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ANNN DID'0 — 70N NY7NINI NPT 7V D'UTI' INIX AN N5V NIT2aim Dy D'YaX

A. M. W. Coppus
INNNN NNANN 7W MIYIRA D7 DR 7¢ DDl znnn ‘Nt 21700 fT Y DN D10 NRNN

2016 Topix

NIan
NDINI [TV XN X, TN 91X D71y (N"wn) N'MINNSNN N'70wW Ni7aam Dy 0'wWIX ¥ 0'Nn N7NIM
DZNNAN 2701 DN L,72am 10 DINN DD TV gnnn LNRT DY TN N7 AvoIMIND v It
,112-07 I N7 N"wn Dy 0'WIN 07710 DI'X 770 ,NIToINA 0NN n"wn 0y 0'WIN? P 0'ont'nn
,N'700IX] NIYXIAW DM7NN 19017 90112 ,NTIPI NN NIXIXK ,N9IN'RA D'YXIAN DNZNAN NN I

.(Scheepers, 2005) 7x w1 [I'KL ,|'0 ,M7'TIN

qQona ,n"wn Doy 0MaIan 112 ANMNIEARIZAN 7W 0fIAa 0TINK 7V DINNTA DINTIZ NINS0 NNYRO
¢ Nnmnn 'o019T ' DYIV D1NnNn 770 .(Haveman et al., 2011) nianaixkn ‘M7 ni7nn [1an?
Day and Jancar, 1994; Janicki et al., ) n'770n n"oI72Ixn 7w 178N DY DI'X N"wn DY D'WIX
n'oN' NNNSIN NI91A NIXNAI W' MINYNY NN NP N2 D01 0'RIN 0N X ,(1999, 2002
Rimmer et al.,, 1993; Graham and Reid, 2000; Carmeli et al., 2003; ) n'77>n n"0I7IXY?

1901 ni7nn ninnena 21 (Hilgenkamp et al., 2012

7¢ QnIYNN Y17 Nayn NIXIAp-NN? 01N NINal TING NRAN0N 1N N"Yn DY 0N2ann NroIIN
NPT '019T DIY' N"wn DY D'WIR 7W NINYIoN NIXIAPZ? .NIT?'2 NN IR N'70110aX NINNSNN
Coppus et ) |I'0'w7 722 12'02 0'R¥NI NP OTRIA DAPTM [IKT NINON DY D'WIX 7wn? ,0"Tin"
NNIMONN YWY NNKX 7¢ 0N N7NINI NPT 237 YIT NN 2IT27 02'N ninson N1zo naon .(al., 2006

D7D niaam 7w nim ninbpwn
oy

ni72am ,0"n N7NIM N7 TN ,NNAA (wio'nn NI oy PUBMED naiman 7axna wion yxia
NIOTY NN NIANY WI9'N NIXYIN 17270) DN DN .DNN1N NIRIMONN DY 117'wa N'7dw
D"NN N7NINA 'MINA 7720 7w2 ,00NNKRD DNIYYD WN DNPNNY WIN'Y WYl .0"1DTY D'I0NDY
Beck ) n'"nn N7NIN%7 nyan NI'RY NFTINY NI'WN 702 IKYNIY DINARA Y 0YNY7 ,IT NDIZNA NRXNIY

.(and Fenger, 1985; Wisniewski et al., 1985
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DO'XXNn
J[IXT N1INon

-7 X 0T 7w NINDY oy ,N'OW NP2IM7 AN ANDYN NTmn N2'on N1 (T'N) INT Nimon
7va nna R0 L(Baird and Sadovnick, 1988; Weijerman et al., 2008) n2ivn 751 750-1000
,mosaicism) '01x 09'09 IX (4-5%) n'MITLN NENN 7Y 0T 0PN vynY? L2171 DIMMN>2 NI

(2-4%

NN ,0T2IM 27 '"am (123 ,nisoin Nip nivesin 80 oy nwizn21 nmimo ,N'7w ni7aam 1avn
Huber ) nmjz177 "aam 1201 N110'NN NdYNA 0*IR'Y7 ,NMNNY N110I9'N ,21N9WAN N7NN L|1IN0N
T'N DY DY D'WIRK NN (et al., 1984; Epstein et al., 1991; Torfs and Christianson, 1998
72 702 07701 .NNTRIN NRPTTN 7V VXA NN NRRTINA DNWIPAN TI9NI NINMAY D' DHIN
2w nnTTn L(Schupf et al., 1997; Seltzer et al., 2001; Coppus et al., 2010) n'wa 78X ni7an
nn ,(van Schrojenstein Lantman-de Valk et al., 1994; Evenhuis et al., 2001) n*x1n1 ny'mwn
Tizonn N7 a1 (Prasher, 1995) an' minwn (Prasher, 1999) onn nui7a 7w ni?wo
Oliver et al., 1998; Holland et al., 2000; ) W"nx7xa ni77 "aam jip'or ,(Janicki et al., 2002)

