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HEREIAP=—DBFICBVTIEHRRICHELE-ERARLETIERENSNIELEND  YRIOHIMBEIZDOLTIL, /MR
HOSBIZFOBERRICDOVTEHEL TELTEA B TH S,
JROEEHTDHREADBEHIIV I T DEOREICEETIEBICOVWTIREEAY YT ESBOIL

W iR R %

EBOLRELESOBRNEMEICEET 51558 % R 5 A121F Clinical trials.gov A S BIA3L5(2, 5  COEKEERICEALTOE
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HREE X ha 7 o —1 Al
(Myotonic Dystrophy Type 1)
[Steinert’s disease]

Gene Review 3 Thomas D Bird, MD.
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HIT - EREEOLODHEN

Gene Review BIREHH: 2011.0208. BAREREHLREH A: 2011.03.20.
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EHE DMT EFI D ERER ISR EHOH HE T T ChICKY TER/STEELFAOHEENADELSELEDESESNELS, 15
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BEEIBEEREE MR E SN TL B([Sistiaga et al 2010]
B8R EAR | BRI SR EHEMNIRESN TL S [Delaporte 1998, Winblad et al 2005],
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BEEL.EAHOBSEOREFBENICR T, FIRFLICLIFETEASL,
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A % [Harper 20011,
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MEEE I OFRFEUIHTE DMPKEROEEMERADHREICE>TEIERISN TS A8 A $H S [Spranger et al
1997, Ashizawa 1998], B EA RIS LDEEL R 5 B[Ekstrom et al 2008],

DM1 MERIZRAETOER. BLBRERH S LA H[Ekstrom et al 2010],
BiETREBEROME

—H&IZ CTG REMEME KT HE, REESITETLEAEILT Hllogigian et al 2004](Table 2), ¥ O HIE(50-99) TILERIE - EEIR
HIHM L L [Arsenauit et al 2006],

DMPK @ CTG #&YiRLECFIRIE. DM1 BE TIIHBAHBF TR ETH D, COFRESD=H, CTGEIIRIZITEBBEST (VX
LALIELIEREHONS, ZOf=8, HHMEBED CTGRINELEEDEFEAHEBLEN T LM H S[Moxlet & Meola 2008],

1260 [E& 60 [ED CTG #uRUEH 2R & ~T G R0 BE TN O B 2334 S L7z [Cerghet et al 2008]



S
KEDH T WNIERERASTISERRGARLN B ADZERITE G0 BETTIEEF 100%) . LML BES(F-EZ (FARED
HERDLEGNTIIRFLINDIZEHH B [Moxley & Meola 2008],

RERZ

DMPK M CTG#ZYIRLEIMA 34 B EDTLILIEFRET, BE O HUBICEOEINBUBIIENDH D, YURIDHIHFHITELYE
RVDBYBLENESIERCARESEAH D, COBRRIIHAER I L TER L OREEROEERILEE LR RERSAE |
Fshuie:

EFREDEE DMI(THEHELEXME DML, ELDBEBHSHELI- DMPK 7L ILEZITH#UTLVS [Harper 2001,
Rakocevic-Stojanocic et al 2005, Martorell et al 2007], RIFEERR(TBNOFADZIHHEE THEIMIZEDZEDD . KOOSO
TEHHE LS 5[Harper 2001, Moxley & Meola 2008],

DM1 DEEFERELHAROHDHIETD 1/10 EANDTARSURTD 1/1 FAETOEELHY . HRSETITER 1/2 5 AE
ELEInTLrb,

TAYIAREREDMBE TIIREEDRICKYERENELESNTIVS, [Yotova et al 2005]

& RlEz b
DM1 &t DEIRMESA /A F—EDERIL DMPK D CTG REBKOBREIZE>THEIND,

FAEMCAOT4— type 2DMDITFHARERR(GFEEE D 90%). HEEGH HET. HfF. ChIFV)E2nE-hEVIBEE TGS
EE. NEDKBTEMNME, (1VRYUERY 2 RERFOBEBELE2TS, HRERRIT 10 ERETHLHRESNTNAA ., KE
(FEEMIZIE 20 BT, EBTIELE—BNEANEEELSIBEOGE. SRR OF ERHOG HETARLEEECR
BNB MOVTHAETFHERE. RESES - BETLRONS . EEGHETLEEOERETIILLAL. SENHRERS L
HTHH.DM1 & DM2 O FEMIALLLES AN R &5 & TLV B[ Turner & Hilton-Jones 2010],

