NOTA ¥ D"XL'ONANIIND 071NN M2
n7'oAA7 n'snnn

870 nn ‘oo
np'7nna n'7nan

TIRPOTIN Y 2 — 2ITPR NPITAY R00T OO

’555 9300 .R

072 MYAWwR 282 0% NNORY CNWNNT WIN2 2O7TIPRT QP00 O30 1Yaph pcT7a R awpk npv7a L1

.27232 NPLIX N TINAR RO PPTAT Nun .2

NYRH TP OAW ,0O10PRA 220N DNXY D°INT .0°INT P2 DORXAIT TP 2DXIM 2013 COXM 237 v mma .3
92I1Pn OPIR,20INT T 9901 7222 1%-2 01371 DIAR DUN0PRIT .O°IA N 77P2 *9XN oW 2 101RAY ,0TRI 02112900
.O7R2 NPNwNNT D9nnaan 80%-3% DOXINR 72 MWW

I PP PWOR DY 70772 NPLIAT 72V NYEANM ST A% 1Y AR .p7237 DNA a7 nnpha ,apT1an v ey 4
TR AT PO A0 RPN NN 'Y vXan (AP un oK) P70 Sw mivea .2"a1xa (CLIA) nwamn 7avna
JI29370 Nap avn wInd

7207 SW IR0 T DI ,a00Wns 232 HW amReIa 2% DY R M1T 9Y 03 002N MIIYOT 2 aMerRra ovhat qoua Wb
MDWNA NPAAT

MYENRA 0901 AAOWA *12 DR 07p 27IW ONIR OR 21727 TR 207 W0 L IRINIW 2w Myawn DR 9722070 .6
MY175 19K ,0°5071 MIYIAW 1907 MITIR 19X NIPPT2 W5 IRD D9800 Mp 72 ey ann DNA nn»7 nmp>
Ralbplizjghal

P DR OPN0PRT XY P72 DY DON0PRT A% 72 90w 10 NpvTa vah o0%onn uR Yoo L7

DR R DNAR D 9137 23 19210 110702 210pRa NP> 72 2020 10 onn .8

nPYTAN MYIM Mays .a

6% -3 ,N1°100 M2°07 ,07IRY .(M2MW >INR) DA% N0 DN0PRT 22 21NTIPI DWW AT Ip07A0 TP o L1
D°INTA DRI DRI OPR IR DPN0PR DIV 120 ;D10PK NTIX Y 0°0197) DR DO0PRN

037 PRIV IRNW O¥ NODIAN MDD 0°1017 NR°EN? ArRaR ((Copy number variations, CNV) oonws o»ww .2
MYYNRI VI 02NN 20 MNP .DONR 2°PT212 AP0 AMIR2 0907 PR L,PT2I0 DW Nion N 3712
2MINd R¥ANY 7w My nnvm ,(PMID: 27100738) CNV KIT nioxm (in-house iano1w m1:1n) CNV-finder
DW MW 00 WUAT (D132 ORIPPNa MPND JINWw 1T N12%) AR 720 YW 212740 NP1 0°10R M50INT 0100 T K
19K 07PN .NPWII T ATRIR DR JOR TR 10 81,0707 OO0 APRIR DW MIWOATT WRA 79121 7 a07IR
S0 22w NPT YRAD 1Yhnl

P mawsr xom L(PMID: 24356988) UPDio miowna mwvynka nyxian :(UPD) Uniparental disomy nroix .3
(P17 03w 121Y) 1Y 01 DIOPR MIrhINa

0221 M 795 AR mtDNA nrhax - 4

M1 9901 YW (DI1XNY IR) 72077 5Y MYON0T 19910 PR D10pRT NPRIR L5

1P TR0 ROW 2°27 2w 0°92pNn DI0PR NPT 0000w IR NI ARYIN Nhapnn 72 3790 nrhp apv7at v1a .6
VDT NYA NPRIDIT MDD 0P Y777 NP2 2PY NRT LRI AYXIA 0V 79mh? 0INT K17 0701020 ) 112pY

