JEA TR e R B & CERR PR BRI EH )
Sy HAbF TR

RN P i TR
Mag5 X BEERER/ SFREFAE (FXTAS) (22T
— NIID DR EEEFRA A AIUIZFIT TORR —

Wroes s At ik

EE
s X BBk FTE BERE (FXTAS) 1350% 0L B b IR, JRFPEAR T2 HiEk & LT, Bkx
TR RRE RS & 7R 9 B Cfragile-X-mental retardation 1 (FMR1)i&{z 7-(2B# L72CGGY B — R 3
50-200[H DETARZHL =4 2 & TRIET D, MMRITIZF/NMIEFEZ (MCP sign) 72 SHHEE9 7220
R 779, FXTAS & O CHREZRFEBITMBZNE ARFHINIID) Th v | BIn F2BR HTH 5,
FXTASIFBEIZHREEH ORI RIRETH S8, Al NIIDIX, EHOBREOLEMENA+53THDL Z

A CORBERIRY AT DEWET DHENH D,

& BRFEARORBIN 22 W EEEN ML L TR 2 & 2 B IR EEEN ~ O A AL
2o te, NIIDOFE#MRELZ HIE L T, BB MAA TH S REFEIZHON T, FXTASZE 5|2
MWD, FRAGROBWIHEZ R L, EER., REDAREZ AT 720 EERFMEL T2 &
MELROONTEY, EOICEEBFREDCHML, KEOESHEE), WEM, BRIEORRE L R

AFFFEE

55 X B AR B / < FE (o AF (FXTAS) 13200148 (2
Hagerman RJ5(1) IZRV#HESHTIRE T, 502l E
INDAEIRFIRER, JFRPEART, GRANBERERES, /N —
FUVUER, REMRIEE, BERPREERE
T 2 PR AR IR A 7 9, IMRIC il 81 P/ S I 0D i
1B IR R0 K VB DOHAENE & E B 28 . KIMODJEA
W ZEMENR R DD, MEFTXAEGERE (FXS) DR KER
T L THILIL TV DHiragile-X-mental retardation 1
(FMRD)EA= 705" JEFHFR I D CGGY B — R A355-
200[3] D FiT 2 ¥ (premutation) Z42UC, BIERAH
DFIA0%, LA D 16-20% THRMIEIRZ L LT
FIET D, — 7T, LM CRITZE B ORA I R WA
&L R A EE L FIET D55 A Mags X B R
HIPNE A4 (FXPOI) EFEDY, ZHUHEXTASEFXPOIE
D C e 58 XU e i B E % B (FXDs) &4 fHiT B
7. (2)

FXTASIZHERIRBEL T, N—F V90, BN
BMIE, N F o bR, RIMECE SRR MHE
HEATMEAZ LV, S RAZ AR TR BR L A IR ZEREE
IR ENEET O D0, FRITAPRREZ N B (NIT
D) & D#ERNE. FIEFE, SR - fEBE. MMRIFT
R EORRFTRN S IXREECTH 0 Bis -2
METH D, FXTASIT201557H /6 5 E HEp D
XPGIRE (FREHEN 205) LERO LA, FF
A2 DAFFEBEIZ BV T, AR (BER) Lok
KIEFTT — 2 DINEE, BWTENE - BRI A RT A~
DEIE, BEBIE (LY A RY—) VAT LOREE,
S BITEERITSE 7 & TR RBHE T DO 2L O
ST IRRIEOBAFE 22 & OFRIVER I T T,

AL F40REARAFR DS RIS faE
R MRFTZ B RICHV T, NIIDOFS E#EE O x5
PR & T 2120, O W E K OVEAE 5 BIT D0
THRFRORRERD Z & X QOITRYOERE%




W ET 5 & OFEMEGTZ L TR, FORME
FEEEDVR ST, BRI ES L9 5 NIID 236 & HE5
ICRESND 2O, RIS NZRTHITR B0
A, el RN I CRE S FXTASIZE N T,
HECThooFHAE R L, NIDOGRBEIZHS L
T, RIS CRAER I L BERILEE

2L, &5 Lizu,

B. #Fs5E
ANCFXTASOFEMEE, AW, ZWriEdE 3
SEGI OREGIRRES. PIERET L. BB~ & SRRy
(FRIZNIID & OJEMEAIFER) | ABE S Thifg s
TBFRIEOBRFR LA FEE LTz, IICNIID O E % 71
L. FXTASMEEHEF I FRE S41 5 F CTITHEfR L7z
WNEZ WA LT, £ OBRICTR28F HIAMER R
MAbIrgeEYE EEHRe 7V o Z ORI L
FERERZ LTI LTz, S DITER FIREOBE
b, WEDIZOIZERE Rt & O, BisT
A ORI EFE£ L, BRRBR 2 AE L 728
FRGRHIE (LA RV —) OREL, HEEERHA
BOWMEICOVWTHLER LT,
(faBR i~ OB RE)
JEGIFERICE LT, A BRIZHIBR L7,