.(Schupf and Sergievsky, 2002; Coppus et al., 2006

UXINNN ANIMNN 72 IWXD TN 0V D'WIR 7Y 0NN N7NIMA NYYY NNYI1 DRINNKD DNIYYD Tvnna
Janicki et al., 1999; Bittles et al., 2002; Yang et al., 2002; ) 50 7'a 2y 21y ninnionn NN
719107 nonim 0NN N7INNA NYVn 'Y WRD L(Glasson et al., 2002, 2003; Bittles et al., 2007
N2AI'N NYOWN MIY' NITOINA NAWAN Y'Y ATY7 DA .NIT72 NN'wan DT NIRYTE T2 27 mima
D'NIAA |"TY NNIMNNE ARIZANN 'TINK X L(Yang et al., 2002; Day et al., 2005) o*nn n7nin 7y
n2inn .(Janicki et al., 2002; McCarron et al., 2005) yima 7'a 222 n'775n nvoI71xn 7w 1 Ny
7v 1™ 0"V YI7Wa NNIDa 0NN 7Y 0NN N7NIMY D Tann nyoswin T'N 0y 0'WIX 1172 0'NN
DY D1PT 22 ARIZNANN INTNIE D719 AXRIZNN 7V nTn TiIXn vyn 0" .(Glasson et al., 2003) n'wa
npEna Nty NY'Y YIT D .0YNN N7NIMA 0 IS N OX TV NYT? [N RY P70 T
Day and Jancar, 1994; Devenny et al., 1996; Coppus et al., ) nnpTran Dy n7190 AXI7NNN
Janicki et al., ) "0 oy n"nan 7w o*nn 7NN 2y 071900 ARIZNNN NYySwn n1ain 0o X L(2006
NOY' 0"A17N'1 D2aN1 NI L,MDNIMN 0'0aN N1an D PN ,qoia .(2002; Coppus et al., 2008

NTNX7R DY N'719 ARI7NNE TN DY D'WAR 7w DU'ND DRI DTN N7NIN DX
/'nin ZIn'y

Nni72am ¥ NiNwn 0'MYy? X NIMoNaNd X7 nivion v nann nwpd amam (CP) 'nin pim'w
Mutch et al., ) ninnonNNN 7Y D'NTRIM DAY NIY'OINN NN NIFZAIKR IX NIYRAON ARXIND NNI0IN

n1'n CP 7w nwiwnn ninown .(Miller, 1998) nmivmn nyaosn nonoi a0 97 ni1am CP (1992
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0'77'nn 30%->%7 .(Blair, 2010) jinaxn nya 2'a1 [INaxN [0 nivnd ,nim? 1000 957 1.3-3.6 |2

N'7Ow niaam nox maw' CP oy or1nn

Strauss et al., 1998; Bittles et ) o'wnInAw 72 "I7N D'I'W DY N'2'0NAND NI'R N7NNNY X 7V
DYWL T7WUN NN 7w TIRON YoIn 7wa axon nr'7a10 CP oy nMaidnw xxn Ywn 7o (al., 2002
niixd X7 nwnn .(Murphy et al., 1995; Turk et al., 1997; Vogtle, 2009) n1ai1 o9 N7
75 .0'72%72 X0 IN D'A72 WIN'Y NIA'NN NYINNT NN NI'YA .09 NPT Nnpy'? 0na? nizhy
2N U nYinNn D713 DX PTNN7 NI2'WN DAY D71 ,NNIMN7 [12'01 NIXNA 7V D'v'own 1770 0mnan
CP 721 oy n"wn oy oMain 2 nnwnw gnna .(Blair et al., 2001) ninadar niT?2 T7wnl pnnwn
NPT ,02179 AN NINWA DY N7193 ARIZNNT AN Anka ninDw 2 ' CP oy 178 D Rym
7wa nnaroo' T CP 1 aiwn Wiz xyn ,qona .(Henderson et al., 2009) n'ax90'TI Nwn NdIvna
D'I2'0 LD D .(Strauss et al., 1999) |ITn NO'RWN NRXIND NIXM NP?T NIAPYA DY ANIMN pn
Strauss et al., 1999; Blair et al., ) CP-a n'170 2172 DNIMNYT 7710 DN NN AN'YIN NdWNA