27212 NP0 AR NP 9K DI0PR NPYTA2 AR OO DROXAOR I 1A IR Pon 7

MRXIN MPT .2

02-6779307 :j1970
02-6779018 :opo

Shirazta@hadassah.org.il :7"xi7 s Lo . . .
112000 1.0 ,noTn NNy Hadassah The Women’s Zionist Organization of America noTa nax*T nNTNon

91120 n'wi
www.hadassah.org.il 2024 719N NOIA —DIOPX NNJ0N 091V Page 1 of 4


mailto:Shirazta@hadassah.org.il
http://www.hadassah.org.il/
https://www.ncbi.nlm.nih.gov/pubmed/24356988

NOTA ¥ D"XL'ONANIIND 071NN M2
n7'oAA7 n'snnn

870 nn ‘oo
np'7nna n'7nan

SUIX IV 1102 27219 MIRYING DR 79200 WK 71517 02 19w D10pRT NP 72 YW 0000 N7 ,mIvea nKb

225 1187 20w IR P10 PV 19 02 1701 ROWnn °12 YW MPYTan NIRYIN

A0 D2wN ROY P77 72va° 1001 (FASTQ nvpen) woanin R¥1T 001037 7P

Ny »pa Y7 HY 002N ,PTRIT YW ORI 12XAY SN0 O3 N1 279X 20w DY INTY 0O aphnng nnx

TWRY NIRRT DY 122 DOV DMIWA TN’ M1Ta L5990 070NN YT PIARNAY NPRIDIT MNH02 MIve

D°21917) V1T A1R aMYAYHY QW DNNTA DAY D210V ,NRT Y LR 77 AYEI2 070V D11OPT DOREIN? DMK

.(Variants of unknown significance

DORYAN PW AwNaa nenak L7292 nawn CNV npe7a 71950 010pRa NP2IR L,PT7a17 01 22w Npo7a v amea .5
.2WiT ORYAN MWK ,22W2 NORIIT 1A 7I0P7 OXI9TI2 DORYAN NIPT2Y ,22W3 IREIW

L(susceptibility locus — SL) 112°0 *¥n 2R¥7 03 MNT L LINT 22WH NP°T2 DIPR2 NYXIAN DI0PRT NP2IRY 7702 .6
NPRIDT NPV AN OV DOWIR 2P O3 ,0°K712 DOWIR 2702 O3 D07 1R DORIND LDORPULIAT TR MEONIY o8N
PRIDIT NINODI *1IN1 D 9¥ TN 3123 1737 2O DX anINOW NRT OV .L(WH1 MYma ,arIR , MIMNONT MR 11AD)
Y2 Y T KD LA 00 2RI 80%-2 179K 010N W INIR 2RI 20%-7 27 WK L2013 10 DW 010 — RANTY
.10% ¥ R0 NoWAn 112°0: N SLORNMn P INNT LT Wpna awha

