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EH Eﬁﬂ](/%)
REREN: E=%

HIEAB: EITERAEIREERAF

[FH]

ExX#muEEER

B= 77 SR AR B I AR O



B X

R Bl e S 3
B T AL R et 3
o A E BT et 3
T A TR s 3
BOR B IPHEIZR oo et 4
0 FEIEIR oo et 4
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EAER

—. HIFARR

BB BRCR A A AU TR

—. BIFAER

BIUIHERR G ATE 2032 BRI IAMESL LA
ALl T4 Rz =

=, ErEiit

EIIWHREEATE 2032 S EITAYES - LHE
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TR B PR

(—) I 2H RN
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| #1384 | FMRL %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




(=) FTEA &

R A & T E AN A EDTA FskshE 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, B FFHE &
ZETH FMRP ZE®RZBM D, XEEFRtEF 4
(ACMG) &4 FMR1 #: [ CGG EZ 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) Faa Rk

48 Mik/E, 96 WK/ & .

(1) =il RE

KX &K KA PCR-F 4% wikik, 43 A% FMRL
A SR REITE R FAM OB BAG 0 45 70 5| et AT —
% PCR Y # R Ji, [Fm =4 CGG EAREY ™5 FMRL
LY.

FMRL 2L F & 374 4%t CGG EE X BT, &
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, BETESHRNNYT T, BN R m0EE
3bp. PCR K ZEMH I BKZH M, WERBEM, PTUlLy i



H) CGG EA XHM KB, H CGG 18 7= 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.

=, IaREIF R R

(—) ZEZRMH

1 EEFEA Ry A8

A B E R R MO 5l . dATP . dCTP. dGTP,
dTTP. # B EBRK B, 4 5NGH T X kE.

EATR T B & 16 % iy & B/ F & pk; dATP. -dCTP,
dGTP. dTTP. #)& 2447 B2 I & W <5 3 oy A 9t Jow oy JE BB o 7T 4k
oo dEE NG, FIFAREERERMSELE, F
BH R T B EZ R EGES AL RS,

2. Ak 5 i Fu i 4R i 1R B T UL

KBSV SERAEEESE R, WESF R, B4



W 5% & BARNIRSF &

IS it 12 0, I8 S AR & W0 A R XK
AEA, KA 26, REA 4G KRERER 6 fl;
WEEE 9 0, AAEFREAEKR, FRENRSE R 12
f, BEARAETREN AR LWEAR; EEESE R
3 M, HEA. MRRAREXREAZ 1 4G, LRV SEE
I 2R JH 28 Je 7 #EAT R BUEy 2R [ 41 DNA ) & 9F #0A.

WAl & EA PMRL [P x5 FMRT = & xf . FMR1 i &
*t B8 E F R H R DNA, & CGG E A 48 10,19, 29, 32,
54, 74, 118. >200 #y FMR1 L[, FMR1 2 xtig = B JE 4 h 1
< TE W, 1% JEAH DL oY B & A AT B A% 5 A

(=) AT ZLRREREHR

AR & 09 R RLAR F B AT S0 B 6 PCR ORI oo B AL 1 L 7
SREREE. It REIRREE A E N
55 A PCR R B AMFHH R A HEITK. §IEEIK T2
- Brrt ] B R 4h; B AE Bk ey AR, #A PCR AR I
EEH; RBGH 5 HEARBWF LS REGNE . FARK



Fratle . AR RIE R MR E W IIK, It
Wi 38 T B T AR I AT B

WAy, RAHE T RENREAER. REXA
EFRAEANNERZLFTLHHRER, HE T RENE
I

(=) AT M AEIRLE

AP ITENSEEERE. B8R, REAN

AR BN G SR BURT 1 Ak AT

L E#E

ARG RS PRI REE AR ELZHE AR
AWM X RBRAMNEX 5% . ©CLEFEEIERER, 2
AR = koA A SR ATRN, RS E A B R & AT X
W, HEm AN EE A EEA, RIFEE 100%,
WA & RSO ER,

2. FEE

W8 E R AR EA S 5F B LR REEA,
Fr EABFARERE DNA T B E AN IREACTE AT E W



B SR A AR RE R R S R IEA R B R LI E AR
HEZE., EREFE —MAFNEHTRSZHBN CC6C EL
BHENREEEREARREE. SRERREE, K=
RBA RN E SF & A Fofbe] TSR LR R OV F
ART 10%, WA AN L R, FeRitER,