CNBP (ZNF9)A%, DM2 & 5| Z T HE— DBEIEZF TH D, CNBP DAL MO 1 [THEEEERYIRELEFITG)N(TCTGIN(CCT N A EET
%, CCTG #YIRLEEFI D RA DM2 £51FE£IT ., HEFL /LD CCTG #2YELE ST 4 75 EAS 11000 ELLE T, FHIZH
5000 [EIT# 5. CNBP (D CCTG #IRDREE(IL, BHED PCR &H+H>T0Ovk, PCR repeat assay A S HE-18S 99%LLFTH
3,

BEEXTELEEFEBEEETHS,

NN ERBEE T HRENE AN I(—23I2RITEEF L. TOREOTEREHIEDOD . ChETIZEEIA TV
LYo IDMC [T 2 @B EETHREM AT —RERIN SR, GREESI O I—DBER LLTEEMICH LTS
ZEIZEAELTLS,

DM3 ELTHREESN =R R[Le Ber et al 2004](& VCP D EREICE>TH L=, Paget 7 ERTAITER SBANAEE £S5 3 AL KUBMPFTD)
DIEHBFITH S EAHIBBLT=[Udd et al 2006],

DMPK @ CTG EESIRAER#E T, DM2 £ CNBP O FEGEMREICLUYBTEEINBE 1L, LIFELIE EMG, ME CK O LR
MMEDHEEEDERZHICNELLS,

BIEHEMBIA /A F—CHAIKEICEFO N DICH AKG RIBM), BEHESA T4 TUS—34/3F—(MFM) B Z AO
T4—(=5FE B hfF, Welander . Markesbery-Griggs i) VS HBFS A O T4 —H$H 3,

FRERREHIMOBEGRERBLELTIE, CLONT DEEITE>TELD LK MIA F=—(Thomsen 5. Becker 5 &HIESY). SCN4A
DERTELDEXRM/NSIA P —LZDERER, SCNAA DERTELESEH Y LT E RS REAH D,

52 DM1 (BB =20V (FHMEHERE. REUEHEREOESR). WEME., FEENNMEE LSS SN, £, &
BOZLEOBHEORBINSNA—F UV EBRELERINDIZEAH S,

BREREANDZER: COEBICEEL-BEHE DR Z B (simultaneous consult)|Z [ SimulConsult(R). S5 M HEKIZE S V-7
EEETONAREOZH BV IMNBHENMEBO T I LA BE)EHNEE

BRIRAIT R A b

RADBWRICEITHEHE

X1 DM1 LDOBMERTT/MRHITE . REDEEERHLNCT S0, LTOBRELABDHOND
o N—ATAUDOMRFERIRAE



o  R—ITALOIRBHIHRE
o JEBIRE AN
o FNHURESIFEAE
HHE DMI LOBERTBABITIE RBOBELHALNCT L6, UTORELNGOHLON
R—RS51L OBBEHRE
e DMI1 DULEDHFET BNEEZ AL REHEIZL DN —2F 1 VIRBHA R
o FURIREEREMA
e LR, Holter DM, LTa—(RM, BB DIEERES 2 BNDRERE FH)
o [ /7REAR] Whittaker et al 2006]
o NMYREIFHE
o ZEiEREMFERA
FER IR d R E
DM1 BEDETEDH NETITH T SR BEEEELG,

UNEYT—LavEME, FEEETOEBEZRETXBEFOETIIRLEETHRER, EVWT CUOBEEOVESFITET 5
ENTEDL, HEREROHIERTIEIEERAMMENEE M TH S [Canavese & Sussman 2009],

DM1 DFF AMET (F R E TRECE R MEARERIFICEIOTHRET I ENH L0, CNoDEREIYBRICETH
ABEFTEETHENH D,

DM1 O BERRIEI—RICEBEENPEECTRABEFETHI LI THS[RIicker et al 1999], AFLLFOHILNRTEEUHES
Tho-HELH B, Logigian H[2010]{ZAFLLF> 150-200mg2 B/ B(TID)A FEAE OB BICENN DR ETH =L LT -,

