EREEMFEROH L

B ik &

2011f£E2H58 (k) 13:00~17:30

RTFILYUII—NTISHER 2BO0—X)L—L4

EfE RREEREHRNMNER KaBi
ERNERARNMNER  HER =
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THWNED

BIpEE, ZATHIL,

ABIEBIC LV, EREEOREY VRV T AMIITBMNEE, 22
ZHUMRE S TINET, ARIZBWTHERED 2% TEBIX. BERTBER
MOEHBEREERZ ST TTLE, £AXREEMTRELERTERVWE
EBbh)roTE&E L, £, TRHORBOEZELLIZBVWTELEEEFIRE
SNTEELL, EDO X 2P, 2 1EEICERERBEH 5 EHE O
RSB EELE L, ZOBEICRL, 48, £REELRLL Z0AK
REBOEEMAEEN—BIES L TESFOREREEHEREL TV A%
RITHT LWV LELE, HRICHEBER2IHBE LTV EETET L 58
BFLETLLHR, SOEEZEIZFET LTRBEBOLWTEREZER TEN
XEB-TRBVET, 2B, ZOVYRIT AL, BFEOER L LEDILS
RREEMEFICETSREME (MBI OFEBLEHLTBY £,
SENIFEABRTTVWETE, ZoOVURVTARRLE LZBEICIX, 81
BRVVRVYLERELELKELETOT, AREETOTHHEZBENWE
LET,

FREMERAE PR kB ER
ERNERRR RN EH E
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E1E mEkeBR (ERERERAENMNRE
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00

1.

BBHESKIFR R M OB IE & WRE O
KGEE, REFH LR FMHERIER)

. ERMEE K /MR L MR TE

BEEE GEHBERE Y& —BRRIEE ¥ —BEREBTAE)

. U= g BYA 7B Fanconi Bl DM & BEER

REBAED, REMEE CRHEBRZEEFDERBHED)

. ERRSEICRB AMRT v AT ROMERS

ROKRB (HEBRFNER)

. Shwachman-Diamond JEEREDIKHE

EAE—-B CRRKERERRENINE)

L BT I TRAOKREBWICAT TOBELFEZROIKOSEE -

BEE (VI FriE) OREL
KIRESE (BLREERE ¥ — 2T R E R BT

15:00~15:20 =—E—TlAf2

Ef: BB F (ERmERmR/NER)

30

: b0

10

30

50

10

30

7.

10.

il.

12.

REHWED HAENE (BIBEMKZMLEAR)

HIEERMEG DRV (Severe congenital neutropenia, SCN)
FRFEE (KB REXREREFEEBSHAR/DNERE)

. Ataxia Telangiectasia & HERR{b. MEE{L O RSE

BAER RREMERKERFREERERES)

. BERMEFARIERE (Diamond Blackfan Bif) DY RHLMTEEDORESTIZ

B9 5 Hr5E
FEEET GARTRZE/NRER)

ZAFRIZIS1T B Congenital dyserythropoietic anemia (CDA) OFEHE
BEF ORI
TEENEF (AEBRENRE). faME (BENEEREE)

FRUEBERBHRFE
BHE— (BRRFEERNAEF)

i PS#lax Ao, EREEMTERBOMBIT~DORY EA
B GRKE i P SMIRRHTRET)
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BEMESSFRER N OBET S & IBRIEOREN

ORBHERE. REFHN
FALRZE M ik G

BEESFRERLTEHICRT 2BREFROMBLGH L T2 0BMCHY, T H
v RY TR HHRONH - Bk, ~L2ERKBDL2BETFOERICL Y RET D, SFRE
ik, BEEKFREELD L, FHEMRERTEMS) BTNV a—ARRANC L 5 Zkit
SRIFERMER M A 72 2R RMEGFREGMICAR Sh 5, BEESERER ML O > HE LT
ATV AEIFERER ML, RERITBITE~LERBOVNRER THLHRMEKE 5-7I /L
7Y UERE AREESR (ALAS-E ; ALAS-2) DB RIZ L 5 X BB IFRMEE M (XLSA) TH Y . RAREE
BILGHFET DI LARBENTWS, BiEMSFEREALOFERBEET L LT, ALAS2 ST
I hAV R T TONLER SRBICELBEFOERSBEINTEY | Z0ORBIIEE
ThHEEZLNDHN, TNE CREFRERLOBEFESRENZ Lk, FOEEIX
TEHTH B,

