.2 S Common atrioventricular canal 3H V269
655 Q213 Z2H3yE Tetralogy of Fallot 3| V269
HE0 S £l Hy, (fEUo| S=9x| Ventricqlar septal de.fe:*ct with pulmonary stenosis N
656 Q21.3 HHE Surst AASAAA or atresia, dextroposition of aorta and hypertrophy 34 V269
of riaht ventricle

657 Q14  HSUSHAE |Aortic septal defect 3|9 V269
658 Q214 HesWHsUSHEE Aortopulmonary septal defect 3|3 V269
659 Q1.4 O & W H 5 & |Aortopulmonary window 3|4 V269
660 Q21.8 OfO| M A A= Eisenmenger’s defect 3H V226
661 Q22.0 | & 94 | 24 Pulmonary valve atresia 3 V145
662 Q224 AHE T 2 Tricuspid atresia 3|3 V146
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663 Q22.5 Ol 2AEfQIO| & Ebstein anomaly 34 V146
664 Q226 HHXtd RuBE=ET Hypoplastic right heart syndrome 3H V146
665 Q23.0 CHsaato] MHH% Congenital stenosis of aortic valve 3H V147
666 Q23.0 MY s Thm| 2 Congenital aortic atresia 3H V147
667 Q23.0 HEY YT & Congenital aortic stenosis A V147
668 . Q31 S Py 7|s7H |Congenital insufficiency of aortic valve | | 3|7 V147
669 Q23.1 HEY Y| s2H Congenital aortic insufficiency 3 V147
670 | Q231 HEd sYHAF |Congenital aortic regurgitation | | 3| V147
671 Q23.1 O|®CHsutat Bicuspid aortic valve A V147
672 L oQ32 MEd SEEHY |Congenital mitral atresia | | 3|7 V147
673 Q23.2 MMM S DTS A Congenital mitral stenosis 3H V147
674 Q233 MEY SR |s82H Congenital mitral insufficiency 3 V147
(AT A Tl Hajet ) A E U0 HAK Atresia, .or marked hypopla5|a of aortic orifice or
675 Q24 B2 SNl HAUSE SHete thsany Q@ ‘IO W MPOPash of sscending aara fnd 37 via7
il oL el O e efective development of left ventricle (with mitra
el M2 £ wHe ye valve stenosis or atresia)

676 Q234 HHXNGHY BT Hypoplastic left heart syndrome 33 V147
677 Q238 CISoE 9 Smuto| 7|Ef MA7|E O'Fher congenital malformations of aortic and 57 V147

mitral valves

N - N Congenital malformation of aortic and mitral .

678 Q23.9 asyE 8 SREo| dAEFo MEI|H . 3|4 V147

valves, unspecified
679 Q4.4 MEY S WESHR A Congenital subaortic stenosis SR V270
680 Q24.5 HasUE e 7Y Malformation of coronary vessels 3H V148
681 Q24.5 MEY HAEHE Congenital coronary(artery) aneurysm 34 V148
682 Q24.6 MEd HEA Congenital heart block 39 V271
683 Q25.1 sl =& Coarctation of aorta 33 V272
684 Q25.1 iasyol Zxhad, =) Coarctation of aorta (preductal, postductal) 3| V272
685 Q25.2 CH SOl m4f Atresia of aorta 3|7 V272
686 Q25.3 C ool 3%t Stenosis of aorta 3|9 V272
687 Q25.3 MR s E Supravalvular aortic stenosis 3|4 V272
688 | Q255 HES9o| m| |Atresia of pulmonary artery | | 3|7 V149
689 Q26.0 (Bhehoig Mol MEd & Congenital stenosis of vena cava 34 V150
690 | Q260  CHEMo| MEd HA |Congenital stenosis of vena cava | | 3|7 V150
691 Q26.1 ST YW ES Persistent left superior vena cava 3H V150
692 | Q62 o EY A0l | Total anomalous pulmonary venous connection | | 3| V150
693 Q26.3 FEHHWAT0| Partial anomalous pulmonary venous connection A V150
€94 Q264 A2 o] TS 0|A Anoma!t?us pulmonary venous connection, e V150

unspecified
695 Q26.5 AR 04 Anomalous portal venous connection 3H V150
696 Q266  EY-ZtEUER Portal vein-hepatic artery fistula 39 V150
697 Q282 QoMo ETE L Wyburn Mason syndrome =34 V900
698 Q38.3 FHBEEAE) Aglossia 3|7 V241
699 Q43.8 HMELHESET Congenital Short Bowel Syndrome 23|14 V900
700 Q44.2 EHEto| T4 Atresia of bile ducts 3|7 V181
701 Q44.6 HEME 2t HRT Congenital liver Fibrosis[fibrotic] =234 V900
702 Q447  (YEESTEZ Alagille’s syndrome =317 V900
703 Q61.1 OHEd A, ESgMN Y Polycystic kidney, autosomal recessive 3|4 V264
704 Q61.1 CHed A%, oty Polycystic kidney, infantile type 33 V264
705 Q61.2 Chad A%, 28 gAY Polycystic kidney, autosomal dominant 3H V264
706 Q61.9 HASES Meckel syndrome J3]4 V900
707 Q64.1 2ol Exstrophy of urinary bladder 3H V227
708 Q64.1 el Extroversion of bladder 34 V227
709 Q64.1 LZ0|xF Ectopia vesicae 3H V227
710 Q74.0 MESFINS0|ES Cleidocranial dysostosis 23| V900
711 | Q743 HEd ogREUn=Rs |Arthrogryposis multiplex congenita | | 3|7 V292
712 Q74.8 gtEd s Larsen's syndrome =354 V900
713 | Q750 | FHERE |Craniosynostosis | | S|4 V265
714 Q75.0 FHEe =R Imperfect fusion of skull 3|3 V265
715 . Q750 #Z 02| F(Acrocephaly) |Acrocephaly | | 3|7 V265
716 Q75.0 8 = 0{ 2| F(Oxycephaly) Oxycephaly 33 V265
717 Q75.0 CRUER Trigonocephaly 3| V265
718 Q75.1 FIHtHE0|ET Craniofacial dysostosis 3|3 V151
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719 Q75.1 AZ=Y Crouzon's disease 3| V151
720 Q754 EgX-Z2r F27 Treacher Collins syndrome 3H V182
721 Q754 DAY E S22 Franceschetti syndrome 3H V182
722 Q75.4 StfetH =012 Mandibulofacial dysostosis 3H V182
723 Q76.1 222-dse2 Klippel-Feil syndrome 23|17 V900
724 | Q770 AERLUME |Achondrogenesis | | 3|7 V228
725 Q77.0 HAELEX SIS Hypochondrogenesis 3 V228
726 . Q771 KAFY B | Thanatophoric short stature | | 3|7 V228
727 Q772 ALY EREE0IYFIE] Asphyxiating thoracic dysplasia[Jeune] A V228
728 Q72 H2SEFERT 'Short rib syndrome | | 3|9 V228
729 Q77.3 X-glgt @4 A= g0y X-linked dominant chondrodysplasia 3|3 V228
730 Q77.3 Chrd o dgold Multiple epiphyseal dysplasia =59 V900
731 Q77.3 O Dt My H=HHO|Y(1H-3%) Rhizomelic chondrodysplasia punctata(type 1-3) =k V228
732 Q77.3 Hy dzggold Chondrodysplasia punctata 34 V228
733 Q774 HEY =4=5 Osteosclerosis congenita 3 V228
734 Q774 AZEYHT Achondroplasia 3|4 V228
735 Q774 HE=HYXNSE Hypochondroplasia el V228
736 Q77.5 CIAEZTY gHold Dystrophic dysplasia 3 V228
737 Q77.6 Ye|A-BIRYHESS T Ellis-van Creveld syndrome 3H V228
738 Q776 A= F& ol 4 Chondroectodermal dysplasia 34 V228
739 Q77.7 oHE HES 01y Spondyloepiphyseal dysplasia tarda 3|7 V228
740 Q77.7 AMEICHEHO|A Spondyloepiphyseal dysplasia 3|4 V228
211 Qr7s ZME U MEo| YEAEZ FHtot 7Bt 2HEYXH  Other osteochondrodysplasia wi'th defects of &7 V228
0|4 growth of tubular bones and spine
742 Q778 2[-AY =27 Leri-Weill syndrome =37 V900
743 Q77.8 Zrrofa Aol Acromicric dysplasia 3|9 V228
74 Qe 3‘_,;':&:*% Ol Mzo| MEALS ZHISE MM 2o 2 Osteochondrodysplasfa with defgcfs of growth of 57 V228
=d4old tubular bones and spine, unspecified
745 Q78.0 =7 2E (Fragilitas ossium) Fragilitas ossium 3| V183
