SIS, CSZ2200239

2N R EM AT TR S

PR EfM: AL FMRLEREENRFE (K PCR-E
EH EE.J](/%)
FmEEER. F=

RIEAZH : BEiITERREYRHLERAF

[FH]

ExX#muEEER

B= 77 SR AR B I AR O
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R Bl e S 3
B T AL R et 3
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BOR B IPHEIZR oo et 4
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EXER
—. BIFAZMR
BB B A A A O PR
—. BIEALERR
BIHESESAEE 2032 SEITANES Z IV HE
AlT ARz —
=. HFEihht
BEIITELRR S ATE 2032 SEITEWES L HE

ALT T %



TR B PRI

(—) FHREBHEBRRY
KRAE4SH FMRL K A& FMRL 5| #1R4% . B A.

FMR1 fEME T f0 FMRL & xt i, 0% 1, EARRNZEEN

PP .
R L& FEA MRS
A Ak yE
2 7% AR EX Y% (48 | (96 |
wig) | RE) i
o it EAZE LB
FMRL 7R ; R\ olialien 600uL | 1200uL 1
e N A T i h
FMR1 5| 484 | FMR1 %745 7
S o 50pL 100pL 1
i B i 5
e A REAGBRREE | SuL 10uL 1
FMR1 ZF CGG
EA 410, 19.
| T Hg
FMR1 [H 4 xt B 29, 3. 4. 74. 20pL 20uL 1
118. >200 = Ji ¥
FMR1 % & %t & 1xTE £ ¥ ik 1200uL | 1200puL 1

Er SRS RA A AT UORA . AR A L L




(=) FmTEAE

R A & T E AN A EDTA k4 E 2 A AR
A4 DNA # FMR1 & 5°4F 42 K iy CGG = & 4.

WMERFTHE FMRL X EZ & A2 R TR, F-FHE
X ZAEMMEB LW, BlER X EEREE.

fatt X 6 A % Lo e ek —, A%
KRR FEKREEE, REA T, WEFERERES 1/4,000, %
MR 4 1/5,000-1/8,000. BRELHPTENE NHET. X7
R . EgBH/MTHER, AELHE. BHE. ZELT
SERBRFABMNE. BRERE X 2kt FMRL 3F 53
BERNKE CCC ER R WG I, B4+ E &
ZETH FMRP ZE®RZBM D, XEEFRtEF 4
(ACMG) &4 FMR1 #£ [ CGG EZ %k ¥k, =X H CGGEX
RKENTF 45 HIEFA . CGG EH KH 45-54 K H EA . CGG
EH K 55-200 N AT R EA K CGG BE KHAT 200 h o R%
A, EFAfREALLSHERER, TREARZNEW
#, EREBFENEH.



(Z) Foa Rz

48 Mik/E, 96 WK/ & .

(1) =il RE

KX &K KA PCR-F 4% wikik, 43 A% FMRL
A SRR EITE R FAM OB B4R 45 70 5| 84T —
% PCR Y # R Ji, [Fm =4 CGG EAREY ™5 FMRL
LY.

FMRL 2L F# 37 4: 45t CGG EE RBAMYFF|, &
R, Y BN ER BATEN CCC EA)F
B, U ey Bhth, R EEAU B FMRL FEPE 3¢ P8 2 T Ao
%, WWHEERUER CGC EA M, Al FMRL £ FE T
EHER, fEA, MRLTALER L.

CGG ER Ry I = H1: 44 CGG & E K m#ATH 3,
LBl MiEe CGGC EARB W, 5iritA KotFE et T il
W#EAT PCRY 3, BT LI M UEE4E CGC EA KM
ENMLE, BEFTESHRNNYT E 0, BN R mNEE
3bp. PCR K ZEMH I BKZH M, WERBEM, PTUlLy i



#) CGG EA RH MK, H CGG ¥ 18 = 4y ik ey e 4 Ak ik,
M R E Sk £ 3op % FI& (stutter peaks) , Bl K
CGG ER Xy /=M, 1FNm R A A4 KL A o B H
MR, % T (stutter peaks ) FEf# A8 ¢ 5 — /M I U6 2 ey
FMRL R EF ¥4, RxBAEARRFBNE Mo N E 8
FMR1 X4 3 4.

