IR 5B

Wrgetish e (8

TR B BORFE S 26)

TR E TR

MHESSXIE B, JEsS XOE M B AR R oD

i

A 7 2 U v RIS B 219 )
RSE FERRCIRK 29 4F, 30 4F) /R R (BROLAR)

SO FEHEMEREAE - B3 T - 2%

MREEE

Bt 7ev, AL T,

a5 X REERERS K OWeSS X EGEREED S BUTFE EE#IR & 7> TR Y . RIREZIRIC X 2 BB IR
BENFEEL 72> TND D, IR ELSMIAHEA BN NG S 2 <, EZMISN TS EE
DY (R, MTZWICEDLI LT, ROVICHEZHHBICKNEL D
Wi v e U ZREL BRI OV TR LTe, BRRAI IR & LA B ST - 72 F5
EROIPWEERH D Z L L ATHICE S, BBNICEEFIRELZFEETL 2 AN ETH DL, F

7o, IEEMNH AL FE ToO CGG MtV ik LAY A MM T & % FragilEase//NA 47 F 7 A LI
L0, A 7FILRECE T, Wi X SEEROZ RO 21X, ZNE10 CGG #t v K LESIDE
ENER-TEY, EELERFOREERZ CICEEBI V) V7 2E T 52 ERALETH

Do

s E

e Sk SHUORST: WRIEHEERERS HRIEENE S - Bux (P 29 4F. 30 4F)

RN FRE RBURT: WS B o 2 — - B (BAnoTAR)

MR P IR RS i R - B

A. BIEER) FEIEF RIS —EOBE THRIET 5, HATIE

WESEXEMGERE (FXS) 1X, ZnpokEsE, B
JER, MRWVE, RENZREDEREZ LD,
Xq27.31F1ET B FMRLE G+ D5 JEFHFR e
\Z& HCGGHE Y Ik LEFIDNVER (245, 200
VE—hRoE) 752 LICXVRIET D, AT
FZECIL, AARIZE T DAREBORBEE 1L
P NICIA EHERI S TR Y . BT ADBRE
DNDEHESND, L, AEEBTITEN
B LIS DR B SET2 7 WMEIAN 2 < . EERIC
PN TW D BREIID 720,

S XE R B BT 1, e XRE AR e/
EEVRFHIEGERE (FXTAS) . Mags X B s B 5
BA% (FXPOI) 738% 5, FMRLE{=T-DOCGG
0K UECSIDNE R (RTZ8 8, 55~200Y &' —
) ZH5K0 9 LO—EICHIET 5, T
I, IR (KPR D5 H16%., miLE (B
) D9 BHA0% THRIET H L OHEL H D,
FXTASIZ/ MM, ABERIRHRER, ~—F Y =
AR ERR L, N—=F Y UK, BNEAK
Wile &L OEMDBPMLETH D, AEBITMEIHX
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MESIXIEERED W BN D72 b H 0 | FHEEE
ICFXTAS & ZWr EN TV B EEFITD RN EE %
YL

Mg X e R (5R%E 5 205) 726
N HERS X REWERE (5/R& 7 206) 1%, PRk 27
T HLBICHEEERE 20 PRk 28 )
DIXPRIRZIRIC L D BRI R & 7o
TW5, AAFETI, JEFIORETE &bl £
DBIRFHIRAERS 2 RE L, 2RLECER
AoV TICETHIEEENET D,

B. #FFEIFE

1. BEHv v Y o TEE OB

Bl Ut o ZREIOREEE 7 & ONT ik
TOBPEIZOWTHRFIT B 72012, IR OE
AR (RS HE T, TR LR ST e S
U H— e DO ERE X — WRPERE
T X —) ZEhI L, EHRINE & Bt a1T

ST,



2. ZWENE () OIEK

WS DOFR L&A 552 L, AMED #F%E8E T
55 X EMEREZR & ONCMETS X SEEREREREHR R/ 2
RV MGRE O VR PR (2 100 1 7 e PR AR A O A
78 ELEHE LD, BRI () HEK
L7,