—HBD DM1 TIHEFEABRNEETH D, BRI DEFOCEROBEA AL ENBIEEFNLH LN, BICHEVLEITLL, ChETH
WM TELRRTEIAFDLF U HNARVFY FERTOARRRERINSAD), EFE0 RRIRH . EFEXTO/F ZBERRS
DEINH D, BENEREEETOISLO—BELTERATHI5EE. EEEDEERLENTHS,

DM1 TIIBSEHEO AR BIRASMOERICERITTELDZEAH DO, DMERPLLDER TREIRNARLNIIE S T EBBREMEIC
BT D, JUEEOREMNTLDBESSBENRENSVELRIENHS[Sovari et al 2007],

BREL, RAICEEBERIFTESEFHTRETETH D, FHEOBRLBESN T S[Garrott et al 2004],
BEHBEETMETFAMRTOVRENMBEEOBETIE. BEERSHONIERILELBREZEET S,
ZHBITIE., EBELTORRAOEERBZES ORI RSN S[Cigliano et al 2005],

FEAMGLE 2 —TILEE ORHRBEOBIREICHNT HIET U RIXROHEM >F=[Annane et al 2006],
fmEm e

UTOEENROENS,

o BEROMEERELRETHOIE | BOLER, BRRIZEZoTULLAER O/ DM B IZF 1 [0 24 RffsL 4
— BN % FEHM I BH[Sa et al 2007, Sovari et al 2007, Cudia et al 2009], MR Y 7T —RAELHELTS NS [Parist et al 2007],

o | [HEOZENEREMEE, HbAlc ZATVHERIF A B0V LH & 1318 E 3 5[Matsumura 2009]
o FANBEGHMOZD 2 EEOIRFIRIHRE
o IHIFEAREL SO HARIRREIZEE T 5[Motlagh et al 2005, Engvall et al 2009],
o [EREIEOMERKRY 2T~ [Kumar et al 2007]
Bl & EE YR
ALRTFO—LETOEHICAVNSRRAFUITHRABCHNETEREIT LN DS,

Mathier H[19971{ZIDM1 TIEMZLDEHYPREHENREIN TS, FARUIY AF Y AR L RARFFTIHNDLOE
RALEBEDBEEN BRI TLS, Chicoutimi fBIR CRIVICEEFHE T COFMEZIT1-219 50 DM BE O BT # & fHEICRET
BEARMBEHLSIN . EARO S HAEHEIL 8.2%(18/219)TH o1z, EEAED6/18) B FHE (XIFIRIFR T, FRBEHELET
SMFRA 2 5 Hl, | 4 4, flikH 3 HITHoT=, SEEMITICKY. BHTHTERBSOHEX LEMFHEEMGHETE
HSHEEORIMES TE Dotz B S HHESE EOREEEOBEEXED LMo, B HIFRBEHEIRIAE D,
MERHHSOFERNVE=AVLY  LREGRE. PRESELZ BANGEETENAL TOHEEIR DM BHITKHET, HFESE
DBNEE L LIEHFEHATIIBIEETHD, RTINS,



DM1 T/AYAZ) LAEAVNRE R CEBESROAEREZEAHRE Nishi et al 2004]EN T BH D TEN TH B [Kirzinger et al
2010], (B S RRZHSE)

DM1 D 1 T ERRICTRI T IAL VR R LT BB P EE CER MO LD EHE NS =R S - [Montella et al
2005],

VAT DHHMBEEDRE

RO DHHRADMBEICITRYZHEDSHHE. BRFOORNEDRYABRERLEICT 2120, D T EEENBRELEDHIE
AEUTHD,

YAZ DHDIMEE DRAEIBET2RIZHT LRI ORBICONWTIL, BiE a7 LU Y OEEBBOZL,
bEiREE

DM1 DX TP DRAGIREICE, BERRE. IBEBRBOME. ¥ KB2E. M BEEEOCETUEOLERLELEDFRLS
%[Argov & de Visser 2009],

WEhOEEE
FRERRICHTIABRORAIIFLAEE TEIZEHBINATOAEDELLTrip et al 2006],
FLLEYABROER(L Wheeler[2008]I2&YLE a—Eh TS,

Heatwole 5[2011]IF#BIRZ ER A LV XYV REFIGHD/ A OVRR AT —TIZEH A DEMMABLNEA TS, LYK
UhO—ILRATAEEIHTIND,

RSB OE BT IEERAROBRICTIERT Rz ClinicalTrials.gov R T &,
BETE
EEDEBEEZEADEMEED GeneReviews D ARV TMSIZEEINTINS, (RFRIZIE 2011 £ 3 BIAELL)

