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20259 )Rt SIHE

| H4HIAE TS JEEEd
1 G350 | M 2=ty CHEgsts Relapsing-remitting multiple sclerosis
2 G35.1 Hdr XS CHHAS}S Primary progressive multiple sclerosis
3 G352 | Ok} Tl CtUHESS Secondary progressive multiple sclerosis
4 G35.8 | 7|E} HAIE Ot ES Other specified multiple sclerosis
5 G359 | dMETo CtEEeS Unspecified multiple sclerosis
6 | ZEQUS | ARHGEF9 B Zojf ARHGEF9 related disorder
7 | ZEQS | ARx HE Fof ARX related disorder
8 | AEQS | ASPM B A5 T ASPM related microcephaly
9 | ZEQE | Birk-Barel 3% Birk-Barel syndrome
10 | ZEQIE | Bryant-Li-Bhoj ALY T2 1 Bryant-Li-Bhoj neurodevelopmental syndrome 1
11 | ZEQIS | CAD 2t Fof CAD related disorder
12 | ZEQE | Chitayat 32T Chitayat syndrome
13 | ZE8lE | Den Hoed-de Boer-Voisin 32 Den Hoed-de Boer-Voisin syndrome
14 | ZEQZ | Desanto-Shinawi 2 Desanto-Shinawi syndrome
15 | ZEQIS | Foxpr & Fof FOXPT related disorder
16 | ZEQUS | Frsyr 28 Foj FTSJ1 related disorder
17 | ZEQIS | GRINT 2t MG EHE ol GRINT-related neurodevelopmental disorder
18 | ZEQUS | GRINZA 2T Fof GRINZA related disorder
19 | ZEQIS | GRM7 3 HEX A GRM?7 related developmental delay
20 | ZEQS | Hiatt-Neu-Copper MEEY Z27 SH;ﬁ’gt;(l)\lme:—Copper neurodevelopmental
21 | ZEQS | Hijazi-Reis 52T Hijazi-Reis syndrome
22 | DEQIS | Hk7 & Fof HKT1 related disorder
23 | ZEQS | IL12RBT ZHE ILT2RB1 deficiency
24 | ZEQEZ | Jansen-de Vries 32T Jansen-de Vries syndrome
25 | ZEQS | kCNQ5 B XX Eof KCNQ5 related intellectual disability
26 | DEQSE | Liang Wang 32T Liang Wang syndrome
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HH  HdHIAE TS JEdEy
27 | ZEQ S | Opitz-G/BBB &= Opitz-G/BBB syndrome
28 | AEQZ | Opitz-Kaveggia T2 [FG 52T 1] | Opitz-Kaveggia syndrome[FG syndrome type 1]
29 | ZEQS | AVvkP B HEXA PNKP related developmental delay
30 | ZEQIE | POLR3A 2t Fof POLR3A related disorder
31 | ZEQSE | Primrose 32 Primrose syndrome
32 | ZEQIS | RAFIG B2 RAFIG syndrome
33 | ZEQE | Rauch-Steindl 2 Rauch-Steindl syndrome
34 | ZEQZ | Renpenning 52 Renpenning syndrome
35 | ZEQS | savsA #tE Het SCN8A related disease
36 | DEQS | SEC/SBP2 B FOf SECISBP2 related disorder
37 | ZEQZ | SLceAT A ZUNE-RUEE-ETS | SLC6AT related myoclonic-atonic epilepsy
38 | ZEQS | SLCO2AT £ THY TYT SLCOZ2AT related chronic enteropathy
39 | AEQS | Snijders Blok-Campeu 3T Snijders Blok-Campeu syndrome
40 | ZEQUS | Snyder-Robinson &2 Snyder-Robinson syndrome
41 | AEQE | STAT3 7|5 25 He STAT3 gain of function disease
42 | AEQS | Stolerman AlFYE SSIKDM6B BE) (S/t(%ﬁ;?ga”relgfgg)’devebpme”ta' syndrome
43 | AEQYZ | THOC2 2 Fof THOCZ related disorder
44 | DEQYUZ | Townes-Brocks EF Townes-Brocks syndrome
45 | BEQLE | Ververi-Brady 32T Ververi-Brady syndrome
46 | ZEQYUS | Wieacker-Wolff T2 Wieacker-Wolff syndrome