2T, NBEMSSFRERNOBI OB L IBREOR] BT, £, BRICKITa853E
HREAOLOERBEREL. £OP CREEGEREAODBEDILDEFIC OV TERBEREFOLE
R EITV, TORBERLPZTHLENIRT v PEREATHELED TWAD, ZHE T
FORAAE & LT 299 PIOSKFRMBMARRB I, THUHEFADS L, —KRFEIZT, 1345
DEEEBRIE LN TV D, BEMEGIFRER D & £ 2 6N B MEH18 17 5. MDS-RARS 25 40 4,
MDS-RCMD 7% 68 |, MDS-RAEB 3 9 T o7z, ZTNODEFD S5 &, BIGHGIERNB ML 22
LDNBEF T, BEFRESRETOED LR E, RARS Tixb 52, REKRENAELEE
FRUIZZ LWESI L BhE T, 14 BITHICREFRRNEZHIT Lz, 55 2 1T ALAS2 DBETF
EEEZBO, BIEE CTITAE 8 EHIT ALAS2 BIEFOERERER LT3, BBSA TR ALAS2 LI
NOEZREFBRD LR TWRVE, 4%, FRBEFORELE MG L TRIFZED TV TE
Th 5,
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SR E R /MEME M /N E

b= G
B Abie TRER v ¥ —BRIFR ¥ — B E DT

BEBRIZBOTH/MIBAEICERT 5 Z Li3d iy, 2L OBSEIERNERIC L
2Hb0THY, EXREM/IEBVEREDOTEREEXONTE R, EEITRY, XM R
IMEBDEIITEREZ DN TWEBEN TR BREM/ MR HENR L 2SS RYE
RIBMEZTHEMAB D <N EbHloTE AL, EXREM/MEREITREHREEENRS
<. ZL DEFTCIIREZEETE 2V, UL, EXRfL/IMERZ 275 EXKEE R D/MEE.
A - RERHBS X UREBICBWTHENEL2OH B, BHAREMNZ Bernard-Soulier
FEARRE (BSS) 13, GPIL/IX KL FE TH Y | EFANT OB L Y GPIb/IX AR REENSHEL
micahiz, —HRELENCRES NN L HLEEE THEBRH CThoEXRM/MR, /R
B, BRERE ALY 2T 5 May-Hegglin 28z, RPN ro—=rFic kv BERSEE
FEUTHGHIATEH A 22— KT 5 MYHI BEIE SN, MYHO R# 13 May-Hegelin B
Wi, Alport EIR % &7 5 Epstein IEMEHEL Fechtner ERBORE THAHZ L by, &
FELMH REESEBINTVD, EFEFRIIBHENICBOTHL - RET 508V EREE
HRIEL, ERSEREREDOREL /MRS L THRET S, 3470 1A BREZEERR
FRICHET D Z ENE LT &N, MYHY BREE CREZRS -+ - BREVT 5 LIEnc g
BREPEREND DIC, KEOM/MRE LTEESRD Z ENTRIA TS, kR
FREBNECL VBB END D, EEREENF 2 —7 ) VERE D EREE Kf/IMRE DK
&72%, M/MRGPIIb/I11a OERERBIZML/MEIEHEORR THIZ LiIZR<EbATY
LB, M/MEDEERE SHER CTH D, KT, BH1LHO GPIIb/I11a HEEHRFIZEERBML O
REPEREERM/MRIE & B4 584 - 72, E%ATEEE GPIIb/I11a iXEEROMKE
REFRICEREZREL. REREEREOBD L KB LI LY EXM/MREORE L 25 2 &
PR ENTe, PlE, EREEXRM/MRMER/MREDEORE - RIEA L EBEIZOWT
BHESETWEEEET,
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JyR— g v o YA 7Bl Fanconi B DOBET & BREK

