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1101 21 731 N/ANYT 717°W 017012 082 DN 1/X31717 ATV 1733 01I01an1 N1y N1nM

JW 10N N 9TV 077100 ,(aneuploidy) NMTN72ININ N7 0712 01210 O"UIIUNY DY
N17781 MAavim ,NruI2rN, (NNYFI70170) Miznn ,0'717) 0'aTiy 1IN DTN, 0M7Y 07111170
.(Marker chromosome) 01112110 77N 7Y

m73717ynv ,(CMA) Chromosomal Micro Array-in NU'W21 1N11 W'Y OM7  MNINKD DIV2
NUW1 01220 72 INT DINNNI NT (Copy number gains or losses) D"1ATN 0TV IN 0MUN
T DTN 0) M727 ,(WIM'w1 O8I0 DY NU'W2 N17N2) 0MP7ni 7702 ,)0 03 11
TN YN NI MINTI DMWANA NI DTN .(Loss of heterozygosity) N1"uiaTnun 172N

DN D'WUIIMN 0T 0212 TN 1N (Isodisomy) 0™ TN 02101 NN

Dy 0'U1a1 ,(Copy number variants - CNV’s) D™N1J D™112) DMWY 727 CMA-1 W'
0771 01 'UTUIND MU Myian  N'INIUPZ7U1N nyaa /70w 113a//Ninnanin 112V
1-) NIN 071N T 71722 TUNXIN 170 M7 722 NNX X' CMA Nij7' 72 ;111802 1an1na N
7”211 111N) MN™AN 7007 77N NN DM71A2 NN TIWN Y 0 101011 NU'w2a win'wn (2

(25/12 2"wnm

ININ M71T) N12'UFauIna mmay N7 01IUn 11731 03 1wN 737 a0 CMA-1 winwn
CMA N XN D771 0 Y MnNa . N7 D1NU 1NN 9'U1M7 118 7Y CMA 79 1NN NN
.(3-4) NIN DMPN2 NX771MN NFT2T7 NWYNT 1801 012 177 TINN
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.N27N'7 1N NTW NN IN,NTIMY N7 M2717,iM77 7301 Uynd nr'JaN yIX'a N1 .

01N N7¥ (Copy number variants - CNV) D7y 0N1M3 0123 DY JW 1773 N'710° .
017 N7 712 1717

j79M2 Loss of Heterozygosity — LOH - "NM"UiaTnun T1aN” "IN N1727 N'7107 .
nmnauv7ann

7122 ,0M0110 O™MIWN 1201 Y 0'W'aYN 0I'N TUN 0M112) O'WITN 1727 17127 101N .
J121 NMITINAG NNTI2N, NITINAD (N1'X7170170) NMignn

OITINGD N7 DNND 02120 DMWY W IWND 02,2121 D272 N7 INXT D712 0N .
(Triploidy) n™™'7a"MyU M7 (MmMMay7a) Mywnn 77N 71 .
CMA N7 1277 7Y 07721 D210 D NTNND 70 N7 .

71NN N'71277 NNNN DMWY J 177 NIwaND 11'N,010 Nmrpn CMA-N NM171100 .
AUN XTI NN DYIAn 1IN 02 U, NINTE DYUM (10X NOTAN '8 7Y) 000
.7921Unn a'uay 01nn'y mine

12 7Y .MMUN NINN1YT7 M0 0DYNTIZ DMWY X DIUF 072120 DMWY 072 X7 CMA
NNMUN U M7 DX 777W 0T PR ,0M0N1 NIND DMWY INXDD NT OXY WU)TNT 21UN
N7 MTNT NMUEn

JUNN N2MMNN NN NINRY D177 MynNwyn m7y21 NINXIN M72701 DMFnnn 7701 .
T N2IWNT YANT 1N NXT 0T 102 DNIWn ONNT 0) 071,000 N7 Ta 7710 ,7102
DMMUN DMV TY NP0 MyNynn 1207 N'ynwn

Heterodisomy Onw 0™1'w M737 1N"1 X7 .
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.CMA N7 72 y1X'27 N1mMMav'’7al Myu'y 1aun N

Jw U021 7y 1N BAC's U'U1 7Y ONW (probes) O'N7)1 W'Y 7Y MUTIANN NU'wa °
00123 O™MI'W MI727 NN 7Y DNZ'a NnmaT 7w X122 013 Oligonucleotides
.0"nmod

0™MW 7271 ,M737 m710' SNP - Single Nucleotide Polymorphisms U'0a 7y ny'wa
LOH ,(uniparental isodisomy) N0 TN NW10 1120 07782 0™2'W D), 0™ N1 071
JTNITOMUN

77120 7112 TV IN TN NXII NINTT N2YNNM WITI UYWAY NNMau7a7 v X777 e
.NT121 WINPT DTV NUINNT OXNNA (D12 M2n) 77101 072 77U "IN2'1' 1a0n
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T INNT .

