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SRAE 2 B REBES OMIM TR 8 REBES OMIM
Adrenal hypoplasia, congenital / e XM & LIREET R 2 Xp21.2 300200 Blepharophimosis, ptosis, and epicanthus inversus / 55X 1% 5 & 14 B 0 %56/ ViE 3g22.3 110100 )ﬂf
Adrenoleukodystrophy / & _ERRES B B REE Xq28 300100 Borjeson-Forssman-Lehmann syndrome / Borjeson-Forssman-Lehmann fE{&&f Xq26.2 301900 ;.-_
Agammaglobulinemia, X-linked 1 / X- JESH R BEERE A MAE Xg22.1 300755 Brachydactyly, type C / f8%8%E , C & 20q11.22 113100 \E
Alagille syndrome 1 / FIHI S BAAEREF 5 — 2 20p12.2 118450 Brachydactyly-syndactyly syndrome / 5215 - (1S AE(ZEE 2qg31.1 610713 V=)
Alpha-thalassemia ( B&1% ) / BREIRIEE M 16p13.3 604131 Brain malformations with or without urinary tract defects / BS#&E /2 & 20 B FR B 1P 1p31.3 613735 E
Alpha-thalassemia / mental retardation syndrome, chromosome 16-related 16p13.3 141750 Branchiootorenal syndrome 1 / [RE & &5~ BiE1ZE 8q13.3 113650 B
NS L, 005 S, 47, B .
a BUEFIERM / BERBER 516 SRBREM Breast-ovarian cancer, familial, 2 / I SRS AEIREY | ikl , SR 13q13.1 612555
Alpha-thalassemia/mental retardation syndrome, X-linked R
o BB / HARIEE , X MHsEE Xq21.1 301040 Buschke-Ollendorff syndrome / Buschke-Ollendorff fiE{&2E$ 12q14.3 166700 C
Alport syndrome, X-linked / E3{H ECAEREE |, X- MEBkEE Xq22.3 301050 Campomelic dysplasia / fEHEREFE @ @& Q) 17q24.3 114290
Alveolar capillary dysplasia with misalignment of pulmonary veins 16q24.1 265380 Capillary malformation-arteriovenous malformation 1 5q14.3 608354
/ FrREMIME & E T R A AR ' Cardiofaciocutaneous syndrome 4 19p13.3 615280
. . e e DR
Alzheimer disease 1, familial / SRE& LRI Lk 8 R E S —TY 21g21.3 104300 Cardiomyopathy (includes DSP) / DHUE ( €45 DSP) @ 6p24.3 i
Androgen insensitivity syndrome / iR SURERE A Xq12 300068 Cardiomyopathy, dilated, 1A / DAL , 551 , &£ 1A 5 @ 1922 115200
Angelman syndrome / RAESERES 15q11.2,15q12 105830 Cardiomyopathy, dilated, 1J / DB , 3R, £ 1) 5 @@ 6023.2 605362
Aniridia / Fo R MERTARER 11p13 106210 Cardiomyopathy, dilated, 3B/ {D\ILfS , #8354 , 5 3B 2 @@ Xp21.2 302045
) . PR
Anterior segment dysgenesis 3 / ERBIEI R B A2 HE =11 S clle= Cardiomyopathy, familial restrictive, 1 / D& , RiEMREIME , 55 @@ 19q13.42 115210
. . . [repvay y 1l
Aortic aneurysm, familial thoracic 7 / R4 E BhARE B L 3g21.1 613780 Cardiomyopathy, hypertrophic, 4 / DELE , BRE | 0% @ 11p11.2 115197
. . . N . p—
Aplasia of lac;lmal andl sa:(ll\(/jary glandsb/lﬁﬂﬁﬂﬂﬁ?&}ﬁﬁéﬁz_% 5p12 180920 Cat eye syndrome / SHERTERE: @@ P 22q11.1-q11.21 115470
Asperger syndrome,X-linked, susceptibility to, 1 - . . .
N Xq13.1 300494 Cerebellar ataxia, nonprogressive, with mental retardation /
3 - ESE =% —Hl - e — 1p36.31-p36.23 614756
b S R T T e NSSESH , IRETYE , BRI EHIE T PP
Atrial septal defect 2 / DEFRIBRIEE =L €@ G2 clieal Cerebral creatine deficiency syndrome 1/ 55 K14 RS SR BL B = AE(R B 55 —BY Xq28 300352
. ~ = = 1)
Atrla: septaljefect 4/IL‘\%IEPHT"ET;Z¥%@§: A 4 p14.2 611363 Charcot-Marie-Tooth disease type 1A/ 18%% - BF] - HETEKAES 1A B 17p12 118220
Au-Kli Au-Kli I 21.32 1
E 'nzsyn rome / ud ne IE . ) A (85 ANKD) 921.3 616380 CHARGE syndrome / CHARGE fE(22 @@ 8412.1,8q12.2 214800
Auti t Di i ANK fEFERPE ANK 4q25-926 - R
! .|sm pectrum .ISOI’ er(llnc uees )/ 8E E; i . 4 Chondrodysplasia punctata 1, X-linked recessive / BB BEBFARE -2, X- MR IEEE Xp22.33 302950
Autism Spectrum Disorder (includes CASZ1) / BERfE:E & [EHE (B$E CASZ1) 1p36.22 - Choroideremia / AR R Xq21.2 E——
. . . it 2z
Autism Spectrum Disorder (includes CDC42BPB) / BFIfEsE & [EHE (&$E CDC42BPB) 14q32.32 - Chromosome 10q11.2 deletion / 10q11.2 B4 10q11.22-q11.23 i
Autism Spectrum Disorder (includes CDH8) / EFAfEE A SRR (E4E CDH8) 16921 Chromosome 10q11.2 duplication / 10q11.2 5 10q11.22-q11.23 i
. . . it = _ -
Autism Spectrum Disorder (includes CNTN4) / B FBAE:E % [# ( €255 CNTN4) 3p26.3-p26.2 Chromosome 10qg22.3-q23.2 deletion syndrome / 10q22.3-q23.2 BRI TEIREE 10g22.3-g23.2 612242
. ) : —— B}
Autism Spectrum Disorder (includes CUL3) / BEIfEE A BERE ( BFE CUL3) 2q36.2 Chromosome 10q22.3-23.2 duplication / 10q22.3-q23.2 10922.3-q23.2 i
. . . et 2 ThY -
Autism Spectrum Disorder (includes DLGAP2) / B EAiEsL 2 FEHE ( B24% DLGAP2) 8p23.3 Chromosome 1026 deletion syndrome / 10q26 & ERE @ 10q26.3 609625
. = . it 2 TR =
Aut!sm Spectrum D!sorder (!ncludes DSCAM) / Eﬁﬁﬁz;%ﬁiﬁﬁ ( B2¥E DSCAM) 21g22.2 Chromosome 11p13 duplication / 11p13 1p13 )
Aut!sm Spectrum D!sorder (!ncludes KDMS5B) / E%ﬁﬁ:%r‘jﬁﬁ ( £24% KDMSB) 19321 . Chromosome 13q12.11 microduplication / 13q12.11 f#E% 13q12.11 R
Autfsm Spectrum D!sorder(fncludes NLGNT1) / Eﬁﬁﬁu:t%lliﬁ ( €235 NLGN1) 3926.31 - Chromosome 13q33q34 microdeletion / 13q33q34 A 1333.3 i
Autfsm Spectrum D!sorder (Tncludes PCDH9) / E%{fm%hﬁ (£ PCDHY) 13921.32 i Chromosome 14q11-q22 deletion syndrome / 14q11-q22 BR&IERE: @ 14q11.2 613457
Autism Spectrum Disorder (includes PHF2) / B BIiEsL 2 FEHE ( B4% PHF2) 9g22.31 - Chromosome 14q11.2 deletion (includes CHDS and SUPT16H) i1
Autism Spectrum Disorder (includes RBFOX1) / B BIfEsS & FEHE ( ©3% RBFOX1) 16p13.3 - /14q11.2 §R% (82#E CHD8 1 SUPT16H) a '
Autism Spectrum Disorder (includes TCF7L2) / BEE:E R FEHE ( 81E TCF7L2) 10g25.2-g25.3 - Chromosome 14q11-q22 deletion syndrome / 14q11-q22 FREGEIREE 14q11.2 613457
Autism Spectrum Disorder (includes UBN2) / BEE:E R &R ( B21E UBN2) 7934 - Chromosome 15q11.2 deletion (includes NIPA1) / 15q11.2 4k (835 NIPA1) 15q11.2 -
Autism susceptibility 15/ BFES K EE+HE 7935-936 612100 Chromosome 15q11-q13 duplication syndrome / 15q11-q13 & iE1ZEF 15q11 608636
Autism susceptibility 16 / B BAfE 5 B B+ 755 324 613410 Chromosome 15q13.3 deletion (includes CHRNA7 and OTUD7A) 159133 i
Autism susceptibility 17 / BERfE % M E+HE 11913.2-q13.4 613436 /15q13.3 8% (81 CHRN.M fl] OTUD7A)
i o s Chromosome 15q13.3 duplication (includes TRPM1) / 15q13.3 #&i% (&#E TRPM1) 15913.3 -
Autism susceptibility 6 / BEAES M HRE 17q11.2 609378 - - ’
: o . . Chromosome 15q13.3 microdeletion syndrome / 15q13.3 flERKIE R EE 15913.3 612001
Autism susceptibility, X-linked 2 / BERfES X4 , X- EHEEE 5 Xp22.32-p22.31 300495 o
o ) . Chromosome 15q24 duplication (includes SIN3A) / 15q24 &% (81E SIN3A) 15q24.1-q24.2 -
Autism, susceptibility to, X-linked 4 / BEES &M , X- 4EHEEE MR Xp22.11 300830 .
Chromosome 15q25 deletion syndrome / 15q25 B EREE 15q25.2 614294
Axenfeld-Rieger syndrome, type 1/ Axenfeld-Rieger E2BEE—5 A 3 4925 180500 . . e
i i L Chromosome 1525 deletion syndrome (distal) / 15q25 FRICGE(REE (&R ) 15¢25.2-q25.3 -
Axenfeld-Rieger syndrome, type 3 / Axenfeld-Rieger JEfZEE =5 @@ 6p25.3 602482 .
Chromosome 15q26-qter deletion syndrome / 15q26-gter fRERE €@ Q A 15926.3 612626
Basal cell nevus syndrome / B KRB EEZEE 9g22.32 109400 ch ; 5 del g 0 kb /16 2 GUEEERE 220 kb . X 613
romosome 16p11.2 deletion syndrome, 16p11. REfREE, 16p11. 13444
Beckwith-Wiedemann syndrome / Beckwith-Wiedemann EcyE{ZE# 11p15.4 130650 P onsy /16p P