3. HARAMESS X SEMEREAE B O BRI REHE O

wt

2009~2011 FFIZ BEIR = CHEfE LT > r—
Nl (RS ER IR 4 AR
B sEZE T HARANESS X EEREF K OB
R B OBZN - IREAEEOFIE) BE, FEIRE
FOERER D) 1Tk, ZIRKHE~OREN S
HITE 5 FR TIEFNCHOWNT, EIBENHEH
SNTZEERERICOWTEH 21T- 72,

4. BARFHIRAEMRHIZOWT

B FHIRAIL, PCRIEEZR—2 L LT
FragilEase (PerkinElmer #L) & > k& HW\T
DNA R % S S/, A AT F 74 FEX
KB AT (TYLV b T /m9—) 1T
T CGG #: ViR LEH DR S ZRE Lz, AF
v N T, EFNPLAERETOTRTORES
D CGG # 0 I LEHI DI TE 5 2 & A HEd
LTWd (X)), ZokiEzE RV TEREAEAR
AT BML £ C 3 S V72 BRI D 5
B, 2017 4£ 7 H~2019 4 9 H FEfisy & x5 &
L7,

[
|Fragi |Easex& /34 4 735 4 ¥'—I= & 1= £C66H Y iE LRI ORAT

| HF(ECGGHRY R LA

|32

E% |

<= 89
HBXBE
/X ||
wenom | | |

Premutation

R F8 XHE &%

BO5 Full mutation

/ 683
384 = .

* Kwok YK, Wong KM, Lo FM, et al. Validation of a robust PCR-based assay for quantifying fragile
X CGG repeats. Clin Chim Acta 2016; 456: 137-43.

5. BIRFAIRAE OIEMBIFIZOWNT (A
778 8)
YA 77 EOIEMAFNZONT Y — T
oy hCHIERTHELE DI, Blah vt
U ASDORZ DWW TG LT,

(fi B A~ D)

172

AAFFETIE, BEICRB O W - BB S A D
RAEHE L OV FMRL 157 CGG #: v i L[A]
BOEHREHERT IR H D2 D, b
N7 I s BB ENTIFSCIC B3 2 e &
BSF LU CHIE 21T o 70, BEURZE P i BLSR
ERERICTEANIHEE - KRB EZ T 2% I
FAaBRE LT,

C. HFHER

1. E\sh vt o JEH OB

2018 4 10 A IZ IR O EFRIRE  (FhiBIR ST
HERIERE, RRIRNI R ER 2 — - 28D
ERE X —, PR EERE X —) &
FHRI L. ME9s X EGEREZR & ONTHETS X AEERE
BLEEBIZ DWW T OE Rt (REME, &5
THIRRA., {RFE, BlEh v oY T ORI
EETREARE) 2i7-o7-, L3 2D
Bi « &2 2 —CITEMIIC RS 23 Bk S .
G 2O HBMNA[RE L 72> TRV | HE)
DA L HENEICR b TV, BEIAD
ZWrPHERTE ROV THILE SN TEY | &
BERE X —CTHREL2HLTDHEITIIREES
EfE X —TRIGT D, EV o EL D
NTWBHLEDZ EThHoT,

2. ZWrENE (R) OER
TRk L7eiWrdkiE (22 23R d %,

(a5 X SEfERE O 2 W L HE ]

A. JEAR

1). FpgkEE (BHECIXEE, LMhITRENS
BEETEND D) IZLIIEIR,

2). BFOFH (KRE, MiEWEH), BERE
S, ATEVERE (BPRARER, 28, EEX
Ny, cEEREE EfSioBmE. BRI
ZEER,

B. AT
BRI LM R 7o A BT R 72,

C. #ERIZH
PUF O EEERT 5,
HRREE, BEAARY T AE

D. BRI

1). FMRL BfnFDZHE (CGG v K LA D
LR GEs 200 MR LLA L)) ZGEHT S 2
EDHRETZWT L 72 D,

2). Yefa KR T o Xq27.3 DMETSERAL Ok Hi
3B LT (BTORETHMEIIIR SR

V),

<ZWronTr Y —>
Definite : A-1 Z3i#i7= L. D-1 #7279 H D,



[Mass X B . (e5s X PR
EENVRFIEGERE) DR E]

