2018 NI »

111N « 157 71D « XD

0" I7INTD) A

17NN IN 7171 T1J N'7NN - TRMU 1A1 DAN
nnJiyvn-in

o717 100
52311171 11n 7V
5511 MmN

53 pWN W
54107 DMax
5'p1n nIaT

P02 /X 0v17' NIy 77nnin’

, 110 7NN1 anm,171npIRNLoa7
,OvT77 T YNNY TN
ATMIW 170,077 01 T1IAWXY7 nj77nnn?
7KW1 0777 IO

,]'11 '™X107 1270, 17ImA7 11onn®
N nna

TID'DNAIN 177X D [INIAN7 0717018
1'IX NN, 1R 77

17nnin 7w manyn 7v 1N . 710 17007 0" TRMU 1231 D™77X71T 00 N7
.bYIN T1D7 YINN

T{j7'A0 "X 7W1 0777 TIX1217 1TV 127101 17210W 071N 1Y 7V NTTA 717107 7w1Aan
Di'1W1 .131210 M1V 12701 N'D77 TI¥XAN ,0'WTIN fIYYN "WYX 7711 7Y10 11)
JTDYNTRA TNIX UM D171 7w T117'WA 7171 :1770W 1107 YINN J11311VN 1719¥]
fIN7NN 71981 11Y) TV 7V 1j7VN1 .J1'NNY 17210 DY 1P 11012%11 1'72i71§7'n
TIM 11"1211 7177721 7221 7w 77 (A7T20) MynMY byny ,Ax7n 1n1ivm m1rygy
7T 17 TN A77TAN N7 .00 710171 T7an

(6/19) 31%"1.7X1¥'n DO11N 13 ,711201 D'A011 071N 71IWIA 19 7V NNIT 17T
TMIRDIA TNATAT T MY 700 :71770W 1127 YINN 11131190 7X171 071000
TN'T Nj7'T11 1277 1NN D™ 1I'W " IXA712 1777 ,(M77T210 11773) 7750 mymwi
,76%) 1TIWW 0'71N1 .(5/21) 24% i1 771271 AINATN MY'W 17" V1A ninn 7e
0il (10/15) 071NN "1 7RW . JITMTAVA1 I1'177§7 IX7N NN7Na anax (16/21
YWY T ATD1701XA 'V A171A9X1 Y77H D127 A1D1ITING ;"IN *TI" XYINN
.100% 11 {17 A'L11A "7V1 071N AN7NAN MTYTN

T1'17N1.0™N 1D0UN1 WID 77N DY Y7 T1D Nj7'a0 X7 0111 TRMU™1 00 :010'0
7KW1 NWI 2D D121, TID N7NNN ANT7NM 7°Ai 770N 19X (76%) D'71Ni
D'WTIN N7 07T7° "RA11 7V .T137 YINN J1'7127VN 11 YIN T371VN 0K 117V7 wr
D12 11 YT Y7NIN 11D Nj7'20 "X DY NTIDNI N XYINN 711711 ;1T V17

11%12p OY OV 1IN TRMU 132 D39Y N7IwN 723 a0 R

NPAIRNN MI’AN NPITINVN MYNN YV PTIN VTN
,AIRON NYNNY 7122 120 OY MpPR 9732 0 9 THna
DMIRI NNV TR IWN PTI ITY’N D°PNONN I NP
MINNDNY TNIN AT 7NN .TNN 2YWN DR DTNVY MPIN
19112 2119 NIPOIRNN NPITNNVNR MHNA YV INY NIMN
NI NPV PNIIPYN 27 ARIYNND AN, DTN
JMTTE :D7907) 022) WYY 12 TV 3T, TRMU 1250 .0%2)
AN NYNNY,1PNAYHRY 0 DTIPHANA DIOW ,MTO1-) EARS2
[7] nnrnNna ;250 v YV 1YNNY MR DDA VY 12D
MINNDAY 23N YT RYINN NN NIRN DO ANINRY
N0 PVPY NRAM T2 NPPAD 7R OY MYIAW 1YWwn Y3
.[8] 1PNOYNA IRINN 2179V, Cytochrome C oxidase 70N NIWN
YTID RXINN MPIPD 21V HY MNTN 1919 R2IND INRNI

720 NPPOD R 2pY , DT NRIDIY ITIV 12702 VAV NN
DVIPTINM IRRNI DAY .0 INVRIN MV 9N NV
27225 PINNR IPMYNYN MIAMPN IRYNI DIV, TRMU™2 D39

n'71Mmi1 Ny1an

1111710 MwNN
DIPRY 1N R¥INND RN NN MY O8N N2 Nen
NIV ,MINN MRPA 2PY NP WOWIR ,ANAVN 1P

JINAXA D70 7Y 017N A7wa

DT (" TID7YINY) 7127 YINA ;TRMU ;110 11720 'R
.TRMU; Liver failure; Extra-hepatic; Jewish-Yemenite

