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Types and Proportions of Abnormal Results

Detectable on Chromosome Analysis
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A. Likely Benign and Variant of Uncertain Clinical Significance (VOUS) CNV
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B. Likely Pathogenic CNV

Likely pathogenic CNV - 3q 3 & HWER ‘T\?-Fl‘i"(-‘}ﬁﬁii‘ﬁ mopHeFEg ,;,/FHF] a1 4e
Teh B Y AMAMN 25 P 5 LR -

—HA T O SRR AL WA CEEY e A > g TRk R opEE Y 2
FAPHEE - o BRAFFF LR 100%m§’§-)§=%iﬁ.-1 v ¢} 3 & (incomplete
penetrance) > * B € #2& % — (variable expressivity)fi¥ o LT F § 2 CNV F £ 7 - 2
§F AR A G RRE  RAAMIERIIEETT T .

aipK st Y 03 1.3% W+ F 4 microdeletions/microduplications: £ ¢ ¥ 74%
2RER B BB ARYE60% CARA0% > KA FliiTE$R XL Hincomplete
penetrance % variable expressivity 33 > P55 & Tk MARBATRG SHM G-

* % Kk Kk Kk Kk k k&
RS
<> Z 75 incomplete penetrance {4 1 #£ 100%:7H B o R WA G o NV %
- ZEF TRAEA (7B S penetrance:d § o R R A AP B TR

T REAR £ )
<> £ 3 variable expressivity # % @ ek £ HcF A A B KAERTFIERE Y 3V

RN

1
SR RESF TG BRI FORE LR o LA RERS
4 OEER D EES IR R A
2. EREAELFF BB,
> j__p;”b—ﬁ SO%mﬁ‘i—Tgﬁ'@f’“V’
EREREUICE S ERCELY £ R N A\ s CUREE 37

WAk FlHRR] 0 SRR SR o
2 R RS f R APE OTRA R Vs o S A R
FABRBRF) o TRELFES | RE- HRPIF R TS o
> REOFESIA G TG LREAG A AR
%k %k K Kk ok kK Kk ok

<>
A
g
=
o
I\S7

AHEAHEVF YRR R 52 EHEIES] © www.GGA Asia
Copyright © GGA Corp. All Rights Reserved


http://www.gga.asia/

AR5 T - 55 006 HA 5

C. Loss of Heterozygosity / Uniparental Disomy
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