A. JEIR

NI, AEPIRHRER, N—F Y = XA FR
HE, ARk SE

B. WA
MRI A CHU/NM (middle cerebellar
peduncles : MCP) ¥z

C. @EnlZir

LIF o &z 8+ %,
BEWNEANER . 73—V i, BB NKZE
JE. N T2 bR RINBCE SR ZEMESE
WEATPERE EVEIREE, 2 RZENIIE

D. BERFHIMRE

FMR1 &5+ DR (CGG #: 1 I LA DIE R
(55~200 #: D IX L)) ZFEMAT 2 Z & e
ZW L 72D,

<BWioOHT Y —>
Definite : A9 H 1HBLL E+B %3i7- L C
DOEERIFT _EEBERI L, D &2lii7=3 b D,

3. HAANESS X SEGREEEEF] O B R R O
wf

TEBNZ OV T DORRET 21T 272, £ OfERIE

LUITom@y Thoie,

[ ERZWnic BT 2 maiE]

BER RS & W - AR A5
PCRi% 345l
(V& PEHAE )

TREG] & &R L

[REEIE]

e RN 151
)17 1451
B2 H 1451
RUE S S 131
JRIE T2 151
(2317 BRIk ]

~15%64 A 54
157 7 H 1131
27%6 4 H 1451
[ A BRI ]

1556 A 1451]
35k 1451
A 1451
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344l
145l

6%
BB L (9mk)

(&R RedE ] 3305
WEEE TR, AR E T SZEER)

DQ 17 1451
DQ 20 2151
1Q 29 1151
DQ 37 1451
DQ 43 1451
1Q 48 1451
(&, KEH]

TIER & bR 72 L

(5 - RO RHK]
(@It iIciiH s TV b H o)

| ZNETN 541
@K\ 54
FEAZRH A1
REH 151
@ KA 0fsl
@B ot if A~
L LR N
(178N D Fri]

(@IFEZWHEEICEER SN TV D D)

LEZ) 54
@ H PAfA A1
@~ EE A~
Fuii 141

4. BIRFHIRRARSIZOWT

2017 4= 7 H ~2019 4= 9 H 12 389 MK DIEAx
FHRRA N TN S, ORI, R 1
IR, BIAHE 8 ik, &R 14 ik, =94
7 (R E W) 1K ThoT,

5. EWA 72T

W DOPCRIETITRERLEY A 7 O HIT
IN#ECd 575, FragilEase//SA 47 F 7 4 %%
P =516 TIE, FragilEase/ S A 47 FF A &
EROWIEFETIE, 2ERSCEV A7 LY —
7wy b ERFEICHRETE -,

D. &%

1. Bishvrtl o 7R ORE
WETIXIEGERE Tk, FIAREE LIAM R 72
JERD AL ONRWIGE S LN Linh, HIDEE
ICREEZ S ATk L, FEER X —5%T
TAB—ZITWDIER S W EHERI S NS,
PRI TR, HUOEF & 2 — LRkt & ot
B WOEHIAER SN TEY, ZHUCE o TR



W D BHE S AOTEEZIBIT < FTREMED & D
2.

2. DWrHEHE () OERKR

W EE (R) DIERIZH - > TiE, HagsX
SEGRECITAmEE, BT T AEZ G
I B BIITEEFEIRE COMRBNEETH D
Z & MESSXIEERERSEE B T, ERBIRZWT O
KRR E PN AT o 72, KW 2n
FEESER]ClE, KB EDOTZOITHEY Ik URE
PITOND Z ENRZ, HEEZWMT Z &Iz
L0, TnooREOCAENRL 2D FIE
IS U7 AIRE L 22 D, B Wi E D He
2k pRWrR N Fic k- T, BEOQOLI
ICHET 52 LN TE S,

