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~ John NaRamoto and Wayne W. Grody

Pyt REEARREBEHRREEYARESF, H ‘9
FioWE" —EC SRR S 5RH LN BB S B3 T
P E R DNA S8, IREEZR (RNA) REANE
AREFFRARIBRET THEENTH.

1. RE

P ERNERSFEARERANB R EIHEERE

P RISE RIS N, mRNA K E MBS TX

S EFRH SR AT A4S ARERAHERE,

ZHEY (BTl H proteomics) HHH /5 BBt [ #Ew]

AL FEHHNE.

I. m|K

BEl, RS TN AL ERENERLREH

A, BBREN T R KBk B & R REBk B BRI 51 i

T5Ab B DNA B9 B, X EEFFHI T LB 5 H 4 F 5

mRNA 5 DNA F Bt (3R4H) AT 4308 0 B MR o 2 0

T RERERE . SRS E () RFlmayE

PRFREEENFALIR —H, 2T ROESHBE

e,

I. FRESE

BAMEN T TR0 3 A R R AFBA RS E

REETERIGKENER, UiF. Bheaft, KX

L4 1E, Duchenne PLE K B # Huntingtom XK. AT FE

HOARRM AT THSFRSBERRE— M ERKE

B, MRRTURBHARERERRE “TRAFME

K LUEHRE: (o) MTHRENEKEES FiXERETE

£ (b) BURHE TERARERENL; (o) WA HEEE

RBIXLLR,; (d) WBEcRBBAR. AR S E ]

fEHBL,
V. $5%ia8

LA DNA D ERifB A HERBN 2 LR 5S4 T

PHHHEERERRAMNEE, CEELREFTHRELN

REFASHENE, S54SR ERKBN DNA KB

AR, 2 FREFIRBRIWAREHBREHR, BEH

BAMNE, MHARXERRANES, EMNMERRS

FAEBREFRWNKNEE, —LFKF T RIEFRBTUR

RFEHMERFIILER BN ERABEERFNZRE,

JElET, DNA RS ERT #HIT A2 W e tEsm, LIE




4

1. #sRAS SRR

V.

wiEKR, BEERILBRTUEBHERAESRERY

BL, B mRmE¥RE&#HiTE,

S FEEFLCHAT E

A, BERAA, RENE K RS F /R0
RT3, (B TR R G5 5 112
BHEERES, TR N ARS8 58 E AR 74 2.
ELEER RS, SEERRNS FRKELEH %%
mnr.

1. ERNEHRBETHEREHEE;

2. M ERNEENRETERAA;

3. KR ERURBREEEERER LA,

4. T - EESHBEEHELAERT SR ER
(BRE/ ZREFERT) .
BEERN T TEWE B KRS ENE (4
FARER) MREMARKENE (KA WRE.

B. RS FRERNAMNER. Y FREFRBIHTE
FARKMBN, 8- MARAHSFEHRER. KHEMY
BE A B SR B A ) A R i R AL 4 40 B ) B

B 7S VAT

. BT ETE,

3. FERTISH

. FEILIGE,

5. FERATSH .

C. REMFRYZH L. BENEEEERNEEKE
FRHEGRREGHER, DoFKFRER S 2T
il futE:
| BRTREMEHBEANE, BB "B HEX

A, s# RNA BYHEHEIR.

2. —PHILTMEHBRABRREEARE -1 EARY
EkEm, SBBRT (WRETEREL 1
BHBRAGE).

3. BAENSK - RENAB TG FER—KERDE
J¥ 371 K 175 Bk

4. TEHFRESTREETHNELER-, EEFU
CABHERNEMMEERS, FHRENN, X
MHEEURAENET. NS TFREBHIK. FEiHt
R RERE TEIMRE, SRHRTHH, &
FET-ITRERAERY, CEXERTFEEN.
XEHEEKRRERFE, $3RERREN D
FiBErNmE AR BT HB AT HE, EFHHR,
HHEERAK, —BERFESRENENEHEE
fh. —BBE, hTREBHEARN (PCR) BHEE
B, CHMFE-ERERN—B, THXERM

B -

~
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SRR GRAFLE K A EM BRI E). 55
PR TE A M BAHAEE, RIEFERERHA
HE# DNA (T Southem EPB A EHIALE),
PP E XS B AR BN E TR A B R RIER
KEERD LA EHRE, Hit, DNAMFEX
RUEH,

D. HEXNRTRM Y. THHFRERBERIMTER
BN EEY,

i.