3. AUl PR

TEAS M IR B 5, AF R Z XA B xE 15 40 PR 1 K B
Ak S i BEAT A R B RO, Al R B A 5
iR E B E AR REART, ERAZMEAN &2 AAEANSE
i Y R AT AR 3 K, R F A B AR N ROR LA
2.5ng/ WL, #—FFKHAEFEARZ KGR EDTA Fkt et
AAATHELE, RIWE 0 DNA HAD A B Z A FIREARY. &
ABER W — RSB TATAHM 20 %k, Z A& T E
R AA, St —F DL 2. Sng/ L HATHRIN IR IGIE.

vhiF— 4 )R EDTA Fikt 4 A AR S AT A U IR I IE, s
RAEEAFEE G DNA Fofi A 5 R BEE 2. 5ng/ul, &
NSFE GBI 20 K, WIEEREZARA 2. Sng/ L WAL H A



DNA AR AW SF R, Bl €66 EREHAMAFRLER,
H=HREaRHHA 100%,

4o T SR

ETHELF, g AN THRAPARE S =8 H .
fRir%. maz. EEE. e amaTitin. £X8
T A CEDTA fiikte mAFA % ey T B, 0 = B H b Bg
(500mg/dL) . fEZr & (15mg/dL) . Mm4r% (20g/dL) . JH
Bl B (400mg/dL ), H ¥ Wis /W A4, L=
(140mg/ml) &5 Z F XA (3 pg/ml) AR &AL 4ET
.

XX BL P, B A S5 PMRL ZEF AR €66 =
MEBELFHEE, 4o PMR2 JEE %L 5| ARl M XE 224
JE (Fragile XE syndrome; FRAXE ) . ATXN3 1 4941 7%
CAC =R HREAZY Bl 2wafm D mEitirkixf=2
(SCA3) . HTT ZE[H &y CAC ER W T HEFFHIE (HTT) , HHEM
ERWE RGEAERFE T X FEk ey DMD ZF K ALE
FA BIE) RRAEAR S HATR X RN ERE T ERAK



T A A3 A PR A 2 R

5. & FALA

Life Veriti PCR # # fL . BIO-RAD T100 PCR U 5
3500xL Dx . 3500 Dx AL A AR At &, xR & A IR 50
. EARE R A fe R B A R DR EA R B
FHATIHME, ERERKNA: KA SEH LRZHE W T4
BRI PCR ¥ 30, Al 2 RI[FERF & H k&
K, BRI R R ERR R

6. FeBURA P REHT %

K KA AR AT T RBRBAF S ER AT, RES
ZE R HEE R T ER, i ENZREBG A AR
M K.

(w9) FebE) BTAEAT 5

FE P VBT (BB T S R B B A U 25 1 A PR 09 7 i e
REHATHEE, FRALEFEA., #EAE. wxAA, 2X %R
WAEARB S e, . AR E AR FATRIN, 28 Fit
TR BERERE " ENER 52 g B Esgs atiTmn



W R EAT FH 5, A LI BAEHAT ROC B AT 4 %] ROC i
%, WEERFBRKERENREHBME, FBEKENF 3500p
FLCA 00 2 R 200 B ERAR A AT S B A A, FEAEA
W BOR/NF T H 06 EE RS, ERNERBKEART
350bp EL AR MEME B KT 45 BHOLY WA IZ AR Mg, #—2F
ZHRMER R, FEARNE R BRANE T E 66 &
EREK, FTTHBTAEARLEA . FMR1 =& X BE B R 72 44
B A8 U 1 T 21 T

I A — 5 R I RAE A X TE P A BT AT IO IE, AR¥E
N . R EHRERELELZ I E L
X, JFULEH FMRL FHMEXTEE CCC ERRKGHEHN A Bk E
HERAEIEHETEAMBERAELR, ERETHANELR
C66 EAHMARAY L EN Ei kA AER -, HAH
EEXK.