T

RVIANND YR 0PN 190N XA R PN NNPNATII NP0 IR
,PNNNRIND NN NN ,MIRPNA NIV NYIana
N0 07 713 NHYNWN RYY .DNTN PRPYNNY 110N
MINARD .[1] MM NMIMD T2I NPAD 'R TY DTPNN THnd
QN2 DMPY , 07N MR, DMPT NYN Nana nYTann
NPV MNADN Y ANNM 7100 N2 MY19N , 00N
NPA0 'R 1132 7222 V2 0} MHYYION NPNIIYN 17 MYNM
2] NI Na»y IR 2

NIWN 7100 NONN D TYN 1YYN PVPY NXIN NN
.17ITNNVINRN TIPONA DAY VI, DINMN NN DAY
RN TON NNNRY ORIV 01T 13 HY NNT 2009 MV1
TPOPY NN AMYN NV T2 NP2A0 MR IYNY 230N "N
HNMTIV (30N YT RXINN YAV DNN) DT NYwn
tRNA 132 039 720 NYNWNL TR XYY ononnn poIvny
,(TRMU) 5—-methylaminomethyl—2—thiouridylate methyltransferase
1] onSnnd oI NN, TPDRT IMNVIR NYIINA 12V
VYN .[5-3] HRIVIY PINn A0 DM DWW HY NNT JUNna
039 1Y YINA T10Y PINA NINNDN NN HY YIT TIRN
VIR RVIN DWIR IPYNRW NPY5 112°0 VYN ,TRMU-2
NN RNA™Y TTIPNN 132 DD 71PX0INY TRMU™1 M0
[6] 00

ARl

:NNAan m7n
:KEY WORDS

52



H O"17INT

11n172v
D MNTAN 071N 1Y DN TIVAT D177 , DA77 TN D111

53

2171 1171m
o1J TInUN o1J TINUN

7 5 21 4 (0'WTIN) 772
25-10 (25]3 50 (58) 15 [A7772) 777wn TINNIN
VTN (25) 10 50 (75) 15 (AT772) NI 7' NTINN
25 (58125 | VTMIN (15) 15 ((7772) TN JITININ
N7 (40) 13 N7 | (49-14)113 | (MNV) (7°7/2”N) N'R{77A1070
N7 N7 N7 13 NIT NINjT
57/115 724/995 64/90 680/969 | /IITNIOUINVIITAN VU IOUN
TITNIAQUVIITAN 117N
("7/NINTI TN
188/363 963/376 59/740 | 258/1284 n'U'Ulnivuavin/Ger
8.8/0.3| 235/12.3 8.7/0.1 6.1/3.3 | W 1AI7'2/(7"T/2"'N0) U
3.9 2.3 35 1.9 "ma7N
1.89 3.35 1.4 2.57 INR
9.9/90.5 7.7/94.2 18.7/92 7.1/111.3 MCV/(7"T/'A) 121721001
237 48 281 72 NN/Nuv
16 200 24 55 77T/ I
76 65-330 148 59-220 HMMY) (7"T/2"N0) TNNN
3.3/12.74 9.5/8.85 | 1.239/14.13 | 10.9/11.29 TSH/fT4*
VTN 1899 | VTN N 27321 ("7/'M) "M21V 137N

TSH=0.6-6.2 mIU/L; free T4= 11.4-20.9 pmol/L :0°pn 022p*
0PRT/DINYN 0.2-20 ;PPN WIW**
VYNT/DINIPN 94-25 ;PPN IPFF*