746 Q78.0 =3 2%Z (Osteopsathyrosis) Osteopsathyrosis 34 V183
747 | Q780 =dEEY |Osteogenesis imperfecta | | 3|7 V183
748 Q78.1 OEd dfd ddoly Polyostotic fibrous dysplasia 34 V154
749 | Q78.1 YEEO|E(-WE)(-AEHH ) T2 |Albright(-McCune)(-Sternberg) syndrome | | 3| V154
750 Q782 e Osteopetrosis 3 V229
751 | Q782 AHEA-MHEIZTSF |Albers-Schénberg syndrome | | 3|7 V229
752 Q783 7R EE-AANSS T Camurati-Engelmann syndrome 3|3 V266
753 Q784 Hel=ss Enchondromatosis 3|7 V230
754 Q784 OIEXEZ2 2 Maffucci's syndrome A V230
755 Q784 EELEE Ollier's disease 3|4 V230
756 Q78.5 SULAIHE0|Y, FOIEH Metaphyseal chondrodysplasia, Schmid type 2354 V900
757 Q78.5 Zyszs Pyle's syndrome 3|7 V215
758 Q78.6 SUEHZE A Diaphyseal aclasis 3H V242
759 Q786 CHAMEQEE Multiple congenital exostoses 34 V242
760 Q786 FUE CHEeE5 Hereditary multiple exostoses 3|7 V242
761 Q789 7Hd AEREY HH0lY Pseudoachondroplastic dysplasia xR V900
762 Q79.0 MEY S Congenital diaphragmatic hernia 3H V155
763 Q79.1 Ao &= Eventration of diaphragm 3 V155
764 Q79.1 2A%H0 Absence of diaphragm 3H V155
765 Q79.1 2Aato| J|EF MM7|H Other congenital malformations of diaphragm 34 V155
766 Q79.1 2490 MH7|H NOS Congenital malformation of diaphragm NOS 34 V155
767 Q79.2 i LA e R Exomphalos A V155
768 Q79.2 ME=YHEY Omphalocele 3| V155
769 Q793 SHLIEE Gastroschisis 3|4 V155
770 Q79.4 L s ko Prune belly syndrome 3H V155
771 Q79.5 280o| 7|Et MHIIY Other congenital malformations of abdominal wall 3 V155
772 | Q796 WA CIRATSF |Ehlers-Danlos syndrome | | 3|7 V155
73 Q79.8 azAA S| 7|EF MHT|H Other congenital malformations of musculoskeletal 37 V155
system

774 . Q798 | Z=° Zo |Absence of muscle | | 3|7 V155
775 Q79.8 22 Accessory muscle 3H V155
776 Q79.8 MEY 2= Amyotrophia congenita 3 V155
777 Q79.8 MY B28sE Congenital shortening of tendon 3|4 V155




S 87| ELZH
gMs  ygac 254 22 Way 254 g2 LEy NELT] Hl3 Bx717| e hn| 22, S4% | gmey za  ESH
28 slagws O Moty omg | oS ER g
778 Q79.8 HEd HE Congenital constricting bands thoi= sS4 -
779 Q79.8 ECEZ2 S Poland's syndrome fl:'ll V155
780 Q79.8 s 29 Absence of tendon i:?: V155
781 Q799 DZAAEC AMETO| MET|E Congenital malformation of musculoskeletal 2# V155
system, unspecified 3|9 V155
782 Q79.9 TEZAH S MHEBHHE NOS Congenital deformity of musculoskeletal system 3
783 | Q799 |2=AAS dH0l4 NOS Congenital anomaly of musculoskeletal system :I:H V155
784 Q801 x-YIBESE X-linked ichthyosis i - &3 V155
785 | Q801  X-YHH|ST; AHZO|EEMENZT X-linked ichthyosis; steroid sulfatase deficiency 3 V300
786 Q802 |BEH=F [Lamellar ichthyosis [ i jljll V300
787 | Q803 |MHY SEYHSRYSMLLS Congenital bullous ichthyosiform erythroderma ;%I:H V900
788 Q804  2|ZEfot Harlequin fetus i | =27 V900
789 Q81.0 the sy EO92|S Epidermolysis bullosa simplex _fljll V300
790 Q811 KAM EA muaE Epidermolysis bullosa letalis skl V900
791 Q81.1 C St Herlitz' syndrome fl:'ll V184
792 Q81.2 CIAERDY 24 BO|EZ|E Epidermolysis bullosa dystrophica %I:H vie4
793 Q82.0 |EH UA=ZRE Hereditary lymphoedema :Lgljll vig4
794 Q823 MAMET Incontinentia Pigmenti ;%H‘I V900
795 Q824  |(F3HY) Qi gd dol Ectodermal dysplasia (anhidrotic) ;i:i: xggg
796 Q824 S0-AASS T (OHAQ AL QY Ha Hay-Wells syndrome (Ankyloblepharon-ectodermal _': £
defects) =34 V900
797 Q828 ZERC(-EX) 557 Rothmund(-Thomson) syndrome 33
798 Q82.8 EE 3T Bloom syndrome ;‘fl il V900
799 | Q828 HEY o|&4zE |Congenital dyskeratosis g ;'ﬁl?l V900
800 Q82.8 B AXNEMT Pseudoxanthoma elasticum _'_EI:H /900
801 Q85.0 MEERESHIAY) Neurofibromatosis (nonmalignant) %Hll V314
802 Q85.0 HEHYRESHIAY) 19, 28 Neurofibromatosis(nonmalignant) type 1, type 2 EI:H V156
803 Q85.0 ZHZ YWY Von Recklinghausen'’s disease ‘i'l?l V156
804 Q85.1 2" 433 Tuberous sclerosis EI:H V156
805 Q85.1 HaLady Bourneville's disease %Hll V204
806 | Q851 OjZ=Zolof Epiloia 7 V204
807 Q85.8 2HX|-HH(-C|0|E2|) B2 | Sturge-Weber(-Dimitri) syndrome | T %H‘ll V204
808 | Q858 | RO|IZ-MHA S2T Peutz-Jeghers syndrome EI:H V216
809 Q85.8 Z5E-ace 537 |Von Hippel-Lindau syndrome | i %l:rll V216
810 . Q860 (O|H4HEfY) EforAAS TR Fetal alcohol syndrome (dysmorphic) EI:H vaie
811 Q870  7tE7 E3F 'Kabuki syndrome i | :lejll V157
812 Q87.0 N2-AMRER-RA 2L Gorlin-Chaudhry-Moss syndrome _'_BI:H V900
813 Q87.0 s 3 Goldenhar syndrome 'f'_l:'ll V185
814 Q870  |[EoHE Cyclopia Sk V185
815 Q870 | BH FSF Robin syndrome ;:i: V185
816 Q87.0 OF2AAIL-HIY S22 [HY-0t2A AL 5532 Marchesani-weill syndrome [Weill-Marchesani :L_* V185
syndromel =359 V900
817 Q87.0 QH*A F2F Moebius syndrome 3
818 Q87.0 OHX|X| o] & o|4t Oculodentodigital dysplasia EFH V185
819 Q87.0 OFF Ml S (Mg YL A& F57) Jacobsen syndrome(11q distal deletion syndrome) :LQL_:[ll LS
820 Q87.0 -d=-2U 3L Oro-facial-digital syndrome _L_I:'Ll V900
821 Q87.0 [ e Cryptophthalmos syndrome i:i: Viee
822 Q87.0 =2 YBHE O Y == MEI|HES Congenital malformation syndromes : V185
predominantly affecting facial appearance 57 V185
823 Q87.0 HEOX|REE Acrocephalopolysyndactyly 3
824 Q87.0 HEREXE Acrocephalosyndactyly(Apert) :Hll V185
825 Q87.0 I'JLiI H 3zd Carpenter’s syndrome EI:H V185
826 Q87.0 o0|H B2 Fraser’s syndrome j‘ljll V185
827 Q870  |pmEss A= Whistling face =2l V900
828 Q87.1 =X "o Campomelic dysplasia jljll V185
829 | Q871 S ES57 Noonan syndrome _'_QI:H V900
830 Q87.1 SFHAX ZEL |Dubowitz syndrome | i fl:r‘l V158
831 | Q87.1 E 3= 37 De Lange syndrome EI:H Va8
832 Q87.1 A 352 'Russel-Silver syndrome | T %l:'ll V158
833 | Q871 EHI_H—_ HHEADA S Robinow-Silverman-Smith syndrome EI:H V158
834 Q871 #Ha-2tE Sa |Sjogren-Larsson syndrome ' ' o vis8
835 Q87.1 ADA-YE2-2UX 27 Smith-Lemli-Opitz syndrome i:i: \\;1155::
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836 Q87.1 A2 BT Seckel syndrome Lt sS4y =
837 Q87.1 ol2A31 5S5F Aarskog syndrome fh‘ll V158
838 Q87.1 =2 ChAlg BEE MA7|8Ss R Congenital malformation syndromes &l V158
predominantly associated with short stature 57 V158
839 Q87.1 A =T Cockayne syndrome 3
840 Q87.1 ootM-ge 5 Prader-Willi syndrome %Hll V158
84 | Q872 | REUAEQHOH ST Rubinstein-Taybi syndrome EI:H V158
842 Q872 | HEHZ Z32 \VATER syndrome ' | 83 V243