ERESEHE ¢ M BEHN  BSHEK

RIERTE
Chromosome 16p11.2 deletion syndrome, 593 kb / 16p11.2 ERKEIREE , 593 kb @
Chromosome 16p11.2 duplication (includes SH2B1) / 16p11.2 #&#% (&% SH2B1)
Chromosome 16p11.2 duplication syndrome / 16p11.2 &8 iE (& EF

Chromosome 16p12.2 deletion (includes EEF2K, CDR2) / 16p12.2 &4k (&3F EEF2K > CDR2)
Chromosome 16p13.11 deletion (includes MYH11) / 16p13.11 ER%k (835 MYH11)
Chromosome 16p13.11 duplication (includes MYH11) / 16p13.11 &% (&E MYH11)
Chromosome 16p13.3 deletion syndrome / 16p13.3 T4 fE12EE @

Chromosome 16p13.3 duplication (includes CREBBP) / 16p13.3 #&1¥ (&#% CREBBP)
Chromosome 17p13.3, centromeric, duplication syndrome / 17p13.3, Z&4HI , BRI E(RES
Chromosome 17p13.3, telomeric, duplication syndrome / 17p13.3, im# , &1 fE(Z A
Chromosome 17q11.2 deletion syndrome, 1.4 Mb / 17q11.2 EREGE(REE , 1.4 Mb
Chromosome 17q12 deletion syndrome / 17q12 ERECIE R ES

Chromosome 1712 duplication syndrome / 17q12 &4 E1REF

Chromosome 17G21.31 duplication (includes KANSL1) / 17g21.31 #&1# (&5 KANSL1)

Chromosome 17g23.1-g23.2 deletion syndrome / 17g23.1-q23.2 BRI SEIRES
Chromosome 17g23.1g23.2 duplication (includes TBX2, TBX4)
/17923.1q23.2 #E3E (G3E TBX2 > TBX4)

Chromosome 18p deletion syndrome / 18p HREEIRE: @@

Chromosome 18p deletion syndrome / 18p fRoiE 1R EF

Chromosome 18q deletion syndrome / 18q frkciEiz2 @S A I

Chromosome 1p36 deletion syndrome / 1p36 TREERE: @

Chromosome 1p36 terminal duplication (includes GABRD) / 1p36 R imi#t% (&21EF GABRD)
Chromosome 1q21.1 deletion syndrome-1.35Mb / 1q21.1 G EEZEE |, 1.35 Mb @
Chromosome 1¢21.1 deletion syndrome-200kb / 1q21.1 BREEIZEE , 200 kb
Chromosome 1g21.1 duplication syndrome / 1g21.1 1 iE (R Bf

Chromosome 1q41-q42 deletion syndrome / 1g41-q42 BR&EIRE: &

Chromosome 1g43 microdeletion (includes CHRM3) / 143 fifiksc (£23E CHRM3)
Chromosome 22q11.2 deletion (distal type I, E-F) / 22q11.2 k5% (&g 11 B 5 E-F)
Chromosome 22q11.2 deletion (includes CRKL) / 22q11.2 k5% (&% CRKL)
Chromosome 22q11.2 deletion syndrome, distal / 22q11.2 BRAEIREE , BiR
Chromosome 22q11.2 duplication (distal type I, D-E/F) / 22q11.2 &% (iZim | 8 » D-E/F)
Chromosome 22q11.2 duplication (distal type II, E-F) / 22q11.2 &% (izim 11 B! > E-F)
Chromosome 22q11.2 duplication (includes CRKL) / 22q11.2 &% (&4F CRKL)
Chromosome 22q11.2 microduplication syndrome / 22q11.2 B8 E1ZEE @
Chromosome 2p15p16.1 duplication / 2p15p16.1 $Ei%

Chromosome 2p16.1-p15 deletion syndrome / 2p16.1-p15 FREIERE @@

Chromosome 2p16.3 deletion syndrome / 2p16.3 FRECAE(REE

Chromosome 2p24.3 duplication (includes MYCN-DDX1) / 2p24.3 #E1 (& MYCN-DDX1)
Chromosome 2q11.2 deletion (includes ARID5A, LMAN2L)

/2q11.2 B4 ( 23E ARID5A, LMAN2L)

Chromosome 2q11.2 duplication (includes ARID5A, LMAN2L)

/2q11.2 #&1g ( ©1E ARID5A,LMAN2L)

Chromosome 2q13 microdeletion (includes BCL2L11) / 2q13 &4k (831E BCL2L11)

Chromosome 2q13 microduplication (includes BCL2L11) / 2q13 {#§i#% (&4% BCL2L11)
Chromosome 2g21.1deletion (includes ARHGEF4, GPR148)

/2q21.1 fR% ( 235 ARHGEF4, GPR148)

Chromosome 2q23.1 duplication (includes MBD5) / 2q23.1 #&1g ( &231& MBD5)
Chromosome 2q24.2 deletion (includes SLC4A10) / 2q24.2 R4k ( €23F SLC4A10)

Chromosome 2q24.3 deletion (includes SCN2A) / 2q24.3 fR%k (€235 SCN2A)

BHRE

RETH

REBES
16p11.2
16p11.2
16p11.2
16p12.2
16p13.11
16p13.11
16p13.3
16p13.3
17p13.3
17p13.3
17q11.2
17912
17912
17921.31
17923.1-q23.2

1723.1-g23.2

18p11.23
18p11.31
18923
1p36
1p36.33
1921.1
1g21.1
1g21.1
1941-q42
1943
22q11.22-q11.23
22q11.21
22q11.21-q11.22
22q11.21-q11.22
22q11.21-q11.22
22q11.21
22q11.2
2p16.1-p15
2p15
2p16.3
2p24.3

2q11.2

2q11.2
2q13
2q13

2G21.1

2q23.1

2q24.2
2q24.3

H5 (L)

OMIM
611913

614671
610543
613215
612576
613675
614527
614526

613355

146390
146390
601808
607872
612474
274000
612475
612530

611867
608363
612513
614332

WEEHKE N EEEs  © E - ESAIPIRSMEGE

TRIES 18

Chromosome 2q37 deletion syndrome / 2q37 FRAEIZES

Chromosome 3pter-p25 deletion syndrome / 3pter-p25 GRKIEIREE @@
Chromosome 3q13.31 deletion syndrome / 3q13.31 BR & EIRBE