MY .DMNN NVIYA YV NVRT MYYA NN INAXI NAVRN
NNV INAVWRY DNVRIN D2 HYPINYIPA MPPN VA IR
NP IMITIN TN YV YRV HY NPPDI.(1 1Y) INPI MM
,NNAVAL.MYPN 1IN 27T,NNPN (1IN ©23) NPINN 1T
R YV VTN APIIR )2 1PNVY DIV YIW NI MNR
NPTA . TRMU 122 Y77H 0392 IOINTIMNN IRY¥NN T2 NPYao
DNYRI D172 .039 IMRY OV RIN GRY TVWIR 70
NP1 NRVINNY 128N NTANN NIINN ANAXY MAVRY
VPY N¥ANI,NPWIL WP YN (Anasarca) WP NOLWIAN
9901 TT DYDYV YV MNNI MNT,MIINN PRANNARIDN
72 PINI 219709 1T NNTIN NNN NRWINY PRI T2N.072
VNP2V, 0T INNY PRIIOR MPYH 1,000 NN Tun
N2 0IY90 Y9IV QDN 212N MR TIT TN PNY AN
9v21.[10,9] YINPR NYPINA HIPNT NNT NN PROVDX DVIR
DX OYNRY MR TPYIVIR NN IWVTIN,MRPN NPRPINN
12NN,NNT YV MYV 24 TwNna N8I MM NaYTa TN
NavIN 1Y DDA Y7AN YNNI LNPNPI IY MmN Dy
NPT/ /31 19 YW 12N glucose delivery™ NYIN TY) MR
79 9P MIA HINPIZHA KOV NTTIPN TNV WINPT NYN TN
NYHVY NP2 AWYI ,NYNNN YV AVPN TP NoNY MW
TN TPAPN NI NIRENI LTI NPPAD IRY DOV YANN
750 5V Y9721 DMYY WRNN 072 CMV™Y PCR .CMV ) (IgM
TONY PIMN N (Gancyclovir) PNIPINIA NV T .DPMY
TOWIR 2101 70072 PN YV PMY 15079 1T TY DMV
T2 NOWR M 18 H1 900 T0 T’ 37 w1 VYN

D072 PN N0

2018 IX1I" « 121N « 157 71D « fIXION{

21291 DWTIN YR K230 Hpwna n7HY 10m, 0P T NNNR
mpxa ,mY9%3 1PNVIDN NN N1PPTA3 NI TMNNANN
NTIYNN MPPT1.A07N YTIN T121,0793M 07PN Mada
IR DO TIYY 13PN .1 120 MR NAVRD THNa
NI NN PIIDH NN L,TPVPY AN VYA, 71D NP0
TPORIIPRA PNIR 1A% G0N 272 Pavn Hv maann
RANR MNT (1 1920) DN NV YV MYYa Nm
oY MTIN 1981 NAWRD TYNNA TR ,MPPN PR MYapnna
2TNN T2 DITIN JVIN SV YRV HY NPPDI .MM MNT
DD NI20N ) MIYT NI .NINN 1ITTA NON 1YYV TN
NPIIRMIPYIN NPT IDHWI WNA T2 NHNNA HIPN M
.TRMU 132 Y77H 7°X0INY POINPTINN 17971 RN

RVIANNY ,NRTPNIN T2 NP?AD IR PARNN NAVR TONN
NAIR ,q01 .NMINNANNA NVRNI NVIVI,NVP 1PI9NA
YNIMIAYRIAN ,(Anasarca) NVVIAN NPRII VP NN
,DVPN RY DWAP TIPan NN onT (1 1Y10) INYp
0 .PNRIVPAIPVITR 90 PRPIHNN YV DNV MPR
noYNnY HV AT TY VRN G0 NY'TH ARPA NPRY NNONI 1D
219'0M 2PYNN .NTHI WRIN 970D RNV DINNR 7IVN
NN D3, 07790 NPYNN IR 7291 ,593 1792 NN 200
D70D?9IN1T , 070RT,T1D MYNM 171NTVIRITVDIA
P01 MYNN5 0NN, DT YN N905% Nmn, iy
YT 0790 MR, VWM NYPTIA NN, DRIV
,07 IR0, DINWN 1IN NP PINN TINY M Y92 19000
7N PRVDY VYR N7 NIV MANT NPVPVIR MAIIN
2w1.[10,9] 2MPR NYYIN APY 72132 NP9 HIPNRN Y N
N2 MYV 24 N9YNT NN IPPTY,NYNPONAN MIRPN
7102 7MY MIRMIN 197900 NIVYIN 1IN 1IN
1NN NIVARI NPRPIYNN NYIN, NN INPPND MAvN
nvY2 MYYA NN NY.YHIVIR NN Y ¥/ PP 150
50 TMIWI YRV HY NPPDA.JPOMIPVIRI NNINN NV OINN
.07°922 1210 DINY TVNIY 71270 19702 R¥AN TITIN T2
799NNV NYXIA TION NPYA0 'R DR TRNN 1T RXNDNY TYN1
WY NN P2 9HT N DTN, VOVNR OY 1WA NIVNN
IRD VN RN NTHNR NRIID 1NV, Portosystemic shunt™ 7130
TN DTN Y NIR MDY 771NN RY NNIR L TAIN NPAD
NPRPING’N ;T2 NRPA0 IR PNTAYM IPIYP 1NN NMY
NAvN N2DY NPT,NYWI YV IXP DI Y”T/3"D 14 TY MTNY
MHORY MY 1YY 1YY ARRIN NOYNY PRPYNDNY MY
RNV IR, 7292 TRMU-2 D)0 T HY NI20mM YNt or (1)
5V 1YDA22 .0TPNA T2 NYNWNA TNX (2) 2901 03 1P
n9NnY MTM (1 021N) NA»Y 0Y MW T2 NPNX TN 7200
79IPDIIV0IA . T2 NYNNY IR TNI NAXI RY .ITNNVMN
2V 1HYN PYNAT LVIIN YV PNNNN WHWA NYHT IMIMN
79012) DWTIN NWNRND YW Y210 TuNno NTOWIR 1T .NPN
NV 19X DPY ININY 7370 N0 NN ,L(D7T7191 DNAVR
.(11920) "NTAYM 1P