(&) FEHAFR

R AKEA T i LR A R 2 RGR R R R 1
SEREM. FRAREN. ZRREREHATRAANFAR,



W5t T A FAE TR SRR A AL
1. SRR
#42 WAR A KB 20 £ SCRAE, RAZRERKNE

TR 3. 6. 9. 120 14, 18, 19 MNAHME, FEE R 40
HeETERmEER, MESEE. HESE L. RINRSF &

FEMSE BT NAS . RASE 19 M ARE
PR AR BTN, SRR A 18 A

2. R R

ZEARNFMEE 2~8C SRN. 205 CHERKRA &R
AR SRR T KE b BRE: FRANASER,
i SE R, ESE R, RIS RS ELEEEBIL
HA BRI BN AR B R BRI B Bk
A, BRVAR. wEEBRYE, BAREF2055CTHE
BEHBMFBYGAE, BRBGRLER (FR8

d{'

N

J//Li)o

3. i fa M
KA EHEE R WA IEER-20+5CHAKE . FHMBK



B AR R Z A F KRR TR SRS 205, R HRE
OB RAR B Z AN M 7 o A AL LB R A IR LR 4
fr, KB EHE. £FFEF 13 AH. 19 MHA 2R BRI,
ERE R mheE 1 B ARG T IE s Bz E T RO
W R 7T IE A

WA, HEA T R AREEHAT T, £XL
O o  : e e A R e i

=, ImKIES IR

FIEAD A ERIAFEFRMELEER. £ E KFMW
BLBER. ME4)LEER. HIAFEFRMELTHE
e GFE WAL RER . N T A4 R 6 F ik R I
TF R RIRFe. R KB R4 BT 150 2 A 5 1 PR A B
# A AmplideX PCR/CE PMR1 Reagents. SEI6 % 5 % 7 i+
Southern blot 47 LB MM X 4RAAEIG KL W 8 RIAAT ik
o, MR IR MG BT A e R R . N O] LUR & SR
T KERE. B5MEG. EEHE S )& LKL EIE
SHRERAFHEILEANE, HARE N EDTA HuktsNE 2



d. s RIRIR HENAE XK E 763 A, Hbax R 79 4, F
AR AA 684 4],

REERE T, KB ERIDBAFE AnplideX PCR/CE
FMR1 Reagents Xf b FH M 44 & 2 100% ( 95%CI: 95.36%,
100% ) , FAMEZEE 100% (95%CI: 99.44%, 100%) ; 5
Southern blot 4T bR A2 100% (95%CI: 95. 36%,
100%), [HAMEAAZ 100% (95%CI: 91.80%, 100%) ; 5HaM
X ZEENE RSB BRI, TR BHME X 640 50 4
B A R 98%, — GBI A F ey FMR1 AP A R
TREWOEE X ZEE, A B TR BRI B 4 R
Bl .

A RS F N4 25 MR X FAAER R 3T 122
&R, AT X ZGEREXRAR. ERET, FTIAXRT
T B AR (2K RA) WEMAR 38 &, HRIA ML
X ZZ64E, ShR2 100%, K4 W Bk 2 09 55 M a7 R M
X SREAEAE R AR

G LFRR, W B I ORI T (R AN B I



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

M. =R E

KAE “YY/T 0316-2016 5 7Y goml AU 2 3¢ B Y 2 A 1Y
RERIY 7 o 3tz s g AT KR A

(—) R HITFE

R A & B FARIEMAANA EDTA Hikt 41 A 2 m AR R
IUE K40 DNA % FMRT 25K 5° Ap45 X ey C0C A H. %
RAEATHE PMR1 XEREHERTA, ATHE X ZE6EH
HBUw, RNERNEEKRSE, ERilE KL, EKE
KSR GEARA ERERAE, A BERNANEEZ A
T NN X FEENRBOW, X TE IER. ATHIA
R H WA A BRI E I, BEF YU R AR
. iR ELNFE IR, REFUE. REIA B IE RS
ZEIR, L TR A [ A AR I e R SR U e L R AT

(=) R&ipiE

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



B AW EA B OF) BRRE SRS TEL AR, o
AT B AL . %8 1 L /0 2 A AT BT 415 S 6 T 4 %
PRI B4, R BORH AT S T 0E P B 4
REA 6  PAT, FAR A FRETHE, {2
AR AT R T EM S NG u, FELLY S
BRI B

LWHR R TR B AR A BDTA 354N A 4
AT FE 4 DNA o FUR1 S5 57 4 495 K o OG0 BA K. £
W& ERTH~E PRI REEE haRER, BFRE X %6
OB, A 2 AR LRI PR 5

2R EEEET: R R R T Rt I A
B TR B o Y 3



ST EN
WP CETTBMBEELHELAY (BSR4 % 739 5 ) .
CERIND B RAEME & ZEHEEY (BRTHUEEHEL
FA% 48 5) SHAETERENERENE, EXXEIEFA

X HEM AR AT RN, RS RS A
MERER, eI A AR, BEYETIEM.

