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saf'e]é] Standard Panel screens for 14
validated conditions. In alignment with international
guidelines®, this panel is the recommended
choice for most mothers.
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Blue represents Trisomies
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Orange represents Microdeletion Syndromes
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Green represents Sex Chromosome Aneuploidies
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*Since microdeletions are rare, limited data is available for validating the
detection rate of most microdeletions. Microdeletions may occur in less than 3Mb
in size, safel2i™ only searches for microdeletions with a minimum size of 3Mb.
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Non-Invasive Ana/ysis of Fetal DNA for

Prenatal Screening - Standard Panel
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BIEAI8 B 815 Testing items include
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Trisomies Microdeletion Sex Chromosome
Syndromes Aneuploidies

T21 Down Syndrome

T18 Edwards Syndrome

A58 = FEE Trisomies
T2AERLGEIE T18E BERAREAE T13EE AR A AE

T13 Patau Syndrome
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1p3BERKARATE

1p36 Deletion Syndrome

2033V ERKERETE
2g33.1 Deletion

MR SR E {5 8% Microdeletion Syndromes

Angelman Syndrome

Cri-du-chat Syndrome

Syndrome
] L ]
15q11.2RK4RE SplR AR AIE/ 22011 . 2R KER A AE/
REIFEAE SH ST A AE MEBRERAIE
15g11.2 Deletion/ 5p Deletion/ 22911.2 Deletion/

DiGeorge Syndrome

L
8q24 TR R IREIE

EE-R-EERAE

80g24.1 Deletion/
Langer-Giedion
Syndrome

L
15011.2 BRKERETE
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BRI A
15g11.2 Deletion/

| Prader-Willi Syndrome |

X0 Monosomy X
(Turner Syndrome)
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XYY Syndrome
(Jacob's Syndrome)
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Non-Invasive Analysis of Fetal DNA for
Ig H& Prenatal Screening - Advanced Panel
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Advanced Panel

BIEAI8 B B1& Testing items include
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MR ARRIS R - @h M=K A NEER 22, 126 4

PR &% B (OMIM, DecipherFlOrphanet) A 50 8% 9
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12678 EIMbRY IR K A BB =7 Trisomies MERIEIREE Sex Chromosome

o Microdelgtion/ Aneuploidies
safe 217" Advanced Panel screens for M‘%?r%‘rg'rﬁggon

chromosomal aneuploidies of all 23 pairs of
chromosomes, including trisomies and the 126
microdeletions/microduplications with a minimum
size of 3Mb that has been recorded on the
international databases: OMIM, Decipher and
Orphanet* 5.7, 3B 126 B KA EEAEIREE
more than 126 Microdeletion or
Microduplication Syndromes
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reRg 2 L AL IR E3Mb R E R R RIMEE - AT _ LML AN *Since microdeletions are rare, limited data is available for validating the
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only searches for microdeletions with a minimum size of 3Mb.
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Since advanced findings are rare and complex, insufficient data for validation
may lower the accuracy.
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1p21.3 BRKARSE

1p21.3 Microdeletion Syndrome
1p31 BEIREE

1p31 Duplication Syndrome
1p32-p31 IRERKARAE
1p32-p31 Microdeletion Syndrome
1p36 TRASARSIE

1p36 Deletion Syndrome

19211 ERAHREIE "

1921.1 Microdeletion Syndrome'?
1921.1 S EBHEARSIE?

1921.1 Microduplication
Syndrome?

TAR R AE /NGRS -
BRERAARSE
Thrombocytopenia Absent
Radius Syndrome?