:2 171N Nw1an
INP’T21 .72 NPOD R 2PY NV TOVIR MW XN 12 71N
7Y L0931 NpRa L(GTIN T1I) 00 MYV 1NN
,101 3 PMINRY NTYA 25 PNNRN WRI M Hpwn MnnKRa
mTYY qoua .1 nYa0V2 MR ATIYNN NPT .INRNNA
NIRY TPMYNYN PLPY N¥NN VY1 710 NPAD ORY
79012 IR ,JMYIPNNA PPN PR DN ITIPON .NVINIIPRA



0" I7INTD) A

2018X11" « 1'2IN ¢ 157 71D « fIXIDI{

:11111An

T1311 7V 1'UAdl.N
17171 Nnw1na

T1J NN '7"72.2
T11'N DTN D'NNI
,PAS NY'1X] UYNN "MTN1
(X188 N7TAN

n'MMMvy7 713 NNy .A
nv'712 Q71 (NM71711)
NTTINIU11'U NA"7 7713
Masson Ny'1X)

177TAi1 , Thrichrome
(NM7NNIN1 X 280 X 4808
DY 7IIN DY T
T13 NI nin'ani

JH&E NY1IX)

X 488 N7TAN

%Y HRIWIA 2P INT .ANRNNA ,DOIN MYWNI) ANNYI
RN ANNY 0ON,(15-3 DHIN,2 1HI0) DN WY TV
NNVRIN NIV TPRNN 72NN NIN0N NN Y 230NN
1720) 67901 N7N2.1PVPY NRNINI TII NPAD 'R OY DNPNY
250 IV HW NYNNA AIRVINAY T22Y PINNR MIANYNR NI (2
NANT PNPRVIGT MYTIN NPYI ,(Dilated cardiomyopathy)
.DYWTIN 7901 INRY P71 Navnw

MNP MIINVVHP MDY TWITIN DNIAITIV TN NYwn
9713 . VTN 4-3 N PPNY 1N 7100 YTIPOn , MYV 3-2
NN 5/8;010 WYY TY DYWTIN AWIZYW 7N PpnY 003 7200
JTRMU 122 Y77H 77R0INY D0IPTIND 20 N7 RRINN
2PYNI NIV NN R 1HNNN YV NN 25WN DR 1T 0Y1D
11V .17091 NN 4/13 5(0N0V 14 TUNI TAYIAN TIIRN)
MNMNA IPWXIIPRN 7170IR MITIN IR DWINN DHYINN
D1INN NVIYA YW MYYO NN, YPN B12 PRV N°919 XN
(ORI g2 NNNR W YV NTY) YA

1920 ,16-21 D9IN) HRIVWIHY PINn 0dHy NNTY 0'9Na
NoNNY NITY YY1 0INNPI DPNON HY Ipya NI [3-5] (2
9917711597 PNRDNN .V HY 1PDAYIA TPNVRT PIY
DD2IY 122 1N DMPWIL(2 1920 19,21 7900 DO9IN)
MY ,(2 Y2V ,3,5 700N DN) MND YV MT NPPTIa
NWN AT NIPY DR NPTV 1M1 RY IRV TIPAna1 DN
TR PR INRD DRRIN .IPIARY TWHINY IR DPIW NWHIND
1TV Y9N 9INN 5/6 .TRMU 132 MW NPRVIN IRIM
99 NPPDA IR (20,21 D9IN) DIV .ONYNNN IHNM
.7222 MMV YNV

59R1) A10S PRVIN YV MRV D9NPNI DMPY 2 R¥N)
12879 TTIPNN 132 DI OY NYWA,TRMU (D7IW IR TR
6] nymw mps Hv NIMNN HY TPYAVN ,ITNINVNIN rRNA

