285 Jrra=&M

1. @E
FEAOMESBEFSSIC, DETHEAMLEKELD . 2) BHERBEERFECAMBA~DIIT. 3) FAEAD
AREE OEENPADEHERTLOHAIMBEERETHD,

2. &R
DNA DIEEIZEK 22 D77 a—BRREEFNINETICREINTLND, 2DFRVLVTEEEK
BHER (ZMHER) BRE LA (IS E X REKESHE (FANCB) EERBR LD T /RRIFURRAT
1T EE (FANCR)) . IR DHIBIZBASH TIEAELY, L4, DNA EiEEHRKTHIARMERFELTTILT
EFAGEESNTEY., 7702 BB TIXEMBMIRICHE TE7IILTEREEICKDT / LEENBET
=29 BRAEAETT AL RIEEINTz, RIBTIEH 90%ICWLWThhDTI7ra1—BNFREREE
FOEEISEEINTLD,

3. fEK
REDBRILE. FROAERER . B R, MEEERLEZAIN. TORBEIZHRTHD, MNE
HISETHEORMERBAEEREL. BEHHSHABICH T TERERAERFCRESHEAM
BANDBITNAHLNEIEN S BARITEEZEELE DHENA)RINENT 5, — MO T77>1=8M
BEFOEREETEIS/NEHINENAPEMBEERET LN H D,

4. BEE
EMAE, EMERESIC LTI EMMEIBENH —AREHFTELRETHD, ERINADILEE
ERTRETHY ., FHEENTRELS, BROAXRERE INRUFHERITT S,

5. %t
10 EETIZ80% LU L, 0 HETIZ 0% U LEDEZ L. BEFARMEMERET 5, EEHHSEA
BT TEHERREGEE CALEHEAMBEADBITAAONEZIENSL 20 BEHBA5HLESE
HLEEDENAVVRAINENMLFEFARTHD,



O BE#HIFEICHELEHE
1. BER(SHATEEERSBELREER)

100 AKiH

2. RImDHEE
FHO7 =B MEEFIZLS DNA EEEELENEMET7IILTERIZLS DNA BI5LDOEENRES
nTu3)

3. MRMIBERE
KN GEMA L., EMBRESICXL TILEDMBIETEHE)

4. REIOESE
DHEETETHYDNACERDERERICHSIEERBETERET D)
HY (FARIERDZEEEDHY)

6. EEENE
BRUEBETRMAMNOEEE S FHITELD stage 2~stage 5 ZXRET B,

O 1EHIEHT
[DJ7oa=81mn)
MERERE RBRFEFREBRZSEFZRERERMY &g XHELE



<FBREE>
J7>a=(Fanconi) BN ME %
A. BRERATR
1. Bk A
EET7o =8 MEFOMBKEHVELECEL, LTOREDWNITNUNERDHS,
BIn:~AESOEY 10g/dL K&
SF A BRE 1,000/l K
/MR : 100,000/l K
2. RIEEDOBFRILE
3. BARDEXRER UTOLTIhHERDS,
R -BRIEOXRE-BRA. SIE. EE-REOXRIE
THR:DFEEEE.MINEDEE . RBEERE
B8R NEEE. NEREE. — 0 EHE, ABE. B DL - RE
MR Bt R RE. FEEAL. RETH, /MEE
T MR LE. NATFE. ARERE
AR :/NRER, IR, BELR. BRE
H - #B NEEFfHE. BEEE PEOER
B ERR. RIE. BEE. KBEE
HILE RERAHE. + —165HAE. Sl SEREE
D BRERET. DEFRREFELDEXEDFE
XEASHMDEE(TH 80%ICHLNEN, ZHTHD,
4. BEH K FWHHEICHFRED—2SD LT THS,
5. IRMEET 2

B. B&EMR
1. 2BEKTLEN (LK) EZRL. XA AY C1EED DNA SHEIZEEERITUIEEZ T 5L, 6
AOMADIER OSSO TIBEFE DR HNTLEEERIERINS,
2. FANCD? EEMIZx3 BE/LEXFULZERDLELY,

C. &AlZH
UTDHREZRNT S,
ERXEHIERLIE., 2T v/\I2 AT EUR (Schwachman-Diamond) SE{&#¥ ., o X4 E#% Bk M/
WRAE. E7VUREIREE. B R M RE. EMMEIREESRALE. TIL—LIEEREFE. TAI—AVIE
1®3%. 7ILTER BB R RIGAEIREE

D. BIZFHRE
J77VA—BMELEFNEE (BRFF A TDNA DEEIZELUTD 22 D77 a—BMEREGFNRES
nTud)



FANCA. FANCB, FANCC. FANCD1(BRCAZ2). FANCD2, FANCE, FANCF. FANCG. FANCI,

FANCJ (BRIP1). FANCL, FANCM, FANCN (PALB2). FANCO(RAD51C). FANCP (SLX4).

FANCQ (XPF). FANCR(RAD51), FANCS (BRCA1). FANCT (UBE2T). FANCU(XRCC2), FANCV(REV7),
FANCW(RFWD3)

<gEohTIV—>
Definite : LA FDUWVF M & i#i1=9 155 % Definite £33,
(MWADTIERBULZE L. B D1FEIL2%RH. C DEEEBRNTESI5E
(2)AD1IEB UL EZ =L, FANCB & FANCRZERRDDWEFNMNEM 7 LIL T, HHNIEBEHET
FANCB DZEEZiEAS =158



<EEESE>
BRUEBETRMEMDEEE 7 HEITXD stage 2~stage 5 EHRET Do

stage 1 B} fE TEUSNDIEE
stage 2 HFHEE LUTOn2IEB L L%
stage 2a. FRMEBREMENELLIZLY,
stage 2b. FRMIKEMMENELT LA, TDHEEFEA 2 Bl
HRiilio
#@IRMmER  60,000/uL FKiik
1P Bk 1,000/uL i
/MR 50,000/ uL i
stage 3 PYPEE LUTO2IEBLLZEL. 88 2 BAILLEOFRMBKEIMZ %
BLT D,
M@IRMmER  60,000/uL FKiik
17 Rk 1,000/pL i
/iR 50,000/ pL R

stage 4 E JE LUTD2IEB U LF#ET-T,
WFMmER  40,000/uL Fi
¥ Bk 500/uL ki

/iR 20,000/ pL R
stage 5 IRXEJE 3FhEK 200/uL REITMA T, U TD1IEBULEFR-T,
#IRMEk  20,000/uL K
/MR 20,000/ pL it
F1 BETRMEMOELETFRL 10(1998) FEICFRESMNT- 5 BRFEREEZTR 29(2017) FEITBIELT-
LD TH5.

2T EEVE K OVEE L 0 RO BRI 6 1) 2 M E

1. BWHZEHICHOV S EERER, MAR RSICE L T, 2R LICEEOREN 2 WA, W
OO DZEHNTHE L2 (7272 L, MeLEHR O &2 < AR E Th - T,
RARER B DIZIR D),

2. VRIRBALATR IR T 2 EHIEE /P IZ DWW TR, WYIREZIE O T TIRENMTOA TN DRETH
ST, HiL6 AR ThiebEVIREEA ERIS T 52 & &7 5,

3. ¥, FEROBREN FRROBESELNFHE T—EU LTS LRWE TH LH08, mEARER A ki
% EBMERLDIZOWTIL, EREMKOXMNRET D,