2024 & 1 A 11 H

fyfF: =P



A% FMR1 £ EH BN EA & (KX PCR-F4E BHIKE)

[=&4#%]

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

[&kHA%]

A8 3R/ £ 96 iR/ &

[(Fia &)

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
FATH AR, BELFE. BRE. EEALETRFEABRE. &
WEHEAXEEAE FMRIER SEEFRAL L CCC EL KR
G, REEFNAEFHEESHN FMRP EaHZ KD, £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 RE]

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 W 4p: 43t CGG & A B FF|, HLitiERE
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 BEARXBJATY ¥, L3l
%546 CGG A XA, SH10H % X2 B M T #5347 PCR ¥
¥, BTHEHEIDTULEAE CGGC EARKMANLE, ® o/t
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) ZEf# A3t 5 — AN IS ARy FMRL £ F 38724, REFE
K EHE AR NIEH FMRL 2 F 53 7= 47,

R (Applied Biosystems,. 5 4311320, 4440753)

(o F &R A HH]

KA & T-2046°C T#ART, FHHAN 18N FHREEM

TR P R M, AR ET-2085CHRAE. MR E# &A%
B, REBAHEN T 6 k. KA WEIKBE ImE F H-2025C T4 K
8. FEAE AR 4 ZEEREERTET A% LARRE 20% K2
By, THEEAETE, TREESETER, THEAEN
P . AR HERR R E AT,
[ZANE]
AR F & KRB4GB HAT PCR 44047, 2 RAL ¥ A 8 PCR
T AR K. Life Veriti PCR ¥ # {5 BIO-RAD T100 PCR 1;
ZE F M E 4T i UALE & . Applied Biosystems® 3500
Dx/3500xL Dx Genetic Analyzers,

[#XEX]

1 BARE

HARKRE N EDTA M4 fn, HRAR AT 200pL.
2. BRRAFFE R
HARREE N RGN, 20T 2~8CHR%E, HT 2 AATRK

. T-2056CHREFET 2 £, FT-T0CUTRESEL 5 5. #

AW R E Rk, Rk AT 4K,

(Rl

1 BRAE (EHRAERELN)

11 E200uL 4 mAFEA, BITEH KA AR RAE AP HERE
PR (BOAER) , £F5: HEMKE 20200355 &HAT A%
2 7 45 DNA # 5,

1.2 RESEH DNA #ARZE W T B HATHN, &N RAFT-2045CF
B2 F, BER AR,

1.3 ZHEBRBHERAAN (BOER) BRRTWAREEA DNA, #AT
PCR # 3 # DNA K Esk: 0D260nm/OD280nm # b 18 57
1.6-2.0 Z 8, Zil DNA JKE A 2.5-50ng/ll, =k E L&A
FMR1 = & xf B8 2647 % B

14 iR BT B0 DNA K E AR E K, Hine mH¥ARERK,

2. ¥ HRRAREF (B R BT )

2.1 B FMRL R Ak5 FMRL 51 #1R 4K, TEmME, FAEG#
BAAL, UHMEBONEETEC, ERAREETER.

22 FHERAALH: % T RERT KA

44 & KR AR
FMR1 & i % 120
FMR1 5| 4738 & i 0.9l
A 0.1l
KRR 131l

140 340 54 740 90 A1 134
- FMRLALAG 19
e CGGIE U B 1)
00 T }
. BAN
[=E4R L]
\ B A 8
4
Ak ERRS UsHRA) | s WRR) | (%)
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

*HT RS AHRE, BWERAT HRAAGRERARE () 25T (D AR KR
AR A B, n=FF IR RS + FMRL % G4 /1 4+ FMRL PR X R 1 6.