C. BFoeiE R
i X M B R E (FXDs) 1 gy X B fisik /

I FE A5 AE (FXTAS) & Jifs 55 X BE 8 5251 9N B R 42
(FXPOI) D235 BB &N 5720 | finr— 1151 O CGGH
FA350—200V ' —FORTZ R TR IS, A A TOHR
HITEKIZHARDEARNEB Z DN TN D, BZIBTELYEL
Jacquemont S (3)HMDF2WT BEA FEAL L — k2 (4)
L7zb D& HAGERLUTER L, ZHICLDEER
WP L B PR T R ORI O A [ R R 72 1R
AT O 1 B BT RLRIE H Tod 2t 6 22
(MCP sign), M4eRo il A, B4R KR4 D
WD E TR BRAT AL MR, 7V T H

faCH ) 7 Rath A M &< OBNE AR EGE
HT 25 2 ENMET, BIEF2WiTnE & Th 5,

WA H B CRRER L7 3ERI 27838 Lic, JEf] 113
FXTAS 70i%7. BT, RKIRHER, MK,
ST A 5 40, IMXMRITMCP signidx 5 41,
CGGH&E83Y t'—  THD 2 I A e 5s XIE B fE
TholfEfzsE L, (6) HELFTA L L T/MiKBe
rgman glia CEZHUT, 7% > =ffiffd TOEITEN
EHANEZFRDT=,

SEG] 2 1380me . Fitk. WREEFR A RERE T U F
R SN TEZBE T, S8 IEE DL THMRIT
MCP signiZiB 2> 725, CGGiE 62V &'—
K TH W FXTASEE & L7z, JER 3 135057, Bk
THWENE EFRITKEE LT, 8O/ MMIER S A
54, BMRITMCP signZ i 54, CGGET5Y
E— T FROBRNFXSTHY , FXTASEZWr L
77

FXTASD VT EIRIT A 85 ., 12 HERR .
HMEMRIE, B CEiRE, FRIEER ETHY |
FXTAIZFE S BRARSER O HBIECRE, Whd 2 H
SRIECIE, Fef), RBIRERIC THIE L, AAERMEHRER
78 LW ST 2 FRIRERIER . T T A
HBLL, Z ORI CTFXTAS E 2 S ivd, 44F%IC
AV A L DAL, WEBITHEE L, 9 HERITH TR
ICHiIBIE A, S oI hczy . 2020
FRELEZEZLN TS, (6)

FXTASIZ 31 2 IMMRIEHG T Lo B 13, K
HZEE D3 100% , /NIMZEREHY95 % | K= A BH D 15
T0395% ., RNZ I O E1E 5 72368%., H/IMKEI O
m157%5 (MCP sign) 72364%. DATOHRRSAETOEL
VAR T A4T% T %, (1) ZOMRIFTROHT
MCP signBFXTASZ WD KIHHE O 1 > THr
BHIFT R CTh 273, ZRMEMIE. NIID, fGHEEZE,
&I, WilsonJ%. chronic acquired hepatocereb

ral degeneration, f&E&Mifi%HAA# (extrapontine my

10




elinolysis) 7 & ORHHMERESCHBERETH LS
NHZERHY R L7z &350 NIID & i3iEfk ¢t

WY 2 RNBZNDOT, EHINEEL D,

WA B R IEWE TNIID & FXTAS & % e oKy
{80 e U 7=, BSRPRSEMRE CIINTIDIC R, GRAMkEE
BRETE . RARIEIR 32 (8) 23, FXTAS Tid/IMKiE
W, Rk, S—F 2 Y = X AOHBNSMEE R,
Bivlz, (6,7) Fio. FREAIC LRI E AL
DIWTZT Tl < 25 Dlfigs 7O B, BENE AR
DIAGRE = DR BRI T 5 2 L I3EL
Wwe b,

Jva—F 47 ) E— MNE T 5 FXTAS DI
HEESr & L ¢, ORBPHATEIZ X HRNAFEME, @RAN
BIFRIC X 2 FMRP-poly GO fifim i, @M IA T
DNABRENMHE SN TV D, U E— i TIXRNA
BLAINIC 77 = 4 BIR(GOREL L — TG
E. IO OMAETIT L D ERE 2 LD 2 & A3V
HINTWVD, FRCGUMEEIIMET 5 2 oD T =
WKEREAE L, 4207 T =255 FNEFFEOVH
REAID Z & (GafifiE) NGNS h, Eb6I
G4t L NV —TEE DM AT TRT LA 7 U T
NA T R E DS 7 ik i s
EWMOGED L3 foTz, THETOMEIZEY
77 =2V y FRAINDOHREIZED Y B— MRIZE
W TG4 E O BT A S R R B E I B 5T 5
HPRESNTEY ), ZDG 4 L 5 EkE
WA B IR B W7 ESIRRIRE LT, HIRES
nTns, (10)

