Fetal dna chip_detection list_ 20160511

By OMIM ER/brES RS HEE
192126 KRB EE 7 multiple

1941-q42 7 E& L - ~99% 1q41-42
2q22. 3R IAE(ERE 5 multiple ~99% 2022.3

2937 K 605314; 600395 HDAC4, GPC1 >95% 2q37
3929 EX B SE (RS 609425 multiple

5q21.1-g31. 2R S EEEEE - >95% 5021.1-9q31.2
7q11.23EE 78 609757 ~99% 7q11.23
8p23. i (R EE - >95% 8p23.1

9934 3HRIIE(EEE 607001 EHMT1
11q11-q13.3EH B 164950; 164980 FGF3, FGF4 >95% 11911.22
15q24 J %ok 15q24
16p11.2-p12.11t 5 16p11.2-p12.1
17p11.2E5 78 17p11.2

- HCN4 ~99%
611913 multiple ~99%
- RAIL ~99%
17921.31 |/ Beifse 610443 MAPT, CRHR1 ~99% 17q21.31
611867 ~99%
22q13.3 7 FRH A EEEE 606232 ~99% 22q13.33

2291128878 22q11.2

i 7 5 B A A 118450 JAG1 3-7%
PR 7Rt b i TR 5 0 301040 ATRX, SOX8
A EE (R 203780 COL4A5
TR P AN UBE (i T

20p12.2
Unknown 16p13.3

multiple 24 chromosomes
105830 UBE3A ~70% 15911.2-q12
PR IR . ARUTEE, PEERSU .  RERRmRAE (A 106210

153480
109400
FUo - B AR 130650
PO RS S B | BAEE, BREEAE

Branchio-Oto-Renal JiE{# # 113650/166780
i B HE =K e BRE FURE 300755

~2-11% have a detectable deletion 10923.31
Deletions uncommon 9q22.32
Duplications uncommon 11p15.4-11p15.5

IGF2, KCNQ1

7-11% have a detectable deletion
very low except contiguous gene

R I E A R LRI 114290 17924.3

B R A T Unknown
SR AR & 1 115470 multiple 22q11.21
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tavn- KB Fl- ﬁiﬂﬁEU“ PMP22 ~80% 17p12

214800 ~10% have a detectable deletion

10q22. 3-q23 31 H ok - >95% 1022.3-923.31
Unknown

18(15315'%7@33? Unknown

119600 Deletions uncommon
122470 Rare deletions

2 153480 ~1% have a detectable deletion 10¢23.31
%’E’n’a‘ﬂ%?ﬂ@éi# 123450 multiple ~99% 5p15.2-p13.3
B2 IR S 309400 ATP7A Uncertain Xq12-q13
ldirdeng 219800 CTNS ~50% 17p13.2-p13.3

220200 ZIC1, ZIC4 Deletions uncommon
142340 NR2F2/CHD2 15026.1-926.2
188400 X 22q11.21
DiGeorge#s &1l 601362 Very rare
602917 multiple Unknown 21922.12
s FEEE RN 4T Unknown
18921.1

164280
TDGF1(CRIPTO) Unknown 3p21.31

*’Léﬂfﬁ?ﬁﬁ; X HTiE 300624

300474 High in contiguous, low isolated gene
Greigk Z 1R EEG1IE 175700 GLI3 5-10% 7p14.1

17p11.2
Huﬁ“‘é‘ﬁ ﬂhfwﬂ gin| 236100 TMEM1 <5% 21922.3
157170 ~1% have a detectable deletion
Huﬁ“‘é‘ﬁ mﬂwﬂi 142945 SHH 1-2% have a detectable deletion 7936.3
142946 18p11.31
Huﬁ“‘é‘ﬁ mTfF/JE5§: 609637 ZIc2 <5% 13932.3
i 605934 2q37.1-37.3

I 7 s T 7 1Y 601309 PTCH1 Precise detection rate unknown 9g22.32
Precise detection rate unknown

B ZE a1 300419 Deletion uncommon
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B UGS E 300672 CDKL5 Unknown Xp21.3