(2001

nnY? ,n7OX Nnrraarmi nyinn N7 ora CP oy 07?7 202 NI 0'NIvavnn [ann M ,Tan
JDIRT N L(Strauss et al., 1998) nimw'n 1217 1N X7 WK ,0"9a0 4-2 pIn'yl N'7)w Nivaam
Tn' ,(Blair et al., 2001) nITwa? MM MIyAYNN X2nn NN N"Yn D RYN N INIRAD 17NNl

.NVIN N7 DY

N nnwn naon 60 72 Ty 20 7an CP oy 0Mailn 7¢ nimMwan 'o19T DX [NAY IR 17NN
Hemming et al., ) 40 7:a 197 NuLw 17X 2Op2 TINQ ,NN'YIN DN 7w Ni7nn An'n AnImn?
720 ,nxt oy TN' .30 72 7yn 07121 202 N7V DT DAL J0YoN ANMNN Y'Y LD D (2006

7700 nroIIRD W 1R AN DIT I'N NNIMNN NIV L DRTTNY

,JNINNRN 0w 50-2 07V NNana RN X N 1 TIkn manwn CP oy 0'wax 7w D'Nn N7NIM
N8N 0ONNAIN 0N MmN CP oy 017 2072 120 'NIvnwnn JI9'WN DNNKN DNIYYL TWURD
D'WIRN N'2N AW N'7OW IR NNI0IM Ni7aama o'pi7n 178 vynY .(Strauss et al., 2007) n'minnooa

N At van? o'nt'7xn CP oy
N"M110j77'19

NMITN NAXNN T 72V N'25wW Ni7aam yinn'% na na narox n'2imon nv1on N (PKU) nmniopao
.(Murphy et al., 2008) ni77 10000 757 1 n'n WI9NN YU NMwWIYNN NINDYA QTN N1
AWUKRD DIV NITIYNN NIYWYIE NNTIEN Aknn 7w 60-0 nnwa 170D AP0 D0 NI'01Y NNYO

.(Koch, 1999; Koch et al., 1999, 2002) nnaxninn MItNn 7y D'T'opnN

X7 PKU oy n'wax 51 |naw 2znna .nfnairn 7910 X7w PKU Dy DMaikn 9y y1'n TIXN oyn D'y
NXN1 |21 ,NYI9N7 NNIYR I'RY NiIa'on NVl 5 ,0nn 41 2pa N7 avan nxvn X7 0w 20

D'7'Nn NX [N qon Jynn L(Pitt and Danks, 1991) noipznin IX? 1T 10771190 DNON NINWY
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DY 11N2IX 0NN 6 |21 ,nPMy N'22w ni7aam nntn onn 15-%w x¥ni PKU oy nnain 17 9w ovNioin
NNIX 107 1787 N'MATH NnRNN 1725 K7 07ynw PKU Dy 0Mann 2 nngng gnna .n'o97'ox

.(Murphy et al., 2008) n"75win NI72amMn NNY2 D770 IX¥N] X7 N7221m N9y

D00 nrorixn 127 PKU-2 o170 12 0170t 07720 IXN ,N9XIm '"maitnn 219'onw x v
Demirkol et al., ) nirnim nImMTNa X¥NIN 270 N0INND NIMDIL,ANIRNA TV DD LD TA 0107790 [1AD
D"NN 72 IRY NN NIl DTN 7Y 19N NIy v pY .(2011; Gonzalez et al., 2011

.(Demirkol et al., 2011; Giovannini et al., 2012)

07 niinon

10000-7 1 nnin»wi ,0'w1 7V Y'wa nydwnn X-MmMwign n2a7n ayion nrn (RTT) vy namon
Smeets et al., 2005; Laurvick et al., 2006; Smeets et al., 2009; Vignoli et al., ) 20000 Ty
(n7n -CpG 7'nn) MECP2 |2 7w pimywnl TITpa avxoin nn'p (95%) onpnn nna (2012

.(Colvin et al., 2004; Neul et al., 2010) (2 n'wp

NSWAI D' T2 NPMIVINA D'YPA NRLVANNAI NATRIAN NIT?2 12D 0'Y'9IN VY NINON 7W D'MIVDN'ON
A9'WI NIAX'NN NY'AN NNTITAN NOIPN INKYT T 9'0IXNVO0I ND'7N2 NIYI9N NINNSNN ,MIAT
nxi7nnn (Neul et al., 2010) nimivm Ni7dQ NMMIYRYNn NNTTH VAN 91027 .MIYPnn N0
A% D OX NPV N'097'OX NI'N VY NINON DY NMNAIANY NRXNIY NI NMNIYAYNN n71900
.(Halbach et al., 2008; Vignoli et al., 2012) ni'nix2 Ni'va NINSN NI7210 VI NIMON DY NNAIAN

