\V/4
N

medica

O"RIDN O'TJ7N0

002 YIV' NP7 N7910n7 "20n/n1dn 091V

,017v
1012 YIV' Q12Y7 W' DRTTAN YIXT DRPYT DY M ORT Y7 nna
AN 1 077100 0DNON/YTNN DY )WN7 W' 01N YIVY? 2DNnY "2

niNn ,NNPaY7 Niwan NIy ,07T'oIR NI N7 NITNN 7Y NMNown ot W yTn

|2 MNSYN1 IXK T hNSYna NIT?'N 222 '"IKNS NIM IX D' T2 0Min ,0"NY 11A2] N7 nrrnm
AlITN

'O NID'RY L 1IMN 72 NYR? 71 Y nptTa Ny (mnn 17002 n1ayvw niprTan Y nonon
DN NN LY/ JIURY WY i1 170 NIRXIN

'012N 20N NI'TA NIXRXIN
DTN A0

.DTIZ [N AN NXNN N DXA 12D NI9O0I NIZ'TA NIKXIN

XA NTNa L0 '01a YV DID'o



7
n

medica

O"NIDY 0TI

1'9W ' NPT NYUXIND NYIRYT 'NI9 JITNY

NpPTAIN '01O

NT7 RN .0 '015 DY nNoswn nv
071N N T NpaT 2"NIT n2Imd namd T 1970 'on DXN T¥N R¥IN 2NN T¥N R¥IN

AITD ]2 '01D
T 1970 'on 712 7.0 019 DY nNown v

NTYN "IN'T NPT
AMG

DX TYN KXIN ANN TYN RXIN

0''XI91 0'VID
X7 DTN 70 RH DT A0

(oanip) e

DI'D D"N2 DT nn nimy "N NImY 190N |INN

vIT X7 /nag/or

TINOXIVZIN] N2IYN '

:('u19) 2/X7 :D'AN D'RXNAN 1/

219'0 /'va0 INN

12 071NN N DY
yxIa

NI'yav ni7on

12y niimn 'on
qIP'T YN DN
1'ow M

'NdNRN jINan 7V 0'v1e

DMIRN/T'NY MY TIROXIVTZIX '97 1NN yIaw

N1NNX NOI "IXN

yxi N7 /vy (n'ow nivypvw ) I wiw apo

vV_. NnEPYA D 'O n"'n__ N'OW NIDpY
n'oWwNn
v [IWRY U7 270 N'OW NIDYRY 9 ¥ A71wn |1D'0

yxia XY /vxia (maay pan ng'1a ) I w'yw mnira ajro

v nNY WYY M IR0 ' v 27Ivn 120

integrated 170 NIXxIN

Iy X7/ NIV 1Y¥I12 _NI'VIA 170 NIF'TA
N7NNN DY X7/ 1D 7'0120 1702 NIFTAIN NIZNAN NNKYT N'RWI NIRXN] DXRD
:N7Nnn oY N7/]2 ?7XW1 KX¥NI PT21 21T 2 DRD

NIXLINY AT DYAY [N OXD NAY D1 AITA N2 KXIN 197 NIYXIND NI'VIAN NPT PTYVNNY? Y'min

172y 1y¥Iav nip'Ta7 nison



7
n

medica

O"NIDY 0TI

D'NN NN 71Ty D v e PTIAN '"MTY KX¥IN 170 1'RW 2NN ' 70 yxa? N e
(1NN 910 TV MM NIX? niNn NIXN
N7Nnn v X7/ 13 ?n'701TmiNd ny1on 72V VIT NNYWN1 DXN

/NIty /o172 0'im /nToIx /"W 129 /Mifitiming NIYI9n/nirvia NRIMoN 7y YIT NNSwN1 DRN
X7 /13 ?7DNX ny1on/DnnwY [111/nnpat
0197 N1, DN

:N7IN7 nndwNN N e

(*vaa Y1V 9xY71 noY7 Xa) nE'TaN NA'O

ANX/7a /" 3 2un n'onl Y NIDPY/ TAINOKIVYZINA D'R¥YNN /|IX)