Chromosome 3q26.32 duplication (includes TBL1XR1) / 3q26.32 #&1% (&% TBL1XR1)
Chromosome 3q29 microdeletion syndrome / 3q29 iR SR iE 1R ¥
Chromosome 3g29 microduplication syndrome / 3q29 {1 i (= 2%
Chromosome 46,XX sex reversal 1 /46 » XX 5 E—5]

Chromosome 46,XY sex reversal 1 /46 » XY M55 5 —7

Chromosome 46,XY sex reversal 2 / 46 » XY M R)iEEsE — 5

Chromosome 46,XY sex reversal 3 /46 » XY 4R EEE = 7

Chromosome 46,XY sex reversal 4 / 46 » XY 145l &2 55 Q7Y

Chromosome 47, XYY syndrome / 47 » XYY fE{ZE#

Chromosome 4p16.1 duplication / 4p16.1 &g

Chromosome 4p16.3 duplication / 4p16.3 #E1%

Chromosome 4q21 deletion syndrome / 4q21 ERICEIRES

Chromosome 5p15 terminal duplication / 5p15 RimiEL

Chromosome 5q14.3 duplication (includes MEF2C) / 5q14.3 &% (&$& MEF2C)
Chromosome 5g35 duplication (includes NSD1) / 5q35 #&# (&% NSD1)
Chromosome 5q35.1 duplication (includes FBXW11) / 5g35.1 #&1g (831F FBXW11)
Chromosome 6p22 deletion / 6p22 &Rk

Chromosome 6pter-p24 deletion syndrome / 6pter-p24 FRKiE(REE @@

Chromosome 6726-q27 deletion / 6q26-q27 &Rk

Chromosome 7q11.23 distal deletion (includes HIP1, YWHAG)

/7q11.23 RiRERZL (BFE HIP1 > YWHAG)

Chromosome 7g11.23 distal duplication (includes HIP1, YWHAG)

/7q11.23 RiRiEE (84E HIP1 » YWHAG)

Chromosome 8p23.1 deletion (includes GATA4) / 8p23.1 fk5k (B3E GATA4)

Chromosome 8p23.1 duplication (includes GATA4) / 8p23.1 &1 (E3E GATA4)
Chromosome 8q11 duplication / 8q11 &1

Chromosome 9p deletion syndrome / 9p BRLERE: @

Chromosome Xp11.23-p11.22 duplication syndrome / Xp11.23-p11.22 $& 1% fE{Z A
Chromosome Xp11.3 deletion syndrome / Xp11.3 BR&EIREF

Chromosome Xq28 duplication syndrome / Xq28 & fE 18

Chronic granulomatous disease, X-linked / 121 A ZERESR , X- R EE

Chung-Jansen syndrome / Chung-Jansen fE{Z&f

Cleft palate, cardiac defects, and mental retardation / 5% , DEREHNEHET @ &
Cleft palate, isolated / 3 , B4t &

Cleidocranial dysplasia / $HEEBHBEARE

Coffin-Lowry syndrome / Coffin-Lowry fE/&E @@

Coffin-Siris syndrome 1/ Coffin-Siris fE{ZBEE—5! @@

Coffin-Siris syndrome 6 / Coffin-Siris IE{ZE¥ 55 7B

Complex Neurodevelopmental Disorder (includes CNTNG) / #5348 32 B R0z ( €35 CNTNG)
Complex Neurodevelopmental Disorder (includes CSMD1) / #5348 5 B R ( B3% CSMD1)
Complex Neurodevelopmental Disorder (includes DIP2A) / #8548 3 B Rz ( B3 DIP2A)
Complex Neurodevelopmental Disorder (includes DLG2) / # 5 th4Z 3 B FEHE ( 823E DLG2)
Complex Neurodevelopmental Disorder (includes ELAVL2) / #2148 2 S P50 ( €235 ELAVL2)
Complex Neurodevelopmental Disorder (includes GPHN) / #8148 25 S FEHE ( €235 GPHN)

2q37.3
3p25
3q13.31
3q26.32
3g29
3g29
Yp11.31
Yp11.31
Xp21.2
9g33.3
9p24.3
47, XYY
4p16.1
4p16.3
4921
5p15.33-p15.2
5q14.3
5g35.2-g35.3
5@35.1
6p22.3
6pter-p24
6q27

7q11.23

7911.23

8p23.1
8p23.1
8q11
9p22.3
Xp11.22-p11.23
Xp11.3
Xq28
Xp11.4
6q14.1
15q14
2g33.1
6p21.1
Xp22.12
6q25.3
12912
3p26.3
8p23.2
21g22.3
11q14.1
9p21.3
14g23.3

600430
613792
615433
609425
611936
400045
400044
300018
612965
154230

613509

612582

158170
300801
300578
300815
306400
617991
600987
119540
119600
303600
135900
617808

&
&
EE
/B
B
C
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Complex Neurodevelopmental Disorder (includes HIVEP3)

[ EREEFEE (815 HIVEP3)

Complex Neurodevelopmental Disorder (includes ITSN1) / #5448 8 B FEHE ( 245 ITSN1)

(
Complex Neurodevelopmental Disorder (includes MYH10) / #8148 8 B FEHE ( £ MYH10)
Complex Neurodevelopmental Disorder (includes NBEA) / #5445 25 S S HE ( 2255 NBEA)
(
(

Complex Neurodevelopmental Disorder (includes NEDD9) / #8530 4S 38 B 1Z /it ( 3% NEDD9)
Complex Neurodevelopmental Disorder (includes RALGAPB)

| EHMHIE S B IERE (8245 RALGAPB)

Complex Neurodevelopmental Disorder (includes RB1CC1)

[ K TR (825 RB1CCI)

Complex Neurodevelopmental Disorder (includes SHANK1)

| BRI FIER (FHE SHANKI)

Complex Neurodevelopmental Disorder (includes SPEN) / {8148 85 SR (8$E SPEN)
Complex Neurodevelopmental Disorder (includes TNRC6B)

[ KB IEHE (235 TNRC6B)

Complex Neurodevelopmental Disorder (includes YTHDC1)

/ BRI FER (8E YTHDC)

Congenital heart defects and ectodermal dysplasia / e X% CBER M IMNEE 1L £ R RE
Congenital heart defects, nonsyndromic, 2 / fc X MO BER , JEEES -8
Conotruncal anomaly face syndrome / B S48 1 2 BRI JiE 1 BF
Cornelia de Lange syndrome 1/ EREEHE—2 @ A

Cornelia de Lange syndrome 2 / KR ERHE—Z @ A
Cornelia de Lange syndrome 5 / JK B FCFE(RB¥ SE A B

Cowden syndrome 1/ E&EKEREH—E

Craniofacial dysostosis with short stature / EEE 2B B R R &/
Craniofrontonasal syndrome / EA%E & fE & 2%

Craniosynostosis 2 / BE#2 R EI5E — &Y

Craniosynostosis 4 / fiE# S Fi 55 A

Cri-du-chat syndrome / $§5%E @@

Currarino syndrome / Currarino fE1Z 2% 3

Cystinosis, Nephropathic (AR) / BLREEASE , B /REE (B EE8EM)
Dandy-Walker syndrome / Dandy-Walker SE1&Ef i

Danon disease / ABSREATEIE @

Deafness, autosomal dominant 10/ & | E RGEEEMESSE +E
Deafness, autosomal recessive 22 / HE , B R GREEMHESE -+ 25
Dent disease / E4F5%

Desanto-Shinawi syndrome / Desanto-Shinawi SE{% &

Developmental delay with variable intellectual impairment and behavioral abnormalities
| BRERAEEEE NERNTARE

Diabetes mellitus, transient neonatal, 1 / #FR¥& , BRI ER , F—5
Diamond-Blackfan anemia 1/ #ifs K B 0% —3Y

Diaphragmatic hernia 3/ #REMAE =% @@

Diaphragmatic hernia, congenital / #&FREMLR , o X% @

Diaphyseal medullary stenosis with malignant fibrous histiocytoma

[ B BRI (R M AR AR A R R

Dias-Logan syndrome / Dias-Logan fE{ZE#

DiGeorge syndrome / 8B AERE @ @

DiGeorge syndrome/velocardiofacial syndrome complex-2
[EBRERBESE- L - RERBNE-L @

DiGeorge syndrome/velocardiofacial syndrome complex-2

[ EEAEREESE - O - BRERBE-H €@

rERER

1p34.2

21922.11
17p13.1
13q13.3
6p24.2

20q11.23
8q11.23

19q13.33

1p36.21-p36.13

22q13.1

4q13.2

1412
6Q25.1
22q11.2
5p13.2
Xp11.22
Xq13.1
10g23.31
11p15.2
Xq13.1
5qg35.2
19gq13.2