Intellectual disability - ID- '"mnnann 112'y/ *70w 11aa .

(021 DM X TTIA) NN om .

WUWIIND N1V NyIan .

MY IN NNTYNI D217 121 /NNawn 12 ¥ CMA-1 D'RXIM Jv "NNawn 117121 77N .

0Mmm 72”1 3.5 70N N2 Nany mayy 1y 110N Nyoan INNT 121y 7w 1 .

Hydrops Fetalis 1N D™12n

T 0Nv.
11N 0m..
nmmmiIno mynan v N NINDwY O™ MYPTD INXDIY D"TUIX O 1Y .

D'NXN1N (121 MRI, TINUNIUTIN) N"TN2 MITINY DNX DT 0N 07

17722 NUNN L1120 0127 0MM 02WN1 X7 X MMITININD My1an 0y nYNXIUND
UanTn,(AFI > 97.5% NTINX 7Vn - polyhydramnion) 1"aw m "2 ,(IUGR) NN 1N
.(Non immune Hydrops Fetalis) '"110'n Y71 7y N7W U'INUA

1171101 17N N1'UT 2 7Y N3N U7V 1TIN0 D772 NN

X717T17U 1122) "I01T0110 MY Y V1T DTNNN TR TN TWND 11MNa CMA DA

J1MIN2 NNA N7 17T P77 01T 717YW (NTTINITN

"a17UM7M-NN NY1any 1N 1120 NNYA TWN Nanm NIPT nj1a

5

0'1U” v 017,35 7yNn 772 JY1 MU Jy/ntIv uiu/1ay o M T Y 0171 ,q0112
NP 11 NN 97007 1N - N'7TH110 1'Y27 21N M0 170 1IN,V TIINTIUTING D00
.CMA nj7"721 9"UMipn

0017 Nj7' 72 YyX27 na1n '8 CMA N7 72 NyX121 03 0MpPna
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NP 720 01U \Niyn

J1'NI19T NFTU22 NN X2 NMINND U3 X1V 7Y 7702 yapn CMA N T YINi'T nX7nnn
,MM72021 NFTTAN NN DX 71721 N7 Ta0 VIX'D 187 12000 NIEIN ANNN 01PnR 722
CMA Nj7"722 "2 X7 W' .07 TN YNIIN N2 NNMauyan ,nXYINN N7171 NMwaxn N2wnmn

.00 12 Nnawn Na1i71 Non paternity M727 10m

77727 NN2TN 7Y T1Ianuianin IN N/7210900 NN D'NNNT W' 0T 120N 9101

NP TN YixX'a

YNXANNT N'712' N7 720 X0 Y'Y DTN N1D'RN N1P721 O'UITIU0N '8 7Y YyXIAN N7 7an
| | |
00N N YT NN

DIRXIN NIN'R
.U NU'WI D'NRYIN TWUNT NN PN NNIXY MDT DT N7 720 NN .1

nNawnN "1 N7 112, NYXIN0N N7IVNN IX TN XY NXTNN 10U 7V ,)I¥0 07101 0701 .2
IPN7 NNNNNN DINK 17200 I8 ,MLPA FISH ,CMA :N1"n'7 N'712" N7 710 NU'W ,0'901)

DIXRXIN NPT

NN 12 TN 7Y (MINFNAN MUPTINGZA Y'Y 710) 777 Y77 71727 i 7Y .1
121N N"2)7 D120 DT Y 71N ,02W0 MITP70,NT 1T 0130 N7100 191 11'Wn
/121 772N NYXI YTV 1NMauIan M1wn MUNTINGg

American College of Medical-n MXXINN N2 10" 723 N2 MTNNX 1IXY7 NN 7y .2
7710 10 nmuprn L(5) NTT NMUEN DX Va7 Genetics

D 7Y NN21N N7 MynNyn NN XYW 11'wn J(Pathogenic) 1ana xxnn .2.1
NMIIUF .0'0NA 12 NNY TUTANT NNTA NN DNINTNN ON DA ,NY1TN '8N N1Naon
IN2M N7 Mynwn oy N’ 01U MY 0'77100 017173 0M1'Y D) D770 11
N7Um NN 1Y N1MAINAaN JaNX 112 1K M'Wn 73 Nynwny DN 07N 0Mpna
1171 722 NI X101 UNN 77127 Mynwn PR 0T 101 MY JY N1p7Nn1 01T 701

NI NN X7 ONX 02 171172 D21NAa Mynvn 0y 0™ 03 017721 17 1Mvpa

D'NXNIN T'NYaAY 12N DTN N2N0 NN 1T MUY .01112 XY N1YP nynwn 2.2
1272 ON ,NINT OV (170 1IN 221N03) Nynwn 1NN NMYpzn DNNT 1M 17 NXI12572
ININD AW IN 21N NN NXIIN OND N2 171X AN1TT 1N KT N7 Tan vixa
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"N X7 N'I7 Mynwn”d NN ANTT7 W' (N0 N1'N2N Nizaun Ny T1an MmNy
T NXI 1227 070 VTN 227 1200 a7l