843 . Q872 ZUEREH =2 Nail patella syndrome EI:H V243
844 Q87.2 Se|d-Eg 4 0|-HH T2 |Klippel-Trénaunay-Weber syndrome | i %l:rll V243
845 | Q87.2 EE-2% 327 Holt-Oram syndrome fl:'ll V243
846 Q87.3 HISPIE-HHZ S22 |Beckwith-Wiedemann syndrome | i :f'ljll vea3
847 Q87.3 AEAZSH Sotos syndrome 12H1| V900
848 Q87.3 I =2 Weaver syndrome fl:'ll v2a4
849 Q874 O 24557 Marfan’s syndrome fl:'ll vaa4
850 Q87.5 -2 BFF Coffin-Lowry syndrome :LQI:H V186
851 Q878 ADNP ZER(@AREd w20l 527) ADNP syndrome(Helsmoortel-VanDerAa o V900
852 Q87.8 EUA-Z(-HE2H)-HE =2 Laurence-Moon(-Bardet)-Bied| syndrome _'._ngl V900
853 Q87.8 opztol-¢-41Y B2+ Branchiootorenal syndrome :Lgljll V267
854 Q87.8 UAEE Z2F Alstrom syndrome ;‘fl # V900
855 Q87.8 ARE S5H Alport syndrome _LBFH V900
856 Q878 AU T=T Zellweger syndrome o171 V267
857 Q878 |AX B2 CHARGE syndrome Sk V267
858 Q878 TR NGO S SSRE2ES 133 e 557 Phelan-McDermid syndrome(22q13.3 deletion QI:H V267
syndrome) =3 V900
859 Q90.0 1M HMH T, 22 g 2e Trisomy 21, meiotic nondisjunction 3
860 Q90.1 Q1 EMNT, HASH(FAHZ S22 Trisomy 21, mosaicism (mitotic nondisjunction) EI:H V159
861 Q902 |21 HMKN|F, T Trisomy 21, translocation ‘E'Hll V159
862 Q09  [214HMAZ NOS Trisomy 21 NOS 2171 V159
863 Q91.0  [18MAMANF, A+EEH=E 2 Trisomy 18, meiotic nondisjunction fl:"ll V159
864 | Q911 18 FAUNT, HASH (R AHE EHlE2) Trisomy 18, mosaicism (mitotic nondisjunction) o3 V160
865 Q91.2 18 HMHZ, M Trisomy 18, translocation [ i %l:r‘l V160
866 | Qold4  13MAMHE, dEdHEe Trisomy 13, meiotic nondisjunction o171 V160
867 Q915 BHEMH T, HATHFAHEEH ) Trisomy 13, mosaicism (mitotic nondisjunction) ' T %l:rll V160
868 | Q916 13 MM F, T Trisomy 13, translocation EI:H V160
869 Q917 13NN SET Trisomy 13 Syndrome ' i 8171 V160
870 Q922 |10EteHAeIMKE Trisomy 10p = V160
871 Q923 1582H11-13 0| ES 322 15911913 microduplication syndrome ;-El:rll V900
872 Q923 TFA1.23 OMBE F2T 7911.23 microduplication syndrome ;%I:H V900
873 Q923 ZIEI|-EA7| BT Potocki-Lupski syndrome ;fl:rll V900
874 Q28 208 EMH| rero] HAMK S Trisomy 20p o V900
875 Q93.2 1R AFQAK| (D) (MBS AE 158 QMK 57 Tetrasomy 15q (isodicentric 15 chromosome —|:|:|1| V900
syndrome) =34 V900
876 Q93.3 4 CHet MK B2 AE Partial deletion of the short arm of chromosome 4 =3
877 Q93.3 e ke Wolff-Hirschorn syndrome ;%I:H V900
878 Q934 5P G| cheto] A Deletion of short arm of chromosome 5 _LBI:H V900
879 Q934 10| 2582 Cri-du-chat syndrome %I:'ll V205
880 Q93.5 15 133 0|MZEE 5= 1513.3 microdeletion syndrome :Lgljll Va05
881 Q93.5 18 ot G| He& 18 short arm chromosome Deletion ;%I:H V300
882 Q93.5 18Rt Yhte A& 52w 18q distal deletion syndrome ;%Hll V900
883 Q935 18MACIAXMHE 189 monosomy LN V900
884 Q93.5 1CHeR3e O Z2&3 =T 1p36 microdeletion syndrome ;%Hll V900
885 Q935 &7 O|M|dE B2 2937 microdeletion syndrome ;%I:H V900
886 Q935 30 0N B2 3929 microdeletion syndrome ;%Hl V900
887 | Q935  AOA-OHHLIA =3 Smith-Magenis syndrome _LBI:H V900
888 Q93.5 AMUTE T |Angelman syndrome | t %Fr‘l va17
889 | Q935 Ap|gA Z5 2 William's Syndrome fh‘ll V217
890 Q935 |H2EEE |CATCH22 syndrome ' | I vai17
891 | Q96.0 SHH45, X Karyotype 45, X EHLI V217
892 Q961 | 46, X5 OIKHXq) [Karyotype 46, X iso(Xq) ' | i'*' voz1
893 Q96.2 SQIRKXQ)Z MQISt O|AF HBMHNZS 747l 8346, X Karyotype 46, X with abnormal sex chromosome, Skl Vo2
except iso(Xq) el V021
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894 Q96.3 HeF, 45 X/46, XX E& XY Mosaicism, 45, X/46, XX or XY 3| V021
595 Q964 MOIE, Ol A QMK 2 717 45, X/7|EF MED Mosaicism, 45, X/other cell line(s) with abnormal 37 V021
| sex chromosome | I
896 Q98.0 St HEHTE R, Y 47, XXY Klinefelter's syndrome karyotype 47, XXY 3 V218
897 Qo8.1 SEOHESS R S 7 o|Ate] XAMHE 71E LA Klinefelter's syndrome, male with more than two X 37 V218
|chromosomes | I
898 Q98.2 S HEHTEE, HY 46, XXE 717 H4 Klinefelter's syndrome, male with 46,XX karyotype 34 V218
899 Q99.2 FUXTET \Fragile X syndrome | | 3 V245
900 Q99.8 He|aH-Ze|d B2 Pallister-Killian syndrome 23|49 V900
901 ICQS JtEE|¥y E 22lA ZEF |Gabriele-de Vries syndrome | | =3¢ V900
902 ACoS  JHEE TOos Familial candidiasis =3 V900
903 FEQE 7HEH 8% UsUSUF A 2 Familial thoracic aortic aneurysm and dissection | | =37 V900
904 ACQe Z=2Yo|-2StES5H Galloway Mowat syndrome =354 V900
905 EYUS  AHTHE-ZHMED |E-ThuO Mo SRR Megalencephaly-capilary malformation- 387 V900
polymicrogyria syndrome
906 ACQe AU DN ZE-HAE M SSZMMIHS) Megacystis-microcolon-intestinal hypoperistalsis 233 V900
syndrome (MMIHS)
907 Icgle |1UBEF Gorlin syndrome =37 V900
908 FACEQS (DT AEIRE B Gorham-Stout disease (GSD) =34 V900
909 ALEQS | ELEHEI-F=ZZUH F22 Goldberg-Shprintzen syndrome =354 V900
910 AEQS =X FE=T Goltz syndrome 23|14 V900
911 acgs i?.g}%ﬂﬂ-ﬁloﬂé 2H =E37 (5ER3 0 d: Contractures—develgpmentaF delay-Pierre Robin 237 V900
ans)) syndrome (5023 microdeletion syndrome)
912 IAEQS JHF-BEEI FEL2 Auriculo-condylar syndrome 2 | | 235|4 V900
913 AEGE | 2UFoIME Sttt 1UNHET Hypermanganesemia with dystonia 33|14 V900
914 Iefls SAdET Glass syndrome | | =317 V900
oo | DE-EHES-RA 20| StHe 3-HE S FEIAY & 3-methylglutaconic aciduria with deafness- s
915 acgls - o =37 V900
& (MEGDEL) 32 encephalopathy-Leigh-like(MEGDEL) syndrome
916 Fsgle koY Norrie disease | | =37 V900
917 ACGS |L-H-Yad E3L Brain-lung-thyroid syndrome =354 V900
918 AEQS UEto|Ha-HEtolM BE T |Nicolaides-baraitser syndrome | | =317 V900
919 ACge =Y Danon disease =354 V900
920 FCQS | CHUAS0 WHA S04 SR Multisystemic smooth muscle dysfunction e 233 V900
'syndrome(MSMDS)
921 SCQS | CPUMHOIAL2ZIRN YA S5 Multiple congenital anomalies-hypotonia-sezures 233 V900
syndrome
922 AEQS COEMY S86-2HS-HEYEZ[MONA] Multicentric osteolysis-nodulosis-arthropathy =3 V900
923 AEQYS | CHHLLX|-TAP| 552 Takenouchi-Kosaki syndrome =354 V900
924 SCgle Tl AJAIZ 9% 9l HY S0l o]y S5 Short stature, optic atrophy and Pelger-Huét EvE V900
anomaly syndrome
925 ACEQS |HHURTXIY SHYREA Monogenic lupus erythematosus =354 V900
926 JEQES HEEY BAMBAT Macronodular adrenal hyperplasia =34 V900
927 AEQS |Oia| 3 otEl ZE T2 Cerebral creatine deficiency syndrome =35 V900