Southem Elifi sk R —FE LM B 00 . CaRKRE
b5 A K DNA, BRI R HE R BEYBREEED
DNA 75, BB ik % H A i, B DNA
(BE) NBRHDZIRE, SHMEET M DNA
BEHAITE LR, BRSESERE M
(BEEHARMERIE) BHEXES. Southem £
ICHERESR R T EHNBREERMCETARE .
EHNHANABRG, Z2-aAABEBER.
RELENIDAI 8, FRil DNA 5455 DNA BEARBES
— R, AR DNA RE L ERRRER LR,
DIABEAA e liRE, [ FHERREERE RS
TR DNA B A TRA RN, TRL4HE
HMNEREETR (ASO) BE SRR FES T A
Bt o

HFEIBES BB FERS A DNA GEH % PCR ¥ 1%
RiD) SREEEE - E SRR ¢
3, RIRHEZRRAE, 2B EEHIE DNA
T, REARE LTSRS
B¢ DNA Gt H R st .

. PCRE—M"Z R MR, H DNA ZRMER

ARENFES, FHENEEERFHHBEATR
WEEE, FH—53, 2y WmEae, &
mww EHEB . VPOl (R R I DNA R4
ZHM . A EL 3K EE DNA WP, PCR 016 2
mﬁm%%ﬁaﬁﬁﬁ(wﬁi%1~z%)mﬁ¥
BEEE.
£ PCRIGER— ﬁ%*x&mAﬁmiﬁ & F
HYMRAMER KRR L ER BTN Y. £F
PCREARMEZBEE, WERENTIHAR ASO B
£, ATHERERERPEEN—ARENLE .

- REEHERE RIBA, QG R K

(DGGE), H#EmMRLE (SSCP) 447, BHHAEK
Wik® (PTT), RAEKRHA— EE M55 DNA AL
(i BHIFFI M, XEELATE DNA KT
BERFHARERNBETENEL R, XEH



6 1. WRERPI53 & HahsniR

RER+2E%, BRABHERBE, ABRARY
I RAE; SR — i~ K BE P 8 55 0 BT BE SRS 0 B
FHHEN IR T ARRBARY, 25 H#E
SAERRM TR TR T REE R R REFE .,
7. DNA B0 % 51— 3 B3 A 09 BT R B I,
BRI R P DNA SR ATUR SR -9
. ARENERERERERREATERREN
WHI BB DNA. BRMF R BB — 1
HERFHFATMORBERETR S, HE, X+
FEBHB B, HAEASTTF. BHIFELEXZE
AR RE, REHLSERE.

E. Eg0H, MTISRERXREEREHAEHELC BN
R HERak ENER, TEESHEEER. £
A DNA #7538 % B Southem BT ¥R &% PCR 2 #7104 8,
FE—REBEP ST RTRAEKNSE. FH Rz
fDNA EEMAGEFAGFETHNT S SRR ES, &8
EMKKER S DNA AR EB RN EAL RiIEE
B, AEFEASRPREMRPRET L 2-3REELR,
DS ESA WA SHEMHEXE, KBRHE N REE
HESEANRES N FX D FEATEAE T TRA M
B, WEARBTABRENERES NER A EBRMER
BRI ERK, 18 DNA BRERHNBE, 5K
BRI . Wik, H&4Fee, 2EEETREE
EWAHERTIRE.

F. HARMESEREESRARE, BRAG FEEEAKEHN
Bl EBRHERY, BEBRENEANBBERLE
dat. B AR ERBEE MRS RARER .

. DNA W& RaiEAR{E,

AR EHRHERTIEEHL,

PCR ¥ 1875 4%,

AR R aic #HHR

FEXFRE (False Patemity)

BRERTMESREERERZAMNEN (HTFN

HITEY )

7. RE£M5 8RR A BB IE B —RIR LN

%k 1R B
BE—-SERATENNEFE, HIYEAELREN
EHEEZA. EREXMNE, FEESHXLTER
HMEFERANEYFRS, SETSRE, TRERILT
EntlE, BT XN, BRIt E FERYE
Yo ik R ARG F R OURT BRI .

V. BS FiREERRISEHANS A S i ERix G
A BENORAE (MEN), AAXREMBRESER (D&

O\Lﬂ-&kwt\)'—*
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MRS EN), SRTHMETERSKHEK. R
EHAIHL, BIESER AT LURRIG RE £ H L EH T F
ARYIREF B AT F RIS

1.