1q41-942 RERKAREIE
1941-g42 Microdeletion
Syndrome

1944 R AARSIE

1944 Microdeletion Syndrome

. 2p12-p11.2 BRAEARBTE

2p12-p11.2 Deletion Syndrome

- 2p16.1-p15 BUIRKARAAE

2p16.1-p15 Microdeletion
Syndrome

fE

2023.1 Microdeletion Syndrome

- 2024 SRRAAREIE

2024 Microdeletion Syndrome

29311 PERKFRAE HFEE
fE 5 A

2g31.1 Microdeletion Syndrome/
Split Hand/ Foot Malformation 5

- 20311 HEEAEIE

2931.1 Microduplication Syndrome

. 2932-933 R AR ANE/

2g33.1 RERKARBAE
2q32-q33 Microdeletion Syndrome/
2q33.1 Microdeletion Syndrome

. 2035 ERAFRAIE

2935 Duplication Syndrome

- 2037 SRERAAREE/ 2 BIFEAE

RIS AESURAT, 6 B

2937 Microdeletion Syndrome/
Holoprosencephaly 6*
3p-#REIE/3pter-p25 BRAARAIE
3p-Syndrome/ 3pter-p25
Deletion Syndrome

3913.31 BRRARATE

3913.31 Deletion Syndrome

. Dandy-Walker B2 + Dandy-Walker

REE ~ FNEEFFAERSE
Isolated Dandy-Walker
Malformation

fiE
3g26-q27 Microdeletion Syndrome

- 39273 IR AREIE

3g27.3 Microdeletion Syndrome
3029 PRER K AR B AE/3q BRIk
BRKARBAE

3929 Microdeletion Syndrome/
3q Subtelomere Deletion
Syndrome/3qter Deletion

- 3029 YEBEAREIE

3929 Microduplication Syndrome
Ap-IRBIENRR-FFRARAE
4p-Syndrome/ Wolf-Hirschhorn
Syndrome

4021 SRERAR AR BAE

421 Microdeletion Syndrome
4925 IR AARRIE °

4q25 Proximal Deletion
Syndrome ®
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5035 Rk ; Sotos ARAME 2 B K 3 A
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550kb ; 12. R BEEEK R 550kb 5 13. DLERTHIRA R IEERIK AT B B ERR AR - BERMBERERA -
1. Syndrome with variable clinical manifestations but without the clinical picture of Thrombocytopenia Absent Radius (TAR) Syndrome ; 2. Although penetrance is incomplete and gene expression is variable a number of patients with
mutations classified as pathogenic in DECIPHER can be found ; 3. The difference between item #5 and #7 is the i nvolve ment of deletion in RBM8A gene ; 4. Same region microdeletion but with variable syndrome or clinical
manifestation ; 5. Smallest size described inliterature is 1.2 Mb (PMC : 4988255) while one patient with 23 Mb deletion from 4q24 to 4q28.3 was also found ; 6. Sotos Syndrome 1 : 5g35 deletion Sotos Syndrome 2 & 3: single gene

mutation in Chr 19. Only Sotos Syndrome 11is ;
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32.

4932.1-q32.2 Triplication Syndrome
5p BRAARGAE / 5p B EEIE /
SHSRAREAE

5p Deletion Syndrome /
Monosomy 5p / Cri-du-chat
Syndrome

- 5p13 EEAREIE

5p13 Microduplication Syndrome
5012 GRKHREAE/PDEADE (552
RREEE

5q12 Deletion Syndrome / PDE4D
Haploinsufficiency Syndrome

- 50143 FEREAREIE

5q14.3 Microdeletion Syndrome

- 5023 ERAAREIE

5923 Microdeletion Syndrome

. Sotos ZRAYET Y ~ RESEAUE

NS AR SIE ©

Sotos Syndrome 1 ¢

. 625 ERAAREIE / 6pEaiihl

BRAARSAE

6p25 Microdeletion Syndrome/
6p Subtelomeric Deletion
Syndrome / 6pterp24 Deletion
Syndrome

.6q11-q14 Bk

6q11-q14 Deletion

38.6q16 TRAARAAE

39.

40.

6016 Deletion Syndrome
6025 FRERAKAREIE /
6924-q25 BRASAREIE

6025 Microdeletion Syndrome /
6q24-q25 Deletion Syndrome
CHDM/ Chordoma

41. 6q AIHTRAKARAAE

6q Terminal Deletion Syndrome

L 7p22. EEAREIE

7p22.1 Microduplication
Syndrome’

43.7q Rk
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56.
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- 8024.1 BRAR R

7q Deletion

7q11.23 GREFREAE

7q11.23 Deletion Syndrome
7q11.23E 4B IE

7q11.23 Duplication Syndrome
7931 SR ARBIE

7931 Microdeletion Syndrome

- 8p23.1 IR ARBIE

8p23.1 Microdeletion Syndrome

8p23.1 EARAIE

8p23.1 Duplication Syndrome
8912 YEBARAE’

8q12 Microduplication Syndrome ’
8q12.1-21.2 BRAEARAE
8912.1-q21.2 Deletion Syndrome
8913 BRI ARAIE

813 Microdeletion Syndrome
8021.11 RERKARSAE

8g21.11 Microdeletion Syndrome
8022.1 RERKARATE

8g22.1 Microdeletion Syndrome
8022 1EEARAIE/ LeriB1L
BEE’

8022.1 Duplication Syndrome/
Leri Pleonosteosis ’

fE / F-2-185
FREAE

8¢24.1 Deletion Syndrome/
Langer-Giedion Syndrome/
Trichorhinophalangeal
Syndrome Type 2

8024.3 TRKARSIE "

8q24.3 Deletion Syndrome”’
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P according to ACMG statement and ACOG practic e bulletin #163.