=. IeRET#FR SR

(—) ZEZRMH

LEZREM % F

KE R EZEMHEET . dATP. dCTP. dGTP.
dTTP. #EFHBRBRR G, #HH /NG T KIkE.

BAT IR 5 W E 4L b kA F S ik dATP.
dCTP. dGTP. dTTP. #a 20 1% B X 6B < 24 o A ¥ 09 1t
R ERE. AR, il AR R AR fo g
RERT, FEHETZEEEEMBRETEFERL 4.

2.4 Mk 52 i Fu i 42 1R B R UL

AP mE A 5% BEEEESE B Ak

W

. BER



W53 g BRI R 5%

FEEZZ R 12 4, 3 AR & 0 0 A B R L8
AFEA, A EA 246, WREE 4G K2RER 64 M
WEFE 9 @, HAEFREFER, KEEUREESL 12
i, MERARFETRENFTRARTHNAENE, EEAHSEE
3f, A, MARLTARARTAL 14, LRV EEE
31 2K JE 40 Jfd 7 AT e B Hy 2K L 241 DNA #1 & FF 4 1A

RAEREA FMRL M5 FMRL % B xt#, FMR1
FE M 3 B B2 JRORL G Ok DNA, -4 CGG 44 10. 19,
29. 32. 54. 74. 118. >200 £y FMR1 &, FMR1 % & xf 8
FRFEMA DTE W, JFi% A B R B AR 24T 10 T 645
Ja A

(=) AFLZLBRERZAR

A & KA R BT L PCR R 3 -4 10 B
HERENAE. Sl pl . REIZRRSEH EW
#E; * PCR REAMHHARAIEY HMEAEK §REHHK
AU BRI A A Bk EALRRF; BHOA PCR I



BH R EEA, REGEANGHERAREREATCERNENE
PBEARRA B B RIE &M R AR A E K
xR AR AT R

WAL KA E T RENRLAZ., REFE XA
EFRAEANGEZLF TLHNHRER, HE T RENAE
i

(=) o HaEPE

AT w A RT W BB REERE . RS AR

OATEESRIE . AL G 3R BUR A 1 AR AT

1 B E

BRI AEAE B E FMRL X EA TR EA RS A H
AH Mt X ZRAEMNEXSF b &V 5F &5 IERER, 2
AR Z R ey XA &2t e, OF 5 B S £ & #HAT X
AR, HRmEMALNEZREAEA, BRUFEE
100%, B & 6 R AT S BT E K.

2. ®EE

A8 5 A 58 (A (6] AR T A o Ak 5 i DU JRAE AR



¥

¥ EA M ARFEE DNA HB ZHANREAKTHATE AR D
E. BAl&HAfdE TEE T, BIEAREREE. EHE
A E AR, FRETE —HRAAN &SR EF &l
CGC EAMMEANRE L ERMEAF AT L. L1 = FHE
, B Z AR A M A B 5 & b A Aotk 8] AR B R AT
AH CVEAKRT 10%, AASRAEEERE, F6RIHE
XK.
3. R
P A IR BB 5T, R = AR & xt 15 49 FE b XA
kS BHTHMRA BRI, AN REREE L 5H
IR E AR E AR WEATE, 8 Z AN &I A ENSE
o B M B IR AT AR 3 IR, A1 A B AR I IR A
2.5ng/pL, #—F R AL EAE R G G R EDTA k42 tmiF
AHITH LK, REGH DNA BAR 5 #H%E 24 B AT,
FAERG TG R EH TR 200k, ZHRkA & BT AN
xR 3k AL, st — 5 DL 2.5ng/l FEAT AR I IR 56 3
W — 4 R EDTA Hikt e fAE RS/ R IGE, ik