OR#MHILD, RBEE
HRFEFMERBHEN

[#&] Fanconi A (FA) BB ATREEN L EFHFHTE. AMLEHBRLTIEREES
BRI R C FANCA 5 2010 4 FA BIBRS VBY U LA TR b FNCOIZES 14BE VD
EMOBETFHIEESNTVS, FA BEOPIIBEEFOEREFOBEMNEF~OHEBOR
BEEZRICL ) BABESEE L EnRs o— o BEXT 2RB, Thbh (Y A—Ta
v« ¥ A 2 (reversion mosaicism)] BEMONATEY ., U /S BROBRBEHBENIFER TP 2<
BUFHEBERBEENEN, SEY S—Ta v ¥ 2EFA L B3 3EMC ORI L7,

EH]

FEH 1 2 3

R 5 B g:9

BEEEFR B/ B/ B R BLRE/ 48/ E/IR/ BLRE/ 48/ IR/

EEE HLE/BER

RIERHER () 6 6 4

BHEEER () 7 19 | 16

BRERRE BEERTE BEFTA RAEB-1

Jvn" 2R DEB B 2440H (%) 6 43 9

Jun BR FANCD2 #/at° $54k, E% BB E#®

Jun" 2R Mutation 2546delC/ZE R 1) Bet 2546de1C/ —

MR MMC BT ZRAHRE (%) BT BiTEs B3 fibroblast 20%

{HRS FANCD2 #/2t” ¥4 AR RN BT E#6 fibroblast B%

{RH4H Mutation U B& fibroblast B fibroblast
2546de1C/2546de1C IVC-28>1/ 2 3295C<T/2546delC

BrERTOE TAI (3)+CY (40)+ TAI (3) +CY (40) + TBI (4. 5)+CY (40) +
F1u(150) +ATG (5) Flu(150) +ATG (5) F1u (150) +ATG (5)

FAYX L Mixed ¥ X 5 Mixed % A5 Complete ¥ XA 5
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[ZB8] VY —Yay - BFL 2 LT FA TRBEDO Y VA ROBPBEEBELCR 7 J—=
7 CRV\3 FANCD2 & / 2 EXF ALORER AR LN T, AR & OREFMIRORETHDT
REBIZWHZ ENEL ., FAOBKMNEETH S, DEBIZL 3 Y v/ BROJEKMEETHRER THiZ
DORVERRMEN 0% UL THEIREIEF A7 LEBBINDN, TOHEIIXRAFABET
iX 30%EL oA biv, BRKBED 10%IZHAWIETHD, U A~V a v 2EULMBRTV
S AALH 2 & OICERERIC LIS CH B, FILEEE DT FA DR IRBRICE LT
i3, BB AT LRITMEENE BEBXLETH S,
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BERARREICRT 20RT v ATROMETE

ORRKRBY, BHHEIT?. B HAY, ABBTY, MR A, PEHER®
Dana 2 HRRE/NER
9 RFR KRR M0
O BUER K iPS MRARBFFCET

INRIAREE MARSELRRIZY V/BRT a AT RS flowFISHETRIZE L, BEKMESRLR
ML, R RETFEHTAREANTLE (DKC) LBMahk 8 FITit, 2flick
VW relative telomere length(RTL) 1X, FEEA—H LIZ@EADRIL ® 5%LTFIZEHEL T
Too TORRICESE, TuATROBER, FENREERERILVEENERESLTSED
R )= FICERTHDPERN L, BBEEERRER N & B & TORERIZEBY
T ELWTEATROBHEPHLNOT, BEFREZXRB I 22728 25, TINF2 BE T
EEBREREINT, ThEY, VT e AT7TROPUERITEBEREBCASEDORS U —
=V TICEREEX LN, EbIT, REBEFERBITCRE UL RIL ARISTFRBEFIZ2Y
3 BM%E 40 BIO/NRBAFRRERMLBIRICOWTRM LE, BUSHEHLARVEED RTL TR
oMb BIBO RTL & B L THBILER L T,

EOI, TRET, REAGREC TR & LTHH & & TE WBC, Ret, P1t, minor PNH clone
L5 DTERRBBNTER IR LIA Y/ SRT AT EORIL OLBHKHENICEE
REFTHo~,