* DINOR AR B AR AE (REF A B/ 3Mb RE - §52% safeT21express™ LLazi&

R/ B E

(ACMG) B R XEURERI B2 & (ACOG ) #93E5|#163 » R
## 2 o Screening CNVs by non-invasive prenatal test (NIPT) is NOT recommended

#NE 3Mb EEMIK

iE{%Ef o Below Microdeletion/ Microduplication Syndromes may occur in less than 3Mb in size.
safeT21express ™ only searches for Microdeletion/Microduplication Syndr omes with a minimum size of 3Mb.

9p BRIKARENE / 9p BERESE

9p Deletion Syndrome/
Monosomy 9p

9p13 PERKARBAE

9p13 Microdeletion Syndrome
9921 SRERKAR B AE

9921 Microdeletion Syndrome
10p FRIn B ENE/ BintraE2 2
Distal Monosomy 10p /
DiGeorge Syndrome 24

. 10022.3q23.2 RS AR A TE

10g22.3923.2 Microdeletion
Syndrome

10922.3923.3 U EE LB
10922.3923.3 Microduplication
Syndrome

10926 GRS AREAE / 10q Uik
ERICARBAE /109 Rim B A8E
10926 Deletion Syndrome /
Telomeric Deletion 10q /
Distal Monosomy 10q
11p11.2 SRARSE/
Potocki-Shaffer 4z & iE
11p11.2 Deletion Syndrome/
Potocki-Shaffer Syndrome
WAGR #R&E

WAGR Syndrome

. WAGRO %75 iE/ WAGR 4R 5 ©

WAGRO Syndrome/ WAGR
Syndrome?

. 11922.2-922.3 BRKLREAE

11922.2-q22.3 Deletion Syndrome
11923 SRAARAAE/HER AR
AR~ BEARGRE

11923 Deletion Syndrome/
Jacobsen Syndrome

12p12.1 SERKAR B AE

12p12.1 Microdeletion Syndrome
12p13.33 {YBRKARAIE/

12p 3% B8 BEE 7

12p13.33 Microdeletion Syndrome/
Distal Monosomy 12p 7

- 12914 BERAARBIE

12914 Microdeletion Syndrome
12q15-921.1 $RERKARAAE
12915-921.1 Microdeletion
Syndrome

139123 SUERAARAIE

13q12.3 Microdeletion Syndrome ”
13914 BREAREE

13q14 Deletion Syndrome
13932 SRAARSAE/ 139 Eif
T

13932 Deletion Syndrome/
Distal Monosomy 13q

14q11.2 SRERKAREIE /
14q11-922 SRAARSAE

14911.2 Microdeletion Syndrome/
14911-g22 Deletion Syndrome

14912 IRAARBIE

14912 Microdeletion Syndrome

Frias AR &iE

Frias Syndrome

14932 B4R A TE

14q32 Duplication Syndrome
15q11-q13 EEAREE
15q11-q13 Duplication Syndrome

159112 RAGAE / BIRiSE

MARBIE ~ NNFEFIARSAE °
15911.2 Deletion Syndrome/
Prader-Willi Syndrome 9

1512 RRAREE / REPARSAE

RENGEIE ~ TREHFAE®
15q11.2 Deletion Syndrome/
Angelman Syndrome °
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QIR —{I8 ; 8. WAGRO #R

15914 SR KAR B AE

15914 Microdeletion Syndrome
15024 HIRIARAIE"

15g24 Microdeletion Syndrome '°
15025 SRAARATE

15925 Deletion Syndrome
15026 FRIAREIE /159 =i
BRE

15926 Deletion Syndrome /
Distal Monosomy 15q
Levy-Shanske #R&E
Levy-Shanske Syndrome

SR ERELRRR

HCD/ Hernia, Congenital
Diaphragmatic

16p12.2-p11.2 fRERKAREAE
16p12.2-p11.2 Microdeletion
Syndrome"

16p12.2-p11.2 SUEHEARSIE
16p12.2-p11.2 Microduplication
Syndrome '?

. 16p13.3 BRELAE

16p13.3 Deletion Syndrome

16022 RAARATE

16922 Deletion Syndrome
16024.1 JRERKAR S

16q24.1 Microdeletion Syndrome
17p11.2 RERKARSAE /
SEERAT-RE A RARAAE
17p11.2 Microdeletion Syndrome /
Smith-Magenis Syndrome
17p11.2 HEBIEARAIE /
Potocki-Lupski 4R & fiE

17p11.2 Microduplication Syndrome/ | 118.