5p15.32-p15.31

7q936.3
17p13.2
3g22-g24
Xq24
6023.2
16p12.2

Xp11.23-p11.22

10p12.1
22q13.2

6q24
19q13.2
8g23.1
15¢26.1

9p21.3

2p16.1
22q11.2

10p12.31

10p14-p13

FRETH

48 (Rk)

617364
614980
217095
122470
300590
300882
158350
218350
304110
604757
600775
123450
176450
219800
220200
300257
601316
607039
300008
616708

618430

601410
105650
610187
142340

112250

617101
188400

601362

601362
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Dihydropyrimidine dehydrogenase deficiency (AR) / Z&IZIEIR IR ZE ( R EEBEY)
Down syndrome / /& K JiE

Duane-radial ray syndrome / it B EZE @

Dystonia 28, childhood-onset / A5k IFERESE —+/\B! |, REH

Dystonia-11, myoclonic / 3R /1 FERESE+—B | ALpEg:

Ectodermal dysplasia 1, hypohidrotic, X-linked / SNFERERRES —BY , FT , X- MHHEE

Edwards syndrome / E@EHE K E(ZEE

Ehlers-Danlos syndrome, classic type, 1/ Ehlers-Danlos JEf2Ef ( 52 RZJE ), #8! , F5—7!
Ehlers-Danlos syndrome, vascular type / Ehlers-Danlos fEf&E¥ ( F2RZJE ), MEE
Epilepsy (includes GABRG2) / & (3% GABRG2)

Epilepsy, childhood absence, susceptibility to, 5 / B8 , REXL M, B, E1E &
Epilepsy, focal, with speech disorder and with or without mental retardation
[, BEE  HEEE SR , AES HER

Epilepsy, X-linked, with variable learning disabilities and behavior disorders
/AR, X- EHEEE RSN ERENRITARE

Epileptic encephalopathy, early infantile, 1 / BERERS RS , BRFH , 5B
Epileptic encephalopathy, early infantile, 19 / BB IEASRE , BR2H , F+NE
Epileptic encephalopathy, early infantile, 2 / B RE , RERH , E 28
Epileptic encephalopathy, early infantile, 4 / BEFMASRE , BERHR , UL
Epileptic encephalopathy, early infantile, 6 / EEF AR E , B2 FH , 5758
Epileptic encephalopathy, early infantile, 8 / BRI RSB E: , BERHR , 55/\BY
Epileptic encephalopathy, early infantile, 9 / BRI ASRE: , BB RHR , SHHE
Episodic ataxia, type 2 / PEEE M IEENRHAGE , H2EY

Exostoses, multiple, type 1/ B4 5k , L8 | 55

Fabry disease / J& %t ECfiE

Familial adenomatous polyposis 1/ Ri&IERRIE 14 S A

Feingold syndrome 1/ Feingold fE{ZB$ 55 —E!

Focal dermal hypoplasia / BIRMEEEZEERR

Forebrain defects / Bif&ERE

Fragile X syndrome /X 4+ & 88z 7 iE

GLUT1 deficiency syndrome 1, infantile onset, severe

/B EREREERIERAE LY B, B

GLUT1 deficiency syndrome 2, childhood onset / B & RIEE B FERERIEE 8 | REH
Glycerol kinase deficiency / H RSB &R Z iE

Greig cephalopolysyndactyly syndrome / Greig BEZ $5E (& EF

Helsmoortel-van der Aa syndrome / Helsmoortel-van der Aa fEfZ&f
Hemophilia A/ &% A B

Hemophilia B/ &% B &

Heterotaxy, visceral, 1, X-linked / 21IfE , NfF , 53, X- HBHE S

Heterotaxy, visceral, 5 / Z4JE , AlE , FAHE

Hirschsprung disease, susceptibility to, 1 / e R4 E4BRH , 2=, H—8
Hirschsprung disease, susceptibility to, 2 / e R4 E4BRH , &M, H28
Holoprosencephaly 1/ Z#iASEEHZ 5 —5Y

Holoprosencephaly 2 / 25125 — 8

Holoprosencephaly 3 / Zmif&EHZ 5 =54

Holoprosencephaly 4 / Z#i &2 % M A

Holoprosencephaly 5/ 2rifSEE A28 A A

Holoprosencephaly 7/ 27§ FtE <&

RERE
1p21.3

21922.12,21q22.2

20q13.2

19913.12
7921.3
Xq13.1

Trisomy 18

9g34.3
2g32.2
5q34
15q12

16p13.2

Xp11.23

Xp22.13
5g34
Xp22.13
9g34.11
2g24.3
Xg11.1-q11.2
Xq22.1
19p13.2
8q24.11
Xq22.1
5q22.2
2p24.3-p24.2
Xp11.23
3p21.31
Xq27.3

1p34.2

1p34.2
Xp21.2
7p14.1,7p13
20g13.13
Xqg28
Xq27.1
Xg26.3
10g22.1
10g11.21
13g22.3
21g22.3
2p21
7936.3
18p11.31
13932.3
9q22.32

OMIM

274270
190685
607323
617284
159900
305100
130000
130050

612269
245570

300491

308350
137160
300672
612164
607208
300607
300088
108500
133700
301500
175100
164280
305600
187395
300624

