[FRfE—2]

FREORRDOEF

K4 =3 #

ARAFZGEILN—F 0 Y i (PD) OFT-RE BN FEHONIL, JWREHEEL B 5472012,
WD A2 AW BEAAT TR HE RN EELWCE 2 SNAEBRFIZIEB L TRBI 2T
DTHY, FTiLOFEREZHE TN,

1. {EHEE T ThoDGBAIZresequencingifHT 24T\, HiELE HAZ BAMFEIICFEL T,
FRAE KT IRB AT 21T 572, GCBAILH YRS A T D Gaucherdf O KB {5
T CTHY, ZHX )7 EPDRIEL DO BIE N FZ R MERENDRBIN, JefTL TR %
TR T2 B AR O E Do T, FEmS — EL TR oTz. ZORKEL T
BB NS, B EDERLNAZ)—=0 LT, AEIZE> TERNZEET
AN R DI EOBBNE Z . RFFETIX, B AR APDEE B34, *f 544
BN L CCBAD 7 o BEX R s A b B sk Dresequencing T 247 -
To. TORER, GBADIRIFIEZE FIIPDAFH RES3461 115041 (9.4%) , 1E % REFES44 45
20511 (0.4%) 12 ~T oA PEICERD 1. A R ER1328.01% (95% [E 1 X [#]7.3~238.3) , p
EIE6.9X 101G B oTe. GBAWRMEZE B v VT I3 v T LR TRIEF D
BB D72 (52.55% vs. 58.81%, p<0.001). F£7=, GBAJFFEMZE B+ 7 5041,
VBN EED DY, 9B IFNIZIENFEIEE OFEHTH W RE T, FIEH O IL S HED s
STz, MNL LT 7 IV DPD R G R L C GBAD 2 BfR M 218 ML T T o722
%, 3452 R 5558 T GBAFR IR ZE B U 7 SRS, B0 CRIER - JEFIER O3t
ST BEDSHERES IV, GBARIRIEZE S PD O ZHENERRNEICR 5352 LaR LTz, SbIC
[ B 2 i i e[RRI 921 7 — 2 &1 L, GBARJRMEZS B AREICE DL P RSN
FRVIBIGRIN 7 THHZ AR L. ZIVETDS ) LT A RBEMAT TlX GBADlocusiX
SN TEST, resequencing Bk L BRI HMANTIC K- C, JARLEH T TS