R ATIZiR

D. B8

fREHR AT Z B THRIEER OB 2072 L
TR E I S 4, FRER D SR EFEHR LA A
noNehote, FEEMROEME LT #EHROL
FATKIT D EREEICE T DEE BIEFR1S, R
DB 2 BRI D AT LA

Wi

BRI BH1EE15E 250 5) OFIE O 5
TRV, QIRIEFIEDHEL L Ty, @RS
WREVLELT D, OBEFELDANDD 0.1%FREIC
ELRW, OFBIAIRDWIEESED L L TV D,
EENTWD, ARIOIERHIIORM ORE D LEM
WARFThL 2L, @FBIHIR2 W ENES M ST

LW Z & CHRIRB OB i OVERAE B 4y
FIZHOWT, BIRFEOAGENMLE) Tho,

Ma5s XOE R B . (FXDs) DR ¥R iR E Bl
BITRO LN TWZFEH T RSBV T, AH
E(BER R EORERGHT — 2Ok (BEE
RERRAL) | WAL - BRI A RT AV OKE,

ERICTRRRIE DOTRBR I 17 7o B B ek (LY
A NU =) VAT LOWE, BT OMEH, ¥
IEOWESL, IRRIEDORHFE TH o7z,

FXDs & NIID OFEIRPLOAHE S S Ml 2
IRWEE RS TH D, FXSITHKISERT (11) IZH
IRFCHk S, FXTASIE #2081 (DICF R Iz
FETHY , HERINEL & 2B O, HEICK
THHRNEE ThoTo, FXDs (FN) 1EF—&=
TOERTHLHFXS UNR) Bdbv ., NPT
THRE R~ O W A Tz, (A
& BE SE AR A HULIZ20- 30 RID ITOILEB Y . Zh

DR BRAFFNE T Bbh s, 72,
PWIEAEICE L C O CREICRES N TE Y, &
FI<°Validation biT7hod, RIMTEOEEHEHA LG
Mool b fmr-1 BEFCGGHEMRHIZ OV T
Hex i in 2 mE S, KROBEF v k
(FragilEase TM) BRI T\ Z & PN
—ATHRAENERTE, LM BRBIGE STV D
ZEbAMBRRTH T,

LLED S A E 2 ¢, NIDAMREHRRE %2 %
o5& ME LT, O AKMRFECRB I N2
WA VBT 5. QEERE, HADARER &4 fif
B9~ % 72 O ONIIDEE FERER A & E i 2, 232

11




FECTHA D, BITHAETIERN, EEREHEIT
ONIID D4 [F EREFHA A Fhti L C. Efe/e B s
R % . O MBS OB FRE 2 K,
S BITPRBRIGHE A T CTIEBN T 5. @~BE Bk A
ThH (VYA R =) 25T 5, @OFR, FHESR
ETRELE U ORBOBEFENLZIT) . ZENE
HThA I,

E. am
NIID DFEE HER OB At 72972801, A AR
FRTHAGB LT TCRW A E 2B L, B, IR

TR o LN REOFETHY , SHITH -
REIMICITB A RADPBE S ICEM TS, EEIEH)
ZELT, KENIESEMESNDZ L, £LT, W
REfER, TRIRIEOBRTEZ AR A TORBERERL AT
LERET DREND D,

F. SC#R

1. Hagerman RdJ et al.. Intention tremor, parki
nsonism, and generalized brain atrophy in mal
e carriers of fragile X. Neurology. 2001;57 (1):1
27-130.

2. C.C.E. Lieb-Lundell et al. Three Faces of Fr
agile X. Physical Therapy 2016; 96: 11.

3. Jacquemont S et al. Fragile X premutation
tremor/ataxia syndrome: molecular, clinical, an
d neuroimaging correlates. Am J Hum Genet.
2003 Apr;72(4):869-78.

4. Jacquemont S et al. The challenges of clinic
al trials in fragile X syndrome. Psychopharmac
ology. 2014; 231:1237-1250.

5. Ishii K et al. A Japanese case of fragile-X-
associated tremor/ataxia syndrome (FXTAS).

Intern Med. 2010;49(12):1205-8.

6. Cabal-Herrera AM et al. Fragile X-Associate
d Tremor/Ataxia Syndrome (FXTAS): Pathophy
siology and Clinical Implications. Int J Mol Sc
i. 2020 ;21(12):4391.

7. Apartis E et al. FXTAS: new insights and t
he need for revised diagnostic criteria. Neurolo
gy. 2012;79(18):1898-907.

8. R, AL T, ML ES AR « dadm. it
W 2016; 85(6): 585-593.

9.JEHfi . DNA - RNA®mRIEER [ 77 = IUE
) LU E— M. EBRES: vol.38, no.13, 2171-2
178.

10.Asamitsu S et al. CGG repeat RNA G-quad
ruplexes interact with FMRpolyG to cause neu
ronal dysfunction in fragile X-related tremor/at
axia syndrome. Sci Adv. 2021; 13;7(3): eabd9
4.

11. JP Martin, J Bell, A pedigree of mental defect
showing sex-linkage. Journal of neurology and

psychiatry, 1943

12