606777

612126
307030
175700
615873
306700
306900
306955
270100
142623
600155
236100
157170
142945
142946
609637
610828
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SRAE 2 18 2B OMIM TRIES 18 LEBET OMIM
[T n n . — .
Holoprosencephaly 9 / 2RISR ENE & 2q14.2 610829 M;nyé;t;t%oﬁ?ga%%yszstgswﬁu|9(rj1 Agl;ngja typ@ 17921.31 610536
Holt-Oram syndrome / Holt-Oram fiEfZE @@ 12q24.21 142900 / TERER = , Sulon-Almeida
Hypogonadotropic hypogonadism 1 with or without anosmia (Kallmann syndrome 1) X022 LI SR I ’%FL.EEE{@% L 100
SRR R R A TS —R |, ARMIREEE (Kallmann FEIEE ) p22.31 308700 Megalencephaly-polymicrogyria-polydactyly-hydrocephalus syndrome 2 34044 615937
~ : : : : - /\SEIBTY - SIERTY - AT IR RS 4=
Hypogonadotropic hypogonadism 16 with or without anosmia 2a21.11 614897 /Elé-% 4 Shicbi
/M= RN R TAEE TES AR, GRERSRE a=t Melorheostosis, isolated / IR B AURAEK , B4l 12914.3 155950
Hypogonadotropic hypogonadism 2 with or without anosmia 8p11.23-p11.22 147950 Menkes disease / Menkes ECIEIREE Xg21.1 309400
/ﬁﬂ,%;%ﬁzi;ﬁiﬁﬂ,?@ﬁ{&?ﬁ%:g& , BEARIRRERE ) Mental retardation and distinctive facial features with or without cardiac defects 1205421 616789
Hzpopa!rzth{rbmdlsm, seniorlneiral dEezafness, and renal disease 10p14 146255 | B R RS E S SR NE R q24.
/ BIFRARBRINREIR TE , A M IS | M B R Mental retardation and microcephaly with pontine and cerebellar hypoplasia Kp114 300749
Hypophosphatemic rickets, X-linked dominant / {EBABR BB AiE | X- MEBGIES Xp22.11 307800 | B R E R BT IS N SR E R R Pt
Hypotonia-cystinuria syndrome (AR) / B3R BT - BLEBLFRIE (EREEEMY ) 2p21 606407 Mental retardation with language impairment and autistic features
/B REE A SRR AT P e1se10
Ichthyosis, X-linked / fa i , X- A Xp22.31 308100 = | (;I B=E Ld P——— S ——
Ment t ti t i t1/ SERRESE , B2 2 2814 —& 2g23.1 1562
Incontinentia pigmenti / & Z%IE Xq28 308300 en al ¢ arda on, au Osomaldom'nan / E:bgg;e@gaﬁ %j;gggaﬁamg{s%—k . q23 26200
Ment t ti t i t18 /& H BLE | B2 i BE 4 : 1921.3 615074
Insulin-like growth factor I, resistance to / ERERERRAF 1, itk 15026.3 270450 enmatretance !on, aHtosome om!nan /:1 N i% " - ,,,,_} ) §
el (el o v ezl dlise el et e s ssezel f e perns Mental retardation, autosomal dominant 20 / FRREES RIBAE , S GREEEEE —_+8 5q14.3 613443
/RS R LN B R R B S P 2 606053 Mental retardation, autosomal dominant 21 / SHeERBIEE , R GEEYEEE -+ —8 16422.1 615502
Intellectual disability (includes CTNND2) / 25 /7[%#i (€23E& CTNND2) 5p15.2 - Mental retardation, autosomal dominant 22 / FH8E8 RiEAR , SR GEBHESEF —_+ -8 1q42-q44 612337
Jacobsen syndrome / & xR €@ 11q24.1 147791 Mental retardation, autosomal dominant 23 / FgE 3 RIEL , R R EEBEMEEE _+=58 3p25.3 615761
Joubert syndrome 4 (AR) / Joubert SE{ZB# 5 IUEY ( EREEEIEN ) 2q13 609583 Mental retardation, autosomal dominant 26 / S EEERIELE , B BEEHEGEE _+8 7911.22 615834
Juvenile polyposis syndrome / T8 8! % 8% B A fE (= EF 18921.2 174900 Mental retardation, autosomal dominant 29 / i RER , SR GEEANEES -+ E 18912.3 616078
Kabuki syndrome 1/ REMEREE—2 @ & 12913.12 147920 Mental retardation, autosomal dominant 30 / HEE R BIER , LA GREANESHE =18 10p15.3 616083
Kabuki syndrome 2 | RERXERRE A @ & Xp11.3 300867 Mental retardation, autosomal dominant 31 / FEEEE BIER , SR BREEHEEF=1+—8 5g31.2 616158
Kagami-Ogata syndrome / Kagami-Ogata fE{ZEf 14932 608149 Mental retardation, autosomal dominant 32 / FRgE S RIELE B BEYEESE=+_8 8p11.21 616268
KBG syndrome / KBG fE{REF 16g24.3 148050 Mental retardation, autosomal dominant 33 / HREBIES , B rGEELHBEE=1+=8 7936.2 616311
Kleefstra syndrome / Kleefstra SE1EE @ 9g34.3 610253 Mental retardation, autosomal dominant 39 / ZHRES RIELE , B BBEMHEEFE=THE 2p25.3 616521
Klinefelter syndrome / #I#43E 4% ECAE 47, XXY - Mental retardation, autosomal dominant 41 / BB REE SR CRENEESETN+—2 3g26.32 616944
Koolen-De Vries syndrome / Koolen-De Vries E1EE @@ & 17q21.31 610443 Nablus mask-like facial syndrome / Nablus $2HE B EEB/E % E¥ Mental retardation, autosomal 1p36.33 616973
. %0 86 SR a3 B S - — 7 .
LADD syndrome / LADD fEf&E 5p12 149730 dom'”la”t“zd/ Eﬁbﬁ@ﬂ%’fféﬁgﬁﬁﬁﬁ?f;ég% o B =
Ment ti i 4 BEEERIELE | B2 A g+ =2 24.2 16977
Lamb-Shaffer syndrome / Lamb-Shaffer fEf&## 12p12.1 616803 en al retarda |on,autosomaldomlnant 3/:1%@5@% ij@%:ﬁﬁﬁﬁﬁﬁgl-l-lﬂﬁi o o
Ment t ti t i t44 ] 24 AR B2 EEEle S U ' 5p15.2 617061
Left ventricular noncompaction 10 / EOEREFLE+E 11p11.2 615396 ental retardation, autosomal dominant 44 / & %fk P
. . Mental retardation, autosomal dominant 49 / EeE BIELS , SR EEETEREFEN+AE 2g36.3 617752
Legius syndrome / Legius JEZE¥ 15914 611431 l g y s
Mental retardati t inant5/ SEERRIELE | B3 BEMEEE AR 6p21.32 612621
Leri-Weill dyschondrosteosis / Leri-Weill #t & & & R FE R Xp22.33 127300 en al ¢ arda on, au osomal domlna nts/ ;ﬂbbgﬁgygz it@;ﬁé;;{%Zﬂ-i-ﬁi P
M i i REEE FRIES 2 REM S ' 4q31.1 17787
Lesch-Nyhan syndrome / Lesch-Nyhan EE{Z## Xq26.2-q26.3 300322 ental retardation, autosomal dominant 50 / & i "%fk - A a3 o17re
Leukodystrophy, adult-onset, autosomal dominant Mental retardation, autosomal dominant 52 / B EEE RELE , S REBBEHEESEA+ -8 1922 617796
/BSE B AR, B mBemmtiEG SapE2 HesEn Mental retardation, autosomal dominant 6 / BEEERIERE , A GEBEEEGES /R 12p13.1 613970
Linear skin defects with multiple congenital anomalies 1 Xp22.2 309801 Mental retardation, autosomal dominant 7/ AL RIESE , S A GMENEEE LR 21022.13 614104
48| = = | i b Rl .
/“V?E&Ehﬁ:mﬂfi;iéﬁzﬁg%% = Mental retardation, X-linked (includes NXF5) / Z5 8628 RIEAR , X BB S ( ©23F NXF5) Xq22.1 -
Li 1/ FhSES —B 17p13.3 607432 N N
Issencephaly 1/* - B Mental retardation, X-linked 19 / SAES BIEAE , X MEHEME + A @ Xp22.12 300844
Lissencephaly, X-linked 2 / F-R&HE , X- M HEEE 8 Xp22.13 300215 Mental retardation, X-linked 21 / S E S REAR . X MLEHE @S =+ X021 30912 200143
Lissencephaly, X-linked, 1/ RS | X- MEHEEE 5 Xq23 300067 en al e arda on, 'l'nked :i;gt;&’ S _—I—il Lol
Ment t ti X-li 30/ BEeHBIELL , X! BEE=17 Xqg23 300558
Loeys-Dietz syndrome 1/ Loeys-Dietz fEfR B E—% @@ & 9g22.33 609192 en al ¢ arda on, llnked /;ﬁzﬁsgﬂzg EH%;Z{%:IE-I— = g
Ment t ti X-li PAWE =T ELE X! 3 = Xq28 300849
Loeys-Dietz syndrome 2 / Loeys-Dietz fEfREE —% @ & 3p24.1 610168 siipllictarebtopvallik iy ARE q
. . o Mental retardation, X-linked 45 / 55835 [RIEAE X M ESEO+HE Xp11.23 300498
Loeys-Dietz syndrome 3 / Loeys-Dietz fEf&Ef 55 =8¢ 150q22.33 613795 l g lnked R U O e
Ment t ti X-li 58 / BaEERIELE , X! j : 11.4 300210
Long QT syndrome 2 / & QT fE{®EE5E — & 7936.1 613688 en alre arda L lmked /QE Hzgﬁegfzg Iﬂﬁz prerary— Xp
Ment t tion, X-li 63/ EEERRIELE , X B NtH=E Xqg23 300387
Lowe oculocerebrorenal syndrome / Lowe ECiE{ZEE Xq25-q26.1 309000 en al e arda on lmked /fﬁgﬁgg% I&H;;f%%;:-l—hﬁé 9
Ment t tion, X-li 89 / & ELE X! 7 : Xp11.23 300848
Lubs X-linked mental retardation syndrome / Lubs X 1B i& %5 /1 PR BR fE (2 B Xq28 300260 entatretarda Ton !n ed89/ E‘f — ’ . :
] hedema-distichiasis syndrome / Bl - 5B TE(ZE: 60241 153400 Mental retardation, X-linked 9 / 25 #E2S [RIBAE , X MHHBEE HE Xp11.23 309549
ymph » g y l kld ME‘,;;T’@% T g2 Mental retardation, X-linked 90 / 5 8625 BIEAR , X MBS E B Xq13.1 300850
L i ti X-li 1/ I X ; =i Xqg25 308240
ymphoproliferative syndrome, X-linked, 1/ S 2 2 q Mental retardation, X-linked 93 / SEESH BIEAR , X UHHEBEENL+=8 Xg21.1 300659
Macrocephaly/autism syndrome / XEEBSH, /| BEAE 10¢23.31 605309

Mental retardation, X-linked 94 / 25 8E 8% [RIBAE , X MEEEE H+HEY Xq25 300699
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Mental retardation, X-linked 99 / ZH 8E 8¢ RIBAE , X MEEFE A+ NEY
Mental retardation, X-linked syndromic, Nascimento-type

[ BRERRIELE X BB S E(ZEE , Nascimento B!

Mental retardation, X-linked, associated with fragile site FRAXE

| SRR REZ X MHEE , B X Mt E418k

Mental retardation, X-linked, syndromic 15 (Cabezas type)

| BEERRIEE , X HORE(RE , Cabezas B A

Mental retardation, X-linked, syndromic, Claes-Jensen type

[ BRERRIELE X BB SE(REE , Claes-Jensen B!