SEIOHFERERP G, VU RT 0 27 RS RENEFREOSISFTRICER CTh A FTEEEMN L
HENK,
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Shwachman-Diamond SE{EFEDJREE

BB — AR
FEMRFRFBRE/ N RBFE

EREEHRSEREI. ML OREFERICL D MRPBEUICEESN R RDHEBHT
H5, BEE RERBEFAEESNTETVWAR, ZALELTLLELRICERHR LD
TiE<, L LADNABE, 7a AT OHERE, UV RY —LDER LWV T EMERICEERES
ERETHOBZVI ERDA>TETNS,

Shwachman-Diamond fEMREE (SDS) ik, HEADWARLE, BHAE, BFREER IR LT HERE
BHRASERETHY BPHEBVAESRE. AEMRERETS Y X7 BENI LBMLNA TS,
2003 £z, 7T HFRAE EIHFEET S SBSHRRBRFTHL I LPRES L, SBISBETFD
a— RTAEEERBEHO AL AEEEF-> TR LT, TORBIIRBATH, LHL, #Kx
RREOY ) LOFENT NG, SBOSEIRABATEERLRFESNTEY  RARBHCEET 2 &N
R ENT, EGITSBDS /v T U be ARIRERIZ/LD T &b, SBDS idAEMMERICL
FAOBATHDLEZLNTWS, EE, SDS BED (D34 Bt B BMAL THL, Fas 2 L7z 7 &
P—Y ABTLHEL TV B Z & HBHE S h, 2 OB nAERMROMIBES IR ORETH B Z
& AR &7z (Dror Y et al.Blood, 2001), %7z, Hela HBRE T siRNA #FV SBDS % / v 7 &
7L Th, MEENTET R Z ENBEEIN TV (Watanabe K at al. Haemaotologica, 2008,
Apoptosis, 2008),

—JC.SBDS BMEDERBREIL Y RY — bERDHEETH D Z L BHB A & 12> TE -, SBDS
Baid, MEAEETES ICEAMEICREL, URY—AD 8BS ¥ Fa=y b, YBRY—bERHP
BIRRIECEE TR VAT 4+ A IV ERHEET D, B TIL. SBDS OHFIREF TH 5 Sdol
ERESEDE, YR/ —LERNEEEND, Sdol T pre-60S VAR Y —sLH T2y bbb
D Tif6 DEHERBREZELHELH Y, TOHERS Y T2y MIMUDO Y RY — LAY T 2=
v P EOBESVEREL 2D, VAR Y — LI LUBRMSEE(L &N D, BT Diamond-Blackfan
&N OPOBHALORRBEFN) RY —AERICHEET B L RbhoTETRY,
YR Y — SERBREBOL OPOFHARICHBETHHRETH 5 TTEESTBRIN TS,

iz b SBDS %, FHEERDOEEME. A P UVARKS., FHREE L Vo Ra REEEZ O

EBBEINTWVWAMN, 4% IDL ) MR LEKERL OBEDCRFARMEEIND,
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Y5 I TERAOKRRDIICHNT CORAKD PAEERMERD 578 - FEE
(V7 Fri) OB

OXRKEE 29, hREX Y, JL)IEL D
VERETERIEE VY —BEMDRET
IEIRBEERE ¥ —HIRETA E R IRHT R
IRASAHF—T v 7

B FEITHAET/ OV o Eid f REFOERYER LTI REEEMERNTH D, B
ATIEAA YR OERF+ VT H v FAVCH LT, BROBETETEIT > TOB 2, kiR
ERMERB L V272 A7 OBWBBENRFEICE > TR EMREERS TV,

BERPIIIBREICHR R AR RN (NRBC) NEET SM, NRBC L iR#E - MBEL T OBETF
EOWTAIETC MEY R DORVIHIBMLRY I T OREBEHETRL 25, £OTED,
ENA TR ED TV DA%, FACS R MACS 2 & A4REHETIX., BEFEIFC+aREL
B D NRBC 2B 5TV,

