IR BR AR M & (R IEIR R BORITTEF3E)

Sy A FEERE

MHESSXIE B, JEsS XOE M B AR R oD
B 7 U > TRHIE SR BT 50158 )

Wroesr s HEoR
SRS WFFEHEERAR AT ZE kI =5 - =

MAERE

a5 X AEMERERS J OWEDS X AEGERERDEZE BUIFE EHER & 7> TR Y . RIRZIFIC X 2 8IEF0R

BNAREL 7o TV D, AEFITEGEFRE & ZDEYA 7 HICHONT, Bl vt 7 o%
I E e LTz, BInFHRAEDHEE LTI, 3 —r 7y MEE PCRR—ADHENRHY ., £
DR % g U7z, PCR X—A® FragilEase/ N1 47 F 7 A WiEEHWL &, EFRNHLE2ERETT
RTOEXD CGCG AV K LA Z EMECHRHTE S, 51T,
59 XEEREDF A D 2 1%, TNEND CGG MV iK LEHIOE SN R > TRV, EfE/R B ETR
MG REZITCICEBB I ) TR ET D2 ERNETH D,

EFYA 7 OB ARETH -T2, M

A VAR

BT Rk BEORT: WFZCHEMERRE pre R L 2 — - B
R i BEORSE ERE bR N - B

A. B

WEgaXEGERE (FXS) 1X, FnpokEsE, B
JER, MIEWE, KENZREDIERE LD,
X027 312/ T D FMRL&E s+ D5 HEFH AR e
123 HCGGHE Y K LESINMERE (2285 200
VE—hRoE) 752 LICLVRIET D, AT
FIETIE, HARICBIT DAREEOEBLHEE LS
P NICIA EHERI SN TR Y . BT AOBRE
DNDEHEESND, L, AEBTITEN
B DA O RAS B SET- 22l % < L SEBRIC
Pl STV s EBEEIID 7R,

8 XOE e BB R FRUZ 1T, E T XRE AR i/
EEVRIHIEGERE (FXTAS) . Jags X B s B 5
A4 (FXPOI) 288 %, FMRLEG T-DCGG
0 K UESIDNE R (RTZE8,, 55~200Y &' —
N #2H2509 bLO—EIZRIET D, WS T
IE. ATAER (&M 09 H16%, FiIER (B
) D5 HA0% THIET H & DRELH D,
FXTASIZ/MIMRTH, ABERIFHRER, ~—F Y =
RLIpE TR L, N—% Y 95/, ENEAKR
Wire &L OEMBPMLETH D, AEBIIMETHX
JEGEREDOF /I —EDHEE THRIET H, HAT
IIMETIXIEERE OB N D 7a N2 bbby | 5
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BRICFXTAS E 2 ST b BEII D 7t %
ZBHilh,

ffE5s X e BB R B (B R%E5205) 72 bR
e XIERRE (B 5206) (3, k2747
HL1BICHREHER & 720 | FRk28EEE D & 13 %
MRE2IRIC L D BRI N ATRE & 72> T
%, BEFHBREOFEL, VYP—r7ay b
EEPCRIEZ W HIERH Y | ENZENICE
i, BT S o7, Fexld THETHXEFERE &
ONZ a5 X B 4R 3 K FRRE e O TR P HEE (2 ]
7o ERIR AR OWF2E ] (AMEDEERMERR B
FHLFTEFEZE 201548 ~20174EF) 1280
T, TN FE CTOPCRIEDHEFTZ TR LT- 5k
(FragilEase//NA 47 F 7 A4 V& H) &gt
L. 201747 A 7 BB gk i AR M A i C el ¢ &
B AR % fENT LT,

—J7 . BB CITEY A 202 DI
A RER RN Z 13D 5, T OfER
NEELS BT ovY 7B CRIEE %2
%o AEEITBETFIREORN ZEIE L, IE
WG OIS ERFTT 22 L2 N E L,

B. W35
BARFHIRAICIE, PCRIEZ—R L LT
FragilEase (PerkinElmer £f) &%+ k% T



DNA MR % s SH, A F T F 7 A4 FEX
KBS AT (TP kT2 /=) (T
T CGG # Vv iK LEANDE S Z#FEE Lz, A%
v F T, EFENLEEREFTOTRTOES
D CGG # 0 K LEHI NI TE B Z & A HfEsd
LTWd (X)), ZDOkiEzE VTG4 R
AT BML £ECHE S 72 B R FHRAED
B, 2017 4F 7 H ~2019 4F 9 H FEhisy & x5 &
L7,

SHIT, ZORAETHMEIZ RS FIZE L T
I, VYR M UBEOKRHI AR LTV 5,

X

|Fragi |Easex& /84 4 7+ 5 1 ¥—I= & 3 $if-1C60H Y 5E LRI ORI

1 MPILCGGHRYELER SN
| +—32
\

%

89
HESEXRAE |..
LTS

ERBOH | \ Premutation

HEFEXHE &

P 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.