.mpr'7 TV DTV N1'X NI AIMN 91X NJinona n,‘n'w MY XIiNn MYOBKX 120N

,Jron' NNxpe 0''n n7nin 7y 0rT'yn om"pn DN AX ,0"NN N7NINY7 yana nd TV yTn vyn n"p

.(Laurvick et al., 2006) a7 TIX? NIINONN NINNSNN7 YA112 NIX MPNN2 NIX ! [TV X
/n721x niunon

yopn np'nnn aRxiMd (70-75%) an% nniaan N'MINNSNN NI7NM Y9N XD N72R Nimon
Steffenburg et ) 72w7 nim? 12000 75n 1-2 nwnnn numonn .(Mabb et al., 2011) 15 nimmiNd
D'1"'ONXNN D'IVON'ON X ,D'WUTIN 6 72 N0 NMIWKRYY? y'oIi ‘minnonnn apwa .(al.,, 1996
oYM NY' NIy N'25w Nitaam oy 0'war [1oxnd (Williams et al., 2006) naw 72 Aanx? 71 0'v'oin
029 NY2NI ,NLVIMN NNDTAY NIYIN ,0"09*79X 0'0ID1 ,0'0712 D'NIANINN D7OXN 11T N7
n712712 01N 0'90n Daoxn .(Clayton-Smith, 1993; Clayton-Smith and Laan, 2003) nnnw
n7n' (Williams et al., 2006) n7'1o1 N'x0VINA'DIDN ,N1'W NIYI9N ,0"7MINaxr EEG 09T ,moyp
N 7y opwn 719'0 NRMXA 17X NIFT9I0NIXK NI'YYA NNV NINNSNNIEN' NIY'AA 7w2 NN nyinn
,0'w1 v ,0"innn nan L(Clayton-Smith, 2001; Guerrini et al., 2003) nYmn nnpy vinY
anw gx 7y .(Clayton-Smith and Laan, 2003; Williams et al., 2010) o179 "N ninwinn 0'7110
10- 772 N'n 0NN N7NIM .21V 0Y'N NID'R DANY DURAYY D'N 7M17 0™710' DI'R NIIMONA 017N

Clayton-Smith and Laan, 2003; Williams et al., ) n'275n n"oi21xn 7w 1t N ¥ 0w 15
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D'"NN N7NIN NITIX 21T YT D' X7 1R ,00 70-n n7un? i'ny o'wax 7w Tiv'n oa nw' X ,(2010

.0

[21'2-DX"7'11 N2INON

7 DITINMD 7w NINPM DR'NNNn ARYIND NnNan L, n'on avaon nn (WBS) ira-ox™?1 namon
TINQ NIANINN DY NI0IN-ID'09 2RV L(D™MITY) D TIN' 019 19NN D771 D'TDINN D'IVON'oN
1D 0DIYNLLNT0ITIINA MINONN NINDY 72V YT TINA YN NY' A% 0T "7 7w Ninnl Afman
Donnai and Karmiloff-Smith, 2000; Stromme et al., ) nim'? 7500-20000 757 nnx nT'72 "2

.(2002

MY' DaNY 1 AN D'NDYN DNDYT'ON DA'OXNN D Kk¥nl WBS oy n'war 50 |naw apnna
20 7w narotap ik npoa L(Amenta et al., 2005) (20-80 niva 1Q) nira n'7ow Nizaam
2701 DTN *702 NI7NN ,NMNPITIRD DDA NIYA 01210 N'2Nn% D Xyl ning? 30 12 omain
DNAY NNDWN L, NI'YAY N2 1N DaNY D Ikxn on P nd (Cherniske et al., 2004) 710t no>wni

WBS ny 30 71 7un D"a1ana 719'07 NN IR 1YV'YN DN NNXNN .ATIN NN

NNA11 1D AYMY JTAIRE ,NN20 W'Y NN N7700 ,nnTRin vyn NRpTm oy nwipn WBS
ap7nn .(Cherniske et al., 2004; Devenny et al., 2004) pTpm [I'0'w 7w DN DA DIY' . DRTZIMN
NNOY [N2'T2 NATRIA NNTYITN X¥N (0w 48.3 yxinn 7'2) DMaan 78X [N2'TN NNTYTN DX [NV
DY D'WIX] NNINNY N'TDOIN N2'0 D' DTNl 270 Ndwwna oo .(Devenny et al., 2004) nx
[ ¢ niyn wav NNt v R WBS oy o'wax Y ovnn 17NN NPT oo o Ty WBS