Fait, VI FUERRV NRBC SEEEORMNMZBERLTWS, V7 F X, MlaREL
DEHRBRBOSERFALELO T BELBROCBRT I I VNI ETCHB VI FrO—
& SBA (soybean agglutinin) Z/F L T, SR RABOSVHRLEHESTE S FH Ta—T 1V
TENTERTA RHTALICERROIABFESRIFETH D, TRET, XLV RBIZLHTHE
B2 HIRTIZ X Y NRBC OREEMITONTWER, EEREEFT VAT LI X 5558 aY72 NRBC BIE % B
e Lot - AEEORELEITo .,

BREZER U IEROBERMM 7ol 6, VI FUBILEV AT A FH 7 R LISl E o8
Lz, MAEREREIZL Y., FBRE~T Y o € HikBtkdo DAPI B4R % NRBC EHi & L
oo SRR OMIIIH LT Y R EBRN T 0 —T %2 Az FISH 217V, REGEER» 6
TR L, TOZEhs, BARERELTAVWELEICLY, NRBC 2FEETESI L
PRBENT, A%, ZOFEFZAVT BRRY F I 7TREFRHOISA~ORAZEBLE,

—_11—
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EREAFTHEFPEREAIE (Severe congenital neutropenia, SCN)

OPRTE, PMHKER
IEBRFERERERRFRESTARVNEANFE

SCN tX. SLYEHI B> © OB HAF P ERM D GRIE MLEFPEREK 200/ LAT) | BERPE DR A,
EHEAIRAEBEOBER, MBHRTORBEE 2B L 75, BRKTIX Severe Chronic
Neutropenia International Registry MEBFRIRBEEZIT- TRV, FRABOREHEL 1~
2/100 FEHEEEIN TV, AEBRRA—KBHAZ2ETIRELREBHTHY . H60% THREA
EEEREY 2T ELA2 OERM, 9 20% T Kostmann JEMREE & L Tabh 3B Rakyit®
BE2ETA HAXI OBRBBEINTVWS, TOM FASP OERERERCHERBICEETS
GEPCIMDERZ L BBEES TV AN, FERHOEFLHEET S, ThHDERITXY, HFF
R 2 23 BFICOWTIRRATH B8 B HRBRBRICKIT 57 R b— Y ADOMESHEE
EhTW3, YPCREFORNYEREULRR 33 TROBITTIX, F42 OERN 24 FF

(713%) 2. HAXI DERA4ER (12%) KB bh, #AXERFTE, FEEREEE,
TADALEOFRERFE OSHE RN Th ok, BENESREIZ 2D 5 TRRERITEZ
B—ELTRY., £4EH X v SERE. REBYR-CHBES2 L 2RVET, FKAR 6GCSF
BEIZLY 90%L EOES CHPREMABD b, BRTFHEITEL R-oTS, LirL
G-CSF BRI 5L 0| #20% (BMARLE LT 38T 40%) OES THBERBRERE.
AHETHELMR~OBITIRO LN, BEBREL L bAEGTRIIERZELA TS, H—
ORIBFHBITELRHERBHETHY ., T & LTENRRBERFICH L TRESh TSR, B
BEEHE, BR2VICEVIBERBIRTR TH D, Uk CIiisRBERHERIC L 2B
ME% B EMEBEEITOREBEE 5 #IC reduced intensity regimen T X 2B #BME %
EHL. 4B CRELERFED TS, 4%, FRBOFEEYN. BRI FF A Y OERD
feiz, FITBIT HEFAOHEBERHEITLTVS,

—_13—
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Ataxia Telangiectasia & #Bfa4{k. REE{LOBSE

OfAIER, BEMEE, EBEM. KBER
R ERERRERFRBEERES

ERUEBEAL2OZL OBEEREFRALMIEN TV BT DNA BIEREE#IC 15
BEFOERENBES RHENTE T35, 20 DNABEREHMEIZ 10 b 5 B{EF 11 DNA D IEHE
FRBEESCHRERZZ M LTI BHEIZES by &7/ u 7Y 2o T IS A S
BFOBFERICEERRE 2B TS, BHMEIRME/NMKTFIE Ataxia Telangiectasia