Potocki-Lupski Syndrome
17p12-p11.2 YBEARAE
Yuan-Harel-Lupski #3 & i
17p12-p11.2 Microduplication
Syndrome/ Yuan-Harel-Lupski
Syndrome
17p13.3 BRKMFREIE
17p13.3 Deletion Syndrome
17p13.3 ERAR A
17p13.3 Microduplication Syndrome
17911 BERKAR B AE
17911 Microdeletion Syndrome
17912 RAIFEE
17912 Deletion Syndrome
7912 PRERARBIE
17912 Microduplication
Syndrome
17021 3V EEAAIE
17921.31 Duplication Syndrome
. 17923.1-23.2 BREAREAE
17923.1-23.2 Deletion Syndrome
18p-4RAE / 18p BREAR AT /
18p B EEAE
18p-Syndrome / 18p Deletion
Syndrome / Monosomy 18p
18q-ARAAE / 180 TRAIRAIE
18g-Syndrome/ 18q Deletion
Syndrome
19913.11 ERAKARSAE
19913.11 Microdeletion
Syndrome
20p12.3 FERAAREIE
20p12.3 Microdeletion
Syndrome
20911.2 BRKAREIE 7
20qg11.2 Microdeletion
Syndrome’
21q-4RBYE / 219 BRAREAE /
PARE: i
21g-Syndrome/ 21q Deletion
Syndrome/ Monosomy 21

EE WAGR #7
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.21922.13-0922.2 iRk iz E

- Xp22.3 fRERAK AR

21022.11-22.12 (IR K AR B E
21922.11-922.12 Microdeletion
Syndrome

fE/
[£21922.13-022.2 SRR 5| BHY
DYRK1A #HEE DR 4R A E
21922.13-9q22.2 Microdeletion
Syndrome/ DYRK1A-Related
Intellectual Disability
Syndrome due to 21g22.13-
g22.2 Microdeletion
SHIRAREAE

Cat Eye Syndrome

22q11.2 R ARESE /22q11DS /
ABBRAIE | SAORAREE
22q11.2 Deletion Syndrome/
22911DS/ DiGeorge Syndrome/
Velocardiofacial Syndrome
22q11.2 YEBARAE
22q11.2 Microduplication
Syndrome ™

22q13 SRk /22913 B2
22q13 Deletion / Monosomy
22q13

22922.3 BRAHRAAEIZ BIPGAE
BIA 2T 1 8L

22q22.3 Deletion Syndrome/
Holoprosencephaly 1

Xp11.3 GRACARBIE / X148
BE- RERERREGAE
Xp11.3 Deletion Syndrome/
X-linked Intellectual
Disability-Retinitis
Pigmentosa Syndrome
Xp11.23-p11.22 (R EELRAE
Microduplication
Xp11.23-p11.22 Syndrome

Xp21 SRERKARSAE /

Xp21 #PITERRAAREE
Xp21 Microdeletion Syndrome/
Xp21 Contiguous Gene Deletion
Syndrome
Xp22.2-p22.13EELFATE
Xp22.2-p22.13 Duplication
Syndrome

B

Xp22.3 Microdeletion
Syndrome

Xp28 fRAARATE
BT TET - A 3R -
FRBIE

Xp28 Deletion/ Moyamoya
Angiopathy-Short tature-
Facial Dysmorphism-
Hypergonadotropic
Hypogonadism Syndrome
Xa21 GRAARAAE

Xqg21 Deletion Syndrome
X022.3 SRIER AR B AE
Xg22.3 Telomeric Deletion
Syndrome

| BB
PERRZH HE@ET

. Xq27.3-028EBE R EIE

Xq27.3-q28 Dupllcatlon
Syndrome ’

Xq28 T ERAGRK AR E/
XMEEHUNE- R BB RS
Xq28 Contiguous Gene Deletion
Syndrome/ X-linked Myotubular
Myopathy-Abnormal Genitalia
Syndrome’
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7.0nly one patient was found on DECIPHER ; 8. WAGRO Syndrome differs from WAGR Syndrome by including the deletion of an additional gene BDNF. Some databases treat them as

the same ; 9. Cannot distinguish PWS and AS from deletion size in DECIPHER due to their unique pathogenesis ; 10. Involves recurrent CNV ; 11. Most patients have deletion with size around 550 kb ; 12. Most patients have
duplication with size around 550 kb ; 13.This is not a clinically recognizable disorder. Some people having the duplication do not have symptoms.