7191 90NN 17 2pYNA 02790 NV TRYNI TNINY TRN
VNT,MWYN NYYNY PPN NNVRIN NDINN,INRNN NNIT
PN NPT AP NN NNINA DRIY . DWTIN NWIYVI 1pyna
DMINNANM, 2% NRIRMN PMA 1N DYapn 01 .(1 "1HaV)
NPT22 DYTIN PTY LINVM T2O0 1 12IN2.09)9 NYPN
IR L(MRNNA,MYYRA NWP NNN V7D 371 17D 5) NNANN
MTIPNRDITV VYNY DTTRN HI YV HINT NAXI NTIYNA
NIV INITIN YRV HY NP (1 NHIV) VYN MM
NWI92.9YY IRINY DTN *HI2 R¥ANM 7290 NI (Nodules)
IR,IIONN NPT WITIN PrTY TA2M NNV WD AYINN
N729N1.(NNRNNA MYYXN NVP NNN P70 2 11 17D 3) NP0
NNINA IR , 077210 T1I MTIRY PVINTIPRA PNIR 7T
TIPON,PRIIOR AT, NPDY MY, M TIN I N
.YPN,ORVPN VNP

[11 NRY P71 IRIN T2 NRPAD ORY DMID TRMU 122 D9
'R NYYIDN , 7200 NYNN YV TINMN TPNNN WITIN MIa0a
nNYNNY oM M2 M0 TY TR, IO PN ,NVP NPPaD
N91M1 7237 IN VYN D) .A2NNN 7NR0N Y2 NPDN RN
YW 1779002 1NNV HYA TRMU™Y INRN .T20Y YInn
1TIPANA DNV 1o ,(USCS genome browser) Q0N MNP

.T200 7290 D901 DR O3 NYNNY NI

:071V11 78w 071N 01771 DAT71'"DT'AX D711
DOV D?IIPN,DYNYPRTARNIDNNINDIIN 21202
MI902 MNTAI TRMU™2 D19 OY NNIRY DN 21 1792
WYX PIWY 1D NPDAYA.L(DPY DIRINND DINN W H91D)

54



H O"17INT

2018 IX1I" « 121N « 157 71D « fIXION{

12171V
TRMU™1 DAT OV D'71N1 7137 YINA NANYAT DMIY77 , 0DVA1772T'ON D111

minvy T IITINN
72 nmamyn, na7n| vvyig7 /'771wn
nmynra nmuynrn 1y7vna YInA| "1 | mg/)| MINf -1 /771N 72
v T23 WA | (JINN T137 (KU/U (dL| TN1'AT| N7 "0 (MmwTIn) | 1A NX17 |'UN | NN
- | no"7 nonv Y7TH/Y77H m T'NIN 27321 55 13 13| 15/15/15 4| 1 iy 1
(0"NIV) | MWNIIND unm
70NN
7V M7'wyann
UMINn nu17a
= VX131 N7 Y77H/Y77H m T'NIN 917 209 N7 13 18/25/3 5/ 1 I 2
(M7 | NWNIND unm
, 70X
7¥ M17'wya nn
TN nv17a
ni7'va VAV Y7TH/Y77H m ? 1866 *5.5 N7 13| 5/25/18 6 1 Ny 3 1l]
7V 3101 | 10N NIy (o"niv) nm
47730 Imy Y
nany
= VAV Y77H/Y77H m ?| 34000 *4.5 N7 12 3/3/18 4| 1 T 4
;N NNy (moj nmn
JImY Y
NNVl
7111
ni7'wn - /Y77H m ? 726 *20 N7 N7 ? 20 2 i 5
7V 31N (v 1) nm
7173n
(Oi7'7amin
4
m7'wa = Y77H/Y77H m| L, arnrTg ? *6.6 ? ? ? 3| 2 iy 6
7V 13101 (RUAL) 1"7AN171101 unn
n'7173n 1IN0
4-2
- - Y7TH/Y77H m ? ? *7 ? ? ? 4| 7 iy 7
['w B] 1]7]1]"
- - Y77H/Y77H m ? ? *20 ? ? ? 4| 2 I 8
l'W ]4] 1]7]1]"
- - | Y77H/ c.706- qvnl ? ? *30 ? ? ? 30 07 T 9
16>A N
- | ) Mi77711uNn L233F/A18S m ? ? *3.2 ? ? 19/-/- 6| T T 18
AVAY (0"ni1v) nmn
, N NIy
I Y
nany
- - V279M/ RVl ? ? *19 ? ? ? 1 7 1y,
¢.500-510 del
= - | G272D/G272D m ? ? ? ? ? 6 2 Iy | 12
(0Miv)
ni7'vn - /G14S m ? ? *20 ? ? ? 1| 1 WMIIUN| 13
7V 131m] (v s)
0'7173n
411
m7'yn = MIK/MIK mivAal| ? ? *7 ? ? ? 1| 2?2 AN 14
7V 1131M]
n'7173n
4-1
ni7'yn - MIK/MIK qvn1 ? ? *10 ? ? ? 2 7?2 AMAIN| 15
7V 117101
0'7173n
4-1
m7'yn == /A18S m ,UIUn ? *3.2 ? ? ? a1'7 | 1) 72N 16 (3)
7V 1131M] [R7A0)] manyn
471730 Ml
77 ,Av'7In
TINDT71D
ni7'vn JONN {771 | V279M / IVS11- m| INITID YT ? 7-18 ? VTAPN| VTN 15 1| TI7TUN| 17 (3)
VN3N | 1My Y 3,06 (v 4) 7311 NIN
471730 UIn7ni
NN MRIT1
m7'yn | NNX1NO"7 | G238A afsX14/ m MV N7Nn **99@ 124 | VIT'N7 13 <3 4 1| yropn, 18 (4)
7V 1131M] T3 | (R36lins AV,R | (D™NIV) 1IN
'7173n
4711
- | TaInngny v279Mm/ qvnl n7nn | 2878e 50 fINT1D 12 <3 3 1/ ,0a1'N| 19 (5)
€.248+1G>A (me| 113y MV n7T) nimnn
JTXTIY7ND (Mnnn 7main

