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NMY 720D MITY NRTPHRDITVIN DT DITNN
0YHP RN S 1w L(US) Yypw SY npoa
AP WNANY ATNVM ,DOOND DPRY DOV
R NHNNY 1TPYNN (MNawnn PY - 3 D'WIN) NNawn
POMINVIR TWNNA NIYY N/NNaN NRIAPH NI
NPT DY PNARN 7NN HY 0770 15w .DR7
MIPTININ 4D NPW ANPTY WES - DTpNn "1 Qv
IRIN MPWA . -YARST ¢.1099C >T; p.Arg367Trp 12
NDNY TIWD TMYA anTa oN 1271 ANINRD
MINN IRNA .(16) ARSs™1 MHNN NXIAPA AWTN
WHP VNS NMITN (YW TR WRMHPH wnnn
NNTPNN LI AP SW 0T, mMw» 1Y Mov)
n’nno SY 0IpIn PINaRa NR N1 oHwn NGS -
TTIPRN NAYND IPM PR NN 7N DO (1 WIN)
D9INY IR ORMN NDVH MNP DY
Aminoacyl-tRNA synthetases™2 D1INS DMWY
NPMNNOANAIPN MYNN NP2 02NN (ARST)
ARSs™1.MNY MNp7 MaIpnn nnoipn-11 monm
JIDPOR MYMND MYPY WRINRD DOTIR 0N
12510 12 PHna YW Hnon tRNATY NNR 9
NP2 Trd mYHo ma1 monn (2 Dwan)
NP BN TNR 512 AHNN NN DMWY LARSs
NPDRI NPMDVIR MONNY NI 1NN ARSs-
mMT>M Mprn )3 M2NNY NPnaIvn-am mvwp
Tyrosyl-tRNA"D TTpn Y4RS10 .[16] (32 D'WwIN)
IV MWPY ORINRY MMNRA (TyrRS) synthetase
D125N NTLYD PHANI 2MPM 1OW 5NN tRNAH
DNWPI MYRIY 1IN Y4RS/T2 MY .RNA
NWNNWY Charcot Marie Tooth YW NX12PAN 1P NN
DNY VIR IRRN YN LOVIPMT AwNna
TPIDIYN 1T MOMN SW 2N Orop Mvh DnInn
YARSI 132 INRY qDRAY ,172nn oiwn 15001 .[16]
NWI DNYP NIAYNN YW LNRD MYYad T1pnn
“MPNT DODN WTIPON NAOND DIPNN TINR PR
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1YNY NNRINY BERA NHYTa NYRIA NOWA NNIRD
1092 NLRD DTV IR DTN Y 2aMY Nrpn
TMRY MNOND AWNAY MNP YRw mH»ona
250 M Yw nHwana

DQ-) MNNanN N 110 HY Yy wn Hwa
MYPPATVLPHRI 1HP TYN  NwI havnpn (44
MIMIRD OPI PV DNIR ,DOPD NOID
(MINR IR TPV VI NNNDNY TYN HYAY T2
PPN AR (CMA) M1 9% NP Ta nya -

PAINY R7ITMINITHY PRI DHYNIVNY WIN NN
NODN HY NN DTN NN 0NN DTN YWY BTN
JUP5D MIDNI NPLRN MPPTAN 2 MY NYTN
CMA=chromosomal - V1) 22» Np>721 NP2 ,D9NN2
9TV IR TIDN NYYVY MHYNPN MYIWI microarray
D790 WA TMINmMINA

NPYM PN NNT(WES) whole=Exome=Sequencing
STINA OMDPR NI MYRNRI PRI AYMNA DM
NN PIMVI-3 190 H» KT mnnT 550w viv
DNDPRI Y9%T .MRMIAN TIWN Y (1H»9) MDN
xGen Exome Research Panel YV 'p MYRNRI 1IWMIN
Illumina,) NOVASEQ6000 7wona 19Xy IDT-V2
150 N MRMIPN TR .San Diego, California, (USA
YXINN (hg19 NP DI TORIN NRNWA .DDDA
(Palo Alto, California, USA) DNA Nexus 2 V1w 71N
SY MPPRA NPYIR .OTNNA NP2 HY DY oY
SV pxnn MDD oY ,MRAP PN 71 159 hnn
.20% SPn MRMPAN 95%71 78%

NPT MPWR MYORY PRI D NYIWa e
U2 .MHYPN MYWA (VD) Anawnn "
PRI ,NHMND 591NN NPWH DIRWIN MNOW DR N725
TPD ,NORA 1T ORI 1IN INPHNA NTaYNa
DRITAN NYDIIRI NPOMINR R”T MNNTN ORI
ORIWY Nava

A(05Mn S5 mny) newa S neraanan 1ad
mannwno NN HY» NI Andpn NYap Nk,
INIDTIN 1IN HW PPN NTYY T HY TWIRND) 1PN
AN oMM V-1 a5mn MYy noaT advn (0
DR MYY9 1PTA T AN .DVDHAIND RN
my»n1 ,miy mmvianva Nadnn My [ TyrRS
oY OPTNa 173 IRINA WVRTIRD MYYON RN
72PN WX MPPTAN) PRTY YV N oMo
YARSI 132 1°W5 INRNN TY VIIVIRI PRVDIDNRA
[14]