MENI, MENI 38 1997 8 & B, % & E M
1ql3, EHREB—M4E N menin NEH, HWEEMN
g, BARTHI G H At o b 0 ) 3L R 9 =
Y—k, AAEMARAEKBEYTER. EHMNRD
RH 2.9kb & (THH), CMEBAKFBENES
(RGBT 2001T). RTELNEBFHER
MR BT BN, BREMMETRATR
¥, HHEARRIM AR, IHEERTRMET
bR EE AR EESHIT, BRIERCERIEEFFRANE
BHTEERPHATLE. TR FETEN
DNA e, £ BN SSCP B R B HIE RIEH
BHik, METSRES SIS N E DU NG E R 4
T, MAEISUMRBEINEESHNE &, 7
BETE— TR AR DNA 4P B 2 Bl HAT, EHRY
—RBBMHEERA—-BN, Bk, EWMIAK—1
TRES —TRANERFA LSRN RE X,
7E MENI BRI PR AR - HENBEE R S
(% MEN2 5561 B AR AR, 1M H i F % 4 78 MENI
GEMEHRFPRR 2B LRSS RN B ER
Rt B IS, U, M FEENSTHRIE¥
RERMFNEL ME2 FEL B, B—F, &
HERRBMOHEAPRIALY MENI &%, 288
WK TR E b R R R BTEH R EF R F,
FEMET RN ERE. BIFH#17Mm% A DNA
B, RYETEMNRTWHHRS MENT £HH
EHRRECHER.

MEN2, MEN2A. MEN2B DX Bt 5 R5EHG, HIEtERE
RERFEA (FMIC), X2 & RET FBEEMNEL
B, A"EZERNEEME, EXFREMBERE
Mo T 1987 SEBBIAE TR, FEEMT
Pefafk 10g11.2, HEBX 4.7kb, HEAH RET,
EXAREAMYENE, 5 MEN] 2285 FiE T 88
xR MR, 7 RET EEF U 16 M REERE
FrA i) MEN2 58l B FMTC, T Hef1gimRE s 1
FROFHERFDTEROBRSAME (hospos)
o (FHEF 609, 611, 618, 620 TESBF 10 LA
620 7ESFBF 11 L), BPMFBFEILNS AR
HBRESR, XRMBETHEABNRT SR, MEN2B
FEEN--B%E, MANKRBAREBR TRHEMNE
A, BHESBTF 16 FHFEBRTF 018 & Xk,
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1. WERA S #FEEMIA

B, FMICHEAERRosm, HMme R

EHABFBUE 4 EBRHE, ERAHTFHENK

BIER T AR — 8 R X RS E T MEN2/TM-

FCrp, BENTENESHEAS, NRETHKEKR

MEFE, MEBTF 6MHEDSBEAMER

ERFUHX, HTOHIANETANERER, X

F MEN2/FMTC -4 AL B2 W74 S0 0 A PR O 2

BIERAS, T RET &R BRI LA A ASO ##4t,

WAL #4T DNA RiFFR ., — B R AR RiEE

hgksiA, HRERATUSMIFGBEAT

ARBIAETEAE, A TRELHEMINERE

100%, — MEtEGEEN L REEE ZE R T AR

BB, T B T A EH MEN2 35 H FRE

BAURGBERR, AREREREEYERLETTE

Yy, TEXREAMER B R & B RET &7, METTHPS

HEARRIER A BIA M RS N, iR, — 1%

ZRAERAESFEN KB EBRES RS, 2

B HLITING R A 2 N R R — Brnd ], DA

IWNEERXREEEFE LN RETERN RS (R

FEXFRBERKPEAAGE) . o, Bk R

BBy, XUChE A9 PR U T AL E b Il

DNA IBHER, FEEMNE —MRIANREELKRE

BREEENERER.

MWHRE R E, REFREEH REBR T MENA,

MEN2B. FMIC Z5MK 1/4 BRIKEE S AE, BPFEBRYEE

KUEEHR. SEXHESRRE XNREARR

FEH MEN2 IEE, ENhBIg T EES.

B. 21-B{rKEE= . S5%HF MEN A9i2 88 32 N FI A DNA
RBHIZ, FBE 21- 2B ET 5F 8 5 R il K
HEMBFaiewm. WA, 17-840BLRNN
ERTFRENRE, FCRFLEILFELRTRLE.
R, 20-BBEZEXT DNAKBMEBIE YD,
RET 1A BRI
1. 21-B4k Rk = 59 DNA AR A FBA 28 IR A

a. TEHRTEEAE AL 1:14000 R EER (PEE
PRATEEE R, 21-2ILMEZT REYE RN,

b. FEMNK KT, JUHEIPEFRIT /AR
B, FIHEEE DNA KB AN . BN, %
KAERBIMNEN I B BRBERR R, KUk
R EREERR, FHEKREERZ S
FERTIEST (RFRERAAT 10 B) aTLigisE,
HEHMEASER - B AMES ERERNT
ﬁgo