:'ona YUI'/ﬁ]DYJ XON oV

2'OwN 77 May 1270 nprTad (*oaa 9'y) CMA n'1a Y710 V'OV ' T

oIl DI7YNA N1'OYWN ' NIDON NIP'TA VX7 N e
2'OWN ' IE'T 197 N'VIAN ATAVYNN /'VAAN [IDNA QY Y'Y DIN'D X727 Q01 [INaX 75 y¥an' XY

N2 MWK DPITAN 197 ('Y ININ 'R KX .APTAN A7 yT 9T 9IIxn

TN 'OTAI AT |I'7NWJ AINdOA MINN NX "NIANI 'MRYEZ D MUKNDIE AN'AXn X

NPTAIN NIN'NN 1" IXN NpPT1In DY


JosePhay
Highlight


7
n

med|ca AMNIOCENTESIS 012 jinax 1ixX7 1'swn v g1 :Andon 091V
O"NIN 0O'TIN

MT? DNV [IN2X? D'ININ AT 0M IR NI7NA L, NIFVIA NIYION [INAR IX7 NYY1 1'DWUN M IR
Jm"pn nizaana

% 16-20 yiawa 995 0T n'wya np'Tan

2"'no 25-55 -3 N2'RYI TAIROXIVYTIN N''NIN NN ,1'OWN PYW INT7 DNNIEOAN [D1IT 0T VNN NTNN YT 7V NYXANN NP TN
TIX W', 0Ny NN 1NN .0NPTA? NROoNN DTN 19V ' 2'9n7 NIN 7Y TR IR NI IX W 0MY7 .Y n
JY D qon T

D'AIM DI'e [*'0I7N7 N771W N1'R N'PND NYIIONN N7 T XL IPTAIY DY7AITINND DM 227 NNiRa NINHDN N7V XN AR Tan
2'OY M OPTAY [N X7 QWK IR 772 X7 AWWX DIMYIIM Nivnn Ix

.NNTIN K77 nyxian nprTan

J1'0AA NIYIOD U172 1WVIYW NP TA 72V NnNOWNA NI'VIA NI7NN 2V 97N NIFT? DaNN NIA'YN Dn''pg

NpPT1IN '01O

.T.Nn ANN DY '075 DY nN5wn nv

‘ol yvr' /X9 NO-7v2 V9N N20N ']'1'7]'|7U NXT2 NM'NXN "X

NNOWnNI '015S -X9Nn DY

7w2 N21yn ¥R 0MRY7 NIAT CTI O I T Y

n'o1. NPT 2 P1EMNM ("RETan” 7N7) 2N Y 0MmITIMND NPT W7 1'9YW M NPT Y¥A7 NIRTA NNnDOoNI NYRan IR
720 DT D'Am IR NITNN L,NIFVIA NIYADN [NAR? *TD,'RI9T VTN 0'01 7V NYXAY7 (1217 IKXN' 'RONY 1'OWN 7111 7w NNNR
M NI72ana 'MT7 0N [IN2'R7 0N DNY

DN NIYNYN TN NN K7 NINXINAY IN,NNXN X7 17270 D'RNN NRNNY IX NN K7 AR TY NNYONR Dntpy 7 11010
NP TAN 7 NTNYT NI

7i7 XD DN NMINNNN V1] D'¥NY IR NIY 7Y AYIND DI9X N TAN VINYD INKR7Y 7 10010 D INTA NNWXRNAT DTN X
2'OY M W DR 09T 7R 7PN DT IR TN DIpna