10



IRAEFEARREUG B DNA Fafr A 5% BB ZE 2.5ng/L,
N5 @il 20 K, WIEERFHAR 2.5ng/ll 9 AFEFE 4
DNA #ARK A 5% d, Bl CGG &R M K FA L
B H=ZHRAERH R 100%,

4. SAf I

ET#HRALF, ¥FRANTRUFARE S =B H .
JRAr R, max. EEE. ¥ e AT, £X8
: A EDTA fut e mAaF A & ey TR BT, a0 = B H i By
(500mg/dL) . fHZr % (15mg/dL) . Mm 21 % (20g/dL) . fE
B B (400mg/dL ) . 5 #F WY H M, 40 W OBLE =
(140mg/ml) 5 —F AL (3ug/ml) AARA &4 = & F4H.

RPN, B iE A4t 5 FMRL 2 F AL CGG
CHHBREL)FIARE, il FMR2 £ H X4 5 RE K XE
4% &JE (Fragile XE syndrome, FRAXE ) . ATXN3 ¥ 24 & # 5+
% CAG ZHHREAY Mol LNEf /N L k=&
(SCA3). HTT A HH# CAG EEWM T EWMERE (HTT) , 5
FPRVER 6 E KRGS X FEMT X e sy DMD 2k J (4

11



RALVE I 1 BIE )R AR FHAT X XR M. SERER
E R R R

5. & LA

Life Veriti PCR #" 3 {. BIO-RAD T100 PCR {3 5 3500xL
Dx . 3500 Dx AL A #F7 A &s EA & RN RIIE. £W
o 55 B P ot 1] o 55 B DA R R A A L R AR O P < AT IR
i, EWERKY: KA EHEH LABA 60 FH%E B IkN
K PCR § 3, a4 RHFEIKF o H I ER,
% RIE R &

6. P& BURA AT

R s RAEAR AT TR BORA &k i eF 58, RS
2 A G R R ER, BRI N REBRAA TR
IER S

(w9 ) PP BTEAT 5

FE P H TR S8 e R B A IR B By 7 ik &
REHOTFLE, ARXALER. FERA. IXEE. 2RX%H

BB ARTEBLR B o AR VR B R, A8 et

12



B E R NSRS 2 8 BT =R F EH TR
M A2 F A5, AR HAE AT ROC # Tt ROC
sk, RESFBRKERENREHNE, FRKENT
350bp EL A6 & Bk F 200 B ER ALY B S B A g, 3f
Kb ik BCAANE T E CGG EA KM HHllk | Bk
FE KT 350bp ELE A IS & KT 45 BEAL 4 ¥ 3% B = 40
W%, #—F &0 NIEEERE, & EFRNE T BEANT
WH CGGC EAR, #MAMFALEA. FMRL = B 1 B
JoE T3 3G 7 A e B A U A T S A

HIE A HE — 5 R W R A A X B P W B R AT 300, AR
U0 Pk N LR I BT EF R SR AL S E LB HE
A, LB A FMRL X E CGC EAHL FrEmil f Bk
FHERBEILEN ST HARERELEYN, EREFFAMELR
CGG EA M MmAEAN L E /I Ew A ER—F, HX
FEEX,

(&) R MWAHR

BT AT AT i A L I i A T R B R R R R B

13



SRREN. FARERE. TRREETHITT RANTR,
B E T B M AT R 0 A PR A BT

1. SEE AR

FEZWRFNHE F-205CHREF, KAFEEGRANE
FE% 3. 6. 9. 12, 14, 18. 19 MHA WM, SR Ex: 4
e RmEER, WSS R, WESHE. RUREE &
SEAMRSERFEMMEGAER., RAEE 19 MAWRE
WA, AR ERAMRE, ERA G N 181 F.