e

G - 1% 5. 5

Y EPY,
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c. SHERHEE, AEPHRERTE, XEH
FHE-OILHERSHETESI AR 21-544k
R (CYP21A2B) . AKX EHEETXRA
FHEACEHEAE -—HEEFANBELE
(CYP2IA2A) WEZRIM—FEEREL, KEH
REFLETFRER PR DNA FFIR R, MiEFs
MEHBERMRE GERRANASMERAER
RIS B RS 55 PCR ¥ 4% DNA P84 35) il
b Southem B 3k 8 B K K Bt sk, AIIE DR
i 95% 8 21- BB EEMEL,

d. LA PCR AEBIHEER T RERE, RifigH
SRR/ R, WEE KL BB BN
8 GSEY 607 T

2. BRI AT DNA K50 A9 20-88 1k BB A 6 B H

HWE:

a. WA EYILFRE (- BREEKERNE) O
RIEOE TWa KRS DNA RIBVE N 21- B LB =
MEESHFE, BRIERTHHA, ATMRHFH
oI DNA SR8 A7 L&D 75 4 L BE w3 i g 7
IR AR, WIMEERN RERE. W TR
REMISHK, iEREMA 20-BIBRIE (R
WRVE FRERE) M TFERBOETRE TR
HAFEFA{E. R, T DNAMELR LA —
EHRMUERBR . KT, EIIH8ELTE
CaETNEPLEFREMHEEER T L.

b, REGFABRE FIMAMERAME, BT DNA
PR 2- BRI . RS
WHSMRFER SRMERMEX, HOfER
ARATEEKNER. HERE, £ ¥k
F#EABES, 7ER] DNA iS85 21- B AL BB 2 4
5 17 7 e B

c. BT DNA BRI (8R4 R BRHETTFT o 4%
B, M—FKEFENREEEEMIAL (K FER
EIEE) AU EREMEHYAR, MR 28
LR Z AN EHRERR X ESIAELN, &
CYP21A2B {v & b 0f Bt FLA R R 22 A8 1 4
HHAREAREM (ERESNEREINES
#),

VI. & F#EFRAECENE
B MR 2 E A FRIEERBPHE
BB R R D EVF & B A bR B 00 B R SR [m] B
SRS, MROFNEN ARG LA, XS FR
EMEIERT AR, BEX A EREEHL AN
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1. WERAD#ERHMIR

HIHE, WA, B ERN R I

A

A, B8 LMl BRI E F. Em
P 7 SR I K A R O AR BRATE 20 F B2 B i B
AR BRI TTHE, BoREANBETTHE
Wi, TEARONERE, EBRITMATREI A K RS

L WEAEREDRRRH. RERBRAGEREIRN Y,

PR E PRGN, BT, PRI X LK
ERERAETAERAEH EEM . X LUG SR s 1677 5
MTATIRE, i MEN A AC KA ERE, £
FHGEMRIHRE RBUG R T RE™ ], LUEMA L
TIRMA Y. RFi, AEYFRILGKXBSR WA,
REA K B T B4 SUR R 5 2 1k 4 il B B
JUSCBERI IR T -

FERAGER LR, I MEN, iR EEEAH
Mo O BRI L R X X S PR S SR A LB . #
L b, REMAESBRMBEFERBAE, M THEH
Y ESMRL TR THE T AR, BT FROK
HERE -

- RE SRR, ABRRBRRENERRET, RES

MR ER MRS . BRWAT ZIEH, XERF
FEBUHUEBIBA T E RS & A & TIER 2K
e .

CIRFRSENBELR - DREWEN, WERAE

R, BRRETEANEEESR, RGEXEANBRA
Bl AR

JLERE, MFEREILESRRRREE, BAASH
SEAFNANE, BIERLIEILES TN IR
FHFE, fELERMHATHME DNA X1 $r e £
A, MEN2 REIFHRFIZ -

. BRARRE, AFTANREFRETOABAES, U

IR EMEICRR. FEmE], AR
AR B LS RBBA BT IC R o & 3] Ho A B AR SR B R
G

G REE, R TR EAN TR R

RZAT, SN T AR O A i e AR i A R 413
AEeW 7THHE.

. ERRRR

FE P 73 AR PE B A o iR 5 i 8 2 R R R T 8 RO B
R, (AR —REMENFRITER, EHEEIRCT
o PG, SETE S T 52 T T A5 B A R R
—RREBRFEDI A L AR BN, TR0 B WML
Hemermgr &, FHEERN (BRHFETEEM) .

A.

FHA - EHER/ R FREBEFEBHLEE