147791 multiple 11924-925

JoubertEEV B8 (FEENSET#E R~ %) 256100 NPHP1 60-70% homozygous deletion 2q13

P PCREAGAE s (M BRI R 7 W AN 2 IR PR R T RERE A MEL 530t 2 308700 10-12% have a detectable deletion Xp22.31

EE(B A -E-15[HE] B 45 A1iE) 150230 EXT1, TRPS1 ~75% have a detectable deletion 823.3-q24.11
Lesch Nyhanf” TR i Je FIElERE HPRT1 Xq26

qZHMJE 300067 DCX Xq22.3

Menkes EEETI%E? “ﬁﬁﬁﬁf e, TAIH 309400 ATP7A Xg21.1
NS 309801 Precise detection rate unknown
NESRE; SRR O RS 108900 NKX2-5 Uncertain 5q35.1
MTIF2, VRK2 ~99% have a detectable deletion
ANIR A JE EE‘“‘%ET\ e BMP4
N 206900
/J\gﬁz;ﬁ 309801
247200

~2% have a detectable deletion
multiple Uncertain
YWHAE 85-90% for full syndrome
Unknown

PRLYA) ~15% have a detectable deletion

Uncertain

161200
256100
163950

AT
111{%*;%{‘— r[XQ:i:*Z

~1-5% have a detectable deletion
60-70% homozygous deletion
Precise detection rate unknown

PTPN11

G P F3i 300000 ~2% detected
BT FEiN ESn=g N1 311200 OFD1 Very low Xp22.2

AR - 2 ek 25 B AE 601803 multiple Precise detection rate unknown
45 4 52, 2 T R A AR 312080 PLP1 60-70% have a detectable
Pericentromeric regions (43 regions) multiple Detection rate variable depending upon the marker chromosome 43 4
Potocki-Shaffer syndrome 601224 EXT2, ALX4 >95% 11p11.2
{ REAGAE ;5 T ) DRORE M 176270 multiple 15q11.2-q12

Prader-Willi-like phenotype 176270 SIM1 Deletions uncommon 6q16.3
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R DO TR AR DR (0% Bt e ECORE
R R AT 180500
-7 U 5 180849

Sacral/anorectal malformation syndrome

B — B FOEAR B

; - 55 7 R PRUE M A 182290

RS E oY, REHTERE 117550

TR LAY 183600

5”?’”;@&35“! 600095
606708

Subtelomeric regions (41 regions) multiple 0.5-7% have a detectable deletion 41 sites

JE24E (ib) Ei 186000

/N B3I A A SR

TreacherCoIImstﬁﬁ ﬂiﬂ%ﬁfﬂ(%ﬁﬁﬂﬁﬁ

190350

119300

FUE A PO (R B 193510
JER R PO AR A s Bl R 194050
J T 4% K e 9 194072
R TR 2 K R 194070

CREBBP

multiple
TWIST1

DLX1/DLX2
multiple
HOXD13

TCOF1

ELN, LIMK1
PAX6, WT1

Unknown
16p13.3

11-18% have a detectable deletion

17p11.2
10-40% have a detectable deletion
Precise detection rate unknown
Precise detection rate unknown 10p24.32
Unknown
0.5-7% have a detectable deletion

2931-g32

Uncertain

Uncertian 5q33.1
<20% have a detectable deletion

~2-3% have a detectable deletion

Precise detection rate unknown

>95% have a detectable deletion 7911.23
20-35%

Rare deletions unless associated

RR—H 75 IRE 194190

Xl

Xﬁ%ﬁ FH Ik i 22 ﬁif“ @Eﬁ 306955
; 308240

multiple

SH2D1A

>95% have a detectable deletion

Deletions uncommon

~4-9% have a detectable deletion

Xp11.3 deletion with mental retardation ZNF674 Low Xp11.3 300578

ZNF674

Low Xp11.3
Xp22.31

*F LG B3 5l (heterodisomy )l BRI/ SR SE R BEAE 75 22 51 AR R PCRARMG . 5 0 20 B s A Tl B3 —

multiple
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Detect uniparental isodisomy* multiple
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