(A-T) (Z/hBMSERR. BMLEIGR, REFLEEHE L, 20-30% I BEEEL* 86T 5, £
BEEPTHEERERZRTIETHROLNATVS, AMITKRAT 7 FIONAL )3 h—N3 FF—F
(PI3K) RAA Y &FFDZ /NI ETINABEICL VESLINEZVRIEFF—E L LTHE.
THRIZALE 2 p53 R°BRCAL 2 &% U /EML L. DNA SBBISEEE O L CHh LR RS 28
BREVAIETHDZIEBRHON TS, LM LEZOBIEEIRISEIC LA, #eR2BRORAESY
b, EEMHERFICEELRREEE - TWABZ LA HRIENE, TNETORENS AT 25k
fangf. BEE MBI EELRREEE> TV A LBHALM Lo TE L,

BB AEGERE MDS) X7 & b— 3 R X 3 EME NS L 4 2E BT 40-50%4% @ f155

(overt leukemia; OL) IZBATT A &b, HIRBECHSABRKE L LB BHTWS, MDS
28175 DNA BEREOREFALHITEENT, SEEARLEALEVTRN L2, DNA
RESECEETHF R ERMS OFHTERLLTVWE I ERALME 2ok, $—%
DFEFIT MDS 55 OL ~BAT LI BME T AW BEFARDOT LADORENEY . X 5IZ p53 2%
BLTWBIEBHALNER>Tz, THHERNS VDS MRS OL ~EBT BI04 7 v DNA 1845
JEEBEIC D10 ATH & p53 DHSREMAIE X BB LI Z LB LA L 721 . MDS T DNA S
BB OTEMILD cancer barrier & LTHEREL  AMRILEAMAITVAZ L BEALME ot

ELY VR OZEICBNTHRER, S T HIREAE o GEMEORIEA S D4 D8 Double
Positive MIDBPE COLAMERT 5 Z L BB TV 223, THIAID CD4 CD8 Double Negative
RO DN 3 MICI VT T MR 6 $IFMIMICEEN SV . MRSEIMERT A L2

W& ipole, ZORYTOMBSLOBESE T MBI B m7RIE 12 BHE LTV 3 FTEEt A0Rm X
e,
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SERVEFRZFERS (Diamond Blackfan BIfL) DRI RAIBWHIEDORESLIZBEIT AHFE

OFEEE . BHBARY, Lk 1Y NEBBZY MR B, REE—°, ZRKE".
"o oo, A% RO, EEF (-
DOIFLRIREFENER, VB EBRRENER, VHARRNRR, QRMAENER,
PRORERENKENERN, VELBRRERRR., YRR FERNEREES

Diamond-Blackfan &1 (DBA) X, FLIBHAICRET AHALERERERETHS, H40%
D BERHEDEREELEHT D, BEOWERIZLY, BK TINS5 0% DBA B2 VR
Y—=hB Ry (RP) BETFOEENBDLND I ERHALNIR T, BITERIICRES
RPSIGERFIIM 2 5 % DEFITCERSBRESI N T D, LL, X2 EL7 V7 O DBA B
D RP BEFEROEEIFTATH S, BAIL, A CTHRIEL6 84]0 DBA BEH (6 461DFH
SRE) ORMMAG DNA 2l U, DBA TREFERBB|EIN TS 8 BIET (RPSII, RPSIO,
RPS17, RPS24, RPS26, RPL5, RPL1I, RPL352) & Sq-REBBEORERETF L L TREREShE
RPSI4 % fEAT U, BB TR, SATRZEEFROBEEZALOAREB T, AAHLIVIXFHE
BOREOLEB L., TOMR, APSIIBEFERENL OFl BFRR) TRHEHh, ¥ORO
BORFLWEETFER Th o7, RPLSERIT6H (65K, RPLII BRI BFER) T
BRHE ST, RPS10, RPSI7 & RPSZEERIT. TN 14 (1 %) KR bfz, RPSI9, RPLS,
RPLII DB TFEROBEEE. TP 12.5%, 9.3%BL V4. % Th-7-, LirL, @HD—
IV AR CRAT VARKIIBRETE WD, ERBPCRIEX B VA7 LR LR HE
PHREL. REBEFHATHTHD 1 TEF TR 2T, TOER., A7 VILREIR RPSI9
& RPSI17V4 201, RPLS RPL35a 24 141, Bt 35.3%IC8B 7=, BIKIBNZ LT, RPLEEES
LOBFRLTHLLEEHBREELEH L. TORO2HIE, nBEREZEHL TV, ZTOKRE
D, FZRPLE IIRIROREICHMORP LV EELRBZ R L TVB I ERRBE S, &
{2331 %5 DBA DFEIRE 6 46 2 641 (40.6%) W RP BEFOEREZRD, BRKICHL TEH
HIZBIT 3 RPEEFOERFEITEL ., 60%DEF CIARBEEFSRATHS, DBA DFHKE
DBFOT-DHICE., FHERRETFORASLETHS,