WATI'Y ININAT N NUNEN N711X DRXAIN DN PIYNT Mui7 )0Xn 'a 7y ,jnn
MX127 NN WI7W'7 1T X127 7907 X771 7710 N12IVNn M'72301 DN X1y111 n21wna
1707

0N 0"pPn1 .(Likely pathogenic) '121na N"AY 1"20 17172 XY NYIP NIynwn .X
77210 TW 201180 NN 1201 1IN NXININY (MNau1 17 U012 X7 IN) 120 TUn U°
X70m .DN7Y Tann IX 0220 N'7120 I8 12wn NI 0770 XN N1'N2N OX

TN DNXIN WIaT7 (0NN IN DTN DN OMNTayn 0'77n yanng

NX1NIN 12 17702 .(Likely benign) 1'"aw nnY 7120 :171112 X7 1'Ip mynwn 2
non' 7172 17712 X D) 700 1N TN ,NA1TT) 120008 DT TN 12N M100
oM"zn 0Y YT "U'Taa (U7 071 'TUNna NNT XN 12 2X¥1 X, (7'VT NXD)
AYNMY TD YT 780N PN N (NN N7 /7 DINM2) D2NMYN N'UITIND DNV

J'PN NXn'T

.(Uncertain clinical significance) 7om rax xJ7 17112 X7 n'Jp mynwn .
720D PNUT MYAN "MNT1 N 1N NXT N NI W IUND Wnw'T 0710 11 vy
W1 ONN 1112 NTW 023/1) 7720 NN TWND NNIATT 20108 NN 1202/ 0 Nang
N71 NN D'NXIN 7Y 027 0T 0NIT YW OIN, DTEAN IN ONTY 11T mynwn

O'NXININ 23T NYT W17 1NN

2NN NN (2.2 NMUF) N2 X7 N7 NYNYN N7V21 NX1N2 12171 071
MU Y NT DTN INKT N TTNTYT 01U 07720 DT

Mb 1 7yn:un .x

Mb 2 Jyn: My 2

UMD VTN AN IN TI'NIENN N1NAU 20N NNT X0 .1aY X¥nn 2.3
(N'7720 NMUI72INNNI 1% 7YN21 XXNI) 0Ta710'718 21X 1IN D77 Mynwn
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N7TAN YIN'TD N2UYT Y XTW,NMAN X7 D77 Mynwn DY NINXIN NINT :avTnrnm oaxn
021 N1anNn NN D3 12 7Y1 .07 720 N7 MNP K71 1Max 'N72 0N NN DINYIN 117
NIN NIMYAN 127 DY NN2UN 73177 W' a1 IMYAaN'7 20N 0T N7 02X 07910100

NPTIN VX' 0NU

JUN,DMNIMD 0'712) DM'W M1737 101 CMA D' 7aa

1IXT W1 AYXAT N3N PN XTNM 1N TNNAY,UNIE0 NINT N1P2UX) M7NNT NN DY L1
NIN DN TY DN NI NTAYNN N21wn Nn1Ta

TN TV NINAIN N7 INX 177 MU T NIND DIUY N'UA NTNN 0N 1IN 0NAND L2
70N 717 N2IN NTW 2XI7 D710 07N 072123 0M'W 0'NXN1 0N'YT 721000
TN DINXIN TV NNTT NN PR NI 0NN .01 TNy mM7nNT 0'Univan'

JU1U2 NN17NNT N 1207 0w .3
Y MNT7 Npw'7 X "genes Tumor suppressor’-2 O'NNTNA1 01T 0221 0MUN 7V NN
NN MW7 712" 0T NN'NW Nand 1M ,(RB1,TP53 ,APC Nna1T) NIN 022 077100 DMy
NN MNN2A NYXID Nj77T730 ON O3 NIX 0P NN 27903 71000

0'1XN7 U1a 077121 NNMUDTININ DTN O 7V NI1PT7 N2IN PR .O"0DTTMIN DTN .4
N127YN1a,N7112 N"J7 Mynwn Jy3a uniparental homodisomy (UPD)-7 Twn 07 0n2
NTND DTN NINTT M7201010
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Mavn mMayn

,U23 X1Y NN2UNIA NXTNIN 1IN N1Pn1 variant of unclear significance X¥111 071 .1
NNIN 7Y NNAQWN "1 NZ71 VIX' ' TYNT W1 .NNNawn N'XAN)U N7 T2 VX7 X'70m
11 N7 T2 YXAT 1NN . IWUNIN NN 127 07772 NYXI2 N2 NTAYNN NNINA NNau7an
.CMA-2 N7 T I (FISH ,8'01Mj7) NXI1'7 NA1121 171X NNawn

:CMA Nj7»T712 207 Ni7* 12 9"7NN7 X701 X7 0N 0'2XN .2
NN M7a0 77U Mj7na 0nnn N7l
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