2. AR

FERAFMEE 2~8C 5 KA. -2045°C 7R HA| &% H
NERE a7 kMR, ERET: FeifFeER, M
MEE L. MRESE R, RIRSERESELUSE BTG
RG] AFRT BT, ERRRAGEE KEA
o, MRWAR, mFKMRA, FREET-2035CHRAE
EARM T RERRE, BB RZARE (THET6K) .

3. ikt

W 4% IE % K 58 n g & () -2035°C A k4. R IR

14



xR 2 EE KR ERE TR EARR N 20%, R4k
B RAR B ZAAE M7 8 AL LB R A IR E LR &
e, WEBEHEE. £FFF 13 M. 19 MA 9B BAEAN,
R R et A A WIRAG T IE R Ham e T RO
A 7R ¥ IE A

At AT RIEARERH#T TR, ERE
T, O T AR A R T L B R K

=. IEKIFG B

FIFEAG A EHTIRFEFRINELEER. BERFMH
BALAER. MEdLZER. FIAFEFRNEETRE
e, A s R GERT . AN A3 S R BT 6 F I KR A AL AY
Tr R R AR B, R IR B AR A0 AR 0 A1 5 e PR A B e
F A AmplideX PCR/ICE FMR1 Reagents. £ 5 5% 7 iF
Southern blot 47 DL & Jf i X 4% A4 I JR 5 W7 45 R AT th 20
5, PRI RSN W R I R R . N B LR
T KERZ. 55 HE. EERE £ 5 UKL EINSIE
EMARERNEELEAE, HARKAN EDTA HUEINE 2

15



M. MR IRIEIE N Z R E 763 4, HbARETA 79 4], I
AR AL 684 17

REERET, RS L BT EFE AmplideX PCR/CE
FMR1 Reagents xt tkFH M /5 6 % 100% ( 95%Cl: 95.36%,
100%) , A& % 100% (95%Cl: 99.44%, 100%) ; 5
Southern blot 247 %t th FE M fF &% 100% (95%Cl: 95.36%,
100%) , FAMZEE 100% (95%Cl: 91.80%, 100%) ; 5
ke X ZE4EE RV W88 Rt th, o TRk X ZE64EH
50 7] B A= A i % 98%, — BB M A F N FMRL #
HARTSHAMEE X G40, £ B TREEIID B R A
I

A R e F i N4 25 Ml X FAER R it 122
LR, HATRE X GEMEXZHR. ERET, TAXE
T EORAR (2K TR ) WEERL 38 4, HERIAM
M X REAE, SN 100%, K35 Bom & F 1 5 R AT
Hott X 8 A4EHE K & ..

SRR, T R R R I R A (RSN T R I

16



KRB FEASE TR HAEXERK. BRARERETZ” &
58 LR £ B — SRR,

M. F=RE RS E

KAE“YY/T 0316-2016 « &7 #4 R [ & HE x¢ [E Y 2
REFLY 7, FZF AT KU 47

(—) K HITFE

REA & T AN EMA N A EDTA st 4hE 2 A AR
BAHZ DNA #F FMR1 2 5°d 45Xy CGGC EAH. M
MERFFHE FMRLEREE N AR LA, FTHkE XEE
T B B BT, A 2 RANE G R S, BRI R R
IR A 56 EE BB L In g DL A5 . AR i e RO R B B
AT AENMME X FEENH YW, T8 NES. AT
A B BB A6 A O Y L, AR VR 10 T [R] B R R 4 Tk
HE, ThmREJLNFIERS, RETE. RELA R
W25 R, 3 P A [ AR AR MU R R B o B R AT

(=) R4k

HIE AT A e (JR ) #EAT KRR IE O 3% B8 XU o] 8 %

17



BN AW EMNER (F) RREELETEIAKT, F6HE
AATHARB XU 2 3t KU 35 2T BF ) 0 A T 8 2 1 W
P RIS i, At BRI AT M E, B B E T AR
Bt e R AT, ARERNOAFRETEZ. B
R Z A, ETHEERMA RO NE, FEEHH S+
FTUTER:

LU F & AT E A A EDTA $u6t 41 A 4 fn 45
RKEBEFELE DNA H FMRL £ 5 #FRKth CGG EA
. MNERATHE FMRLAEE T A2 REA, FH Tk

X GREIE AT B W, 0 45 RALGE I IR 5%

2. B RIEEE: R WA R T2 A Ik

Jy R ek A R o B R L

18



ZETFE R
A BRI EH AN E = LRI W RF P REM, BT
WE R E AN R, RE (ETEREEEELAY (BFR
A% 739 ) . (AT EAEM S £ RS E AR (EX
TR EBEEELHAYE 48 5) FHRENBEWEANEBREN
, G xR SR S A RO BT R G, AR A
et ARMHER, FEAANPAT, BV ETHE

=
G

=

2024 &= 1 A 11 H

MrfE: @A

19



A FMR1 ZEH B NEA & (%X PCR-F 4% BH K E)

[=&4#]

AZE FMRL X H oMK 7| & (K K PCR-F 4 E k%)

[EkHA%]

A8 3R/ £ 96 iR/ &

[T A&]

ARF & A TS A WA EDTA L4k 4h A 4 1 A AR B
4 DNA ¥ FMR1 £ & 5’ E #2135 X 7 CGG E £ %,

WMERATHE FMRLEFZEG A2 REA, ATHE XE4
EHR B, BRNERENMEREE,

Mtk X A RN G NN REELRERERZ —, ARENAT
FEREAE, REST, LEBERBREYN 14,000, LHRBREY
1/5,000-1/8,00002, ®H4HmEWME KT, A FRE. E5EH
FAT N AR, BELFE. BRE. EEALETREABRE. &
WEHEAXEEAE FMRIER SEEFRAL L CCC EL KR
G, REEFNAEFHEESHN FMRP ZaH 2 Kb, £E
Ex# ¥4 (ACMG) K1 FMRL #F CGG EA k¥, =X
CGG EAK#H/INT 45 HIEHA . CGG B A K # 45-54 4+ a A,
CGG E 4k 55-200 H AT RE AR CGGC EAEKHAT 200 H & RE
B, EHFEAFEESSAIERER, IRTEKRZ hEFH, 2%
TR &R BHE,

(BB F#E]

AR & RA KL PCR-EHE B ikik, 4t A% FMRLER 53
BEXRIH A FAM RS R a R RS #H T —F PCR ¥ # K
R, R4 CGGCEARBY M5 FMRLER 3 = 4.

o FMRL XFY #=4y: 43t CGG & A RXE 4 FF|, HitiERE
B\, BT AR, BA REN CGG EAFY, EHiTHNE
Mipkit, FIBEAIF FMRL PR BRE AR &, HE A MR AR
CGGE A%, NMAN FMRLEHE TIE®A , #EA, WREA
HAREA, TEN FMRL £ FH 4 % 4 A1 (29/>200) 4 A 4 R &,

® CGG EARXBY WMy 43 CGGC EARXBJATY ¥, Lzl
%546 CGG A XA, SH10H % X2 B M T #5347 PCR ¥
¥, BTHEHEIDTULEALE CGGC EARKMANLE, H o
KL RN B, SN0 8~ % 3bp. PCRAAERE A
BKEHMm, HELEMK, FTULYT EE CGC EARHKAKE,
H CGG ¥ # =ikt 2 MK, WHREMNEELAZ 3bp B
¥ T (stutter peaks) , W TFEATR, Blh CGG E&E X B Y #H /-
Y, EARREE B 2R TANHBAWKIE, 2T (tutter
peaks) A3t 5 — AN IS ARy FMRL £ F 38724, REFE
K EHE AR NIEH FMRL 2 F 53 7= 47,