National Registry of Myotonic Dystrophy & FSHD Patients and Family Members

5% 888-925-4302

Email: dystrophy_registry@urmc.rochester.edu

National Registry of Myotonic dystrophy and FSHD

D

PEEDBREOH NN —=UJ ZITBEREITAVA, FIBELE5THESHETBETHSvan der Koo et al 2005],

BEOEMHNEESNEEII=VIEBEOCREICERARB VAR, BEER. hOREADBEE) R THL FIATEE
HREOEHRERICET S1EHREIRM TES, GeneTests Clinic Directory 288,

ARBICHT IRBHRNF B AENZBEERICETIRMOBREREZSR. ChoOMBITBELRIRICIHR. XE. o
BE~DERBRCEERBT HHITRISN TES,

BEAYL YT

NEEDV UL T IEEAPREIS L CGREEEROFE, BF BELOSELEOBSEIREL, HorEREHDVEEA
H7EREE T OERMTETOERATHS. LTFOEE TIHBEENZUR VMR EOREENRREBESNTIEHORE
EOFHE, BEFRECOVTHLS. COBRXMELOSEENETLIAEANSH IV I EHAMEICERLLSEEETEE0
TIEBVLL, BEEMRAOVYFILIORBLELZELOTEEL. J

B

DMI [FEFEAEBRHEGEXTEDS.

BEFREDYRY

FelinE O

[FEAELTH DM BERF, BRLZ CTG PLLEEREEOL CTCG RE)DTLIERH D FE,SFIEH TN,
o HIHIRARER-EFETLI(S34 CTG RV ERHEMECHETIL— 13H THD,

*  DMI LRITENT-BEDOZITHALMCRIEL TOBERNBH, 2 TRNES S, BAED DM FERI4E B 3 cIEFE R 5
WRADHESS, BRETHoTH CTG MEBRENRER-DICEREROBENDHD,

o RIREDOWHENDEIEROBE L, tMOFIE~DEEAT ) 7 D=8 DMPK DX 852 AL B L LNEEL
W ZO%E . EIEMBENCBEELREAIV RIS OMEEEETONERDBCE GBI/ I B L - fRE

IR HTRE WA ),



FinE ORI
o HIHEOREROURVIE. MROBLEMIKRIZLS,
o FEHMAERLEDMPK ZLILER DS EE. RRDOYRYIE 50%E7%45
FIREOF
o ZERLETLIO3MCTGC REEF OBEEDETOFEIL. 5S04DHRTEETLILESIEH,

o ZEETULCGEBFHABETHEICHBRTSAEENAHY. LYRL CTG BYBRLEFINZHEAN, BLULEREESD
BTLEEEOELEELSIIENHS.

o fn i

D MFEDYRAVIE ., HiHEDBEDOKIRICE D, LLRIREZLLIEREL CTGMIRO34CTG RIEZEZH>TLIE, F0OMmBHE
LURIDH B,

BEHYL YL RS
YR DHEMZEDEYPZE-ERO-OORBCETIEBIEERNTAIALE URIDHDNEE DBREESRE,
B IHERREREELSNERE

RinEOMBRNRERTEREHECOM RED CTGEREZROANES | EEFNLERELTIIRER, MELNETFRMALE
DFTEEEN DS

REETE

BIRPHYRVFHECHAETREDOTBLEE OV TOERISEIRFNIITIOMNLEFELL,
BORARESCREVRIDHAHIH L TILEEAV ) T (FEROEBERBIRETEILNDIIRIICOVTOERESD)
ZEHDHENEELL,

FRE DM OB Y

HABRED CTG RYBLRZFHOBRAMNEDEED CTG BYRLRCERDFEEF ONI OV TOT—LEHEHATREMEICOLT
DAY RN TITERTHL. FIRTELT —FICIZERRALNSHY  BEDURI FRIZEHTH .

e Redman H[1993]i, 100 LA £ CTG RIEZEFFOLMEITB VT, ZBRTLAZ B EHEOZF 2R 730 BLEDOREHE>TER
P DM1)ZHFOUAZIT 62%E R 4E LTz, Martorell H[20071HREHSROZEREFFOIE R 49 FIROERTLVIL CTG KiE 65
75 1333 ENDSH 31 FH3 1000 LLED CTG KIETHY, EOHET 63%E LiiMELRRE TholMiE LI,

o Cobo H[1995}1%. CTG S8 300 RO LHETIZ, ZRT UL IR B MR TS K DM IZ/2BYAZE 10% T, 300
PLE®D CTG RIBHF S LETIE, BE TV AEBI &/ T2 KM DM 2BV A71E 59%& #1485 LT~ Martorell 5
[2007]6 R OFABIE R LIS FERHFRIRAT TS ie otz

