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Fanconi 11 (FA) DR
BREEERNBEREMD FA X, 100 AAHZD 5 ARIEEW S BRERARL
FUBERRE T, BEIICITERS 88 (A, B,C, DI, D2, E,F,GH#) IZ0EX
N5, NEMICHERESREMZREL, TORERICHRERERBECR
HEEMEBMRICBITT 2. EROREERDOREECEBEEE DGR SR
MEIRA & mitomycin C (MMC) DL D73 DNA ZBEFNC X 0 YA REZimnE
HICHERIND E WO MIBERBEIT XD FA L2lx s,
FA O 7 &1

FA BEZTD 56 ACD2EFG @ 6 #id 2001 FFEX TICZOREE TN O
—Z2TEN, INSEBETEMILBON FRIEEZERL TVDEEZS
NTN5, BEDOTRICIET S FANCD2 1%, #Igh DNA EEZZT5 & |
ROBEABEAIE (FANCACEFG) IKkEL TLEFF bz k st an
%, {EPEE FANCD2 |4 BRCA1 SHEERA L, MHEMAMZIZL S DNA &
HWRICEE T2 2 EARBINTNS, T<&IT. FA O DI BIZBNWT BRCA2
DOWET7 UIVIZBITAEENANVHEINZZIEDZDEZEZZHL TS,
FA B TERORKEZE & founder 287

INET FA BEFERIEKZ P OIREGICHETIN., 246 TIE A BN
65-70%,C BN 15%. G B 10%% 505, SEET CHARERNFE
SNTNDEN, RIBICE > TERBETOHESY 1 SITHRENA SN S, FA
DHENGWI ETHSNSAAREY 7Y M AOERFTIE, FLAETRT



DIEBEMN FANCA @ 3 FEOLRO ENNEHDEWEIN TS, /7. 7
xUﬁt%@Lt%&%iﬁ?Amm@u@mmﬂmmer@4ybmy4
DA 80% % HOTWND, ZDXKIRERIT— ADMHEICHNRT 588N
INEWEMOBRET T —IINTHEIBT 5H%, I72b5 founder ZNEE L TH
HEN5D, FABETERTENELHLEWIRTIEZDITN,

H#
BOENC BT D FA OBEMRFHERSMNCT 520, BHCHELZ C i 8
KRERR< 45 FRITDWT, FANCA BE N FANCG BETER OB &7,
ZD2DDEETEROFEYB I NEFICOWTH ZRAREE-,

FANCA O f##r

FANCA 13 16 BREAKDOTOATIEIZHEEL. £ 80 kb W K EER
FTC. BOIUYVINDD, THETIZ FANCA OZEFRIT 100 FEELL Fig X
N, HERTHHELARSDT ) —TN5 14 FlORENRDH S, ORI, (1) &
BENERTORIBITHZD., FED hot spot NN/, QI AU ALER, S
TIOAER, RE WA RATIA L D UEREEDEEEMRITLERNTD 5
Na. 37/ LADJLHITZREK (large deletion) DFEENFE NI ETH S,
AT 5

X957/ DNA OFLYY D EZDREDOL > O Z2E5DWA &6 D0
BRI/ 172 cDNA Wi 238, ¥ 1L by —2 T AL, D &I
W—F 2 DFEFETIIDBOEEDOES, XTIV TREEBREBTE 5
N, FANCA I2%W\\ & X35 large deletion T 2 DIIRE#ETH 5, 2T,
ULV UK DERNE DN SRNWHITIE 34 Oy Y UfEf & 3
FERMERBUIICHERR U7z Tagman 7O — 7% HW\WT, DNA O ¥ —%E B8N
PCR THIE L. large deletion ZMH L7, 1 7 I /BOBHREZSIERK I ITLER
ICOWTIIEHELR EERIT 57010, HEEfTZ2TT-o7-. IRbbINnsd
8 cDNA Z{EHL. L O 1)V ANRY 5 —% AT FANCA % &I L /=4
FLICHEB I, MMC IZkHd 5321 & FANCD2 O LEFF oAb z2#HIE L 1=,
R EER
(1) FANCA DEF 7% 45 FHR P 26 TR THRHE L7z, 2546 del C 13 8 5% Thath
SN, ERTIIND 18 % Dz, NG, ELARSRHBEL-LIICH



ANZHEHT, HEOEWERTH S I E0MRINZ, LMLZDMmozs
RIIMOTEHETHD, 6 HEOI AL ALER, | BEOF B AR,
6 FEEHD 1-5 HEDREK, | FBEO | EEFA, 7THEOA T 51 A OE R,
7 #EFHD large deletion TH o7z, MEHINTZERD 50%LL EOZERIE, HET
HIO—RETULMRHBEIN TN, ‘private mutation’ TH o /=, RWFFET
[FE LB OERIL 22 Ho Tz,