D'MIN NIDNY7,0'"7OW IX DY ,0'"191A D'INA 'YUOIN D' TI7'N D NIN'LAN 'R ,NP'TAN 7Y NIYPN NIRXINY 772010, 11D
N AP DRXIND 17907 [12'0NY Y7 12010, |2 11D .1'DY M NPT OPTA7 N1 K7W IX 17721 X7 QUK NIMYIIM NI7nn IX
,0IN'T ,0'M DT 10N 120 7W NNYWOXT7 0M'V DYIN'0 NN 1T KIN N7 IR/ DXY 0N pon Y120 .1:400 n i ow
1'X DX2 .N7X DYN'07 TUN 71V1 NT'RA 79000 XONN DX [DTY7 W' .NIYY 72 1IN D'V'9IN DDA .0IN IX DN2ANN DRAND

2'M1an DN 2NN 021NN N2 o' |17 Nnet 't

TN VIX'27 '"MND0N NX NINTA NINI IR

D'7INN N 7Y NIXIINTI DY7017 DRNNA L1M7V 701 12TNY 'R T2 IWYY DINRD D9DY0N 721 NpTany 127 nnponi Ny T X
1IN 91932 071NN N2 N7217NN NIMNRA IYY'Y T2721,0'101 DT T2 ,070 IR D710 1WY'Y 7 NN X7 DI

X
nhramihEatalialy nyw IIRN
N2'2N D '"MYDIYYW 1NKY7 1191 NNd0N 7Y NNNN XD 'D1EYWAT VN9 7'W'7 AIMKN 72 DX NWIRYT 19 752 'M1aon D NAWNN X
.ONI702 Ma0n NN

v 'on 110NN J'\/|J'1I] nnnint NN'NN 110NN J'\/|]'IIJ ov



7
n

medica

O"NIDY 0TI

X7 /]2 7113 aNen

(x9N0 "'y "17'n"Y%) nIvgiIann NigtTAN gt 'u1o

NpPTAIN '0O

.T.Nn '015 DV nNoSwn nv

2'OW M T

DN T 190N NPTAN RONN DY (1NN vIY NX7/12 VTN 170N TIIRORIVTIN
ANX /T iy T/ 0y PTn yay ?"no ANVIY 77100 NINd

(q'paY Xa) FISH npg'1a

FISH npp'ma x99 (21) TnX 'R (X,Y,21,18,13) o')x'a 5
- ANTI D _ oaniyp . RH OT a0
2PN )IRD n/XoNN Nn'nn n/XoNN DY

.017YUN2A 021N [INAN 910 TV 1'9YN 'Mn D'RN NIN 71ma/nny

nivon nip'1a 'T\IX'? MMy /MMNav Ny

NN'ATN 'IN'T MIYU'X

TN n"nn X

,2NDN2NN N 7N NNNAYNLNANMATR NA'RY INRYI ,S)NYUPL 'S V1 'MN>0NA YXIA TWUN (NPT N7'NN 197 1D NINTA NIYUNN
"0O9 NKX NIKYIIA N2 |n"7uw) , T 7Y 1192 IAXINY NIINANAN NDIX AKX DD T

.D"Y'RN

X nnmn RN




7
n

medica

O"NIDY 0TI

D2TAYNY DI'NTY? 0NV NPT NINTA 091V

AMG nTayn 10T Npa™

D'7IN N2 DT NPATN

(7va q'En? X3) n7onn n'7'w 'oro /n''w 100 /A'Ow M :nnaTn 1o

JMa vy

:(‘1av2 qfPn X1) NpPrTAN na'o

ANK /XY /'"NNDwn 119'0 /TIIROT0T7INA D'RY¥NAN /Maiy (127N /71

(‘12w q'zn'? K1) DMIRD [N /TN MmN

A'OYU N
oY M7 NNYa | 'OV ' NiNd | NYpIana aj'Tan
Q7N X2 —
nnnan 4 "n 35 TA71 9"y
10+10+10+5

10+10 :nnanan 2

7"n 20 | 9'¥7 qona 'uIMy

2"'n 10 nmiroy FISH
/o'x"7 nom) 21

(o'01Mp

2'n 10 | omirmnn> 5 FISH
/o7'x'7 non)