928 ACgle  fu-OFR-X|0l-T-ZH 0|4 ESRICODAS SE 2] Cerebral-ocular-dental-auricular-skeletal anomaly 233 V900
syndrome[CODAS syndromel]
929 AEQS HUA-E2H T2 Denys-Drash syndrome 23|14 V900
930 AEQS SYFE EY 1E2Y2HEHES Familial hypercholesterolemia homozygote 3|4 V900
931 AEQE | FHESUHILERETST Craniometaphyseal dysplasia 23|14 V900
932 ACge |cEEH Es7 Dravet syndrome 3354 V900
933 ACQS |CHFOIHEMO|A Desbuquois dysplasia | | =34 V900
934 Acge ANt SEPEE-male B0 57 Rahman syndrome [Tatton-Brown-Rahman 233 V900
syndrome]
935 Iefls BAIER FFT Langer-Giedion syndrome | | =37 V900
936 AEQS H-MoH FFZ Lamb-Shaffer Syndrome 3354 V900
937 ACQe YHEZE KT AMAHS |Leber hereditary optic neuropathy =34 V900
938 LGS |Holk-SztA FTFE Raynaud-Claes syndrome Mg | =34 V900
939 ACQYL HYXA BB |Legius syndrome | | =37 V900
940 AEQS |ROl-Cox F=F Loeys-Dietz syndrome 234 V900
941 ICQS 2ol TET ROHHAD syndrorme | | =37 V900
942 ACgle RAZ-RO0F B2 Luscan-lumish syndrome =354 V900
943 Fcolg | 2-ZEROL BT |Li-Fraumeni Syndrome Al ‘ =37 V900
944 IEQS |OO|f BF|EAT| RAH SIRK T2 Mayer-Rokitansky-Kuster Hauser (MRKH) =354 V900
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945 IACEGS 0o B2 Myhre syndrome 35|4 V900
946 Fefls EHOIEF Acrodysostosis | | =317 V900
947 IAEQE T BTEE Malan syndrome 3354 V900
948 acgs 2'2“32* ElﬁEiﬂl,’:Lﬂ%i 23X HIZH|Cf, £3t5, £ Retinal dystrophy, (')ptic.nerve edema, 2387 V900
2T [ROSAH 52T Splenomeagaly, Anhidrosis, Headache syndrome
049 | REQS OIUEM JLO 2W (DUAIREADSSE e onae kinase defidency 337 V900
[Hyperimmunoglobulin D syndorme]
950 [cge Ho|of-1z FEF 'Meier-Gorlin syndrome =37 V900
951 FCQe  DIOHE WUX| O HSEAAHOIHS Immunodeficiency, developmental delay, and 233 V900
hypohomocysteinemia
952 FCQS HAZZS2 G4 23 Het \Immunoglobulin G4-related disease =3¢ V900
953 IEQS | ZEMHES-EHRI-=RY FFL Ichthyosis follicularis-alopecia-photophobia =354 V900
954 Qe DL OofDl ASEAAT Monoamine oxidase deficiency =37 V900
955 IEgs |2e-gEE 3EE Mowat-Wilson syndrome =3|4 V900
956 I[cge |ZX0|3y oSt o BFA1 Mosaic variegated aneuploidy syndrome 1 | | =37 V900
957 Acge DEI o|UARSE, XHUULH S5 Alacrima, achalasia, and impaired intellectual 233 V900
development syndrome
958 ICQe Bot5g Sttt MAM EZ 2244S Congenital insensitivity to pain with anhidrosis =3 V900
959 IAEQS |FEMIZ-aLgSHR-FHuEY Aniridia-cerebellar ataxia-mental deficiency 23|14 V900
960 ACQS 0oHY HEAZWUES Diffuse pulmonary lymphangiomatosis 33|14 V900
961 IAEQS DMEED IO OMEER] Micro syndrome [Warburg micro syndrome] =34 V900
962 IcQe  [HI2O|M-REESE 7 Baraitser-Winter syndrome =37 V900
963 ACQS |HOA-ZAZRXIIBSSF Weiss-Kruszka syndrome =3 V900
964 IS |HEH Y LHEBY LHE 31 Developmental and epileptic encephalopathy 31 Al =3 V900
965 AcQS |EEd A HNBYH =HES 76 |Developmental and epileptic encephalopathy 76 Al =34 V900
966 Acgle  WoX|Oe SuishTRAFT BE AR obdl et 7|y TRAF7-related Cardiac, facial, and digital 237 V900
anomalies with developmental delay
ML MRS 2E AW AZAAZHS AAMEN A Cataracts, growth hprmone defluency, sensory N
967 Acgs o Al Ol DA O[HMZ neuropathy, sensorineural hearing loss, and =3 V900
skeletal dysplasia
968 [EQE |HQAEZX-ZEHA S5F |Bainbridge-Ropers syndrome | | =37 V900
969 ACSQS | HEl-=2We CHA A MFHY Beta-Propeller protein-associated neurodegeneration =359 V900
970 ACQL | HZ|R-HO|R-0|4A Z57 |Beaulieu-Boycott-Innes syndrome[BBIS] Ag =3 V900
971 ALQS EY-ux F53F Bohring-Opitz syndrome 2359 V900
972 Qe |EF-EAEILAIZ AXMZAQE S5 |Bosch-Boonstra-Schaaf optic atrophy syndrome | | =3 V900
973 ACQe | EXNE-Z2A0LYO SSH Borjeson-Forssman-Lehmann syndrome =354 V900
974 FEQS ESEMMIEY MItet B2 Autosomal recessive Segawa syndrome | | =37 V900
975 IEQS EZY ITFL Wolfram syndrome 23|4 V900
976 acgs SLLNI|sHHE-Z Mg HE- A et Hypoparathyroidism-sensorineural deafness-renal 237 Vo0
(HDR) S22 disease (HDR) syndrome
977 IEQS |REtE-otE BFE Buratti-Harel syndrome Mg 337 V900
978 IEQE =g T=L Blau syndrome | | =37 V900
979 ACQS  HH-AEO|H E52 Wiedemann-Steiner syndrome =354 V900
980 Acgle HE-ZI-SHESF Birt-Hogg-Dube syndrome =354 V900
981 AEQS MATBAZRZ OEA Xeroderma pigmentosum Group A (XPA) =34 V900
982 ACge MEZ-YFB=F Schaaf-Yang syndrome =35# V900
983 AEQS MZMIHS-TNYSE Osteopathia striata-cranial sclerosis =3 V900
984 AEge (MM ZMN 25 Fof Congenital mirror movement (CMM) disorder 33|4 V900
985 ACgS (MY HSteH 71Xt Congenital hypopituitarism | | 54 V900
986 acge i;'*déi LIZElototo| = oMl CHO| 22 2E}O|E Z Congenital nicotinamide adenien dinucleotide 287 Vo00
o Het deficiency disease
987 ACQYS | MEAM HEEOY Congenital disorder of glycosylation | | =3 V900
988 AEGE MEYH EAHTY EAmYAT Congenital amegakaryocytic thrombocytopenia =34 V900
989 AEQs  MEGHRF Congenital hemivertebra | | =27 V900
990 ACge MEMAMSSFE mRiey Congenital nephrotic syndrome, Finnish type 3354 V900
991 acge MUY AEEE Ol e 22 £ XL XIHYEE Congenital heart defects, dysmorphic facial 2357 V900
of (features, and intellectual developmental disorder
992 ACSQS (MY datE HA Congenital chloride diarrhea =34 V900
993 AEQS MEH FFY R8T |Congenital central hypoventilation syndrome =3¢ V900
994 Fcge  MEXO KEWLH 2I|SHE L 7HHS Growth retardations, impaired intellectual 233 V900
development, hypotonia, and hepatopathy
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cole  |auo 4zl KIA|OE Cerebellar atrophy, visual impairment, and o3
995 ASEE | HAR AR, BUEEXA psychomotor retardation [CAVIPMR] =8l V300
996 FCQS  ASZ ZEAMOIA UAN OIS 98 i\/licrclolcephalic osteodysplastic primordial dwarfism 287 V00
ype
997 | Acgls (a0 EEE E37 Juvenile polyposis syndrome A =34 V900
998 FCQS A% HASI|OIE SCHHE S TS Myelin oligodendrocyte glycoprotein antibody 287 V00
|associated diseasesfMOGAD]
999 Acge |4ZUM-ZCHE2I 52 Shprintzen-Goldberg syndrome =354 V900
1000 ICcge [AMJER EZ5R 'Schinzel Giedion syndrome =3 V900
1001 AEQS |fHIACH-CIO[OIEE 357 Schwachman-Diamond syndrome 23|49 V900
1002 ACEge | AODA-ZADO 53 |Smith-Kingsmore syndrome 33|4 V900
1003 IEQE | AJetihCozE2x Z57 Skraban-Deardorff syndrome =354 V900
1004 [cgle |AEEY 2 Sticklers syndrome | | =37 V900