VI-3 5 K717 nnonTa Ayaw WES nprTaa

MIPTIMA MDY YARSI PN YW 10 NDPRI RN
(NM_003680.3(YARS1): ¢.1099C>T, p.(Arg367Trp
12-21 MNANRY IRIN MOWR.AYNN 0N NPWI 1TINY
AP AMN NI DY IRNM RS L[16] DN
- 2 DWIN) MWYH DRWI-DDIITIVA IR DN
,D9INN MWW ANIN LD MY TWIR MW (2R
NNNDN AMRN YD ,NPNR MY S 1nna onw
RVIND SV NI PRI 11D HMNDIR TPV
VIPTIMA RN ADINN AP NYWA PN VI-1-2
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TPONDN IPPNRA AROIND NN DY 1OP Ipnn mw»H
0 AT M9 LARSs™1 wn Mon oy hnd
JORIN QPN N2 K910 N or1Hp DTN NOWH
MNPV NPMNNONN 71T 12R Mivnh ,Hpwna nodyd
092 DIMINT OY MTTINNNA

NIDN NYap INRY AT 1PN MRXIN Y Janona
LJIDAN PDora VI-1n2mn 52y ,omnn Sw nyIn
DVDYAVOTTRN AN 1YY T NY DT
17T IRINTY MNWRT MKRIN YIpnn YR i
RN AN ARNWNA TyrRS NIRA Tpana
IPNNN MKRIM NOR MKRN Y DDANNA .DRMAN
Ipnn 5K A Snn [14] am Gautam K HW
PTIY NN YW AYOWNn DR PTIY INILVNY MR
oy °71N2 0PI DOYOP TN HY 1ann Nna
YARSI p.Arg367Trp

AR TR MY NNN IR MIRINNA TOINN M9
NGS 5W DTpm 112w 0y 0NN Yw onorasnhp
AT IR AT IHYWR (1 DWIN) AN DWINA IRINND
PN Y DY) PN N7NNan NP AN INaRa
MN>avn 2w 9190 mMw»H ';MmRH1A WHM OS]
27p2 0YMNA O VBN NPWY RYI YW aman
PV NNY MIWARD (1:24) YR NORI 0YRITAN
20 0T YN NP APDIDIRD ANawN 1125 v
51595 70 MINM2AN TIVNA NP NP ApLRS Npbnnd
MRMIN 7TIWN HY 1mnnn ovnn IPDR NPPTAN DR
AT AYDIDNR MY

771N 71N :N31M150 11ann
719X ,1'T 'X127 7271 ,"DIAi 11DNi
Hmandel2637@gmail.com :7"x17

D"INXN W

DYIN) (NYMOR DONNT DANMYN) DIVPIOR
(22

6™0 DOVIS 12 [16] 'aM Averdunk 1IRN ANINRD
9NN HY MPWH ANt MDnmn MY oy mnawn
T VIR .. 1099C>T; p.Arg367Trp 1R DIRINNN
AMT 1YY NINNDA 1Y PNOIYNTIT YNNI NP
M ,qD1A.(1 1920) IRDN BRY NN 275 TIRD
VI-3-21 VI-1 D'91N2 TIRN 1DYIW MRPN N2P-vW
9PN P NN ,MIODA NN 2/1272 P71 INNT
[16] M19D2 NN 1272 ANNT RY IRI ATVINW
1 DNNN :3 WIN) VI-371 Mmnn 5w mnTn ORRNN
IMNTY IRRNNS TMT (MNa HSW vnn amnn -
ARXNI VI-1 a9mna J[16] DY Wi maova
MY 5N 375 1T, mnn Hw nepn mnT nprTa
[16] M19D2

NOWR OY NN AMITY rOpn nunnvan
IRINY N HW wn A Y4RSI A Arg367Trp
n5MN NN TINR YVTINN TMPY 0P MI9va
[16] (22 DWAN) PR YW DANR DOINRI HPINNN
TNNNPOPN MYIAN,DOMN TINDN NRYPY MIND
STPMWI2 YO RN p.(Phe269Ser) Mdwa Iwmw
MR 1WP Pro213Leu)/p.(Gly525Arg  DM1WA
DD NN p.(Pro167Thr) MPWM N2 MNNONN
0PPOPN WRYNDNAY DMIPYN IR MY Na nind
DINRA DOVLN TMPYN OV TIPNI NP NN
SY DNWR PTIPAN HY DYOWNNYARSI A DONW
J125nn

NN 5» ord poIAan ARSs"A mYnna 5own
DOTIRD NPIRANY NOPNRA AXMNN W 213 pen
1M Gautam K IRI0 ININRY LAWY 91300 ATUNIDN
DN IO OY N SY RN N3N 00 [[14)
T Y YIARND AMT NN NN 0P ,ARSs
5 TPYNRD AXMN IWIPN OSUDN MR MY
axmINn S 7ann pern mn .0 RNNN tRNA
5 T IR 19°Y ,DRN MP2TINA ARNND TPINRA
TPPNRD AXMND DR MWPY DMwn ARSs™ "MMIR
NN NOR NPNTIYN MKRIN .0HW 500N tRNAS
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