7R




2018 NI « 17210 « 157 1 « fINKIOA O"IANTD 1

Awnn - 2073V

miv TIITINN
712) namva| payn | vviy /'771vn
nmyara  nvoar 27vna yinn| M| mg/)| DN -1 /77N 772
VY T3 WA | (NN T237 | (KU/D [dL NIAT| NTY7A 0 (mWTIN) | 1A NXIA | ‘U | NAjin
- | My namy V279M/ m ? | 109600 188 | VIT'NY7 12 ™ 4| T MmITN| 28 (5)
mv ¢649G>A | (D™MIV)
- nam7 | 1233F/L233F m 01N | 208000 60 | VIT'N7 12 <3, D™'ar| 1| D™ 21
N{jInx1 'V 5)

,8=6,4=1 T9IN) N1 DAY DVIPTINN OIN NPV HY NN
RY 7177230 7RV T RVINY VIPTIIVN 0N NN ,(2 1YV
ARYNN INYNAM MTIWNN MY (2 1YV ,5 INN) T
MY 9V TY TYINY TINIA NRT ,100% 170 19X NN
9M013 7D 1N (8/13) 60% MTIWVNN MNPV N DIHXRY
noMY NP N0 NMINID MPN Y77H 717R0INY Y0INTIMN
M M0 7N RINN DTN MAN MRWIN NPV
NPT1250 15YIN NPYWH TIPN W DR :NYRVN INY INYNNY
IRV ADIYIIRY MYXIND NTY DVN IPON M7 N
DN MPIPN YV DTN NIVRY DTN PO NN IR

JPTIIPN 27 19NN IR/ TID NPAD 'R NNAY 11201

0PN 120101 I HNN 1Y NV 71D NHYNNY DN TRMU DI
DY, 79N RN T2 NRav 'R YV 19000 (76%) D910 202
21PN . NNV INTIYA,NPIOP N1NAN RN NN
;271770 NYNN NYYI19N 7195 PINn MAMYN 1NN 7100 NHNnd
JTPVIRIIPRA PNIR ,DINN N0YA HY MY nn ;2% nHnn
DIRINA NP ,hapn  mYTIN NYYN PNIROVIIA
9T NYI9M MNN YV MIYT NPT 720 1N DNDY

MINTING AN RIN TPIVA VNN N RN DTN
NYNN 7190 0Y NWP 1T VNV o0 . Y77H 7RVINY
YTIN NPAY DTN IRAT HY .02 MTIWN MNPV
15NN NYHWI A2 NPAD IR 1Y JANDAN PPN AT IYIANY
71°N1 .1YMMY 12202 TRMU™2 D39 N1pwh I ;0 Nnon
25W1 Y77H 11°X0INY 1272 90D PO 2000 v RRINN
@ .N2ARN YV DTN

DA 71197 :NA71DN 7ann

D17 X107 1TMIW 10X D117 TIi770N
49202 i11{771 NNA 14 172{7 21N
03-9253680 :]127D

03-9253958 : {70

dmarom@clalit.org.il :7"N17T

i1"M1A1"727]

1. Zeharia A, Shaag A, Pappo O 2. Boamah L & Balistreri W,

& al, Acute Infantile Liver
Failure Due to Mutations
in the TRMU Gene.