> w Nk

DIV DIRXDND T

Sv MXtATa nawn 9 BV pT7aIv ORI NYYING CDYR DOR¥An M0R Wy 2wpRa nRxin L1
0°13 81 9910 1 e .(ACMG SF V3.2, PubMed: 37347242) American College of Medical Genetics-i1
PR DOREAM MBI NP OrMA0LA2 NP ,27 1PN 00w U0 PA02 MY 1120 DX 002N 072 2R
IMRD ARY 2°°12 20-77 DAY °197 KD 2177) 2227 2232 P MIRVANAT MPARY,N1T2°2 120 MRV M2nR? 2°p2nnn
11O 72077 227 NP1 .PPRIN 2P 21PN 191,070 12732 NPT NURIDT NPYIN FIW° 19K 0°2%1n0 92 May (N
ODI3 IV NNA0NA T 10w D0 DY
M2 3% 0 MW 2°R¥AN T 18 3% nnn 021w L('R6 7°Y02) 7 ATDIRG 2707 2PRWD 0737 0OpPTI0
DOI1W IMNT° 2A1°0 DI0PR2 L1 113 (21 2O NNEA NAITINT ATV 0T 28 1T MITR0 9237 020INnhIn 2°1a) 7202
55%7 Y7o WOKRY 2721 WA TN NROXA WD DIRTY 20NN V1T RY VTR 7902 27 3200 2030 2»0imban 221aa
18 9°3 AnRY NowaxT ARDING MDY yomn .(no0n NAN A8 fPYo) T APYIRY 2707 1001 0917 OXIDT 2pyn nvapy 0N
.M7992 00N QPR IP°TAIR 9apY INCIW 0°H0 DORYANI JITYNAY 070

QI 223 5V MMRWD D207 CIWH N1°2°0XT MYMAY nomwn MRWI P72°N0 7272 10 D10PK NNA0N2 (Mvnnh mRw .2
DY PN T AROT2 0T DY YIwaD A10° IR ,PW 19IN2 P72 B9 O AVHwn AR W MRWI oaneRa X
IR0 NPT DR 99 SR T AR L300 A DPAY 2MI0XW IR DPUINDIT PRI N0 900 AT MY
AT 1RIRD 2909 28w 0Y/pT7237 7Y aws X D1non 1A0 NP 72 NI 1RY 11170 ,2000T1 M9 717 Mviang
2217 9937 03 0INLIR YTOR Wpa? oURWD 0017 0012 MY

D079 .n

02-6779307 :j1970
02-6779018 :opo

Shirazta@hadassah.org.il :7"xi7 s Lo . . .
112000 1.0 ,noTn NNy Hadassah The Women’s Zionist Organization of America noTa nax*T nNTNon

91120 n'wi
www.hadassah.org.il 2024 719N NOIA —DIOPX NNJ0N 091V Page 2 of 4



mailto:Shirazta@hadassah.org.il
http://www.hadassah.org.il/

NOTA ¥ D"XL'ONANIIND 071NN M2
np'on? np'7nnn

870 nn ‘oo
np'7nna n'7nan

O quatro O trio O duo O single :xon owopx yxian .1

:(proband) p7ain .2
Japi O o1 O :pn .0 5w "W
api/ooxn O DNA O AT A0

(0797 X1) n27nn ookn O mow oo O Fow on O o7 T PR
(0199 x1) nx O
1R NOY TR :(TNROWNR NPAT2997) NAwA Py .5
Hajlalodhlakivink G
(nP9ax2) ow :aw 27212 7127p (1)
mapad ot O cpn 3.0
(nP9ax2) ow :aw 27212 1277 (2)
7apa 0 ot O cpn 7.n
:(M9aR2) Qv ow ;27212 1277 (3)
7apa 0 ot O cpn 7.n

TN MSWR nYa an a7
PTAT M PAAWIRYM .8
22N RYM :ORTT RYM
QO P NOWs NAp
WA nYxIan oopRa npvTa .9

:(HPO >nnna o°v119) ooX¥mam RN .11°7°02 0°°pn kY oRenn O

anx O
PNIDWAN V0T Y IR 1170 Yy Ao yn .10

2772 AYEANA Mo PR P ark X9 O 19 O 2013 22w np 72 1 12w AV oXA
122w NRXIN T

NNJoN I

MALAY W 12 MWY? 77 0% 921 0TI PR YO0 IARN2 O3 MW DI0PRT (I8N 22PN IR TN 00 /ran R Ll
nPAR WY DI0PR NI SW M7 MPUTR PIN02N D20INT YIORT L1 180 .17 AW pnnn T 90 001K 19IRA P
27237 5w 3T Y7o 9019990 R? 1997 0°m10797 .NPRI19TT MN902 a0en
21N NPV M2 MITIR Y77 7°20 °I1,7N7°01 NV 0P P0INT P12 Y72 15PN 2 102° W 72WNA 90 7/ IR .2
D2 NP N7 2150w DI0PRIT 71X NPT NIRYIN DY YT A0 ORI 73007 PY/RDINT DX TONY2 PIRW? 79X .1oNv2