RIAFME T-2086C T #ARE, RN 18 Ay FIHEHEA
TR SR N, EATRET-2085CHRE. RRE# %K E%K
B RBRORHOR T A 6 k. KA KA A miE 2 Y -2045°C A Uk
K. FEAE R 4 ZEEREERTRTEELARRE 20% &2
iy, THEEAETE, SREEFAETER, THELEH
FERARE. £ HERARBAE NATE,

[ZAKE]
AR F &K B G R HAT PCR =4 447, 23 9 A # PCR
T AR K. Life Veriti PCR ¥ # {5 BIO-RAD T100 PCR 1
ZE M 4T ik UALE % . Applied Biosystems® 3500
Dx/3500xL Dx Genetic Analyzers,
[#XEX]
L #ARE
HARRE N EDTA M4 fn, HRA AT 200pL.
2. A REMER
BARE G FEAN, 20T 2~8CHRAE, HT 2 AATERK
o, T-2086CREFET 2 £, T-T0CUTRESEL 5 F, #
R R B R, FEKETET 4K,
[R5kl
1AL E (EHALAERELN)
11 B 200uL & mFEA, BITEH KA AR RN A ERIE

BORA (BoAER) , £F5: WEME 20200355 &H#HAT A%

# 4 DNA £ 31,

1.2 RESEH DNA # AP T BFSATARN, &N A RAF T-2045CF

il 24, R R B KR
1.3 ZHEBRHIRAAN (BOER RRATWAREFHA DNA, #AT

PCR # 3 By DNA K % 5k: 0D260nm/OD280nm # b 18 57 7

1.6-2.0 Z 8, il DNA WE A 2.5-50ng/ll, =k E L&A

FMR1 = & 3 B3 AT F &

14 iR BT 81 DNAWRE R KB, Hine mH¥AERR,

2. P HRAARH (ERAEH B2#1T)

21 # FMR1 Rk 5 FMRL 51486k, TERMEE, ARG
BHHA, UHMEBONETE ., EFREKITETE R,

22 ¥HEAAEH: % T REH T XA

4 & KR AR
FMR1 5L i 121
FMR1 5| 4738 4 i 0.9l
A 0.1l
KRR 131l

*ATHD HHRE, BWERAT HRATRELARE (1) AT (D ARHRE
AR A B, n=FF AR + FMRL Z G 45 B 14+ FMRL PR X R 1 6.

23 MEAFHWAAAEZERFHE, AREBONEEE O, £
BARTUE T E e

2.4 7 PCR KB ¥ Al A3l BLH G o7 8K, #AE T AL
E X,

3. A (ERARRAERXHEAT)

3.1 XA PCR KA # 4 Al 2uL Bl A, FMRL = & %t
B, FMRLFEMAEE, #EPCRREEZE, HEH .

2 BB EMBRT B,

4. PCRY # (EZRY X H#AT)

4.1 ¥ PCR R L& AN\ PCR I #M, &4 k& KR FH#AIT
PCR ¥ # ., RAIKME L 15 pL, EW I BIH#A4TE 4G H ik o
A, ENEK PCRY =Mk F T-2045°C, T 1A,

140 340 54 740 90 A1 134
- FMRLALAG 19
e CGGIE U B 1)
00 T }
. BAN
[=E4RBL]
\ A A 8
i =R usHRA) | s W) | (%)
FMRL 573k %ﬁ&%@ﬁ% AR, 600uL 1200uL
FMR1 514138 4 FMR1 %F 54 5| Hr75 ) 50pL 100pL
B A B R R AR SuL 10uL
FMR1 # [ CGG # £ % 10.
FMRY [e 14 4 B 19, 29( 32, 54, 74, 20pL 20uL
118, >200 Z i At
FMR1 = & %t & IXTE &k 1200uL 1200uL

E L RE#E R EEHS T LRA .