(B~ DRLE)
AAFFETIE, BEICRWr oW T2 BE S A DK
&P L O FMRL s+ D CGG # 1 i L[H1%Kk
DIGFHREFERT RN H L Z &b, B b
) I B TIRNTRFZEC B3 D M ERFE B & 2
SFLCHIE R T T,

C. Mok

2017 4= 7 H ~2019 4= 9 H (T 389 MK DEIS
TR N FEME S 472, EORERIL, PR L
IR, AIER 8 ik, 2R 14 ik, T4
7 (MIERE2ER) 1K ThHoTm, ZDF
WA ZEFICBEL T, SbichF—r7my
METIEE 2R L TW5, @O PCRIET
IFREEREF A 7 OMITIHREETH %23,
FragilEase// XA 47 F 74 V& HW - HIET
X, BAERSEYVA 70— 7y FEFHE
IR TE T,

D. &%
1) BURZFIIRE D FIEIZ SN T
WEFEXAEGERE R B FRICE WO I REBLA T A
HThbHZ LN, HxaxtREIDOCGGHY K
LESN 2R 2 DA —ZFRNITHFIEL, £D
Bt o728V TE, X THOCGG
IR UECA O S &2 IEMEIZ IR E T D Bl as =k
oD,
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RITEBFZIIRE D FIE X 5 RFTCEFT %
R LTz, AlE v 7-FragilEase/ /N A 47 F 7 A
YORFEZ, EFENHLRERETT XTDCCE
M0 R LRSI ORER 2425 Z L3 TE %,

IHiz, EFAZ7HI Y —rT7my ke
IR T, ZROBLBA VY U 7I2I3K
HEY R HFEEB 2 DI,
=
|CoGHk Y iE LRSIREAED LR

YA — PCR/F+ESU— | FragilEasex/

Joy b Y—UIVAR [ MFTFIAY]
BELRERE B SR S i
BEFH MM #aEuE  WE/Z2BHR wiE/18
1 E— MR

Full mutation (FM)
Premutation (PM)
Intermediate
Normal

O | DB>XDO
B X

0055
0000

FXSD ¥ X (0*) o)
FXTAS/FXPOL D BT A (O%) [e)
R BERROR TP-PORETILEM, BELRROD
Iz [XEAH PMigHi 7T 12 ACGG FTRTOR
(AR LT EAARE

*TP-PCR : Triplet repeat primed PCR

2) YA 7 HIA~OXINZ DN T

fE55 X JEERESS O BARF IR B O FRIR S
I o) o T ADORNE LRSI E S
GL LT, RERRAF VL, A7, EF
BER D CGG MV iR LESN 2 ENRD D, BIZF
BREDRE SRAFILOEY A 71T, &
CGG # v K LES O BRF IR A IV T
cidhne g shTung (61/148
41% :Nolin SL et al. Am J Med Genet 1994), L 7>
L. BHRTOHREFIZIFLEA LR, ZO#HXT
1% 82U N L RIFIEROEY A 7 LHES
TEBVERHEL, SRIOFIEZNICEST 5,
B DOREFNZEBNTIE, RN 72 DM
W DN, DERMEROESGLH Y . fEH]
TEDIELOELRENVEYITH D, F. A
FIUERARFZRZEY A 7 FICBNTH, FEIR
MEEL T2 DN D5,

Wess X IEEREDOFZND T 2 1%, TR
CGG K LESDOR N ELY | HAITK
S>TIXENA 7 DOFHFUFET D, — RIEERIC
RZ2BHITEH, fIERSCEY A 7 DFET D]
BERHY, Bahv k) U ITEEICR
Do
Wegs X JEMEREDFE ZN OB T ' ) 7
WZBWTIE, JERICERZ: < . FragilEase// A
FTF T AV LI KD CGG #t v i LEH A
BOFEMLEREZITTIIT) 2 EBRMETR D,

=,
E. f5im



o MEEE X EBERER X OWES X SEMBERERIIE B
DEZOBIEH 7 Y 72BN T,
FTRTOE SO CGG #t v i LES % 1E
I T D EBFORENSMLEIZ 2D,

*  PCR X— RO FragilEase/’\A 47 F 7 A W
FEIZIEENORERETTRTOEED
CGG # v K LES % [EMEICRITX 5,

o JESS X EBEREOBAS AU ATRE SR ORI
BT T ORI TIFDI L
G L LT, REERATF L, T A
7. IEFBERO CGG M X LELSI 72 En
b5,

s EFAIFIRELHARTROND>TETE
D, FREEROELEHIT B o TITET
2 AR R ORI -~ 7,

F. WfgERE
1. GO
L

2. FRER

1) Eiji Nanba. Diagnosis of fragile X syndrome in
Japan. Satellite Symposium of 61th Annual
meeting of the Japanese Society of Child
Neurology (Kyoto). 2019 45 A 29 H.
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2) #EPER . RNTEM. Mg, Rk g
%, HAT fE—. Wi X GEMRRE - M99 X AEfE
HEBHEE RO BWT - (R T O FEEIR I
55 61 [A] B AN i dE 2. 2019 42
5H30H-6H1H.

3) BSTAME, BRI . MR, S 0
%, BT, HARNICRT 2 MEssXiE
BE - WagsXOE i B LR B O BB IR
. ARNEEETS Feallke. 2019
HF11H6H-9A.
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