02-6779307 :j1970
02-6779018 :opo

Shirazta@hadassah.org.il :7"xi7 s Lo . . .
112000 1.0 ,noTn NNy Hadassah The Women’s Zionist Organization of America noTa nax*T nNTNon

91120 n'wi
www.hadassah.org.il 2024 '119X N0 —DIOJN NNDON 091V Page 3 of 4


mailto:Shirazta@hadassah.org.il
http://www.hadassah.org.il/

NOTA ¥ D"XL'ONANIIND 071NN M2
np'on? np'7nnn

870 nn ‘oo
np'7nna n'7nan

D°°UINDT QORXAN PPW 930 P71 NI MIOTT DR ARZYY NI 372V W 5/1°20 CIR L1010 ORIDIT 230 YW 01T
7°nya own

MMWORT % 71PN QI0PRT P72 WK STV VI PIVY NP2 713077 0910 DX SNRIPW N/AWRA 2117 17 onenna .3
JIPY727 DR YXAY D/WRan SRR MR ARYTAN DR SNIATW L3010 ,NI9RY DIRWS

7720 MIRKIN DR 23p% 970 TR W0 DY P 001 MR MO 20 PwY aRpvTa° MAwnaw PR n/vTin IR 4
SVINT PO NI30M2 R0 NWATR

PR P9WR 272 792 PR 31 7P°720 DR CNYEA 71°3aW 77117 0207 2210 RY 3720w MTWOR Invpw o7 n/vTm AR b
Bakiehb iy iplstalvirs

5Y 721077 MR Myawn 29Ya NPAR DMWY WK 2RI DY ANT? M DR XYY DO A7avenw 797 nfyTn R .6
SVIRPAN NYTI W D

T 09I HW T 9°Y02 AT 2D OPIVIW QIRYAN D DOMNTA DY WY 790 0y IR L7
NRY 772°00 1.0 R QW 2137 W) NWION 7K IR NRT 21007 W L19R 20X 72D NI/P1Wn R ATRa X

:(p721% 727p0

RXA72 21721 7722 .92 2°32 79017 112°0 DO9YRW OREND 0°2a0n M7 2007 (7292 9A1°0 DI0pRY van?) .2

0°132 "IWH MW 10) 2001 AAOWn M/AIA T NIV 20 0¥ DAY WY YTRT L0000 TIRD WY

IXD NRT 21027 W L1 07 YT 22p7 NIUNYR R 3702 (907w 10107 n02nn MIvink nnaat BRCAL/2
:(P7232 72797 NRY 32°00 1.0 ,RP1 O 2027 W) DwDn 77Na

T AW WA TV 9D ORI VTR IO D90 MIPYIRD K"I72 wiw [7/2°00n KD / a/moon] ik .8

nnann .1

TIRN

Hw "

NN Nali/j

nnn Nal'/j

LDYTIARNT DOPTAIT 9% NWNTI RPOTANT YRR Ansea by nnn e

Nalalahinirtapialy] ahblal rm*/xm

PRI97 1M

H"RIT

02-6779307 :j1970
02-6779018 :opo

Shirazta@hadassah.org.il :7"xi7 s Lo . . .
112000 1.0 ,noTn NNy Hadassah The Women’s Zionist Organization of America noTa n'2’x*Tn nnTnon

91120 n'wi
www.hadassah.org.il 2024 '119X N0 —DIOJN NNDON 091V Page 4 of 4


mailto:Shirazta@hadassah.org.il
http://www.hadassah.org.il/