E 2. FEHEAEIERAAEYHBEARAFEFEHERRBGIA (B
NAEE) £E5. HEME 20200355 5. GeneScan 1200 LIZ Zkt4-
FEATES (Applied Biosystems, %5 4379950) | E/E £ % F FEE
f& CApplied Biosystems, %5 4311320, 4440753)

[ o7 &t R A 3 ]

FH I B E At 7]
1 1 95¢€¢ 5 min
95¢€ 35sec
2 10 62¢€ 35sec
68€ 2min
95 35sec
3 20 62¢€ 35sec
68€ 2min + 20sec/4& 7
4 1 72T 10min
5 1 4€ 0

5. PCR 7= B 24 ( #£ 7= 4 0 A K #4T)




5.1 F 40 & L ik L AT
F 0.5uL PCR ¥ 3 =4, 10uL 3% GeneScan 1200 LIZ Size
Standard. ( P4 30pL GeneScan 1200 LIZ Size Standard /¢ 970uL Hi-Di
Formamide B2 %], B % 3% GeneScan 1200 LIZ Size Standard) , &
51)5 95°C &M 3min, IBIFIKkLE 2min, EALEN, #eT FE
WA RS o

H% | Injection | Injection | Run Run
&3 Bk B -4 time voltage time voltage
KK (sec) (kV) (sec) (kV)
3500Dx/3500xI Dx POP-7 50cm 20 1.6 2700 15 ‘

5.2 Btk oA RmAERFER G, LA GeneMapper # %t PCR 4 3 7=
WHATHBANAN, AN SRR ERERSNBRERESH
1% B R G AR AE

[FE A BT )

11 R T RAFBIELE B A BB E LR 1.2 P76 I i ik 5 0 o
N, #FENKIRE FMRL A F 538 7= 4 i 40 i,

e BHERKNTE THEREKNTE
140bp-350bp AF 350bp
3500Dx/3500xI Dx 200rfu 45rfu

12FMRLEH T &= 2 RETEW A EANEATFMER, 5T
R F BB AR IR T R HAT FMRLE 548 44 g ik

BT B

FMR1 % A
PN Y5 =4 % I

Hr S

#<350bp A B A A X
FMRL % FH 5747, H s g

,J___ ik,

Ky A e, AR L R A

#<350bp B A RA LA 1A
DL 18 [ 3bp By e &, H i
EEm T4 ME 2 B E, EEH

R Y 7 8 A U U
<350bp

¥

L

#<350bp B WA £ g e
FMRL # [ 34 =4, &g
o XU o I B H A

R e A 1A T AN AR AR B
W, BADETG T4 LIER2
B, U X T AR AR B R R
i,

0
310
0

L

B S AR T e — AN A
B, EEREHNRNE, F5HE
ARE], B 5 A O A ) e

330
e s 330
&

il

350~820bp
ERENM N ER, BEFHT
B T8 B A e

1 1300 o0 1300

AL

>820bp i P A B A I

[HBERNER]

1. REEH

1.1 FMRL = G xF B 34 T e e 2 {21 4K T BRI 3 8

1.2 FMR1 fE# %t f&: A FMR1 #£H CGG Z 4 4 10. 19. 29, 32,
54. 74, 118, >200, # 8 M eilli&, wTHE,

ERERENNENR
i

, |
BEC T i)
ey

1.3 FMRL [ PR B A &0 A b 000 e 2% i 455 o v B9 A U0, 32040 0 Uk 1
FBRANERE TR, BFAREHEET B NG ELGEMH, ¥
BERE T IR BKET R SH EMER,

CCCEEH B4 RSB CGG &% EHERHRNTB
10 259.4346.52bp 54 388.6747.47bp
19 286.1947.14bp 74 447.387.41bp
29 315.5647.37bp 118 575.7947.65bp
32 324.747.06bp >200 950.7324.87hp

1.4 1£A GeneMapper #H-H#AT 4 £ 447, RIE L4 FMRL FH4
CGG Z & # 10. 19. 29. 32, 54. 74, 118 fu 2t il )y BLK &
HEREAEB S, FRARN ymaxth, HF y RELNE W
FB&KE, xK*&k CGCEA%, #HXFH R M AT 098,

15 o [F B R DL EBESK, Mok SR LA R K.