.NXp 0N N7nIM A'An NN nitnn
*7211-1T719 Ninon

NN ANNNN DNV NIAEYa wnnnn n7aimrmnd avion i (PWS) *211-ame namon
Burd et al.,, 1990; ) ni% 10000-25000 %57 1 x'n mwiwnn nv19nn ninDw .15 oimmiMda
DN D'y Dvoxrnn (Akefeldt et al., 1991; Whittington et al., 2001; Thomson et al., 2006
72U NNTRIN NINNSNNY 722107 D717V QWX NNAANNAT NIT?'A D919, NI N7DKR NIFYAL NRIVI9N
000 ,NI'MN'Y] NI'YYa) N MINwn? DNIYR NN DINEMN ANIMNY? Nia'on 'y .N' Ninwn
ANI' D'NIAA DNINNN NIY'Y DN ARXIND 2701 DTN 222 NI'Yval NIaa 0T YN7 ,N1'Wa nntwl NIvion
Whittington et al., 2001; Einfeld et al., ) *77> |91x2 n"wn Dy D'wax? onQa NIk Nxe 0NN N7NINI

(2006

NIMINMAN NIYA7 M DAIYNN D'MYIAN 0N NN NINYAT NI0IDTNNY K¥N) TA71Ina 1WVIY AapPnna

21 7pwni nath 2y nTORNa ni'wn v p 2y (Sinnema et al., 2011a) 1T n"oI72IX2 NINNONNAN
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ap7nNna oa .(Sinnema et al., 2011a,b) NnnTzin NPT 20 7Y DA NIT AT NN .07 TN [N
N' NINYNA MIYRN NNIMNN 071101 "N Nnwnn 0*7210 87% ' kxni1 PWS *2in 56 212 "710oix
7 "MIYN NNINNN 2¥PY 1>YN N10N12 WY gnna (Thomson et al., 2006) napTm onw 720
1 x¥m1, D md .(Whittington et al., 2001) n'770n nroi71xa 1% nniv? 3%-> xin PWS ny n'wax
NNNX NIa'on n"wn '7ua D'WIR 7w nNmNn 2x¥pn 6 ' nina PWS oy o'wax 7w anmnin nyp
NNIYEZN NIXN NR'90 'R N'90 'K [N NIMP'vn nhimnn nia'o D xxna Ty .(Einfeld et al., 2006)

AN NINYN
NAIX7 NT N'72707 N2INON

NINNSNNAI N7'TA2 2D'YA NIY9IRNN N'7NITIND Nimon n1'n (CdLS) nax? T ' nmamon
NN NI7NNNAXK 21 DNAKR (AN NIY7ANNAXK N Y'Y ,D7NAIM D19 1TONN L, NNY0MAIN
onna ,(Barisic et al.,, 2008) 10,000-62,000 757 nnx nT'7 n1'n NMYIYAN NINDWA .NMUKRD'09I
Musio et al., ) onpnnn 60%-2 numona nranIynN DMITINND 3 INXN] DD TV .NNA7 DDA 2 DY
7551 7'an DY D'NNSNN YUK NI DRI 00T 01'oxn 190n mw' (2006; Deardorff et al., 2007
.(Allanson et al., 1997; Bhuiyan et al., 2006) nIninanNNl NIFT'ON NIYLINY DNIYPZ AR
,TID AW NIYION NIM'OPRIDN |12 N7 DIMIRNNN NI'YYA DA AY' NIMoNA 0'I7n Nn?

JIRDMTI n'1'0'7|9n||7 NA'00AIXK NMINMON ,N'MXY NYaS NI'IaninNn ,07'0IXR

nIv) 17 nn yximnn 7220w kxn 0'wax 49 172 nimona 0'pI7n 7w NNRTTNN 70N DX |N2Y nn
,90m .(Kline et al., 2007a,b) 'owi-narz o179 n'n 'y 'RISIN 120N XD L(baw 11-50
2-n n7un7 212 INNT NI'Y NIV DA .T7UNE DNMWR 12N DIA0 PI NYMYIE AR JTAIK 1KY
D2an TNX2 NNan DNA-2 ny1on N1 IT NIMoN2 NNTRin NRRTINY NIR'oN NNK .DATANN W'Y
;0N NINON NINNONN 07710 NMNTEINN NNRETMN 7w 0avoxn .(Liu and Krantz, 2009) o'viaon
Kline et al., 2007a,b; Oliver et al., ) Nya n"i'wi W'y N1270 ,0'TNISIKVOIX 7W NNTZIN NINNONN