Mental retardation, X-linked, with cerebellar hypoplasia and distinctive facial appearance

| BRRBERESZ X MEEE, FEEEEAERERETRE

Mental retardation, X-linked, with or without seizures, ARX-related

| BEERBIEE X HIES , B EHPERER , ARX 18R

Mental retardation, X-linked, with panhypopituitarism

| BRBBESZ X EHEE, FEZEERIETE

Mental retardation-hypotonic facies syndrome, X-linked, 1

| BB REESHIAEIE N RSB, X HEEE, 22 A @
Metachondromatosis / B & MEEE

Microphthalmia syndromic 3 / /NEREREE=E @ A
Microphthalmia, syndromic 2 / /NRERFERESE 5 @@
Microphthalmia, syndromic 5 / /NRBBERBEE R B &
Microphthalmia, syndromic 6 / /NRESRZEIRBEERE A &)
Microvascular complications of diabetes 1/ ¥EFRJ5/)\ [0 & 8¢ iE 5 — B
Miller-Dieker lissencephaly syndrome / Miller-Dieker s (z2: @ " &
Mitral valve prolapse 2 / Z5IHIRESE — B

Mohr-Tranebjaerg syndrome / Mohr-Tranebjaerg fEf&&f

Mowat-Wilson syndrome / Mowat-Wilson fiEi22f @ A
Mucopolysaccharidosis type Il / Z5Z EBEfE S — 5!

Multiple self-healing squamous epithelioma, susceptibility to

[ ZREEREIRK LR, 5N

Muscular dystrophy, Becker type / B 52 KA ZE45E

Muscular dystrophy, Duchenne type / REZEKIAERE ¢
Myotubular myopathy, X-linked / Bl/NE B8 | X 1EBHEE §

Nablus mask-like facial syndrome / Nablus 48 & E PR B
Nail-patella syndrome / 15 R EE B E 1R EE

Nance-Horan syndrome / Nance-Horan fE{& &

Nephrolithiasis, type | /| B#&E A E—E

Nephronophthisis 1 (AR) / BIEFERE—E ( ERERREN)
Neurodevelopmental disorder with coarse facies and mild distal skeletal abnormalities
[ R BEREEEEANEEERERESR

Neurofibromatosis, type 1/ #4S i EE—7

Neurofibromatosis, type Il / #H4S 4R 55 — 5

Neuropathy, Hereditary, with liability to pressure palsies / & 1# 1% B8 5 R &R
NF1 Microduplication Syndrome / NF1 #i§ &1 fiE & &%

Noonan syndrome 1/ SERIEEEE—T @@

Noonan syndrome 4 / XA EREF EME @@

Norrie disease / & B K&

Nystagmus 1, congenital, X-linked / BREKFEBREE —BY | 5o R4 , X M HHEE
Obesity, severe / BBR¥ , EfE

Occipital horn syndrome / #h & A fE(ZEE

Opitz GBBB syndrome, type | / Opitz GBBB fEIZ B £ —%! @ 4 A

FRETR

RERED

Xp11.4

Xq24
Xq28
Xq24
Xp11.22
Xq12
Xp21.3
Xq27.1

Xg21.1

12924.13
3q26.33
Xp11.4
14922-14q923
14922.2
6p21.1
17p13.3
11p15.4
Xq22.1
2q22.3
Xqg28

922.33

Xp21.2
Xp21.1-p21.2
Xqg28
8q22.1
9g33.3
Xp22.13

Xp11.23-p11.22

2913
17p13.1

17q11.2
22q12.2
17p12
17q11.2
12q24.13
2p22.1
Xp11.3
Xq26.2
6916.3
Xq21.1
Xp22.2

45 (EL)

OMIM
300919

300860
309548
300354
300534
300486
300419
300123

309580

156250
206900
300166
610125
607932
603933
247200
607829
304700
235730
309900

132800

300376
310200
310400
608156
161200
302350
310468
256100

618505

162200
101000
162500
613675
163950
610733
310600
310700
601665
304150
300000
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TRIES 8

Ornithine transcarbamylase deficiency / SRS FEEE SRR ZE
Orofaciodigital syndrome | / O - BB - 35iEREE—E @ {mj O
Osteogenesis imperfecta type IV / B A& ME

Otofaciocervical syndrome / B - BB - SEiE1&ES

Pallister-Hall syndrome / Pallister-Hall fE122f @ @ &) b o3
Pallister-Killian syndrome / Pallister-Killian fE{2Ef @ < A
Paragangliomas 4 / Bl #4S & 55 O BY

Parietal foramina 1/ BFfLE—& &

Parietal foramina with cleidocranial dysplasia / THFL#BEEBEERR
Patau syndrome / B P ECfEEEE

Pelizaeus-Merzbacher disease / Pelizaeus-Merzbacher K{E
Periventricular nodular heterotopia 6 / == &4t 255/ A

Pettigrew syndrome / Pettigrew fE{Z &

Phelan-McDermid syndrome / 22q13 SR EIZEE

Pitt-Hopkins syndrome / Pitt-Hopkins fE{&&#

Pituitary hormone deficiency, combined, 4 / EREBRRZE , SHE , HHE
Pituitary hormone deficiency, combined, 6 /| EEEHMERZAE , SHE , 8
Platelet disorder, familial, with associated myeloid malignancy

[ IUNMRES | ik, HEREEEEEE

Polycystic kidney disease 1 / S B4 BHgs—5 €@

Polycystic kidney disease 2 / S B4 EHREE_7 @@

Potocki-Lupski syndrome / Potocki-Lupski JEfZE @@

Potocki-Shaffer syndrome / Potocki-Shaffer fEf@8% &)

Prader-Willi syndrome / /J\BE B FUSE

Proximal 1g21.1 duplication / 1q21.1 1% | =i
Pseudohypoaldosteronism type I, autosomal dominant

[ B EEERES I, SR GEHEEN

Pulmonary hypertension, primary, 1/ R&EMEIK=EE—Z @
Pyruvate dehydrogenase E1-alpha deficiency / RERES EERR S ES E1-alpha SRZ fE
Rahman syndrome / Rahman fE{&##

Recombinant chromosome 8 syndrome / /\SEREEE S EIRE @
Recombinant chromosome 8 syndrome / /\SERBREEHERE @

Renal cysts and diabetes syndrome / B BIER¥ERFEREE A

Retinitis pigmentosa 2 / B &M REE K E 5

Retinoblastoma / 1R 48RE B4R

Retinoschisis 1, X-linked, juvenile / {RAAMESISTE , X MHHIEE | FECE

Rett syndrome / B4R E

Rett syndrome, congenital variant / EHFEKIE , SRS E

Rhabdoid tumor predisposition syndrome 1/ $8#&4 ALV 7 BUE(ZEF 55— 5
Rhabdoid tumor predisposition syndrome 2 / $8#&4¢BLJE 7 BYE(REEF 55 — 8
Rubinstein-Taybi syndrome 1/ Rubinstein-Taybi RiEZE @@
Saethre-Chotzen syndrome / Saethre-Chotzen JEf22 @ & @
SBBYSS syndrome / SBBYSS fiE{&Ef

Schizencephaly / #psE 5

Schizencephaly / 2SR

Schizophrenia (includes ASTN2) / B &5 HIE ( B35 ASTN2)

Schizophrenia (includes EHMT1) / B &K FASE ( B3 EHMT)

RERE
Xp11.4
Xp22.2

17q21.33
8g13.3
7p14.1
12p13.31
1p36.13
5q35.2
5@35.2
Trisomy 13
Xq22.2
6q27
Xp22.2
22q13.3
18q21.2
1g25.2
14q22-14q23

21922.12

16p13.3
4q22.1
17p11.2
11p11.2
15q11.2
1921.1

4q31.23

2q33.1
Xp22.12
6p22.2
8p23.3-p23.2
8p23.3-p23.2
17q12
Xp11.23
13q14.13
Xp22.13
Xq28
14912
22g11.23
19p13.2
16p13.3
7p21.1
10qg22.2
2p21
10926.11
9g33.1
9q34.3

OMIM
311250
311200
166220
166780
146510
601803
115310
168500
168550
312080
615544
304340
606232
610954
262700
613986

601399

173900
613095
610883
601224
176270

177735

178600
312170
617537
179613
179613
137920
312600
180200
312700
312750
613454
609322
613325
180849
101400
603736
269160
269160
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Schizophrenia (includes SELENBP1) / BE& K FAE ( €21F SELENBP1)
Schizophrenia (includes SETD1A) / B &% HJE ( €35 SETD1A)
Schizophrenia (includes TAF13) / B &K FME ( B1E TAF13)
Schizophrenia 9/ B&%&AESE N E

