RAIO7LAREHRE (XDESD 0 0 6 —26 REMEBISEERT) WRSIRBOSIERIBR

TSRIER RBRRER ek | HREEGEFENAE (S1ERE) NP> Mizid (GRCh37/hg19) Gain/Loss
1p36RKAEIRRT 1p36 microdeletion syndrome 1 1p36 1:10001-12840259 Loss
1021, 1 RIS SRR 1g21.1 recurrent mlcrgdeletlon (susceptibility locus for 1 1g21.1 1:146533376-147883376 Loss
neurodevelopmental disorders)
1q21. et E ey |92 11 recurrent microduplication (possible susceptibility locus| 1g21.1 1:146533376-147883376 Gain
for neurodevelopmental
1g21. 18I/ R -BEER18 [1g21.1 susceptibility locus for Thrombocytopenia-Absent
1 1g21.1 1:145386506-1457480
AEIREF Radius (TAR) syndrome q 67 Loss
2p2 1 REKSEIREE 2p21 Microdeletion Syndrome 2 2p21 2:44410451-44589584 Loss
2p15-16. 1 REGEERE 2p15-16.1 microdeletion syndrome 2 2p15-16.1 2:59285696-61819815 Loss
2933. 1 RKAHRRTE 2g33.1 deletion syndrome 2 2q32.3-g33 2:196925121-205206939 Loss
2q37€/VY=— 2g37 monosomy 2 237 2:239969863-240322643 Loss
3q29RKAEIRRE 329 microdeletion syndrome 3 329 3:195726835-197344663 Loss
3q29EESEIREE 329 microduplication syndrome 3 3q29 3:195726835-197344663 Gain
AT OIS aR—AEIREE Wolf-Hirschhorn Syndrome 4 4p16.3 4:1569197-2110236 Loss
Sp-fEREF Cri du Chat Syndrome (5p deletion) 5 5p 5:10001-12533304 Loss
Y NAFEIRRE Sotos syndrome 5 5g35.3 5:175724636-177052116 Loss
7q11.23FEMEREE 7q11.23 duplication syndrome 7 7q11.23 7:72744455-74142672 Gain
D47 LAREIREE Williams-Beuren Syndrome (WBS) 7 7q11.23 7:72744455-74142672 Loss
HF/HEFE 1 Split hand/foot malformation 1 (SHFM1) 7 7921.3 7:96318078-96339203 Loss
8p23. 11l R ARAEIRAT 8p23.1 deletion syndrome 8 8p23.1 8:8100055-11764629 Loss
8p23. 1 EBHESEIREY 8p23.1 duplication syndrome 8 8p23.1 8:8100055-11764629 Gain
8q21.11 RKJEIREF 8g21.11 Microdeletion Syndrome 8 8g21.11 8:77226464-77766239 Loss
9q34RKAEIRERT 9q subtelomeric deletion syndrome 9 9q 9:140513443-140730578 Loss
11:2019432-2024739
RYJIL X T —T N AENREE Beckwith-Wiedemann syndrome 11 11p15.5-p15.4 11:2629558-2721224 —*
11:2904448-2907005
WAGRAE(REE WAGR 11p13 deletion syndrome 11 11p13 11:31806339-32457087 Loss
RN S14 D7 —fEIREE Potocki-Shaffer syndrome 11 11p11.2 11:43994800-46052450 Loss
12q14RKAEIREE 12914 microdeletion syndrome 12 12q14 12:65071919-68645525 Loss
FE1ABR BRI (VIR
Kagami-Ogat 14 14932 14 - —*
B (B — $55REIREL) agami-Ogata syndrome q3 89766345-107289540
Py 'Il'i;nple syndrome (maternal uniparental disomy chromosome 14 1432 14:89766345-107289540 x
<= N, 15:22677345-28193120 Type 1
73 nd] 1 15q11-q1 L
VIS TN AENRRE Angelman syndrome 5 5q11-q13 15:23619912-28438266 Type 2 0ss
— . - 15:22677345-28193120 Type 1
— < DJEA! P -Willi S 1 15g11-q1 L
T35 — - O1USEIREE rader-Willi Syndrome 5 5q11-g13 | 5:23619912-28438266 Type 2 o0ss
15q13.3RKFEIRET 15@g13.3 microdeletion syndrome 15 15g13.3 15:30910306-32445407 Loss
15024184 R KAEIREE 15924 recurrent microdeletion syndrome 15 15924 15:74412643-75972911 Loss
1502618 EAFIREE 15026 overgrowth syndrome 15 15g26 15:99357970-102521392 Gain
ATR-16%EREE ATR-16 syndrome 16 16p13.3 16:60001-834372 Loss




WESS 291> - TACTEIREE Rubinstein-Taybi Syndrome 16 16p13.3 16:3775055-3930121 Loss

16p13. 1 LSBT R SRR 16p13.1.1' |"ecurrent microdeletion (neurocognitive disorder 16 16p13.11 16:14986684-16486684 Loss
susceptibility locus)