3. HARAMEES X FEBEREE G O R AR O

)

fE5s X FEMERE & 2 Stz 5 5% TIEBI O
RIEHOMREHT L0 | fERE STV 2 i
EHOHEFIOFRK, 1TEHRE & Vo RBIT A AR
NEFNZBNTHROHILD T LR TS
Too —77. Mags XEMRE CITEBYFEE LIS DO
KRBT nGELH D &S, JRIEARHD
TR ERER CIXERNFIT 2 LENH D,
HRE EIE GG LTl a9 X EEREO B %
ERE L. B EFARAE A R ICEE T D 2 &
NEFLWEBZOND, £, HEZWIRIC
IEFERNDZ DM REFE~DBIEIT &Y
JTHEELERY FRER~DT 0 —T v 7
(KRB TH D,

BERRRE 2 WV 7o Ye BRI Tl faiatt & 72
LEBEND D, BUEIIRBEZIERIC X D ERE
AT COBIBFHIRAEN ATREL 72 > TV D —
7 my R PCR iE7: & OBE T O Tk
DHEERBW DT DIITEETH 5,

4, BIRFHIRAEIZONT
s XIEBEREBE R RICB W TR R A BT B
ThdHI ENEL, xR ESDOCCGHY KL
Bl 5l & F5o 05 2 D3A—FRNICAFEL ., D&
oot 7B TlE, X TOCCGH:
VK LB DR & & EMEICFRIET 25 R RO
55,
BARFHIRE O IR X D RATRPEFT 2 %I
R~ UT=, AlEHA=FragilEase/ A 47 F F A
P OIFEZX, EFNLEERETTITOCCE
R LRSI DR 2 i35 Z LIS TE 5,
EHT, VA 7B —rTmy b LR
IR TE ., FZROBLBA T V71013
HiEN R EEEZ BN,

*
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|CaaH Y 5B L RIIRES EOHE |
#4#—>  POR/FrESY— | FragilEasex/
Jowv b Y—HIT VR [ 184 AT+ 54+
BELGRER s E L& %
BETHEHM  mEAENE  WE2BLR Wi/ 8
) E— M&H
Full mutation (FM) (e} X (0% o
Premutation (PM) A A (O [e)
Intermediate X e} le)
Normal A e} O
FXSo & ki (e} X (0% ’ Io)
FXTAS/FXPOI D B2 M A A (O%) ()
Lot EERROB  TP-PCRETIXFN, EELRRD
FIzZ@A PR A7 ACEE TRATOR
ALY BITFH EMTTEE

*TP-PCR : Triplet repeat primed PCR

5. BRFHIRAE OIEIMAFIZOWT (A
778 E)

W55 X IEERESE O BARFHIRR AR T O MRS
WA 7ot ) o ORI TRPSMLE S
AL LT, R AFb, 947, EH
BE D CGG v X LES 72 End 5, Bins
BIREDRE SRA FIULDEY A 71T, K
CGG # v K LEH DB FHIFR A IZ IV T
cidhnedgsshTunsd (61/148
41% ;Nolin SL et al. Am J Med Genet 1994), L 2»
L. BRTOHREITIFEALE R, ZDHT,
820N B ERIFIERDEY A 7 LHIESNTH
Vb %<, ARFNE IS TS, b
DIEFNZ I TIL, JERDE S 2 D203 85 5
N, RERMEROEGLHY, EFT LD
EHo& b KEWEH>»THD, 72, AF b
DARZEIRET A Z7HICBNTIEBW T, JE
W< 72 MmN H 5.

ffegs X SEMEREDF RN DT 2 1%, EHEH
CGG K LESDOR N ELY | HAITK
STIXEYA 7D HFET D, — RIEERIC
RADHHFITEH, AIERSCEY A 7 D ET D]
REMERBH Y, Bl vt ) U ITEBEICR
Do
Wzg5 X JEEREOF ANOBI I v o' ) 7
IZBWTIE, SERICEAfR72 <. FragilEase/ S A
FTFTA PR EITL D CGG # v i LA A
BOEMREREZTTITIT) 2 ENRMEITR D,