RBEAD) 2T 12B T8 EE DB

BE DM BEILEZDBEERE T, JVEELRENBZEOZEBIETRHING, COZ LXK, CTG REBESAS 100 KD EE
KOBEMN CTG REENHTOEXE DM BREHELEFKICI(RONS,

FERERIEZ T
MERDIAIDHEEADBRE

YR DHLBERRADRERMBE L. 57 FREEMNREORTRABLFEICIYRBARETHD. COREE. BEFSVE
EE. RECETTORELEDFRICITHEEIZN, FREMN- BRIERELDURIOHLIBERFOIL—FUREITFHRET
HoT. BHIRETIGV YRIDHLERDBREICEV TR, RRADREEDRELRICRELY FEEENLBHEE A
SNERETHD,

YA DHAHBIERBEATIE EROBFWME, BEHELL IOV TOREETSLOICRENBZEERDDIENHH[Smith et
al 20041, i DEHE, F-EXIEEMITTRYT=WD I EWSBRREFDELH S, URIVEH ORAMBEDOREMZH T, BERENE
BAMTON RBEEVELTHBH. KECOVTOME. REHRICI-TELIIEEN - TEMEE, HERHRELE A HE
SND, REMDEERDSE L. WONEATHITREMDOHLIBECAL. SABERR. ER-HEF25. 2 REBROEEL
FOMBIZOVWTHI BV TERTHNETH D, TNUSMNIE BT AEHBEEL T, HREBLUADIRIDHIOBEICRIFT
FENHD AV T7F— LRV MIBET BREBEITSNGTAIEESLE0, RO RS EAICIERYITHI=5 740
—TFITEFHEDEFDSDLETH D

MIEROUAOOBLRBEGS BB OBRE

18 BEBTHAREERBDURVEE DEFEROERBREICH L TRENZHIZITOIRETEN WSO VYR TH L, 2D &
SHEMICHS ITARENZIHICENTIELERIL. AADHS - HORNVERIZESL, REOHRBEDO R TRMERT TR
MRHHE BECHERIRICERUGEEEEZLTREENHIERERHD 18 BREOREE T, BESHERETDILT



FIZEHH D, The National Society of Genetic Counselors resolution on genetic testing of children %> the American Society of Human
Genetics and American College of Medical Genetics points to consider FHt O EFENBIEFREICHITHHIRM. (L0t S fEEE
SHBOIL

DNA 280504

DNA AV Y FEICHMBRA STz DNA FREFATILEBRELTRELTEENDTHD, REENOBEF. TE. HB1L)
[TRBIZHTDONONDBMIFIRISITESTEEEISNBD T, DNA RFENERSN D,

bebimyay

DM1 DYRIAS 50%DIEIRIZE 1T 5 HAERBEIE. BEEESLF 15-18 BTTHONBEKFRIHLF 10-12 BTEHINIHE

REBTHEON-IR RN SHH LI DNA DB TIThh b, HAeR SR ORICRENGEE CHRELE DMPKFLILA ESh BT
EERERBLTHLTENBETH B[Martorell et al 20071,

ERSR:(OREBRVRETL. 3HFBLEET 5 CTGUE—FRICEIEEAS HHEP CTCRYBELEIEDEMMTEEF (X
LOTEEMD-0. REESORBEDEEEEFETIELETELL, LHL., CTG RIEELA 730-1000 FE LA E DSBS (LK
DM1 A3% L [Redman et al 1993, Martorell et al 20071, ()$FIRE 1 #-5 2 HIOTRE 6 N BECDBREHIRE T, [ ESHDE T L%
KBEMNEDHLN, LR DM OFEEEEMNTRIEINDEAH D IHREHRERETEEBROMAISOBHELLBE AT
ITTHREND,

HELERIRY

DM1 QURINENEEZ DN TWEWREDES SRS 3 OB S RRE TEKBLE LB EEHETA RO IS SIZEKSE
RTRONIBRMEENSHE Lz DNA DS FBEZMRENEFSIS,

BERAZHIIRRESISRITERAERIN T DS S (THIHTE B[Kakourou et al 2008]