23 MEHFHWAAAEFERFGHE, AREBTONEEE S, £
BHRIETER.

2.4 T PCR B AN 13l BLHIF o 8k, #HIHEAL
R A,

3. (ERARE XA

3L EX M PCR KA # 4 Al N 2uL FlFEAR, FMRL = G 3¢
B, FMRLFEEAEE, 2 EPCRREERGE, EEH .

32 HBEHBRT MK,

4. PCRY™ ¥ (ERRY ¥ K #1T)

4.1 ¥ PCR R #M N PCR ¥ #4, #%4nF Fkk = R AR FH#IT
PCR ¥ # ., RAEAMEZ: 15 pL, EW B H#4TBHE H ks
A, &N AK-PCR Y 8 = MR 7 T-2045°C, T 1/,

E L RE#E R EEHS T LRA .

E 2. FEHAEIERMAAEYHBARA G EFEHZRRBULA (B
NAEE) £E S EEMA 20200355 5. GeneScan 1200 LIZ k4
FEATES (Applied Biosystems, %5 4379950) | E/E £ % F FEE

Ed 3 I & & 7]
1 1 95¢€¢ 5min
95€¢ 35sec

2 10 62¢€ 35sec
68€ 2min

3 20 95¢€¢ 35sec




62€ 35sec
68€ 2min + 20sec/{& 7
4 1 72 10min
5 1 4<€ ®
5. PCR =247 (4 = 44 R A7)

5.1 £4E ik AT
B 0.5uL PCR ¥ # =#7. 10uL 3% GeneScan 1200 LIZ Size
Standard (LA 30uL GeneScan 1200 L1Z Size Standard ¢ 970uL Hi-Di
Formamide B2 %], B[ %% 3% GeneScan 1200 LIZ Size Standard) , &
A1Ja 95°CA M 3min, SLERAUK.E 2min, AR, T A
% & R R T o

%% | Injection | Injection | Run Run
(&3 R -4 time voltage time | ‘voltage
KE (sec) (kv) (sec) (kV)
3500Dx/3500xI Dx POP-7 50cm 20 1.6 2700 15 ‘

5.2 B AT RMARFLRK G, UL GeneMapper #fFxf PCR 3 #
YT FBRANGAT, 2 M5 ERERERSNEARERIESS
G B AR G R PR AR LA

[ e i 8

LIRE TRAFEBHEE i B R E LR 1.2 Fral 4 i i &
T 3 A A KR FMRL ER A 738 7= A e il i

e S-S e LN
140bp-350bp A F 3500bp
3500Dx/3500xI Dx 200rfu 45rfu

L2FMRLERE§ B2 REFFAK A ERDEATFAMER, 5F
W MR R T R AT FMRL A 5738 7= 4 14 9 ik

EmEBK
| FURLEET A B
= #£<350bp H B H 2 — 4 i
EMRLE B4 =, HRm
R, A R
e
#<3500p AP AA LA T4
ULk 81 3bp #3114, R
Ve T A M 2 5 LLE, A
B A e
<350bp UALAR A AR ALY
N #<3500p K BAE £ 44 X H
FMRL & 4 8 =4, w&HHH
J J Sk A
LN BB R T AR
Ve, HAETETADLE 2
T, 4R A A R A
i
R G e PSP PNTS 177 s
MJL__ MMMMM< B, RERGORAE, ZEE
R, A A A
350~820bp o
EH LM, HEERT
BRI,
>820bp ‘ ‘ i A B A I
[(RBEREHEE]
1 REEH

1.1 FMRL = G AT B& . 34 To A W =5 (1 T PRI ) T 1L
12 FMRL [E¥4 4 BE: E FMR1 £ CGG & £ # 10, 19. 29, 32,
54, 74, 118, >200, 3t 84 tlE, wTE,

SRR

\ J A Ny
IELiLﬁ~ (] S

@) [=]

1.3 FMRL [0 7o BBy 4 -0 I 2% o 8 o oy B A I 0, i 1046
HBANGHE TR, BERAEEHEETBRNGHRELGEH, ¥
W RE T R K E TR AT EMER.

CGG E&A ¥k £ G A B CGG B ¥ EHEERAE
10 259.43:46.52bp 54 388.67+7.47bp
19 286.19-7.14bp 74 447387 41bp
29 315.56:7.37bp 118 575.79:+7.65bp
32 324.7+7.06bp >200 950.734.87bp