Schwannomatosis-1 / #4E#EE—1

Seizures, benign neonatal, 1/ &5 , fiIERRME , F—&

Short stature, idiopathic familial / B/ , R KEME

HERE

Simpson-Golabi-Behmel syndrome, type 1/ Simpson-Golabi-Behmel fEZE 5 —Z% @ < i@ Q)

Smith-Magenis syndrome / Smith-Magenis jEf2E @@

Sotos syndrome 1/ Sotos fE/REtE—5 @

Spastic paraplegia 2, X-linked / IEE 4 T HMESE 8 X HHEES
Speech-language disorder-1/ S:BfERE—5Y

Spermatogenic failure, Y-linked, 1 / iE¥EMEHRE , ¥ (B iEE , £ — 1
Spermatogenic failure, Y-linked, 2 / i#&E¥&MEHE , Y EHES , 528

Split hand/foot malformation 4 / 34 F 3 B iEH M E

Split-hand/foot malformation 3, gene duplication syndrome

| RFRBEFE=8 , EREL R

Split-hand/foot malformation 5 / HFNEELEAE

Split-hand/split-foot malformation 1 / MFEREFEFE—5

Stickler syndrome, type | / Stickler SE{ZB 55 —5! @ &

Stickler syndrome, type Il / Stickler JE{REEE — 5! &

Syndactyly, type V/ HigBaH £ A

Synpolydactyly 1/ 1Bk E—% M &)

Tetralogy of Fallot / J& /& PUBfiE

Tetralogy of Fallot (includes NKX2-5) / 3% & FOB#IE ( E2FE NKX2-5)
Thrombocytopenia, Paris-Trousseau type / fI/MRBAME , Paris-Trousseau 5! @
Toe syndactyly, telecanthus, and anogenital and renal malformations (STAR syndrome)

/ STAR JEfZEE 3¢
Tooth agenesis, selective 3/ FEHEFZ , BiEY , =8

Townes-Brocks syndrome / Townes-Brocks JE{&&f

Treacher Collins syndrome 1/ Treacher Collins FEfZB % —& A @ 3
Trichorhinophalangeal syndrome type Il | EZ 85 BERBEE R I
Trichorhinophalangeal syndrome,type | /| EE 25 BiEZEHE—&
Triple X syndrome / =1& X L& EEE(ZEE

Tuberous sclerosis 1/ &5 &I (L ESE —B

Tuberous sclerosis 2 / &5 &ML IESE — &Y

Turner syndrome / B4 K fE (& EF

Ulnar-mammary syndrome / RBALEERE €@ 3§

van der Woude syndrome 1/ van der Woude Ef2B 5% —5 &
Velocardiofacial syndrome / %8 - 10 - IRIERE @ &

von Hippel-Lindau syndrome / von Hippel-Lindau fE{%#
Waardenburg syndrome, type 1/ Waardenburg SEREE—% @ &
Waardenburg syndrome, type 2A / Waardenburg JERE 2A 2! @ &
Waardenburg syndrome, type 2E / Waardenburg fE{&#f 2E &
Waardenburg syndrome, type 4C / Waardenburg fE{&#f 4C B!

WAGRO syndrome / WAGRO JEf&E#

Weiss-Kruszka syndrome / Weiss-Kruszka fE{&Ef

FRETH

RERES
1921.1
16p11.2
1p13.3
1q42.2
1q42.2
22q11.23
20q13.33

A Xp22.33

Xq26.2
17p11.2
5035.2-35.3
Xq22.2
7931.1
Yq11.21

Yq11.222-q11.23

3928

10024.31
2q31.1
7q21.2-q21.3
12q13.11
1p21.1
2qg31.1
22q11.2
5035.1
11923

Xq28

14q13.3
16q12.1
5q32
8024.11
8q23.3
47, XXX
9q34.13
16p13.3
45, X
12q24.21
1932.2
22q11.2
3p25.3
2qg36.1
3p14-13
22q13.1
22q13.1
11p14.1
9g31.2

{5 (EL)

604906
604906
162091
121200
300582
312870
182290
117550
312920
602081
400042
415000

605289

246560
606708
183600
108300
604841
186000
187500
187500
188025

300707

604625
107480
154500
150230
190350
191100
613254
181450
119300
192430
193300
193500
193510
611584
613266
612469
618619
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White-Sutton syndrome / White-Sutton fE{Z2#
Wieacker-Wolff syndrome / Wieacker-Wolff fEf&E#

Williams-Beuren region duplication syndrome / Williams-Beuren &3 &8 fE 1# 8

Williams-Beuren syndrome / & BE FCfE & &%
Wilms tumor 1/ BB EKiEEE—E

Wilms tumor, aniridia, genitourinary anomalies and mental retardation syndrome

/ WAGR fE{Z8$

Witkop syndrome / Witkop fEf&&%

Witteveen-Kolk syndrome / Witteveen-Kolk fEf&##

Wolf-Hirschhorn syndrome / k% - B ZRERE @ @ Q A
Xia-Gibbs syndrome / Xia-Gibbs JEf&2#

X-inactivation, familial skewed, 1/ X @B EELE , KIEERRE , F—1
Xp11.22 duplication (includes HUWE1) / Xp11.22 #&1g ( &3 HUWE1)
Xq13.1 duplication (includes EFNB1) / Xq13.1 #&1g ( €& EFNB1)
Xq28 deletion (includes RAB39B) / Xq28 4k ( 3% RAB39B)

Xq28 duplication (includes GDI1) / Xq28 #&1% ( €& GDI1)

ZTTK syndrome / ZTTK JE{&Ef

46,XX sex reversal 1/46 » XX 4R &5 —5

46,XY sex reversal 1/46 » XY MERJ¥EE 5

46,XY sex reversal 2 /46 » XY M R)0EEE =81

46,XY sex reversal 3 /46 » XY M5 FEE A

46,XY sex reversal 4 /46 » XY MBI FEEHA

JRIEZ TR

Patau syndrome / B[ KAERES
Edwards syndrome / B2 ZFE K iEREF
Down syndrome / FEECIE

Turner syndrome / iEff FCAEREF
Klinefelter syndrome / fJ#kJE4F ECAE
Triple X syndrome / =X B fE 1R EF
47, XYY syndrome / 47, XYYJE{&Ef

+ EIRAIPIAHEIRFE

RERES
1921.1
Xq11.2
7911.23
7911.23
11p13

11p13

4p16.2-p16.1
15924.1-q24.2
4p16.3
1p36.11-p35.3
Xq13.2
Xp11.22
Xq13.1
Xq28
Xq28
21g22.11
Yp11.31
Yp11.31
Xp21.2
9g33.3
9p24.3

FEEfER
Trisomy 13
Trisomy 18

21q22.12,21g22.2

45, X
47, XXY
47, XXX
47, XYY

OMIM

616364
314580
609757
194050
194070

194072

189500
613406
194190
615829
300087
309590

617140
400045
400044
300018
612965
154230

190685

Rt B8 Rt b =

Tp 36.33 5p 15.33 9p

1q 44 5q 35.3 9q

2p 25.3 6p 25.3 10p
2q 37.3 6q 27 10q
3p 26.3 7p 22.3 11p
3q 29 7q 36.3 11q
4p 16.3 8p 233 12p
4q 35.2 8q 24.3 12q