78 #(ZctE 54 4, BHE 24 F)D DM1 TEEKRBTZEI-BULNVTS3 BEBYRLETEEREICEE LN >F=[Verpoest et al 2010], Zh
SOEFITIL CTG #YIRLEIR(F 50 EAS 1330 B TFEHIL 410 ETHoT=, BREHEEL 205 A 7ILT 46%THof=, (RiE: A
A CTIERATZ B3 G AT BRI E SR EIBDH TOLL BRI O/RBEENARELSEF BICITEENZLY



WHRENED R a7 4 —2 B
(Myotonic Dystrophy Type 2 (DM2))
Gene Review ZE3&: Joline C Dalton, MS: Laura PW Ranum, PhD; John W Day, MD, PhD.
HAERE: E4x9Ed HAUEEREMEEE FFvyrILBRLUBEERSOZE ARIEMERBS LU EERRIC
W =B O =0 Om R
Gene Review IEEHH: 20074.23. HABRKEHKRELH: 2011.02.08.

3T Myotonic Dystrophy Type 2

FEEE D

PREECAFO D —28 (DM2) [ZFFAERZ (0% D EETHLND) . BRFHEETHHET. HE. 2hidy 82%0EBEET
HoND) . KVEHEETIEHINIMEERE MEORBTERE, /VRYVIERE2RERE. BEFRLEBHET S, HHRER
Z R EEZEBLSTEEORUE) (X 10 MLUMICHONLEREINTVDIN, BE20BRTEEHTI2H D0 L. — oL HE
BLUBHBOFEOBHFOHNETTRET D, HRICEYFNIEZIELH S, FNICEIEHEE. RESOME. BREHORBE.
BHEOBRANET IS5 BEEHCEEOERHOHHETREVALD, BREBRRICKVEREERLIZEEHETH S,

W RRE

CNBPZNFIJEIGFIEHAER IR, —2 BLEAE T M —DEEFTHS. CNBPEEFDA AV EERL-VE—FETF
—2(TGIN(TCTC)N(CCTGINEHED, CCTGUE—FDHBRADM2ES[EFBIT, MRELI=7L I TIECCTGYE—MIIEH 75 55 11000
U ETHY. T4 5495000 THD, CNBPEIZFD CCTG JE—rDIHRHEIL, BHE D PCR %, o TOvhgiT. PCRUE—F
FTyutM1EHAEhEDE, 99%L EELD,

B R B s A

RADAVMIFUTOIEAEENS HHETICHTILERICELETCETRER - BV ZOMDOEE FEROHIBET
(FFRMENRDIEDAH B AICHEERIITLAILOBREDIG. BHEOHRBEE TEICHT S TANTOVHET, ALRT

O—JLETERNBRFIDOEZBICEVWTHNETEENRONIRIC. RIRZPHESEHIL, HRERZIABEETHILEDEL,
BEOSEFHEHNOEFOHB/OAIO—VITRIDEEZOND, HREICHLT—EONRSBESN TOLERICITAF

SLFU HNRUFY FFRTOARREREEE, BEAERKRFERLELBE, EREXTACR (5mg TLUFZVOVRH ete) =
BRRPOIDENH D, BBBRBELLTIDMEEEETORR. BBHEEOOE—RODER. £ RO MEE. HbAlc HIE ., B
HEEICHTEHZ. ZHFICT-EOHREBEETECHTIRETHD,

N1 L B Y e
1 Ere sl DV e D)

HBEECAII I 2R I EREAREEEETHD. SOLIA AYENTEREO S FEBEENREE T oI RTOESET—H
DEN CNBPBIEFDUE—MEREFE-THEY . FRBERLTEEHESL TOEL, CMBPEEFOIE—MEEZEDEA (BE)
DFIE. FNFNS0NDHEETIE—MEEEZITHC, BETLUILOKRESORETRARLGIIE—MEEDSHALREDRE
PRIFER. BREREFRTEIEILTELRL, OVNBP BEFOVE—MEEDHBEENETEEZER DELLADTETHEILTLAIE,
50%DYRIDHIFIRICH L THERIZEIE A THS.