16p13. 11 S{E A B S IR 16p13.1.1' |"ecurrent microduplication (neurocognitive disorder 16 16p13.11 16:14986684-16486684 Gain
susceptibility locus)

16p12. 1 RE RS S AE(REE Recurre.nt' '16p12.1 microdeletion (neurodevelopmental 16 16p12 16:21946524-22467284 Loss
susceptibility locus)

16p11.2-p12. 2 RFKAEIRRFE 16p11.2-p12.2 microdeletion syndrome 16 16p12.2-p11.2 16:21512062-30199854 Loss

16p11.2-p12. . 2EEREIREE 16p11.2-p12.2 microduplication syndrome 16 16p12.2-p11.2 16:21475060-29284077 Gain

16p11.2E1EAEHIRRT 16p11.2 microduplication syndrome 16 16p11.2 16:29606852-30199855 Gain

S5—-TAh—IEIREE Miller-Dieker syndrome (MDS) 17 17p13.3 17:1-2588909 Loss

S d—-X—- by—29R Charcot-Marie-Tooth syndrome type 1A (CMT1A) 17 17p12 17:14097915-15470903 Gain

B{EMSSE—1—-0/\F— Hereditary Liability to Pressure Palsies (HNPP) 17 17p12 17:14097915-15470903 Loss

R VTATAEIREE Potocki-Lupski syndrome (17p11.2 duplication syndrome) 17 17p11.2 17:16773072-20222149 Gain

AZAXFRERRE Smith-Magenis Syndrome 17 17p11.2 17:16773072-20222149 Loss

NF1RKAEIREF NF1-microdeletion syndrome 17 17q11.2 17:29107097-30263321 Loss

B — VERNIEIRRE RCAD (renal cysts and diabetes) 17 17q12 17:34815072-36215917 Loss

17q21. 31 R MR ST IRES i;fjrtit)recu"e”t microdeletion syndrome (Koolen de Vries |, 17q21.31 17:43705166-44294406 Loss

FK5 :_‘ | wWwKT7A4Y .

{?;chgl\jj AEIREE (FryRTOE | ot Eve Syndrome (Type T) 22 22q11 22:1-18527801 Gain

22q11.2RESENREE ijr?dlrlosqiit'on syndrome (Velocardiofacial / DiGeorge 22 22q11.21 22:19009792-21452445 Loss

22q11EEEHRET 22911 duplication syndrome 22 22q11.21 22:19009792-21452445 Gain

22q11. 5B RKREIREE 22q11.2 distal deletion syndrome 22 22q11.2 22:21917117-23722445 Loss

peyrey —~Sr—
zigﬁl{;)g\;;ﬁ@ﬁ (913%-379 22q13 deletion syndrome (Phelan-Mcdermid syndrome) 22 22g13.33 22:51045516-51187844 Loss
7:43339600-132584760

e — o 7,8,11,] 7p13-g32, 8g12.1, 11p15.5, 8:57073468-57123832

21248l SEA SILVER-RUSSELL SYNDROME —*

M TV RIVIEAREE v © 12 12q14.3 11:2019432-2024739

12:66218240-66360071
X:751878-867875
Y- D LS i-Wei i - i X Xp22.33

LU—-O1)VIEIREE Leri-Weill dyschondrostosis (LWD) - SHOX deletion p X:4G0558-753877 Loss

A7 04 RRIVIPH—E RIEAE Steroid sulphatase deficiency (STS) X Xp22.31 X:6455812-8133195 Loss

Xp11.22-p11.23EEREIREE Xp11.22-p11.23 Microduplication X Xpl11.23-p11.22 X:48334549-52117661 Gain

Xpl1l.22:@FH AN EE Xp11.22-linked intellectual disability X Xp11.22 X:53401070-53683275 Gain

RYWY . WGy \Y 1

Huig;;?ﬁ%?:g%;“ﬁ (GERtEX Pelizaeus-Merzbacher disease X Xq22.2 X:103031438-103047547 Gain

MECP2 SRR Xg28 (MECP2) duplication X Xq28 X:153287263-153363188 Gain

O ARORBFOLNAICINDSTEHFOT —IN-AICEFNBEREBR. ERRPIR S 20T TAD THEEL. X170V LA REMREBERAREITOTIRL,

O AEKD/NU7> MIE(FDECIPHERHDWEOMIMICEEEEN TLBIEER (GRCh37/hgl9) (CEDVWTLETY , BAREIREEZE DA

- E((bp)eld. BIUE—EUFE A BAEFITOCNVOTEIRKIEERRDET, £/, DECIPHER

CNV SyndromeDE (AL . BEBHREELOERONEDIREHNEZOEIREILZII TER NI, MEREBICUICERZOTERNMNELRDEY
O —*HEBASNTLSI&E (L. DECIPHERDDECIPHER CNV Syndromes(CEEEEN THST . Gain/LossDIBEIR(EHDEFR Ao SEHIZOMIMBEFENDT AN TTHESRTZE L

YERK : XAVO7 LA RLEBARIREE ROIHDEFEEISY - T\  https://plaza.umin.ac.jp/p-genet/microarray/