E. f&i

o HURHNL CHEET 2 RHENIIIEFICAEH TH
D, RO KHEIZET L E LT, L
X CHMfES & OB A VB v TR
O Z R 5,

o AREABATEHEBIRIBERSAROLN, F12%
FNITIZEER AT EEIER T CGG # Y
W UBLAIDIE R % & OB FIE L, FHE.
BURIZKI L COBIBI T v ) v 7N EE
L b, Bty s RERL, B



RIZBE U CTHIc B L CTES MER H
Do

o AARANOMEES X FEBEREEE TV T HEIN
Bads, FELORHK, 1TEHRFE RO 5
D3, FNRREELISMI B S - T2 RS 2580 72
WEARH Y | JRIKARH O S EE
X, PRIREZIRIC X 2 BB AR & R
ICHEMEST 5 Z EDRAMETH D,

o MEEE X EBERER X OWESS X SEMBEREBIE B
DEZOBIEH T Y > 72BN T,
TRTOE SO CGG # v i LALH % 1EHE
IS T & DB PR ES LTI D,

*  PCR “X— RO FragilEase/’\A 47T F 7 A W
FEEEENORERFTTRTOEXD
CGG #: V0 K UELS % IEFEICHR T T X 5,

o MEEH X JEBERE OB AR AR R OMIRLC
WD T o) o T AORHSIC TRB ML
AL LT, REeR AT b, A
7 IEEERO CGG # 0 K LES 72 &
»H5b,

s EVAIBIRELHARTHON-TETE
0. ZREKOBEIEH T B o ITET
% SRR ORI E 5 7,

F. WfsERE
1. FWSCHEER
L

2. FRFR

1) HEMSe T ENTEMR. PILth . L A
Fr—nh, HRHERE—. WEssXIEMERE & NI
35 X RE A HR R S FRE (B B D S AR B R A (A
DREFA~RRZIE T H R— SN D IMERE &
e b ~. FE0E H A/ NSRS IR S
20174E6 H15H-17H.

2) BSLERE, L AH—eL, Fbgh .
W, PRRRRE—, BRI . MR XIE R
78 B DN HETS XE R E RS EE [ O B AR AR
RGOS, HARNEERTS  H620K
£ 20174F11H15H-18H.

3) NIFEAR, Mgt AL AL, %
JERIE—. FERESR —. METXIEMERE/ H ONTHE
FIXIEMEREEER B O LY A~ U SIS
T. A0 H A/NGER R ES. 2018
F1H12H-13H.
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4) ESEFEHE. WP, PR AHE-BA, %
RIE—. BERE SR . MESY XEERER H ONCHE
559 X AEGEREBE R SR O TR HERE (2 1) 1 72 G R
FAEEE. 55 60 ] A AN R R 2
2. 201845 H 31 H-6 H2H.

5) BB . BSIAME, MR, R R g
M ETE—. (RIS CIEHE FTRE & 72 - 7= a5y
XIEAGERE 7R B ONCMEF XE Bt B FR oD 1
[REOBREO IR, BARNEE RS
#63[H k2. 2018410 H10H-13H.

6) M, BFEE L. ARG, FIEE
. EA)IE. @REES. BEsEIL, B E
Mk, HERE . HARAMESS X EGEREIEF] O
IR OMEr. 5 41 5] B AN RS
FAEES. 201941 A 11 H-12 H.

7) Eiji Nanba. Diagnosis of fragile X syndrome in
Japan. Satellite Symposium of 61th Annual
meeting of the Japanese Society of Child
Neurology (Kyoto). 2019 /-5 H 29 H.

8) MW . RNLEME. M H, HLE g
. HAT fd—. Ma9e X JEBERE - Mags X e
HEB R RO BWT - AR T O FESEIR I
55 61 [A] H AN e i dE 2. 2019 42
5H30H-6H1H.

9) ENLEME, BRI . MR, s
HAMdE—. AARANZBIT S Mady X SEmERE - M
59 X SEERERTEE B OB B FHIRAE. AAAN
HEBLRTES F64KES. 2019411 H 6 H
9 H.
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1. FFarEUS
L

2. FEHBrEEek
L

3. FDfh
Bl