— 1T -
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A= 331 BCongenital dyserythropoietic anemia(CDA) DE{ERIETF OB

OLBH/MET", HRHHRY, & HBAY, IBE B, R8T, Hras=
FAMED, HE B0, 28 £
Y R e o
Nk N E RN ER
IHRERKENER

Uiz

CDA 13, ERMITHRORBAMLICHREFESKH Y. BEORSHA R, WHEns L TRk
~NErOe h— Y AERESIBRERBETCH S, 1966 I Crookston 231D TR"B L, 1968 4RI
Heimpel & Wendt NI bOEBRSLY [ H»6 11 B 3 HEICSE L=, BIIXEIRELEL
IUFHICBT ARIFR[EROMERE, EFHMEFRR, LHEFRR. BREKEICX V&N
TE A, EEEERET L LT, TETH 19 B564 o CDANL 23, 11 RO Tk 20 FRaH
L OSEC2BBRE S NI, ENRRETH B I BOBFEREFRIFRE SH TRV, R TIL,
2006 ED/PNRMBESIC L HL2E7 V7 — MREIZBWT RZAMER S, I-IITRO$~T
OBRIBHZH NN, BEFREZTORIEMIRP -7, 2009 £i2{Thh iz (DA O REB
BEORMICBT2HRBICL32E 7 7 — MEETOARWVEFIX16HTHo 2, SR R4
AR THHT, OOA BIEEEFOERMBITZITo 1,

&
CDA BEEb 2 HMBE 9 Fl% R5RIC CDANL, SEC23B BEFIZOVWTEROEFT LT, 7
BRI Y © /%3R5 DNA 2Rl L. 22— FRRIBEROEEEFIZRE LT,

R

MERNR AL 4 B, &5 BT, /NRIARERS 8 #1(0~13 3%) T, MAHIAS 1 5] (48 RBi)
ThHote, I BB/ B FIH 3 5, 11 BIET/ &V EIAS 5 5, R 1 B Tdh o7, 9%, CDANL
BETFEEP . SEC23B BRFERMAEZ TN TN 1 FIR DT, CDANL BT AFEIER T, exon26
D missense 2 £ (c. 3503 COT (p. Proll29Leu)) Tdh -7, SEC23B EEMIIBIBEMITIT I BIA
BHONTWHA RIS T, exonl8 O missense Z& (c. 2122 AXG (p. I1e708Val) ) T -
. G, DA BVVESI TRIEFRITEITVEHERET S L & biz, ERZEMHL T, 8D
DA BE BT 3BEFERIZODVTHLMNITILERD B,

—19 —
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SRR R EE

BHHE—
BBRFRERNRESE

S REBTRI A RIS EMET Y >33k (CTL) < NK MRROBSIKHOR I X
DEEXELBERFRZ2ETIUDHREROEROBHETHY | FRMEMERARKEY > 8
BRIE (FHL). Chediak-Higashi fE{EEE. Griscelli JE{E®. Hermansky-Pudlak JE{EEE/R &
BEEND,

FHL iXZH % C PRF1, UNC13D, STX1l, STXBP2 & 4 ENHEETREMBEESIHL TV,
H A CiE PRF1, UNC13D iZ &% FHL2, FHL3 28 80%LA L% STk Y STXBP2 2L 5 FHLS
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