1005 LGS | AREA-ZTOO|HO[HA FEL Schuurs-Hoeijmakers syndrome =35 V900
1006 FEQE  AUO-ZH =S Senior-Loken syndrome =37 V900
1007 FEQS | AZE-3|=-HO|A 27 Sifrim-Hitz-Weiss syndrome Mg 337 V900
1008 FEQS NEEdEHxdAA S22 Neurooculocardiogenitourinary syndrome | | =39 V900
1009 IEQS MM Loy Renal tubular dysgenesis =3 V900
1010 IEgES ME AEEFSL Renal coloboma syndrome 339 V900
1011 acge f‘.{@%‘%% Shotete CHEA =238 E25 288 3  Multicentric Carpo-tarsal Osteolysis with 2807 V900
2o nephropathy syndrome
1012 IAEQES MNENMFIIZY=E T2L Cardiospondylocarpofacial syndrome 334 V900
1013 oS OfS7| HAXEM SEAX Childhooo? ata}xia with central nervous system 237 V900
hypomyelination | |
1014 AEQGS |[OlE=CH-E TSI TKATEA T2 Arboleda-Tham syndrome[KAT6A syndrome] 354 V900
1015 Aol oron-aZ|E ZFF Aymé-Gripp syndrome | | ek V900
1016 LGS [ofojHA ZEF IPEx syndrome =34 V900
1017 FEQS OfHZAHFUAIA Atelosteogenesis | | =37 V900
1018 AEQS (oot EZAE Orbital lymphangioma =34 V900
1019 ACQS YEBTE-HEE BT |Allan-Herndon-Dudley syndrome =37 V900
1020 ACQS  gEME Y Alexander disease =3 V900
1021 ALY (MEZ-HEP TEE |Antley-Bixler syndrome =34 V900
1022 | REQE  YHICE, AUEE, B4 HE5EeE Polyhydramnios, megalencephaly. and SER V300
symptomatic epilepsy syndrome [PMSE syndrome]
1023 FEfls  OESY-MAE E |Erdheim-Chester disease =37 V900
1024 IEQS |(ANGY BT Emanuel syndrome 23|4 V900
1025 FCQS oM B X.OIT SSaA XN U Intellectu'al developmen'tal disorder, X-linked, e 233 V00
syndromic, female-restricted
1026 IEQS O] Akl YOty Infantile cerebellar retinal degeneration 235|4 V900
1027 IEQE I FIZF Ogden syndrome =37 V900
1028 FEQS |f:4-Rao-RCHE3F O'Donnell-Luria-Rodan syndrome Mg 337 V900
1029 ICEQE |FE2-H MNHE sz Okur-Chung neurodevelopmental syndrome | | =34 V900
1030 IACEQS |PEUNH RSHZ RY?2 Episodic ataxia type 2 =34 V900
1031 ALQS  /IHI-AZE BFF Warburg-Cinotti syndrome 339 V900
1032 ACgS RYY T HEY Hereditary chronic pancreatitis =34 V900
1033 ICgS  QUUY. ocE.=ms. Zo Ss Synovitis-acne-pustulosis-hyperostosis-osteitis 233 V00
syndrome
1034 scos :1%‘3*%* ElY 2= 3 /A9 & ol¢s et MEEE Neyrodevelc?pmental disorder w‘!th dysmorphic 2807 V900
ZHof facies and distal skeletal anomalies
1035 acge Slgijg d= U XSS St E= SESHA| = ]I?eyelopment;all delay with or without dysmorphic 2807 V900
=z=AY acies and autism
1036 QS | UKXpAM MAM A™MM HADE A Primary pigmented nodular adrenal disease | | =37 V900
1037 AEQS YA ZAXY FH AT Primary coenzyme Q10 nephropathy 33|17 V900
1038 N i b e e R e Autoimmune lymphoproliferative syndrome | | =34 V900
1039 IEQES | HEZASET Intestinal lymphangiectasia =34 V900
1040 FEQS  THEP 8H MM F2T 'Recombinant chromosome 8 syndrome ALK V901
1041 acge X‘IE‘%’, %%%"ﬁ?’éolg, OHO| Y HElT, EZ4AT  Short statEJre, onycho‘dyspllasia, facial e 287 ET
32T [SOFT 32 dysmorphism, hypotrichosis syndrome [SOFT
1042 AEQS (MUY ZMEH FE ZET |Systemic capillary leak syndrome =34 V900
1043 LGS | HYuF o|HHET Geleophysic dysplasia 234 V900
1044 Scole o AR OIXF A K9 BEE XN Za2 I\tljl:\;c:;;eecrosw factor receptor-associated periodic 2807 V900
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1045 IS EFNEA S Ly gad Primary angiitis of central nervous system (PACNS) 35|4 V900
1046 ASQS Xoh-UA 2L Xia-Gibbs syndrome 235|4 V900
1047 SCglS | X|EUTIRiO) HECMK ©A 23 Intellectual developmental disorder, autosomal e 233 V900
dominant 23
1048 Acgle  XEWoR, X GIT SS T 14 (UPF3B SEAF 2H2) Intellectu'al developmental disorder, X-linked e 233 V900
'syndromic 14(UPF3B gene related)
1049 IEQS | XHCHEA zZtojHojA AE Lipoprotein lipase deficiency Al =34 V900
1050 FEQE  RNEU F2F |Gitelman syndrome =37 V900
1051 IEQS TEH 7tEY ¢ty HEEAT Progressive familial intrahepatic cholestasis 23|49 V900
1052 AEQS |HESY EZEY ¥ Iron-refractory iron deficiency anemia =3 V900
1053 AEQS |H-ON S5F Chung-Jansen syndrome Mg | =34 V900
1054 IEQS | ZZE-oiojg-nE 2L Chopra-Amiel-Gordon syndrome | | =37 V900
1055 AEQS |H2BET CHOPS syndrome =354 V900
1056 acge j*—i}a’%ﬂ;ﬂﬁl E:' MAEEE OluMZE SHeH o Adult—c?nset Ieukpencephalopathy with axonal 2809 V900
Q-2 B H | HS(ALSP) spheroids and pigmented glia (ALSP) | |
1057 IEQGS  KLSAHAFMHGE RN 2FT Dentatorubropallidoluysian atrophy (DRPLA) =354 V900
1058 | REQls AH IE F AFwo s Chilton-Okur-Chung neurodevelopmental Mg =37 V900
CARASIL syndrome (Cerebral autosomal recessive
1059 ACQUS  FIEtd R arteriopathy with subcortical infarcts and ek V900
leukoencephalopathy)
1060 DEQS | FHAHIS-BEZIE B2d Kasabach-meritt syndrome =34 V900
1061 AEQE |UHEZEE Cantd syndrome 334 V900
1062 AEQS  AHOHX B=a KBG syndrome 23|14 V900
1063 AEQE F2HE ZEF Costello syndrome 334 V900
1064 ACoE | RE-AZA B2 Coffin-Siris syndrome =34 V900
1065 AEgE I BF=ET Cohen syndrome 33|14 V900
1066 Acolg BHEEZA FSL Koolen-de Vries syndrome =3 V900
1067 ACgeS |Fotelk ZEF Currarino syndrome =3 V900
1068 ACQS Afo|mE A FI| (2Y) 5= Cryopyrin associated periodic (fever) syndrome 334 V900
1069 AEQE |IAEIO|E-FtLCt BF L Cronkhite-Canada syndrome =354 V900
1070 IEQE SRZAEE IR [Kleefstra syndrome =37 V900
1071 IEQS | HZEHEZ Tufting enteropathy (Intestinal epithelial dysplasia) =34 V900
1072 AEQS |HaYUEXOFHEMO[A 1,3Y | Trichorhinophalangeal syndrome type | & Il =34 V900
1073 Acgs HESET Temple syndrome =3# V900
coo |[EE 0lY 23S A0 dut Neurodevelopmental disorder with regression, s
1074 HEUS Zof |abnormal movements, loss of speech, and seizures =l V900
1075 IEQS |FERYS Tubulinopathies =354 V900
1076 FEQE |EWAEO[ZE OEZ0|E A Transthyretin amyloid cardiomyopathy [ATTR-CM] =34 V900
1077 IEQS |SYHHE0IY ¢UHELE HEY Idiopathic nonspecific interstitial pneumonia =34 V900
1078 AEQS SYUH sUAME EEHHRT Idiopathic pleuroparenchymal fibroelastosis =37 V900
1079 LGS |HelAH-2 32T Pallister-Hall syndrome 235|4 V900
1080 | REQS W20 522 Verheij syndrome M 3317 V900
1081 IEQS HUEE FFF /¥ Feingold syndrome type 1 =34 V900
1082 Fcos HEW £ Pulmonary artery sling =354 V900
1083 IEQS  Ho 2ANEYE HUEBF Pulmonary capillary hemangiomatosis =3 V900
1084 FCge  HNUo SHTS SHIE HE DHS Alveolar caplll‘ary dysplasia with misalignment of e 233 V900