B Bkl 92 7 B0 F AEN RS-
{ERHED T PARKAZA VI XTIV AT RT LA WA T ) 2oNA TV A B —a
V(T VACGH) fRHTZATV Y, R - RS A MEFERICREL T, B3 -k R B s AT
BT o7, PARKATH QAR S VBB MEE I/ S —F Y =X A (AR-JP) O JR R B AR
T THY, BANTRIESNDIEFMELERDIFEALE NI DR BEERTHD.
YRS EREERE LD, PDEZEOTIZIDOT L VOB LU HERS IR
DUIRULIRBIZESN TV, 20702 B v U 7 BPDIIE D fE R K 1 TH AR &
STEM, FAT T DRI MRS CIERERN — EL QU o7, RFETrE, B AR APDAEE
14441, 5k R 1486126 U C PARK2D R 2« AL BT LA CGHIZ T L 72, £ D
fili A, PDEAE 144019 1041 GREHEAMEL BAB, G ~T nfEG MR R61) (2 PARKZ
DRKEEEREZ2OOT L IVIROT=. LUK K - EEE RS2V T 1IPD A B - %f
FRERIZ 2RO T2, LD, PARK2@9(9% BEEERX )T OMEIXI% LT T
HDATREMEN DY, BT RD72012130 72< 6 1,000 LL_ B 5 77 )V BB 24 38
ThiHEEZLNZ. B, HEéﬂf:AR—JP%%lOWJ IOWTHFILIZEZA, IMEREIT
215, [RIMEFE IS, M RASE FAERIESD 22 MENESHI7E o 7=, AR-JPERE X, FFEFIE
(FEIEAEWB405% LA T ) 029.6 %% (5, IVFEME DL AEIEAEPD B O FIZAR-JPIZ—
BEAET 2EE 267, ABNIIAREESG I R (RS2 25 Te) T, 6BlITEE~
TREAMERE o7 WL~V THRETT 5L, RIESIVZ R B2 BRI 2FE
T, 2FEEIIE SOV VRIS K EEARIIBERE 0@, =724
IR LW, [AESIEBROFEEN S THHZ D, ML TRID KK - HE
BROBEENE OO TIZR N ET RIS,
BT 2 7 A 45 BT, EEICBWTARE RN EIC L W HE DS WER NS
WD, T CERBRERNLZNONERHET 5 2 L3N ETH S, Joul U7z BEfE
ProWRIZIWN T, PARKAIMSL U2 SkR72 R K « BEEERNZHEZ > T b 2
LDgEDNT T2, ZOFEM A~ AR TILPARK2) Common fragile sites
(CFSs) ®—>, FRAGEIZEH £ D Z LIZiEH L. CFSsIIEMA LR IT k-
THAIR 2 gapRebreak S i Z 255k CTH 0, LI W CREBEEIC R - HE
BENAETD ZENMBN TN 720, ARSI TH PARK2D KK - &
AR L BHEN B 5 O TIE /e W bR AL T, CFSsICE ENAEIs Tl K
DEAGMER B L B# T 5 B8 InFIZPARK2OM, DMD (5 =3 v v X« Xy J—
WY A ka7 ¢ —, DMD/BMDOJRKEIET) oD, ZEDORK - EEER%E
[FIET 2720, AFEMIRSE X ORISR I PARK2E X O"DMD/X K - B
BAfTHREMERY 7 (AR-JPEE 20611, DMD/BMDEFE 20751, i
RHI25FEEE) ZUNE L C, HEL L TRE - BEEEROREN iR mEET
LA CGHIZ X DT 21T o> 7=. Z DR, AR-JPEF 20647252527 L /L - 162
FEREH D PARK2Z B, AR B12561 0 5417 L v - 32FE5EH O PARK2% %,



DMD/BMD&#E #2077 51977 L /b « 19T O DMDE S A i E L~ L CRIE L,

LT O A2 157
AR-JPEFIZHB W TRE S 7216288 H 140 O 2L %, DMD/BMD &S (25
WTRE SN 19TREH T 2 CTOERPMER DY > TN TOHRBOT=. AEHER)
RITREW T, WAL LSRR EROBE R EWZ L AVRIRS T,
Breakpoint® 734 D it Tlx, PARK2, DMD®?breakpoint!XCFSsHNDHFE D
TEUZEE L, AGEANERA - ARSI CHELL Tz, R IC PARK2TIZEEH
T2 5 CFSs DR b igss 7n ik & —H L7z,
Breakpoint junction D& T, KEEIF1~8HE I D microhomology % £f-> T
v, MEEY AT HHEE LK - 7-. Non-homologous end joining X°
microhomology-mediated end joining D723 HE S 472, F 7= Fork staling
and template switchinglZ £ % &5 2 H i D MR BN 1 CRIZ ST,
Breakpoint 23 4E 13- A EIk DR FHCIX, ERAAIL 7 BB E, B~ )y 7 A5E K
ICEENATE, F-IEFITE flexibility peak, R/G/XUREERNEEEEL TWAZ L
LIz, Flexibility peak=°R/G N FEEFUE, DNABRIDFEE (TR D ZENVRIRSH
TEY, ZNHDRFPEBEAN A~DMEgtEa b= b1, R RATET TlEe< &
FEARNE RSN I T, SRR - AR R LB 5 2L RE S L7z,

ULk, AR SUIINFEME PD 128\ C, BB O REWIRRZRITIE B LIfifiTnn, ¥/l
AR T GBAZMESLUTZ. SHIT PARK2 DT LA CGH fRITICHESE, ZOMIICHITHZ R
common fragile site &BHET AR REMNHHIEZRLT. AFRILZNETHE D 5302 > T
2030 T-Fi CEAEN BB ERIA 3B L OV common fragile site & B L 7-25 B DA
WCHEHELRAMEZRTLEALN, HLORGIETL2bDLEEZILND.