(o'01Mp

nw X7 O'RN NNy

2'ow m Yt d"ho

nnnan >"ho

NA'XWN 170 9"V NiInann DX 1oony ur*

PTA XON /TIROIVTIN N'KIDV NN'NN

.DINN NYTN AN20N 09101 ,NM9NA IN YIV''A IR TN 0910 NN NNAT? X7 Wr



7
n

medica

O"NID O'T27N
N21Y2 'VAAIV'Y 2AY NP'TA7 ANdOoN 091V

Chromosomal Microarray Analysis (CMA)

,(Copy Number Variants-CNVs 011010 ,0M0N IX D'9TIY) DYYTA O'NIND DYI2A DYI'YW INKT DTV '01AN 9V'¥N D'
NI722m 'NT7 DN INAX? DININ ,NNNR NIYRE DI'01A NIva? IR0 ,00T7m 0mim'% ,07'0IRY ,'70W 1Iae7 nna? o'717vn
Ynna 0'0IISNAN DAM0AI NZYTAN NYXANN 12 1'WON2 ,NINYzn NIIRIDLN

:NP130 OV

.T.n ANN DY '075 DY nN5wn nv

:NPITAN MIYAY NIYON

21012 YVIA"Tn N9 752 01191 N10N 'MW NIRRT DAWXNL N/AXn X
|

1Y '01210'XN 2AYN NPT VIX'A] IXN v

L7 111w '01an YIVED NNAoON2A 'NT? DNV [INAXT? NISIZNN Y7 N20In LD 11D

NI9'9¥]1 19012 ,N'AI711D0 NI'NAN NTA DT 07 TN DY DP'0IAI0'Y DAY WIN'Y nWY1 D71YA1 YIXd LD 772010 N 2
vin'y nuiyw llumina n>vn 7y nooian .a.n.X NTAVN2 NYX¥IANN NZ'Tan  .0'7T210 DNKRAL D' TA2 071700 0'R7an
.0'x72 700,000-> 7'onn 1awa

NI'a% nTVIM DR aprTan

N12N2 DATINA DM7RITINND DY L(D'RNNN 2702 21 V'9IN '1'wUN ,N170) "N RTin" 9w N2 0'y'amn 0" Nind DYy e
.O10IMZN NPT NIYXANRA MN'T7 0NN 17X D' DIYRNOYY NIFYZI701701 NIFONAY'N NNAITY ,0MITIMNDN

TN ¥ 0"1'YL,(DM0IA'OR) DA 7Y DPNWN IR N7Y9N L,'10MYT7 DNIYRD DUII'Y ND 0'O011 DRINAIN] DNIYZN DY e
9NN 2 7V DX K7W DMINNRA DATINA X7 D' D1 01N

MITRIE(DMNI700) DMITIANDN NHXP NITX (12D DAY DUTINT DR IX DAXY 7V DATIND DNITRA DI DNTA DR NN e
.(DMMNVaY) DNITINNDN DX NIAIAD NIT'VANIA 2 AN

DIIOPR/DA 17K 217N ' TANYT N1 X7 |2 7W1,0'01n0 (DAND) DYIN0 YW |2 AIY'N YXINA AX' D'NITAN D'I'WN 7TI2 e
J11'WUn D170 ompginn

.9"¥N NIYYAN] NINT? [N K7W, NINONA NIYRN '11'Y W' 12 2¥N N771W NI L'01AN 9NN N7 T2 NI'PN IRXING e

JNNT N7 IT DT
D177 niynwn 2y 010 D TYUN WD OXR XX ,2MDb -n ninopn nisomi 1IMb -n nopn nnon e
Y DITmMoa 0y IR [1N9 197 DNIYEn oYY e



\7

ll\\_ D'RWI I'N' AITN 12 QWY NIYAITA NI7NN) NIF'OXY NIFNITIVIXK NIZNN 7¢ NIKWIL DNIYZN DY e
medlca (n7nnY DMy M2
D"NIDN O'TI7N (T2 N7 NITNN L |VY0) NAIAN A2 NIZNNY 'VO'VVO 120 D'YNN DY e