pulmonary veins]ACD/MPV]
1085 ACQS  FOREHN 2EE) Fumarase deficiency =37 V900
1086 ACSQS [ Fot2|of-H[AE 5 AMAEE Poirier-Bienvenu neurodevelopmental syndrome Al =3 V900
1087 Fefls = 0N == |Frasier syndrome M =37 V900
1088 AEQS EERYsH Z=L Floating-Harbor syndrome =34 V900
1089 FEQS TMEA-HEH I2F |Vissers-Bodmer syndrome M =37 V900
1090 AEQE |HoE TFT Pearson syndrome 3354 V900
1091 ALEQE |Hoj& ZF T [Pierson syndrome] Pierson syndrome =3 V900
1092 LGS |HOEE 3=T Pierpont syndrome =34 V900
1093 FCQe WIS YS Surs AHTjkA WE Y yS Megalehcephalic leukoencephalopathy with 287 V00
'subcortical cysts
1094 LGS |HE g2 3TFE Pitt-Hopkins syndrome 23|49 V900
1095 IEQS EHetgad|-HgsE 3 |Pilarowski-Bjornsson syndrome =37 V900
1096 LGS [GF-HU B2 Hajdu-Cheney syndrome 23|4 V900
1097 AEQS HE-YMZOole 527 Hunter-McAlpine syndrome =39 V900
1098 IEQGS S22 EH AXMIEH @222 7jAL) Hemoglobin Southampton (hemoglobin casper) =354 V900
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1100 Zcoe  ENZAYEESS eimler syndrome ' e b=
1101 Scole  HOEME Zaa Iridocorneal endothelial syndrome =237 V900
1102 Scoe  SfjE MELALH S5@ \é\/Tne—Sutton'syndrome | | 23| V900
1103 IEQS 2YStE Pi3K BEt ST A:t?\igfecfjvri;ibglaﬁ aguejm yndrome S Yo
== aI= SRSEE elta Synar | =3
1104 IEgS ;_;]gf a5, U, HP = SST[PHACE S Posterior fossa, heman);;ior:;irterial lesion, ‘ _;‘L§:i: xggg
1105 acge ;C‘E)X1 2421 30} |cardiovascular, eye syndrome[PHACE syndrome] it ErCE
1106 SCole  ADCYS A O[MSER ACOX1 related disorder o V900
1107 [ SCQS  AGOT Ma x|l | ADCY5-related dyskinesia 337 V900
1108 Scos Al ZWE A§O1 reI_ated dev_elopmental delay Al ‘ =3 V900
1109 oo L |Acid-Labile sgbunlt deficiency (ALSD) ‘ =234 V900
ACQS ARC B3 Arthrogryposis, renal tubular dysfunction, and =37 V900
1110 acgle 20 R cholestasis (ARC syndrome) "
11 | iE;‘,:% 2?;‘11AL3|_EE|E_:‘XL|—|%E%E &foff ASH1L related intellectual developmental disorder A i Vo0
1112 | @cols auTs: ma mof ATP1A3-related gncephalopathy \ =35|9 V900
113 2C0S  CACNA 1A 22t B0l AUTS2 related disorder NN 254 V900
HTE S ceTCANAE LR CACNA 1A-related disorder \ EXE V900
1115 SCQS  CAMK2A Bal A CACNATE related @sorder A =354 V900
1116 Scoie  CASK el & CAMK2A relateq disease Al =35|4 V900
1117 SColS  CDKLS e &of CASK-related d|s'order =34 V900
1118 SCoiS  COLAAT B Rof nglrLS—related d|sorder‘ 23|17 V900
1119 SCois  CoL4A3BP BTl HA A ollagen alpha1(IV) chain related disorders =37 V900
1120 Scols  (Tia4 2T COL4A3BP-related mental retardation =37 V900
1121 HEQS CTNNB1 2 ZHof SIL\JANlts(?e:;;nzyd d a7 V900
] = - ed disorder a3
1122 acgle i:JXL:)i]J.E_* XM ZOf[7HH| KEA g o] XHAK| A K| CULAB related intellectual disability[X-linked | ;LEE: ngg
1123 acoe ox intellectual disability, Cabezas typel "
124 | mcgs E\L(J;(lg’zw%dg;fﬂglggm SRl gene mutation oo Y500
1125 ScoS  pDX3X Ea Aof CYFIP2 gene mut'at|on AR =34 V900
1126 3ol DD 2 Aol DDX3X-related Filsorder =34 V900
1127 Scois  DEarl o 2O DDX6 related disorder = =3 V900
1128 SCgS  |pent Rat | DEAF1 .related disorder A =35|9 V900
Dent disease =37 V900
1129 acgg DHDDS RHX HOo) ol2t 25 0|48 SustrLL Developmental delay and seizures with or without =3+ V900
SHIS|X| Qe ghehX|of gl ghEf movement abnormalities (DEDSM) due to DHDDS
1130 Acgle DL 2A A gene =3 V
131 scols DCEKS %;Xfﬂol EES BLU—reIated disordgr ~
132 ZCoe  DYRKIA SSa OCK8 gene mutation or deletion | | =37 V900
1133 Scoie  EEF1A2 B RO DYRK1A syndrome =233 V900
1134 FEQS  |FBXO11 A HOf E:iﬁ rreelfsteedddfordder L i§:?l 7900
FBXW7 221 HEHMK 4 HE = - isoraer =353
1135 IS o QV;QOH HEGMHN 4 LEXH, 2UTXSE  FBXWT related autosomal dominant| | =37 ngg
1136 acge G2 Eed developmental delay, hypotonia, and impaired i as
1137 ACQS  FLNA B3 L|AIZo| AMM 0|AS FG2 syndrome =37 V900
1138 Scols  roxps T HE*CE—*'_%OHE =< Yl=5 ELNA—reIated periventricular nodular heterotopia =37 V900
1139 Scos  |GABRB3 E A OXP4 related de\'/elopmental disorder =3 V900
1140 ScglS  GATA2 ZE GABRB3 re?ajced disorder A ‘ =354 V900
T oo GATA2 def|C|en§y 23| V900
ACEQYS | GATAD2BL} QITHEl AlZErThAtof GATAD2B associated neurdevelopmental =34 V900
1142 Acge IFE] ZEZEAIZ4A] L disorder[GAND] 3|
1143 | iEé‘H:% gﬁjof IS—_| Q% MAY S GJB2 related sensory neural hearing loss A7 =24 V900
1144 Fcgle |GNBT HE Eof GNAOT encephalopathy | 207 V900
1145 l Fcoe  GNB2 Ha A GNB1-related d'|sorder [ | =37 V900
1146 FC9S  GRINZB THE W[ |GNB2 related disorder A ‘ =37 V900
147 | ZEYE  HNFIB SEA SAH0| GRIN2B related de\{elopmental delay ‘ =3 V900
1148 FC9S  HNRNPU-ZHE ZHof |HNF1B gene mutat'|on A ‘ =354 V900
1149 295 Hoyeraal Hreidarsson 553 HNRNPU-related disorder l EEE V900
1150 | BE=gle HUWET 23 Fof .HoyeraaI—Hre|dar§son syndrome 235|9 V900
1151 JCQS  KATe A S=2 HUWET related disorder Al ‘ =354 V900
0 Scgs b Eas [KAT6B-related syndrome \ EE V900
KID syndrome (Keratitis-ichthyosis-deafness) =34 V900
=37 V900
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1153 EQS  KIFIT B WSS, A5F, X HIof KFTT relted chorioretnopaty,micocephal, Hoi= Sy
oo - _ _ mental retardation =3
Hg‘; :E;‘.:; E:\;;_AZ\B?EE?EEK?OOILﬂ olgt NEYS Neuropathy due to KIF1A gene mutation ‘ :6::'” o
o6 iEO‘; & 56__: A 2210 KMT2B-related dystonia S Tl | V900
1157 Sc e LRBOA = L1 syndrgme ;:H‘I V900
1158 2538 MEDLESE LRBA deficiency ‘ SoH veoo
1159 i: (f;‘; MEF2C z;;_gzs; MED13L syndrome ;%l 7! V900
10 :-IE;:; ETE: o MEF2C-related syndrome ;%Hll V900
A== |MES2 & 20 — |MEIS2 related disorder Al _'%Hll V900
1161 ACoUS Eej(;mzlli_zrfsfffs 2 TeH YK FHO[ 13 Mesomelia-synostoses syndrome(8q13 SN - V900
e | acee wemz aH HEAR VETTL25 reted dovelopmenta A | v
MORC2 23 SErX| o, M0l O|AHEfY 2= & MO e e o =37 V900
1163 acge o ot = £ ST, OlSBEIS 8= X RC2 related developmental delay, impaired A -
SAUEYES growth, dysmorphic facies, and axonal neuropathy i =3I V900
1164 JCgle  IMUTYH-OITH 22S }EM ME MUTYH-associated polyposis (Familial
- _ adenomatous polyposis type2) =3
Hg: :E é:iz l’:‘/lzzll; 4.;—31 ’i,*:)OHH MYTIL related disorder A ;3::: -
67 oc m; NALCN ;}-2—1 KOFOH NACC1-related disorder ;; a0
1168 e o NS EE S NALCN-related disorder ;;l T V900