(2) large  deletion 2%%E> 417z 30 7 U )LH, 7 7 U )L T large deletion Z#H L 7=,
Z?DHH 27Ul (FAS2, FA25) IZBWT. YW Zz2RIE L, B8 PCRIT
KO, FAS2W XL 224 N5 L) 2 28 FTD large deletion EHEFE X /-7
O, ZOEFEEIZIVT I —T. PCR Z2froi, =2 T3 Uk
B a42br0>23 E02b02 28122 mE RN LU, ZO9)WE
Z 5 ORI 300 bp 13 Alu BL ] S XN D AR OIS TE WD IR LES) T
HYO. D large deletion Id Alu ZJ7T U7zflAMZIC L > THEU = EHEE S NT-,
(3) 4 DOERME (P1194L, R1055W, T724P, 1339Ldel) Z&EA L/-#fifalii 4
HMIERRMZHIEE T, HHERTH D I RSNz,

(4) FAGTIZBNWT, TV 371H5 SHEHEDREK (3720-3724 del) %75 J I
DNA THiHi L7z, RT-PCR EYOE LD, ZOERIITYY > 37  skip #
FIEERILTWEe, 7Y DHNOEFIINA T T4 > 2 BB 2 8- L,
EDWA DL T T4 2> BRI SR T HOHEIHML TN,
FA67 THERD A I Z X LDHERIE NS,

FANCG D&t
FANCG 1% 9 FHREMEERICH D, 7/ LT 6 kb DBEIETT. 14010
VINGHEREIN., INFETIZ 20 LEOERNFEIN TS, HETIIEA
KEDT)N—TING 2HOBHEZTN TN S,
1R 77 i
BET2ED RT-PCR EMEY AL R —U T AL, TR, 28
DFEONT=FIRE S 5127 /) L DNA THERB LTz, FANCG \ZZERZRIE L 10
KRDEE R OZTOWMBICDNWTNT QY A TN 217>/, T7abb FANCG
DIEFEITHD 9 DDA 70T T4 Y —H—%8U, CA UE—-MKick
LEMEIA T L, NTOFA TEBELE, RICEGRTFERINTOY
17 & OBEEZREHFINARE LT,



R EER

(1) FEMBBIRICH D 10 KRICBNWT FANCG DERZBDI, ZDHB 9F
RTA>bOY 3 DAT T AEALDOZERE IVS3+IG>C 28D, ZDHHL 4K
RiE. REBAE. 3 FKRIT 1066 CT EOEENTOEEE, 2 KRITS A
LSBHLZIICT (FUEAZER) BEU 194 del C EDEENTOHES
ETHolz. 1 FKHRT1066 C>T DREFHESEHRZRDZN, HEREN T LI2ZD
R EDREHF TH o7z, BHOEICBITD FANCG BROKIEDN 2 DDk
FEDOERE (IVS3+1G>C & 1066C>T) T TE/=-,

(2) IVS3+1G>C, 1066C>T EWNWHABRIIBMK TIEHREIN TR, 26N
founder ZETH 2D, ASINDIRET hotspot 12755 TS DMZE S M
T BHREDIT, NTOFA TN Z2fTo 72, IVS3+IG>C 25D 7 UL TR TH
UNTO&ATz28EEF0. —F, 1066 C>T #FDO7 VIV TRINTOY A T ZH#
BLTWe, TOMDERITINWTNESRBRDZNTOYA TOT VI EicHh->
/2o IVS3+1G>C, 1066 C>T DWTNHEF/Z/n L HA AR 78 41 (156 7 U L)
CDWTFRRICINT O 1 T2t L7z & 25, IVS3+1G>C 1Tz T T
& A TIIEBFIBEE OB (2.56 %) ¥ A TEo7200 1066 C>T 1272\
7051 T OHEE (0.64 %LAT). BRANTITWD TREY 1 77 o7 ¥t
FHNCZD 2 DOEREZLZDODNT O A TEOMEIIAEETH D, founder 28
RTHDHENFHHEI Nz, ALOERZEZRAET D &, IVS3+HIG>C 1LY
WEHRIC AARKOMEI RELEERT. —F. 1066 C>T IIHIRE RO %
WHEEL, WBHEZEPICARCED EREHAIENS,

HE PR R B A & oD P
WEOREOEIGIT G #T 82%&. A HD BRNLOVARICERTHH /-
(P<0.01), XEED GHTHRICEERTH o7z (P=0.024), FIEEHESL G

HT33F &L, ABOSATXOAERITEN 7= (P=0.016),

—7% . MDS/AML NOBITIZDOWTIL, @Eim@fagaEnEfictrbns &
DNTIR D727z, T I8 INTEIRIN o oo £T2. FANCA T3’ private mutation’
ML, EHICHREDOLN, EANTUBEAARTHEIEND, SBRETH
WK HRBBO L IIREE TH - 7=,