The American Journal

Of Human Genetics,
2009; 85: 401-407.

Evaluation of Patients with
Possible Liver Dysfunction.
Kliegman, Stanton,
St.Geme, Schor, Behrman
(Eds); 2011; Nelson
Textbook of Pediatrics;

132 NPYIRTIT NPRVIN TY DN 1PNV NP7 HY MIT RY
R2Y YNV NPHY YH TYN 1YY RY NHY 7N . TRMU
YNV NPT YN

NN 1NN NIRIN (38%) NNNWI, DN 21 NN Y190 70
D200 PN MPT VPN NONY . T227 PINN I Mynwm
XY ,19 109 .90 7123 T20Y PINN MIANMYNDN NYWVW 1onY
MW .722Y PINN 1HNN MNMY 0N P WP PIYNY NN
DVWTIMN DN .(16/21) 76% DN MITIVAN NPYWI ININNN
0, 0Y8R ANMTY AT PRV Y D9INA Y77H 1PR0INY
0 MINY NYRVIN TY D7IN2.100% NMTIVNM ARHNNN MYV
.(5/13) 38% NMNNN MY’V 1’0 TRMU 132 Y77H

TI"IWN 71D T{7'0A0 X1 7121 7¥ i1'D01"11 "NNY 71970
:TRMU 141 D207
NoNWNY DTRYIN PN IINRNA NNTA DY MOIWaN 11v
NR NWITH AT 7YY 1IN 19NN DNNAYN 1121 0N ,T2D
VR, D0INN VY AW NTNRY 1RPYNNY M 0N
NIWYIN AN TINN N NI DY 11DWA AINYRNA 1YV
Y N MYV 24 TUNI DRI NP Navina Mxa
PXIY RIN TRMU TPAN .PRUDYR VXK N1 19910 07190
(mt—tRNA) TN tRNA YV (thiomodification) JURTYN
AT POIN LPRVDXND TPI90 NP TRMU Yapn 72 N8y
SV MAIVAR AINYVIN 1991, TRMU™2 NPROIN MNNIA YI9IN
5NN YV TIPANN NR QWY 7177 I GTIVA PRVDX NN T
(2 N%2V) 18 790N AYIN .mt—tRNA YV PPN TR TWARN
720927 ,POYA PO 90N YD ,1nY nvaw [4]
DMWY 93271,7292 WTIND NOWRY NPPT X1 .10Q TTIRIN
nMNPoNN XYY ,NPPN MTIVIMDA MNNann NIRINN
5V YAV NR PIYNY DT YW N7 RY .15NNN YW Mavn
19NN YW PPN oNNN HY YR DN

.T200 YW 7PDAYIL TNRN NN INYYW MMV2AYNNN NNR
295W2 TRMU 132 039 50 NINARD 1YRIA,NINNY D190 7101
MIVAR ANYY WP ToNNN YV JINIARD HV TIRN DTPIN
NNITIN NNWRIN D722 .0Nn5NNY NADI N0 DITHHY
IR NRRNY , 7190 NNPI2 IN1I DWP NP9 10O
.[5-3,1] TRMU-2 m1a% N7wn nonn oy 00191 00apn
DN VYNY ,NNYNNY NODN PNYPVR 1YHWI AN NA2
79710772 NN RY INYAVNY T200 IYWA 0T 291 AN
A2V WP NYNNN 720NY DIN CMV-2 TN DINPTY 1217 VN
nYNNa RN QR ANYNY MNR YV PNNAvN ATINIR HYva
PIRIAN NYINIL(2 NHAV,3 990N NYIN) TRMUY NPIVN T2
T VYA 7290 YV PoaYa

;7KW1 TRMU 121 D207 ITMIWN 11D 17NN
PRVIN YV MRVIN NPV 23,09 MRIAN TIVA INR TINN
NY3.[11] 1:40 RIN 217N RXINN DTN’ 1Ip2 TRMU DA Y77H
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137 N1'YAN 7V 1372 2711010 27N NYAvil /&

