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@:ﬁ 22 (DiGeorge syndrome : 22q11.2 deletion
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LML (393 DiGeorge syndrome Wil 92 AIUML) AIAN9I9

Microdeletion and Microduplication Syndromes List (92 TYPES)

Chromosome 1p36 deletion syndrome

Chromosome 10q26 deletion syndrome

Chromosome 1g41-q42 deletion syndrome

Chromosome 10p12-p11 deletion syndrome

Chromosome 1p32-p31 deletion syndrome

Chromosome 10p duplication

Chromosome 2p16.1-p15 deletion syndrome

Chromosome 11p13 deletion syndrome

Chromosome 2q33.1 deletion syndrome

Chromosome 11p11.2 deletion syndrome

Chromosome 2q31.1 duplication syndrome

Jacobsen syndrome

Chromosome 2q37 deletion syndrome

Chromosome 11q23 deletion syndrome

Chromosome 2q31.1 microdeletion syndrome

Chromosome 12q14 microdeletion syndrome

Chromosome 2q duplication

Chromosome 12p12.1 microdeletion syndrome

Chromosome 3pter-p25 deletion syndrome

Chromosome 12p duplication

Dandy-Walker syndrome

Chromosome 13q14 deletion syndrome

Chromosome 3q13.31 deletion syndrome

Distal chromosome 13q deletion

Distal chromosome 3p duplication

Chromosome 14q11-q22 deletion syndrome

Chromosome 3q duplication

Chromosome 14q22 deletion syndrome

Chromosome 4p16.3 deletion syndrome

Proximal chromosome 14q deletion

Chromosome 4q21 deletion syndrome

Chromosome 14q duplication

Chromosome 4p duplication

Prader-Willi syndrome

Distal chromosome 4q duplication

Angelman syndrome

Distal chromosome 4q deletion

Chromosome 15q26-qter deletion syndrome

Cri-du-Chat syndrome

Levy-Shanske syndrome

Chromosome 5q14.3 deletion syndrome

Chromosome 15q14 deletion syndrome

Chromosome 5q12 deletion syndrome

Chromosome 1524 microdeletion syndrome

Chromosome 5p13 duplication syndrome

Chromosome 15q26 overgrowth syndrome

Chromosome 5p duplication

Distal chromosome 15q deletion

Chromosome 6pter-p24 deletion syndrome

Chromosome 16p12.2-p11.2 deletion syndrome

Chromosome 6q24-q25 deletion syndrome

Chromosome 16p12.2-p11.2 duplication syndrome

Chromosome 6q11-q14 deletion syndrome

Chromosome 16p13.3 deletion syndrome

Chromosome 6p deletion

Chromosome 16p13.3 duplication syndrome

Chromosome 6q15-g23 deletion syndrome

Proximal chromosome 16q duplication

Chromosome 6q25-qter deletion syndrome

Smith-Magenis syndrome

Chromosome 6q26-q27 deletion syndrome

Chromosome 17p13.3 deletion syndrome

Chromosome 7q deletion

Potocki-Lupski syndrome

Chromosome 7q11.23 deletion syndrome

Chromosome 17p13.3 duplication syndrome

Chromosome 7q21-q32 deletion

Yuan-Harel-Lupski syndrome

Chromosome 7q31-q32 deletion

Chromosome 17p duplication

Chromosome 8p23.1 deletion syndrome

Chromosome 18p deletion syndrome

Chromosome 8p23.1 duplication syndrome

Distal chromosome 18q deletion syndrome

Langer-Giedion syndrome

Alagille syndrome 1

Chromosome 8q22.1 deletion syndrome

Chromosome 20p duplication

Chromosome 8qg22.1 duplication syndrome

Chromosome 21q22 deletion

Chromosome 8p duplication

Chromosome 22q11.2 deletion syndrome

Chromosome 8q duplication

Chromosome Xp11.23-p11.22 duplication syndrome

Chromosome 9p deletion syndrome

Chromosome Xp21 deletion syndrome

Chromosome 9p duplication

Chromosome Xq27.3-q28 duplication syndrome

DiGeorge syndrome 2

Chromosome Xg21 deletion syndrome

Chromosome 10q22.3-q23.2 deletion syndrome

Chromosome Xq22.3 deletion syndrome
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Performance only for reference
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(Unbalanced translocation) n1si/asuuasnesarusugaaasiaslulas (copy number variation) nsnaudinuaaslastulas
X X = Yo o oA o v ) . @ v o = o dl
(inversion) vizan s liuaudaulaslulausnanwarsausieaifen (uniparental disomy) iusin ludnmouzipaaiunim
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A X e = - A A | = - o o o
@u"] (Other chromosome aneupIOIdy) GLuﬂi‘m‘VlN@ﬂﬁim’a%mi’]:ﬂﬂﬂﬂm’m’]mm‘@imﬂ’mﬂimmi‘ﬂ:ﬂw@im ANBBININIT

e ise@AnEnInaaINITAaaL NIPT waz NIPT Plus A9BNT N

CONDITIONS SENSITIVITY SPECIFICITY PPV NPV REFERENCES
T21 99.17% 99.95% 92.19% 99.99%
Ultrasound Obstet Gynecol. 2015
0, 0, 0, 0,
T8 98.24% 99.95% 76.61% 100.00% May;45(5):530-8.
T3 100.00% 99.96% 32.84% 100.00%
J Matern Fetal Neonatal Med.
0, 0,
Fetal Sex 99.53% 99.20% N/A N/A 2014 Dec:27(18):1829-33.
X0 75.00% 99.90% 23.53% @ N/A
BMC medical genomics vol.5 57.
o/ (2)
XXX N/A N/A 70.00% N/A 1 Dec. 2012
XXY 100.00% (" 100.00% 75.00% @ N/A Chinese medical journal
vol.133,13 (2020): 1617-1619. @
XYY 100.00% (! 100.00% 80.00% @ N/A
>10Mb 88.89% 99.32% N/A N/A Plos One.2016 Jul 14:11 (7)
Del/Dup 2 . :
<10Mb 72.73% 99.09% N/A N/A :201569233

The data in the table is based on historical literature and internal data, and only reflects past detection, not the actual condition of the tested sample
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o sLANSNnIRINIINAAAL NIPT Twin AIANTIY
Performance only for reference
CONDITIONS SENSITIVITY SPECIFICITY REFERENCES
Trisomy 21 100% (1:2) 100% (12
» J Matern Fetal Neonatal Med. 2013 Mar;26(4):434-7(")
Trisomy 18 N/A N/A + Prenat Diagn. 2014 Apr;34(4):335-402
Trisomy 13 N/A N/A

The data in the table is based on historical literature and internal data, and only reflects past detection, not the actual condition of the tested sample
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