(2010

N0 nroIdIkn 7w it nine 0w 10-20-2 nxpd> nwiwn CdLS oy o'wak 7w n*nn n7nin
N¥N1 DN7W NNINNN na'o nyITw CdLS oy n'wax 295 7w paTtn 21ja .(Beck and Fenger, 1985)
7D'Wn NdyNn 7w NN AMNKY1 ,NNIMNY N ANDYN N2'oN I Nn'wan ONT 7w nitnn D

.Ta72 0w 28 n'n 18 7a Nk Nayw 0'war 7w yxinnn 72an Nt 0aTtna .(Schrier et al., 2011)
Sanfilippo namon

0¥ n'mitinind mimon nr'n (Sanfilippo nimon ,MPS Il) 3 ai0 Mucopolysaccharidosis
D'TIRN 210 '971 ,'MIDIA [KIXON 7Y 7N'9 7Y D"RINKN D'ATIR 4-n TNXQ 110NN ARXIND NN
N (MPS IIl) omrmarn nyax ' 9w ionn L(MPS HIIA, B, C, D) niinonn a10-NN Nyaj 1onn
017 .(Heron et al., 2011; White et al., 2011) ni*m 2 mnwn ninHwn X i 70,000-7 1

NIYI9N2 DIMI L, NMNI0IMID'09N NINNSNNA NUXN N7'NNN NIT7'N 170N X D772 0'RN2 0K 17X

50200 ,)]27 Nn'2,5 22 NI 'TW
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nnv qio n1*n MPS 1l oy 0'wax 7w nyximnn 0'*Nn N7NIM N9 Ni7aami N1'Y "y NrmRnann

.(Valstar et al., 2008) 1"n'7 30-n nnw n'7'nn w1 20-n

2,000-50,000 5% 1 x'n n7w nwiwnn NINDWAL ,MIMONN 7w NDY i a1o-nnn n1'n MSP 1B
D'NTPNN 0'R72% v2an? 071" nimonn 7w nt alo-nna o*7inn .(Cleary and Wraith, 1993) nit4
I'n DN MY XN ,18 712 2yn B a10 nnn 0*7in 20 pTav 7NNl .0MNKRN DAION-MN Nniy'? nie
19PNN DY "wR D9 NPT 27 NN D NIFMIRN2 DY INN'DE NNANKA NIANINN Y73a
MPS 1lIB oy n'7in 52 12n21 qon Yy7nna .(Moog et al., 2007) 56 n'n y¥ximnn nNimnNn 71 .0'o01d19
NIV NDNX N'7DW NI722IM 1IN D7INN IRY 17'K1E NINMONN 7w 0'oX7{7 D'NoN I 9-7 7w Kxnal
.(Valstar et al., 2010) (paw 13-69 nuv) 43.5 n'n YN ANMNN 70 .DINIRN NNTITN DY DAY

.NINONY 20PN 719'0 'K DI
2aw X ninon

NI72am7 Nnnn Nt NINAIY N ANDwN NMeainn nmonn ' (FXS) 1aw X mamon
nina niTy 8,000-7 1-1 oA nim? 4,000-7 1 7w nwiwn N oy ,07100 702 DT'OIRI N'7OY
012 TIT7n nnnal namonin L(Turner et al., 1996; Crawford et al., 2001; Coffee et al., 2009)
D'wix D2 .(FMG1) 1vaw X n'ow ni7aam% oian [an nx 79onn urkn 7 (200-n 71ma) anin CGG
niuw 2 nun7 o' (nntn 40-55) o'r 'Rwa Ik (nntn 50-200) anr mvp nNtn Nimd Dy
N'22w nitaam w2 1 an? aw X namon oy nMa L(Turk, 2011) vvaw X nimon 7w p'nonn
D19 077D nrr'on naroxnn .(Backes et al.,, 2000) 35-70 nr¥aar7urx Iy oY NI TV 077
NIrvo 077D NAUNONN DY DMYIPAN OUNI9Y D'AIVON'O .NVYIA VOYTI ,NIV7IA DMTIN ,NIDININ
D'2INN N'NNINNN nnNa .(Jacquemont et al., 2007) ni®0n NIyIdN [11AN7 NINTIAN 112N NI
In> .(Hagerman, 1996) 11010 'MN*7 N' NIw2T1,TIDNI AW NIYI9N ,N'MNAN NTIN2 DA 1720' A7
-N 7¥ IN2X7 DIMLVMEN 72V DA D'OYN X Y X NIMONA 071NN 212 NDY 1Y DT'VIX LD
NIMoNN NIYSYIN NINS aN7 Nn%w n'xum oy N .(Budimirovic and Kaufmann, 2011) DSM-IV
NIval N7 N2 Nitaam NIty 2t NNaNn YYD nann awn X-n o oimmnd Nt avn X-n