1169 5_;;:; NSUNZ‘_J'_TE1OHFE+;(|01 NKAP related disorder ;;|:,1| V900
1170 :T‘I_E;*.:; OPHINT ;}; i;‘-ﬂ = NSUN2 related dgvelopmental delay Al ;gll:-;ll V900
o qu; l_:v_l|._E1O [ OPHN1-related disorder o V900
FEQS |PCDH 19 23 4HE 52 PCDH 19-related epilepsy syndrome _'%Hll V900
117 S POLR2A Tl RO ZIRS, Cf s PF)LRZA re-Iated disorder (Neurodevelopmental Sl V900
L= OAFS SHISH Al TR Of) disorder with hypotonia and variable intellectual Al
|disability and behavioral abnormality) Vo0o
1173 [EQS  POU3F3 B HOY (Snijders Blok-Fisher 32) P033F3're'ated disorder (Snijders Blok-Fisher
oo = syndrome)
11;451 i :E;ﬁz i:ﬁzsﬁ ;Jijl ::;oﬂ _— PPP2R5D-related disorder =37 o
1176 Sc 8‘,\; OTEN ﬂ&}_t{%t_‘;;;'— PRR12 related neuro-ocular syndrome Al ;;| i Y900
1177 FEQS | RANBP el o = [PTEN Hamartoma Tumor Syndrome (PHTS) — ~Ve00
=HS 2 B 24 Y3 RANBP2 related acute encephalopath sl V900
1178 | ACQS  RERE 23 o : . pathy 237 V900
1175 SEee lSchiiie AL Molar RERE-related disorders Ag ;3|:rl|
1180 —= ;l*; & II_L; tnEx ccoe Schimke immunosseous dysplasia (SIOD) | = ‘ V900
=—Ll= CoAS TEH BHZES SLC6AS related hyperekplexia Al st V900
1181 ACQS  sox2 Ra Zof T : s =37 V900
182 _—T'I_E‘;?'H:E e e . SOX2 related disorder N ;‘"3|:|1|
1183 iE‘.ﬂ; S EEE ;FI(;H S SYNGAP1 related intellectual disability Al == V900
= e TAF1 related disorder el ity V900
1184 acgls TAOKT THE K| & FOJX|E RO T HE ojAS £ TAOK1 related lAnteIIectuaI disability[Developmental =2l Y0y
Y Ty e [ delay with or without intellectual impairment or Al 23|13
T ST TS behavioral abnormalities] o V900
1185 a=gs | 2 St AOjX| S Sttst X|& ek X| |TBR1 related intellectual developmental delay with e
— = = autism and speech delay = =3
1186 ZLgls  |TFE3 ?E "n_"o:h.é-_“:é Zof TFE3 associated neurodevelopmental disorder Al _ ._I:H Y900
187 acge TR EE NHFOIRHLLTO, SEHMH 4 T2 related intellectual disabiltylintellectual N =203 Vel
1188 Scgs '?'Z/]IEM106B SRR S0 _dr:/\llsii;:)(;geBn;aelnc:sg[]ci:;oanutosomaI dominant 57] ;i =34 V900
o o = = ! =
Hgg ;EEE 12:81 zﬂs_:;ﬂi;% S8tst X HZof TRIO related intellectual disability with e iiﬂ V900
191 B us o 2 i‘o_u |TRIP12 related disease e ;;; VeIl
1192 i;;‘*; e S TRPMS3 related disorder i s l VEITD
1193 i;;‘A; vid E‘;SI;'.L =S B »UAB"I'F related neurodegeneration A ;gl:ﬂ V900
1194 SCgie  WAGR SS2(11H GAH| ge] 1355 Aa Vici syndrome ' 3e | veoo
818 |WAGR EIATEE(D‘AT U T80l 1398 &) | WAGR syncrome(Deleton 11913 =i V900
1195 acgle = AL ORI QIR ZEXHMH 3 OFE  Xclinked inhibitor of apoptosis deficiency(X-linked ‘ 3o | V900
EAZ ANK AHE) inhibitor of apoptosis (XIAP)) S V900
1196 ACQe | XHB MAXH-MZIZA d2ss2 X-linked mental retardation-hypotonic facies
1197 SCols  |XGMA Ciglo] EH =5 SO Sk V900
1198 ’ :!E;‘A; i;;‘“ﬁ: -x—té—ti '6; ::Eg — Xp duplication syndrome AT S
1199 -;‘—E ;Ag MK Tretol 28822 B8 F=2 T ' Chromosome Xq28 duplication syndrome 2 A ‘ R}
acgig XM Beel 52 593 Xa duplicat Aty Vot
1200 I QS  |ZSWIM6 23 Al ket Etof g duplication syndrome o M|
1201 Scgs 1K 5_6.___’L._ NBEE S _ZSWIMG'reIated neurodevelopmental disorders | ;; Vool
= ST Zhu-Tokita-Takenouchi-Kim [ZTTK] syndrome ! ;;—H‘l | V900
337 V900
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1 coe MR Ereto| = 1p31- o
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1209 Eols M| Ere 448 8 INZde =3 1 n syndro Jlaew o T
Scole 1HH AR Ip2|_04-'-_"—_2| oM Z2 = 2T g21.1 duplicatio me - ZHHH| 2o on
1210 :?'.E;AE e QA% ;-——l 211 H5o| DEI— =53 1921.3 microd r“SyndrOme o=z Hcruy 24
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1215 iczg o8 %A_'“le ;J 3337 250 =& [2p deletion s R o1 A K| v 01
1216 cge  ow M zroto] 24 S 0| = 337 2p duplicati yndrome ol A 201
Icoe H MK ERto HEO| OjMZEE = plication s o vo
1217 AT [ A2to| 3 He =S 2333- yndrol o1 Al % 01
3cgle 2 A F2 1-33 #8220 s 33-37 duplicati me S I Vo
o —ocog A ool Homan EE o it o o A3 01
acole o1 D=L =5 S22 > rodeletio e oI V90
1219 9e 3MZz=2 58 3T 431-933 microd n S}/ndrOme M| v 1
acgle [ 2q deletion odeletion o Al R 901
1220 ac MC S22 2q11 micr syndrome EER] Vool
1221 dcgs 3¢ & 3Ms oduplication synd CER V901
1222 acge o MK Ehetol 2 3MC);ndLome YREreme o K| V901
A i O AH =T n &~
1223 qu}k% 3H ;:":" Cheto] Aa =3 Carne\zﬂerome (Malpuech-Mich S e
1224 ;Em% 35 ;A_‘M;l T 26 _?__E_Zl_:‘_'—; Deletion ;f chels-Mingarelli- oA V901
1225 4:'—_?,1% 3H ;A_‘u;ﬂ gl 1331 & o 3p deletio short arm of chrom AR Va0
G RRET S mEa B e N EEEEE et n syndrome osome 3 a0t
1227 ;Egj‘% 34 ;;‘..;l Aoto| A =5 =52 3q1331 F:;anoh oy R V901
_._|: [ = = = N -
1228 coig 4wy i Fetol S5 ;1“} Deleti icrodeletion s 33|37 V901
1229 Acgle ;1 o AHH| £HRFO| E; =s3 304 ion of long arm fy”dl’ome o2 | Y900
1 Scole 461 AR Seiol EXCRE q deletion syndr of chromosome 3 23| 90
30 Scoe 49 HMR :ﬁ_l 21§89/ D 3q duplicatio ome =817 0
1231 Cole 44 A Atolo| 34 B & |NZd& 55 4p duplicati n syndrom e
o Al o S2T upl e V90
aAcge A K| EE2 Heo|o|hZA s plication 0
1232 o ::E At ol A% ; olo| A =53 RS 4q21 microd syndrome o A K]
a = g = (=} f
1233 cgle [sd °'*_|"xﬂ Atoto| Z= — 4934 microdEIet!On syndrome PP V901
acge 9 ;I‘..Xﬂ Zet143 _t,l_r::“_‘l 4q deleti eletion A V90T
& amz LT t"__l OMZE 52 l4qd tion syndrome MK V901
1234 ac 5{;‘*‘ T Dl*“?éiogTE 5q1 uplication syndr w_u‘xﬂ V901
acge U@ o oI SEA 43 mi om s
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35 /¥ 313 = on s A K 1
3coe ohEf Al ZdHtct 3 HEEo| O/MZ Famili yndrome x A
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1240 ;E S| 01;'“;' et 55 e KIS 5q deletio n SR V901
1241 ;—81% 6t oA q| cheto] A ;__;:‘f Distal 5q tn' syndrome o AR V901
1242 scols e A 2t 26 7 _Seo 5q dupli risomy ' EEE V901
aEge H A T HEo| ojh &2 uplication A
1243 Sus MR REQto| HA =5 EE- 6 : syndrom V901
124 2o el oc 5% ST ob detetion syner : o
4 Eas 7¢ & gotol 55 == 426 mi ome v
acoso H QAR CHR = =54 microdeleti 901
1245 Scoe 74 cg,u];i: Eaiol de e 6q deletion Sy:;"’“ syndrome 2o
1246 i;;ﬁﬁ 76 oMK ° o} 36 20| ”Ij . 6q duplicatio rome Vo00
1247 qu% 74 mfuxl sioto| A2 =% \Zz =52 7p deletio n syndrome R