1.4 1£A GeneMapper # ¢ 3#ATL £ 4047, RIE L& FMRL FEH
CGG Z & # 10. 19..29. 32, 54. 74, 118 fu 2ty LK
R ENAE B, FTRARA ymaxth, HF y REBINEF Y
FEKE, xRk CGGEA#K, HXRHKR AT 098,

15 R REM#HEU EER, HokZRANE K.

2.FMR1 £ CGG E & ¥kit%

21 RIELkEH 14 FREHAR, BHFNEELEZ GeneMapper #
FrEREAND, HafE, bfE, EAAKRTHE CGGEEHK.

S ERAR
31 REFARAEEBILT RUEATEHE A AU
FMR1 #H CGG & & ¥ 2R H
<45 IE %A
45-54 F A A
55-200 EEEE
>200 AREAE

32 # FMR1 £H CGG &A% 4 ik, RETH FMRL L4464,
2P H A 77 B A

33 FF T (stutter peaks) FEf# i — MM ELHE W
B NERE, RAAEARBEN FMRLEE Y =4, il
HATE AN, T PCR ¥ 3 P ¥ A RHAT B4 E Bk
A 338 A0 DNA VR 94T PCR; Si384n 4 m A A 8 #H AT 5,

34 EFRMERSBELRIFALZAERGHHNE, FH PCR
TR AR e B AT BT K AT .

3.5 * GeneScan 1200 LIZ Size Standard £ f % & 5% % % 40 B, ik L #9 £ AL
AT RELE B S FEA G AATHE.

[ 7 ke R R

1 ARAERMNERRAT EROBHEIL IR %, BN KK LW
HivE— R, T ARAERNER, NEALBEHFERLITRA
CEBEREFREAAM.

2. ARFA LG K LR E B DNA F5) 450 B4R, %3984
HAFREERRE, TaE2 P HhNER AL,

3EFHEIT, BRERA—AN XBeK, Ramil 1 Mg, &
WRFEE X Reh, 2HA 24 0NE, LEEEARHT 2 4L
CEAR M B AR AR I 3 AP B B, AN B AT B
FEHRAAZK.

4, TABHBARE. BIZRAE, URT SRR R E LR IE
B8 T e S BB SR P S R

[ & e aER]

1 S EERAE: HNEFLN 12 HEESE S, RINERML
AER, AF 2T EE, ARNHNRLE, 4G R REH,
IBATEEMARTHAY, 1RALEE e RTHEA,

2. s FREAE: RNERE 9 RAKSE R, BNERY
KAER, H4 6 #H FMRL £RE#FA#A, 3 7 FMRL £
B A R AR

3. EAM: A FMRL £ A&, s s,
o, #TL0FLRN, EREFAEX,

4. FEANEK: 2.5ng/L.

5 HWERGX IR LffRE. AREE. E4lRE. MERE
71 B AR A SN E R T,

6. WIRMMFRTI: &8 H B A (500mg/dL) \ & LML &
HA (16mg/dL) | mm F A (20g/dL) -, 2 ARF &
Bl R,

7. R R A AR R G RIS TN KRR I A 2 A
763 fllERBEA, EPFEME (FMRL £EHA X KA, CGG £ A

ARERLLEH

W




#>2000 79 I, MAMEFIT 684 Bl; HERFH, A @AM
X Ga R FMRL £ 5IER A DA WEAR A 280 E 5% 77
# Southern Blot 77 % % 4 — %K.

[EEFER]

1 R8T AU RERRTEE R AN N ZF MR,

2. BRUWARME A ERAHNEREEFE PCR I O, BHEHIK
R BB EFHEER T RRE,

3. ZWENTHH PCR EAY WEIREETENNATEE, TRA
RO F W, KRBT EsK#tT, EREZRA&T
BERXER.

4. X BT B R A AR R VE R A R, B AR MR ROR T
M FeMREAER. TEN (MENENEFEZRFEN T2
B ENDY fo BT RMEBRLEBD .
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EMALEFE A AR BT R A F R R A E

R BT X4 A EE 2032 5 B 1A EH = ILE AL7 5 # 4

Bz =

B R 7 A

EERG B LA

BRAFA:

A BIIWECKS AHE 2032 5 B 1EMES =L E AL7

SH

A VR T IE SR

[E77HREMES RTI= R HARERET]

L3t BA 5 40 R 6 2 H 8]