.(Terracciano et al., 2005) |'Vv "W MY 'WIZI DY NRNNN

72 U nMTEIM NIWYSINI NNTZIM N DDA 2N7 DN Ay X NImon 7w n'xuim-n1o Dy 0w
n'wal 0Maa .(Franke et al., 1996; de Vries et al., 1999; Crawford et al., 2001) 40 7'a 197 ni7an
NN NN Namonn NinY .FXTAS nanm niamon nno7 0717y Nimonn 7w n'Xuin-n1o Dy

40 72 7un 0'wa 2172 8%-21 50 712 7yn paa 217 40%- 7

3NN ,NRT OY TN' .X70 12w X NINON 0y D'WIR 7¢ MpTnl NNAaN 170N 2y yTn p'aon 'R DI
NUoI7DINNN NIND DAY 12 D Yy¥IMNN NNIMNN 72 AN 0'wa 433-1 0N2aa 348 27 g0 am
.(Partington et al., 1992) n'775n

(o'rn%j70 on2a1v) N'wival NIV
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N710' NYI9NN .0"7ITA NINAT NIFT7A 0 N7Ya NrMdyn 21 awnon 11 (TSC) ortnzo 0w
nOWNI NINXYN ,0TN 70 , N0 NI ,A70 ,0m1vn ,NTDINN DRXYN DWW VN Y yiowny
n7nna npi7 nipi'n 6,000 7on 1-1 onaian 8,000 7ion 1-5 1ot nairmind a7nn it L2nwn

.(Sancak et al., 2005)

an? D o'k opnn (Roach et al., 1998) Tnx Na'kn N 07 nxyn 7y ooian TSC jinax
Jones et al., 1997; ) n''2ow Ni72am 2y Da NIfn7 AN nnaia nintao va TSC2 nexoin '7ya 0'in
2772 7701 n'Hw nitaam 7w ninpwn WK L(Jansen et al., 2008a,b; van Eeghen et al., 2012
opnin (Winterkorn et al.,, 2007; Jansen et al., 2008a,b) 44-70% | n>vn TSC oy n0™7In
DA M (Sparagana and Roach, 2000) n'2innn 75-90% 7¥X D'nimi TIXA D'XI9] D' D'OID1D
.(Smalley, 1998) 17-61%-n ny'ann ,'00'VIRN DNLE90N 72V NI TSC 7w NNDW N7193 NRITNN
Roach et al., 1998; ) n'2m'a nnw'n 2ITA%? N 2y NIDIDN NI'NIM NIFATA Y¥A7 AN D77 21
7va yviap 0'0a 7y NI'D TR0 NV7IRK 0'wy¥an oMain 1Yy ((Roach and Sparagana, 2004
nn nyap? ntn CT o'vyan Ni7wan 722 0'wl 232,23 md .0Mainnnn 70% 272 nivoy nnwn
n'RI nninn .(Crino et al., 2006) (26-39%) nx™ NI7nn ¥ NN NnwH w1 niIkNn 7w 0'oa
n"nn N7nin .(Leung and Robson, 2007) o™a7n'n o'ysm T 7y 1jp'va 0'Wa NN 0'Nn
NN DTNN N7NIN P2 IWR KX¥N1 122 .0'90I11 D'AI710'1 01201 D'OIDID 9NN WA vaon? NIy

.(Winterkorn et al., 2007) TSC "2in 2072 1Q

nnpon
NP0 .N'OW NI7AAIN DY D'WIN 21721 N7'700 NroI72I8A DIINNKD DNIYYY ADIXNN 0NN N7NIN
['K .N"7OW NI72AMY NINMIAN NI NIXIDIN NRMoNN 11 NITIR VIT'W NN NIX NAXN N'NDIIN NINDOoN
VUXNN 727 "2yn 0N N'7OW NI DY D'WIRY N'ON' WTN QXN INT DY NPT NITIR 21 YT Ty
AI9'WI 72 7N 0'IVON'0 W NNNIKA NINNSNINY X'AN 0NN NIDIXNN DY N2 X7 TIV L2 17D .0"NN
JD'75W N2 DY D'WIR 7¥K NP DTN 7'NNN NRETTIN )Y70N D AN L NRT 0V TN .0YNN NID'R]