RREREZ IR
ROBEERFEDHHEE, FHBERHIAIOT—28 (DM2) F8E5,

o VR IRFIMENCIIEFEH T AMCT, ROLNDSHEE R, FHREHOHE T, BTSSR TIIUELER
i B IZ B KON BB D Lok b DI H EASVSREEL 725,

e

o HHHRIEIR A (RRGr AR LR 10 IARTICHEESA b= — (B -7 LS LER RBATRVEE) | T4 h=— (e —
TH & ETUIZRICEN DB O R AIIRE)  HDWIEIA b=—E (HER THONDRENE B BIEKE) LU TBESh
60

o HETEAE: EERIBEREICR O TIER RN/ NMERRBLL T, MBI HEMEREICB UV CGRALDVITFADE
BB ETILAREBELCEROLLND,

o DfmEES EITLOEHE . MEEEEZEFOLERRE TEEY ny s RRk L R0 ENGERE LT ETELE
b ma— A TR L HESL TROLND,



o By 7wV iR MIEEBERIKBICRITD y /0T U S EOHDRREETIKENCIT S 1gG IgM DIETFELTED
BB, ZHDIXFRE M A N7 r—E 18, 2B BEDT5% TROONDAS, BRER LB,

o AAUARTUE  MIEF OA LRV BEIXEE SOOI EFRL TOBDITL)vh53, 7 RS ARRERIC I T iLEE
DOEENREEIND, ZIICIVEIEE, BERBEIBIVRT<5,

o BUEDRFEMMBERET S MIFEOTANATOAEDE T, FSHED L& B FIRAE. BLOTRERLLNS,

R BHIREOER. BRELEE (pyknotic nucleus) #E>T- B EIZEHB LB EH OBE. RIDEER OHREOERGENGE
BHLNE, CNOOFRRIIFREHES AT — 18 (DM)EEBELTEY. ML RN SHFERNICHELTERNT AL TE

AN AN
o FATURHEOERIIERMED DM1 T A 5L, DM2EX RIS 5,
o IAT BN OB ENIL DM2TIALILA,

D FREFHRE

WET DM2 [TBIELTWALESN TV A D IEREIEAELE0—RT % CNBPENFIBIEFDHTH 5. CNBP BEFD intron 1 [
FELEUE—MEF—I(TONTCTGN(CCTGIn D, CCTG YE—FDHEEN DM2 28221,

F L O+ X (Figurel)

EDHRER -
(NEEDFLILTIL CCTG AL 1E—HRIC 11~26 D 4 HRYE—I &5 BEMICIZ0AS 2 HO 4 BEICKZHE(ETIE | |

DRI TRENTUVD) % CCTG YE—FRABHINITEF—TRIZE DA, £<IE CCTG YE—FERSMZ GCTC 4 TCTG [ZL B g A
MRIHFEET S,

(2)EETFL LTI CCTG UE—MBR DA MNP EGEREL. 2EDYE—REH 75~11000 TH DA CCTG YE—R 1S,
Figure 1. DM2 [ZH(THEEUE—MEE, TG, TCTG KLU CCTG DEFNEFNABALKOBYRLEREL . £ADKRYELKEEE
EX-R

EETLIL JE—MEBMTH3DDER(TG TCTG, CCTG) MLAHHHHE . EEFLILIZENTH. BEFLILICBLVTLEET
Do FEEEFLILD CCTG YE—MEEFITIE, 1ELLED CCTG LB DA4IEE (TCTG HAL\E GCTG) LD A#ABND, EE
TLILOEZEDIE— D ORSIE 104-176 EE XN TH D, TG & TCTG YE—MHIZERICIESDENKEZVD T, FLIILDKES
&, IBEFFIREICKDIERL CCTG UE—METIHAL, BED S FREGCENREICLYRESNI-DEE S ADER K TIHLES
ha,

24 DEETLUILDOEERINEBITLIEHENSEUTOLIRIEAGM>TINS,

o TSR CCTG VB —MIUIRE 9 THD, (EELERNRBERLTVIEFETLILLOHFIS (%K) b 5)
o EHIZIITDH GCTG R TCTG DT Wiz & A4 2 (CCTG) VE—MDEEIE 11~26 VE— R Ch B,
o EWADEE%TIE2ODT LA THEALEZIE MBS DOESHHLMIRARY, PCR T TZOENIBRHENS,

ERABEOCTVEETLIL(FRSLNITIERTLILEES) 177~372 HEH (27~74CCTG YE—FZH LT B) DKEED
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