ININAD NNTANNN NNXY A1ON L,9'X¥N NIYXNXNA MNINNAD 'N'Y 7D
L1272 W' 7Y nYRA ' Y N . N7 nivawn Yon 'Y S BENIGN -ow 'y e

JI'NIDIN NND0N '9 7V NNdIM N7 nivawn 7va 'y :PATHOGENIC - naimo "'y e
no 7y na X7 wwux v c(Variants of Uncertain Clinical Significance-VOUS) n1ina NI'R N0 INVAYAY 'Y e

-NN WIwN NNXR7 2101 DT '12'Y .29 IX 1'9W) 121107 i alivaahal| D''N71VN 021NN '0'011 N'IDTYN N'RISIN NINDOoN

NIN2N NNTANN
121107 * T2 YT' 2'901 |'K X ," 1AM NNIAA NINY0] TIWN 11'RY ,'NI1A K¥NN 219 NN 10 - Likely Benign.1
R >10]
> YT 2'901 'R X ,"2IM9d NN NNR0Y TIWNN LI X¥NN M9 N0 120 - Likely Pathogenic.2
2219 121107
{7'o0N DI I'7V |'RY M1 R¥NN ;9o [I'9X K77 Uncertain Clinical Significance- Not Other Specified (NOS).3
2 I8 1 nIXIP? 12107 [N X7 12'971,N1"770 INYNWNn? yana n'RIsN NINS01 DNI0 DNI'T W'Y IX VTN

NIR2N NIMIAYEA 'O 2V And2 NAIYN Y0N'N DTR'YA NIN'T INNY

.0"M'9Y N1NY 110 IX DN'DY DI'NY D' NNIN AT TWRD NN ARXIN e

NI'X NNTNN OX D2 ,"22IM9 N7 1120 IX NAIMD n']"7|7 NIyNYn b2 1'NY "' INIK NNATL TWRD NN N7 ORI o
.0'0T5 "2 MIY V"Nl nN'm

J1'Vnwn TN NA'RD NRXINN alon ,7'w7 3 XN DYN'Y NNIXK NNATAI NT'NA e

.99% :n1'n ApE'Tan NnMX
1

- 101N 22W1 NN MR [NIVAYAY NIRXIN 72177 N1"MIVN IR [
. )D'R'0IAN TIA'K D'7AlEAN NNTTA 77D 197 |, )Variant of unknown significance)VOUS

,5%-1n N2IN1 DNNTNW D'R¥AN NIDN7 ,NN2A K7 [NIvAWNY NIRXIN 7277 N1Miyn N ]
A" 1-5 71 ,NIPAL jan nx 9900 150911.2 k2 15 nimmindaon o
A"n 1.5-3 7122 ,CHRNAY a0 nx n77dn 15g13.3 2irxa 15 nimminba n'79on o
A" 1.5-2 91122 ,MYH11 jan nx n%700,16p13.11 NirRa 16 nitminda n'790n o
.2"n 0.3 -2 %1aa ,SH2B1 an nk n'770n | Distal 16p11.2 irka 16 DimimiMda n'795n o

200N NN 'MIAA DI XY NIYRAYY 7 N2oin npP'T1an nI'7aani NRINN' " N/AYKNN X

'S DY nnsvyn nv



JosePhay
Cross-Out

JosePhay
Highlight

JosePhay
Highlight

JosePhay
Highlight


7
n

medica

O"NIDY 0TI

nY®10nn Nnn'nn nyv I'IXN
OI9INVIOX NnN'NN OI9INVIOX DV
(w921 a%21n IX 'V |'T 7109 7¥ Aapnl) (721007 nanjp)

DI YNTN VNP Y7 AMRN 72 DX AN YW DannY / odNnuivx? / a%n% 0o 7va 'mhaon D N/AWRN IR
.DXI7M2 '"20N NIX /2N D "MYNIYY INK7 191 NNndon 7y n/Dnn X'/XIN

'0la YVI' IXK K910 DY

NYYI J'IXN n/yyvir/a/xo1na nn'nn
(nnnin)

n71in% 1Mup n/pannn v