.N7uUN VIIBY '9D NIBOI NI'RIDT NIV |27 N'DW NIPAAN A WP Y D IND

0'01 7Y 1272 NdDWIMI NN NMII'R NNIY NIRIMON *2u2 N'20W Ni72aim Dy D'WIR 7 0NN N7NIM
7¢ noixnn 0NN N7NIM yxmn DX aavn 1 020 .0'7in 7w 1A% D'ovin 010N DMENN
D"NN N7NIM LD 11D .NY{702 A¥IND NINON 721 D'7INYT X¥NIY "7N'opnn '7an NIXI NNIYA NRIMOoNN
DIV 66.1 7w nyxinn 0N N7NIN DY ,N*7750 NTOITIRD 7w 1T NI NXP [TV n"wn DY D'WIR Y

.(Janicki et al., 1999)
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Table 1. Life Expectancy with Maximum Age (vears)

Syndrome 4050 S50=60 60=70 7080 B0=00 yeans

-]
a2

Angelman

Cerebral palsy 55
Comelia de Lange 71

Down syndrome g2

Fragile X 87
Phenylketonuria (without diet)

Prader-Willi

Roett 55
Sanfilippo i
Tuberous sclerosis 50

Williams 55

b =

e et |

.NND0N N'702 IXINND NAUNON 722 NY7n'oznnl NYXINAN 0NN N7NIN DX N9 1 0710

NXI7NN '019T2 N'775N NTOIPIND 27 N'Y7OW NI72amM DY D'WIX |2 7720 'R D 1YY 01NN DY
NUoI7INT? Nrnwna X L(Jancar, 1998; Janicki et al., 1999, 2002; Lifshitz et al., 2008)nnnni
J1'75W Ni72am oy 0'WIR 212 NP N 27 NI7nnY [12'0 "M 7w N'770n0 NINDWN D AR NN
722N [12'02 O'RXNI MNI' 'RNXY [9IXA DMN WK N7 DYDY NI7aam Dy D'WINR D K¥N1 ,NRT DY TN

.(de Winter et al., 2009, 2011) 27 ni7nn?

N'22w Ni7aam oy o'wakn 50%w 73 ,Ni172amn NN DYN N7NIN 2 2T 79 AWR X¥n 90N Jznn
-1 DY 67.6 7a NX DMAY N1 N7 Nizaam oy o'waknn 50% ,0nw 74 72 nx Daiy a7y
a7nna .(Bittles et al., 2002) Ta%1 58.6 *72 nx DMaww nwp N'Hw nitaam oy o'waknn 50%
NI72am Dy D'WIR 7¥ D'NN N7NIM D R¥N L17 InTpw pawn 35 Y T71'91 y¥iaw 'opo0invu
Patja et ) "nir 077 ni7aamn nnaw 730 NI 0NN N7NIN X N0 NT0I7IRD W IT? AnT DYDY
mw 1'n (CP) |'nin in'w Doy D'wWIR 7 0NN N7NIMIE Ni72amn nn 12 win ,Tam L(al., 2000
iy NIY? 0'Nn N7NIN DX NIF 210 0'RIN D7OKR NIYDIE NITTM D RYN) TNR 7NN . Ngi7nna
N7NIM7 AN PTNN X2 K¥N1 NI722mN pniy DX NNl X L(Strauss et al., 1998) nitaamn

.(Blair et al., 2001) n"nn

N71Y D NP DMy NI72amnY 753 D RN |IXT NANON DY DNAIAN 7Y 2'uRO0IND XK NN
2 md> .(Coppus et al.,, 2002) nITomM2a D IANNN 2P TIN' DXRTE ,NNTRIA ANIMNY? NINAoN
NINON DY NINNKX VIY'A NIXIAPZI O'RPINR-NON D'WIR 7Y 1I'¥NN DNIMNN 72 D X¥N 901 pznn

.(Yang et al., 2002) [INT N1INON DY D27 D'WIX NNIYY? 'MIYNYN [9IX] 1N [INT

D2ININ .N'Y75W NI72am Dy D'WIR W DU'NN N7NIMA A*707 0'77am DT 2190 ,ANI9IA NIMTpNn
NN yIn nnwna 0T DA .20-0 nRnN 7Y Mwn NxNna 1IT70W 0'WINT 0'oON'MN DMINKINNAN

7w Ni7aam oy 0'WIR 7¢ 0NN N7NIM DYy 9N 252 010 N7'NEa DRThYRE DT nvul

190N X ,NNTZIA NWON] IX NIT72M N'2OW NI722m DY D'WIRN N'2NYT '09K 71910 X¥N1 X7 ND TV

.NINNXN Ny DN D'N'0AN DI
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