24.3
34.3
15.3
26.3
15.5

13.33
24.33

13q
14q
159
16p
16q
17p
179
18p
18q

34
32.33
26.3
13.3
243
13.3
253
11.32

19p
19q
20p
20q
21q
22q
Xp

Xq

13.3
13.43
13
13.33
22.3
13.33
22.33
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Alpha thalassemia/mental retardation syndrome / BEGE # 4 E M HE B E 16p13.3
Angelman syndrome (AS) / RIEEIERS 15911.2
Axenfeld-Rieger syndrome, type 3 (RIEG3) / Axenfeld-Rieger FJEIREE £37 @ 6p25.3
Charcot-Marie-Tooth disease type 1A (CMT1A ) / BES I ZE4RIE 5 1AE 17p12
Chromosome 1p36 deletion syndrome / 1p36 ks fiezEf €@ 1p36
Chromosome 1921.1 deletion syndrome, 1.35Mb / 1021. 1R EIEEE, 1.35Mb €@ 1921.1
Chromosome 1g21.1 duplication syndrome / 1g21. 1 &G iE 12 EF 1921.1
Chromosome 1g24.3 microdeletion / 1024 .36k K EIERE 1024.3
*Chromosome 1p36 terminal region (includes GABRD) / 1p361EI&fE1ZEF 1p36
*Chromosome 1q43-g44 deletion syndrome / 1043-q44 R K AEIEEE 1043-q44
*Chromosome 2p15p16.1 duplication / 2p15p16.1 B GAE1EEE 2p15p16.1
Chromosome 2p16.1-p15 deletion syndrome / 2p16.1-p 1 5ERAEIRE: € 2p16.1-p15
*Chromosome 2p16.3 deletion syndrome / 2p16.3fR K fE1Z 5% 2p16.3
Chromosome 2q13 microdeletion syndrome/ 2q 135k i {2 2913
Chromosome 2q13 microduplication syndrome / 20131 1&E =R 2913
*Chromosome 2g37 microduplication syndrome/ 2q37 f&IGAE(EEE 2937
Chromosome 3pter-p25 deletion syndrome / 3pter-p25ih s ez 2 €@ 3pter-p25
*Chromosome 3q13.31 deletion syndrome / 3q13.31 GRS AE 1 EF 3913.31
Chromosome 3g29 microdeletion syndrome / 3929 fit 5k fE1#EF 3929
*Chromosome 3g29 microduplication syndrome / 3029 1EIEEERE 3029
Chromosome 4p16.1 duplication syndrome / 4p16.1 R iE1E 2+ 4p16.1
*Chromosome 4q deletions from 4931 and beyond / 4931-gter &gk SA 4q deletions
*Chromosome 6026-g27 deletion syndrome / 6026-027 kK E1ZEE 6026-027
*Chromosome 8p23.1 deletion syndrome / 8p23.1 K EIEEE A 8p23.1
*Chromosome 8p23.1 duplication syndrome / 8p23.1{E1EiE 12 Ef & 8p23.1
*Chromosome 10922.3-g23.2 deletion syndrome / 10923k K AE1EEE 10022.3-923.2
Chromosome 1026 deletion syndrome / 1002655125 €@ {W 10026
Chromosome 15911-g13 duplication syndrome / 15g11-13{E I8 E1#EF 15g11-q13
Chromosome 15q13.3 microdeletion syndrome / 15q13.36k R AE1ZEF 15013.3
Chromosome 15024 deletion syndrome / 15024 GRKFEIRES A 15024
*Chromosome 15024 recurrent duplication (LCR15g24A to D)(includes STRA6 and CSPG4) 15024
Chromosome 15925 deletion syndrome (distal) / 152585 fE % £+ 15025
Chromosome 15q2é-gter deletion syndrome / 15q26-gterfi s E1RE: €@ Q A 15g26-gter
Chromosome 16p11.2 deletion syndrome, 220kb / 16p11.2GRKFEIEEE, 220kb 16p11.2
Chromosome 16p11.2 deletion syndrome, 593kb / 16p11.26k 5k E12EE, 593k €@ 16p11.2
Chromosome 16p11.2 duplication syndrome / 16p11.2i& 18 AE %2+ 16p11.2
Chromosome 16p13.11 microdeletion / 16p13.11 ik fEER €@ 16p13.11
Chromosome 16p13.11 microduplication / 16p13.11#&1E5E12 2 €@ 16p13.11
*Chromosome 17g11.2 deletion syndrome, 1.4Mb / 17g11.2 TRKGEIEEE, 1.4Mb 17g11.2
*Chromosome 17q12 deletion syndrome / 17912~ EIEEE 17912
*Chromosome 17912 duplication syndrome / 17q12iE1SiE 1R < 17912
*Chromosome 17p13.3 duplication syndrome / 17p13.31BIGiE(# 2% 17p13.3
*Chromosome 17p13.3 , telomeric,duplication syndrome / 17p13.3, I, &G AE 1% EF 17p13.3
Chromosome 18p deletion syndrome / 18p TR AEIERE 18p deletion
Chromosome 18q deletion syndrome / 18q izt @ e Q) A {(’y 18q deletion
Chromosome 22q11.2 microduplication syndrome / 22q11.2#&1 172 € 22911.2
*Chromosome Xp11.23-p11.22 duplication syndrome / Xp11.23-p11.221& 14 fE{#EE Xp11.23-p11.22
*Chromosome Xq28 duplication syndrome / Xo28 &G iE &% Xq28 duplication
Cri-du-chat syndrome / 54225 122% €@ 5p15.32-p15.31
DiGeorge syndrome / Velocardiofacial syndrome (4 TBX1) KB A RE1E=EF/38 /0 G AEAR B 22911.2

Down syndrome (Trisomy 21) / BEECAEIZEE @@

m WEk EEHAB

RETH

REBRES

21922.12,21g22.2

5 (EL)

OMIM

141750
105830
602482
118220
607872
612474
612475

613792
609425
609425

609625
608636
612001
613406
614294
612626
613444
611913
614671

613215
612576
146390
146390
608363
300801
300815
123450
192430
190685
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Edward syndrome (Trisomy 18) / B{EZEKAE(ZES

Holoprosencephaly 4 (4TGIF1) / FIfSBBBIE $£45 &

Ichthyosis, X-linked / fa & ##

Jacobsen syndrome / B O] FRAE 2R

Kleefstra syndrome 1 (chromosome 9G34.3 deletion syndrome) / Kleefstra EofE(2E: €@
Klinefelter's Syndrome (47,XXY) / S ECEIZERS

Koolen-De Vries syndrome / Koolen-De Vries {22 €@ <

*Lamb-Shaffer syndrome / Lamb-ShafferiE{z#f

Mental retardation, autosomal dominant 39 / EaEiELE (MYT1LE R EFE)

Miller-Dieker lissencephaly syndrome (MDLS) / Miller-DiekerE/Ei22: €@ @
Neuropathy, Hereditary, with liability to pressure palsies(HNPP) /3B {E 14 B 1] 5 5L M 1 A8 s 2
Neurofibromatosis,type 1(NF1) Microduplication Syndrome / 8 48 4 4 ez fir 25— 1Y
Palllister-Killian syndrome (PKS) / Pallister-Killian G iE 122 €@ < A

Patau syndrome (Trisomy 13) / 1AM ECRE IR

Phelan-McDermid syndrome (PMS) / 22q13.3tRk &R AE1ZEF

Potocki-Lupski syndrome (PTLS) / Potocki-LupskiESEEIZEE( 17p11.24F L fE158) €
Potocki-Shaffer syndrome(PSS) / Potocki-Shaffer G AE &8

Prader-Willi syndrome / /)\B¥ & RUFE 2 A%

*Proximal 1921.1 duplication syndrome / 1g21.131 ik EEAEIETE

Recombinant chromosome 8 syndrome / 585k B e S AR AE (= 2%

Smith-Magenis syndrome (SMS) / SRZ3Ef - 25 7 FCE 1R 2F €@

Sotos syndrome 1(Sotos1) / Sotos FEIREE & 15 @

Split-hand/foot malformation 3, gene duplication syndrome / RFZEfE 5 38
Triple X syndrome (47, XXX syndrome/Trisomy X)/ =XAE{EE$

*Trisomy 9p syndrome / =R B E9pEIEE

Turner syndrome (Typical 45 X) / 55 4RfE

Williams-Beuren region duplication syndrome (includes ELN) / 7q11.231B & AE % Ef
Williams-Beuren syndrome (WBS) (includes ELN) / & B & ECfE 12 8%

Wilms tumor, aniridia, genitourinary anomalies and mental retardation syndrome
(WAGR) / WAGRAEZEE A

Wolf-Hirschhorn syndrome (WHS) / Wolf-HirschhomiE122: @@ @ Q) A

46,XY Sex reversal 4 (Chromosome 9p24.3 deletion syndrome) / 46, XYM B8 55451
47, XYY syndrome (super-man syndrome) / XYYE1#E$

REREF
Trisomy 18
18p11.31
Xp22.31
11925
9934.3
47 XXY
17921.31
12p12.1
2p25.3
17p13.3
17p12
17911.2
12p13.31
Trisomy 13
22913.33
17p11.2
1pl11.2
15911.2
Proximal 1g21.1

recombinant chromosome 8

17p11.2
5935
10924.32
47, XXX
9p23-p22.3
45X
7911.23
7911.23
11p13

4p16.3
9p24.3
47, XYY

OMIM
142946
308100
147791
610253
610443
616803
247200
162500
162200
601803
606232
610883
601224
176270
179613
182290
117550
246560

609757
194050
194072

194190
154230
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