47 | QS | wwox E Fof WWOX related disorder
48 | BEQLS | YWHAG &E Zof YWHAG related disorder
49 | REQE | ZBTB1S HEH Fof ZBTB18 related disorder
50 | AEQS | 7ty OJE=C2|0f DNA 1% =33 Qgglaett?ocgrisrr]a(leromemitochondriaI DNA
51 | Acgle 7-|EHiI%_:Ef_+_EcI§I§-ERI§-¢—'.:—§ S22 | Megalencephaly-polymicrogyria-polydactyly-
(AKT3 &) hydrocephalus ‘syndrome 2 (AK73 related)
52 | AEQES | AUMEZSUS Giant cell arteritis
- iy 24,
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| MEIC TS JEdEy
=A™ | O|Ab Ol od=:o|sid=c = | Neurodevelopmental disorder with structural
53 | ZEQIS jtgf;'\pJu;:lpox;aK&%-_gl;_cﬁao)oE < | brain anomalies and dysmorphic facies
= EeEE © == (RAC3 related)
L 9% QAN SEAIXRE SHISE AlA Neurodevelopmental disorder with eye
54 | AEQS mcﬁfow/‘?ﬁjﬁﬁﬁ) = & TS | novement  abnormalities and  ataxia
=EEo == (FRMDS5 related)
55 | ZEQE | S2lEHE =a4 AE Molybdenum cofactor deficiency
56 | mcoe | 22X, O|JHElY 2=, 12|12 x| | Developmental delay, dysmorphic facies,
—EAE | 0| M (U2AF2 BHE) and Brain anomalies(UZAF2 related)
Icolo ECIMMCIAM TIIEOIKE 103 oz | Cutis laxa, autosomal recessive, typelC
58 | AEQE | MNY V[sd ©HE BT Congenital functional short bowel syndrome
AC= ofo|xtof 2|1 Esiojate = | Neurodevelopmental disorder with
59 | ZEQE | by °)(|7'4—Hoj.:‘f Cl)ilﬂ(/l\/_,ZR.S% C}._}éf)' = < | microcephaly, impaired language, and
= se=E Tle == gait abnormalities(NVARST related)
60 | TCQIS | Qopy| e STING I =S iSr;l'l!\rl]%nacssociated vasculopahty with onset
y
61 | ZEQE | HEgd SASTHLY Primary cold agglutinin disease
6 | acoe NEE 22 4HO0| JUAHLE gl= AA | Neurodevelopmental disorder with  or
—we | HETf(cuLs ) without autism or seizures(CUL3 related)
63 | acoe MUY _2&dx T2\ LEX|A S22 | Hypotonia, ataxia and delayed development
—HAE | (£BF3 EHE) syndrome(£BF3 related)
64 | mcoie NUZBLMANACNS Shtot MZLE | Neurodevelopmental Disorders with hypotonia,
— e HOf(HECW2 &) seizure and absent language(HEC/Z related)
- Congenital anomalies of kidney and urinary
Mad AAl Ab o diCch £EHd
65 | acoe Eol qt—f EEilEollﬂ’ ofg Aﬁﬁf'%% S’l,\—t tract syndrome with or without hearing loss,
e gl Ric%‘_'éil(PE)l(? ;‘jéq)o =< 712 | abnormal ears, or developmental delay
T == (PBX7 related)
66 | TEQS | HZYEtE t-RNA 2824 2EHS Phenylalanyl t-RNA synthetase deficiency
67 | ZEQZ |1 FMN Heo T I 1q duplication syndrome
68 | ZERlS |2 FMH Yo B2 =L 2q duplication syndrome
69 | ZEQZ | 7Y FMN THeto B= I 7p duplication syndrome
70 | ZEQIE | 148 GMH TR T T2 14q duplication syndrome
71 | ZEQIZ | 178 GMAH CHRtol A& F2T 17p deletion syndrome
72 | ZEQIE | 198 MK Fol 55 F2T 19q duplication syndrome
73 | ZEQS | 20F YAMH F2Aol A& F2T 20q deletion syndrome
74 | ZEQE | XEMA CHAO| AE F2L Xp deletion syndrome
75 | ZEQIE | XGMAH Fetel 2 F2L Xq deletion syndrome
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