1248 ;—‘31% 75;9?1?2“ et 52 EIE 7436 miCr”dsyndrome SRR V901
12 AEGS °H1.22 O| N A& ;f—?—._ cro eletion o AH V901
a -‘T‘-Exg 78236 I:'|A1|"1| d& S9a 7q deletion synd syndrome Al o o Vo
1250 oo ;\D sCherCrol gl 55 7q duplicatio rome M ‘ of Al K| 01
1251 Ao ad des BUNS 7q11.22 mi n syndrome ] V90T
Scoe  gul Ao AR A 22 microdeleti
1252 Eflg 8¢ A AT 7 . eletion SIS V901
3 gt S AH S q36m synd A K|
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1256 acgle  sd MK Coto| Z2 XEE =53 8p deleti ion syndro of AR V901
Acoe = O AHR| AL 2 zzq eletion synd me &) i v
1257 Zoos gt AR ° 2tol 21.11 & o 8p inverted d rome o AH K| 901
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1260 AEQUS 9 MK CHtol AFFMHF tetrasomy 9p AR V901
1261 AEQS |9H MK Cretol Z& Duplication of 9p A V901
1262 ACQS 9 FMK Citol 58 F54 9p duplication syndrome A V901
1263 IEQS  9H GMH Teto & 2 9q deletion syndrome A K| V901
1264 ACQS 9 MK Heol 58 FL 9q duplication syndrome A V901
1265 ACQS  [10EHeM1-12 B2 B 10p11-12 deletion syndrome A K| V901
1266 AEQS |10 FAMK CHeto] AE FSFE [10p deletion syndrome 2l A V901
1267 AEQS 100 FMA Fer YCHRo| chAAMKF |Distal monosomy 10q G AH| V901
1268 IEQGS 10 FMA Feto| 22-23 E&2| O|MAE TFF 10922923 microdeletion syndrome A K| V901
1269 QS 108 MK Aol HAax =52 110q deletion syndrome A V901
1270 IEQS 10 FMA Feo| 58 5 10q duplication syndrome S A K| V901
1271 IEQS 1ot LT MK SEF Distal 10q trisomy syndrome =3¢ V900
1272 IEQGS 11 FMN Feto| LR MM T Distal trisomy 11q A K| V901
1273 TS 11 FMKY Helo| FE L 11q duplication syndrome A K| V901
1274 ACSQUS 129 FAMKA chet 13 222 OMBE = 12p13 microduplication AR V901
1275 AEQS |12 MY CHelo| B8 2 FE 12p duplication syndrome S ARH| V901
1276 ACQS 129 FMH Tt 13 B2 OME=E 1213 microduplication G| V901
1277 AEQS 12 FMA Feto| A T2FE 12q deletion syndrome A V901
1278 DEQS 120 FMA Feo| 58 527 12q duplication syndrome R V901
1279 ACGS 138 FMN Fet123 BEQ ONZE 2T 13912.3 microdeletion syndrome A V901
1280 Icgole  |13H SGIMA| Ee21-22 BEo A 1321-22 deletion oAz V901
1281 AEQS 138 FMN Feto| YCHE CHAAMK S Distal monosomy 13q A V901
1282 DEQS 130 FMA Feto| 22 A& Partial deletion of the long arm of chromosome 13 A V901
1283 AEQS 149 FMAN B 242-31.1 22O O|NZ2 14g24.2931.1 microdeletion A V901
1284 IEQS 148 FMK Fer YT o| chAAMHF Distal monosomy 14q A V901
1285 AEQS 148 FMN Fo| A& FSF 14q deletion syndrome S A V901
1286 AEQS 158 2|2 GAMK Ring chromosome 15 A V901
1287 IEQE |15 FMN Feo| A ZTEE 15q deletion syndrome A K| V901
1288 IEQS 158 FMA Feo| 55 527 15q duplication syndrome A K| V901
1289 AEQGS 15TeHM12 0|MZE: 52 15911.2 microdeletion syndrome 3|4 V900
1290 ACQe  [16TteH12 DINEE 116p 11.2 microduplication EEE V901
1291 DEQGS 16 FAMA THRto] 11-12 2&2| O|MZAE TFZ  16p11p12 microdeletion syndrome A K| V901
1292 FEQUS 16t FAMK Chetol A |Deletion of short arm of chromosome 16 G AH| V901
1293 DEQS |16 FAMA CHeto| A ZSF 16p deletion syndrome MK V901
1294 QS 168 MK Cielo| Z2 =52 116p duplication syndrome A V901
1295 DEQGS |16 FMA Feto| A F5F 16q deletion syndrome S MK V901
1296 FAEQS  16H HAMA Feto ZE 169 duplication M V901
1297 IACEQS [17¢H2 133 0/M 5= 17p 13.3 microduplication R V901
1298 FEQS 179 MK ciheh 131 2RO 0N Z: 35 Distal 17p13.1 microdeletion syndrome A V901
1299 DEQS 17 FMA CHeh133 222 O|MZE 532 Distal 17p13.3 microdeletion syndrome K| V901
1300 AEQS 178 GMH Fet 2131 #22 0jMEE B2 T 17921.31 microduplication syndrome A V901
1301 AEQS 178 FMA Fet2s1 RE2O T2 2L 17g25.1 duplication syndrome AR V901
1302 AEQGS [17H FMA Feto| A Z2FE 17q deletion syndrome MK V901
1303 DEQS 7Y FMA Feo| 58 527 17q duplication syndrome R V901
1304 IEGS 18 2|2 Y GAMK Ring chromosome 18 AR V901
1305 ACQS  18H FAMKN| CHAO| AHHMAZ Tetrasomy 18p AR V901
1306 AEQS  18H FMKN Tto| A& FST 18q deletion syndrome AR V901
1307 DEQS  [18W FMA Feo| 55 52+ 18q duplication syndrome R V901
1308 AEGS 199 FAMA cht 133 BEQ B8 19p13.3 duplication A V901
1309 DEQS 19 FMK CHeto| A& F27 19p deletion syndrome R V901
1310 DEQS 20 FAMA CHeto| A ZSE 20p deletion syndrome MK V901
1311 ACQUS 209 FAMA Teto] UCHE HIAMH T Distal trisomy 20q AR V901
1312 IEQGS 21 FMH Feo| A Z2E 21q deletion syndrome A V901
1313 DEQS 220 FMK Feo| A& 527 22q deletion syndrome G AH| V901
1314 TS 220 FMK Feto| F2 2L 22q duplication syndrome M| V901
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1 D352 Z[SteH o] SM MME Benign neoplasm of pituitary gland =gy V162
2 G20 el |Paralysis agitans K| K| EHOY EE= K] V124
3 G20 g M7led £ a7l Primary Parkinsonism or Parkinson’s disease | B RbO) RO =g V124
4 G20 S2Y meT EEe o7y |Idiopathic Parkinsonism or Parkinson's disease 9| X V124
5 G20 oZlEy Parkinson's disease HE b Ao K] V124
6 G20 oZl&3 E= o2& NOS |Parkinsonism or Parkinson'’s disease NOS KFTJHOI'()ﬂDéTSF SSHA V124
7 G20 HEIIES Hemiparkinsonism et =a F3HK V124
8 H35.31 LU SEHYAEY) Senile macular degeneration (exudative) | | E3HXK V201
9 K51.0 HLY (THY) HEEd Ulcerative (chronic) pancolitis 3K V131
10 K51.2 HLH (THY) AEE Ulcerative (chronic) proctitis | | E3HK V131
1 K51.5 It= 289 Left side colitis FBHA V131
12 K51.8 7\Et HY ChEE Other ulcerative colitis | | S5HX V131
13 K51.9 dMEEe HYd Ed Ulcerative colitis, unspecified EB5HA V131
14 M45.0 LEHFE, HFo| o £ Ankylosing spondylitis, multiple sites in spine X V140
15 M45.1 ZHNFY SRR Ankylosing spondylitis, occipito-atlanto-axial F3HK V140
16 M45.2 AN FL Ankylosing spondylitis, cervical region FEHXK| V140
17 M45.3 ZHNFY 48FF Ankylosing spondylitis, cervicothoracic region F3HK V140
18 M45.4 ZANFH g1 Ankylosing spondylitis, thoracic region F3HXK| V140
19 M45.5 ZAHFH ZaFE Ankylosing spondylitis, thoracolumbar region F5HK V140
20 M45.6 ZANFY 2F2 Ankylosing spondylitis, lumbar region F3HXK| V140
21 M45.7 ZENEY QL Ankylosing spondylitis, lumbosacral region F5HK V140
2 M45.8 AEHEY HE Q HO|ES Anlfylosing spondylitis, sacral and sacrococcygeal Sz V140
e ENF0 BRtE
o ) AZFO EoH o .
23 N18 o Ay Chronic kidney disease He b Ask SSHA V001,003
zoporof stk

24 P22.0 Adote| s gHEEE T Respiratory distress syndrome of newborn EB K| V142