2.FMR1 #H CGG EA%kit%

21 MFBYKER 14 FEFHAR, FRNFARZ GeneMapper 5
g FEAN, SafE. b, EANRYHE CCGCEEH.

3 ERHA B
31 REFARAEEBILT RUATEH A AU
FMR1 #F CGG E£¥% SHRA %
<45 IE# A
45-54 o Ja] A
55-200 EEE
>200 AREAE

32 # FMR1ZEH CGG EA# 4 fizk, RETH FMRL L A4 4,
2P A AR I 77 B A

33 FHFI (stutter peaks) FEf# i — MM ELHE W
BoANER, RAAEARBEN FMRLEE Y =4, il
HATEZ KA, TR PCR 74 7= 4y (kA1 # 47 & 40 & .k 4
#2840 DNA VR Z 94T PCR; 338 i 4 A A 8 #H AT 5,

34 ERMERSBELRIFATELEERGHHNE, FH PCR
¥R R BT AT BT .

3.5 GeneScan 1200 LIZ Size Standard {# il i & 2k # % 48 ik DUEY £ L
AT REH G B O LS A AT HE,

[ 7 ke R RE]

1 ARAERINE R THRFOBEENL U R &, E &K LW
e — R N TARRAERNER, NELEHERLITRA
CEBEHEFREAAM.

2. KA E LR B K LR E B DNA F5) A5 E 4, %3984
HAFEREOEERE, TaE2PHhNERHAH,

JLEFERT, BRERA—AN X BEK, BRIl 1 M 0NE, &
WARF LA X ek, 2HA 2 MRNE, BEEEARHIT 2 4
R B AR AR I 3 ANDLE B e B, AN B A T A
FEHRAAL.

4. TEBWHARE HBERAE . U SH R B (EL BRI E
B8 TR S BRI SRS R

[ & EadEr]

1. S SFAE RNEFLN 12 HEHESER, hlsER
AER, LF 2R FEE, ARNHRLA, AR e RER
IRANRE AL RTHAY, 1RALEA A RBHAA,

2. AR FREEAEE: BNEFE 9 RARSZE, BNERY
BAER, £+ 644 FMRL XFIE¥ AA, 344 FMRL &
B A MR AR

3. EAM: AW FMRL £HFHA, WREA, 2xZFAHLMIEF
o, #ATL0FELRN, EREFLEX,

4. FIRA MR 2.5ng/pL.

5 HERGXXRR: LiFRE. ARESE. E4lRE. WERE
71 B A RA &SN ER T,

6. WEMM R TH: & _mHHBEA (500mg/dL) « AT E
HA (16mg/dL) . B F A (20g/dL), oA RA &
Bl R,

7. ERRE R A AR R IERR ARSI RIR I A A
763 fFllERBEA, EPFEME (FMRIEFH AR KA, CGG £ A
$>200) 79 1, FAMHET 684 Bl; LR R, A S GNEEME




X GaEMHE X8 FMRL £ 5IER A AT WEAR A 230 5 5% 77
% Southern Blot 77 i 7% 4 — 2.,

[ER¥ExR]

1 PREEFARWA S REERAESER A BN ZF 2R,

2. BICRRASHT A E AN EREERE PCR § . B4 E Bk
B & BiEGFHEER T RKRE,

3. EBRENT A PCR EAY HEIREEENNATEE, TRA
REPMERLF W), TRABTELK#T, EREZRA&T
BERXER.

4. PR BRI AR A EENERE, FRBERLEFANEY
M EEMARENENR: TAR AMENENEFEREEN T A
B ENDY f (BT RMERLBD .

(5% x#]
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EMALEFE A AR BEITE KR AW BFRAE

R BT e K4 Mg 20325 B 1AW EH = ILE ALT 5#4
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BRAR A

BB S#r2 A

BRR
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