Streptococcus mutans {7 TN T11NJ111 pH 1 AITW TVl
TIIX7WNIY Mil 1§71 270 TIR7ZWNI TIN'IT 717 177 10 INX7
TIXT¥Ni1 71712 D2 .pH™1 IIYTTIVNYNA 177 170 110 U'01 7V
7w 1IN TITIVNWN 133 71777 1721 270 MK 7wn 7w (1011)
T3 171 U006 70 1IN0 ,N0111 .00 D01 7V TR7WNN
TINT, /MU TNX7WNYT IRNYA11j71 170 D'01 7V TR 7WN1 7T
JURZWNN 110 W1 TINTT 1971 7720 [T'00 Y 11NNy
7XX¥1D10 "7V1 M0 DDA 7V TIX7WN D ,0'OUN DM{71Ni
7U1 071 17N D01 7V TR7ZYNT7 AORNTWTAL T 0132 TR
A7 7XXIDIN 7Y TN DMWYV M0 D0 7V TIR7WN 12
.(Dashper & al, J Dent;2012;40:736) 1111
7RIV TR

D'T1'W71,0'N1 7110 1712 "X 7Y ARXIT] D 0710 TIRj7YN
AXINT 7NN MDA 71 1707 X™A 70710 DUIXIN 711307
TINY7 M0 TTIXZWN 7w IATTYR 7R1¥ID19: TIX 1IN27 i
T 7V TIXIING NIXT 1T 17721 17NN 071 270 TX7WN
,i1IN1N1 171 17011 "0 1701 Streptococcus mutans 711N
pH™1 T TN JYXNXD 5.5 1X 6.5 7W V137 pH N1
TIX'NYN{ TIT'N Y371 17 157772 TIMYXAXRI 17T 10 177031
1772) DADIAT TT'Di D™ INX7WNA fIXNINGA 7¥ (71'X1MA011)
T 7V TIXTING 21X YT 1D IR 7NN TTIRXIT (D01
N 7IN1 1 171 17N TNIR7WN1 Streptococcus mutans Y77 TN
N1 ,1MD D01 7V TIR7WNYT XYL 6.5 7w pH TIN11 6-5

.5.57¥ pH N1 5-3 10

1 (17711710

R
NH7" 1T 07N N7ATN NTYVYTIND NVAOVY TA1 110N /&

7V 1IN 7NN 'RYNN 1YD17IXN0 11D 'NATIA [0
TI'N1710 TNA1T1 DY 0177210 71 7V 101 17101 Mj73TNNY 12
10, 77007 IRNWNL JI1MIXY7 'R117 VAW X771 TINTn
DY TN JNj73TN TIX13{73 2311 T30 31X 2 712070 13170
17170 171 J1'N17N T TNMYQI 17 72700 73701 TINT
721 11'013 DITA Y13 1370 T17710 77370 101 737000
JNX12700 TIWA 07 a7 01 28 TNXT 1111 TVl N1t
32% TIN1Y7 B 1T 0217 D1 T211 1NX™ 65% Ti73TN0 TIX1371
TIX13§7i1 12 D17 17 NDNT§0 YTTA 1D 10D J1j770 TX1371
TV 7T 7V 7179210W 17 127 727NN TIX NXY1 11D00Y
70%1 012'X7 1T LW WIN'Wil LA 7V TN 11711, 711X
D102 110N 7Y IX 1177 12 7V 71172170 1277V 01772100
1071 110N N737 TIX MQWTT 1T DY D D210 DN71N0 .OX7
DD NI 10 777 TIX 122771 12X
7RI TR

TIMWN TIDIN 71930 TIVAY XTI (1200 TIX T'NAi7 71
TN A7D172IN0N 75% TINAY7 [1W *T'A (DN XM
TI72{7 "NVU'W 1T 119K TINNAY7 TN T3 TIX YW IR
7w wWN1 Mao0In fyaIman 770 1171 50% 7 Dil DD NI
7R TN R0 TIYAWANT 7000 N0y
TNTV1 NYAw Ta1 [UNY D™D D'WYI 01 100N 710
TN7ATINT 217 *IT DINX 172N, T1N'UT D'DNA 17370
TIINNNA™D ,TIN'DIN 17721 1 17w WTN 17NN 21V 7Y
1211'D 071010 .(Lancet 2017;390:627 ) 1T fID'W 7 117277
Wi 17772 711010 TINX TX137 YIIXY7 077721 100
M7aTna m'w7wil XM T *T* 7V 7m0 mizatnd
TII'NAN 131X T7*IN1 M7ATNa 1IN, JI'AYY 1312711
121271 TIYA117 077217 WX D710 137V , 27710 TN
VAWl N7 7371 ,]90 INX7 0'N* 7YaAW TV A7)0 D17nd
TI'IDN 1131271 .01" 180 TV 077217 INX 1377V 3 71071 'R117



