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#1. 2006~ 201 3472 W B i 5118

Diagnosis / Year 2006 2007 2008 2009 2010 2011 2012 2013

Hospitals 184/ 204/ 212/ 2137 216/ 216/ 219/ 212/

(registered/member) 223 231 235 236 239 239 242 230

(%) 83% 88% 90% 90% 90.3% | 90.4% | 90.5% 92%

Idiopathic AA 58 62 68 68 55 62 49 49

Hepatitis AA 5 8 11 13 5 11 1

AA/PNH 2 1 1 0 1 0 0 0

Fanconi anemia 5 4 6 4 2 6 4

Diamond-Blackfan anemia 9 6 9 10 6 9 6 7

Idiopathic PRCA 1 4 5 8 5 7 6 4

Schwachman-Diamond 0 1 1 0 0 2 1

syndrome

Cong.Dyserythropoietic No No 1 0 0 1 0 0

anemia data data

Sideroblastic anemia No No 2 1 1 0 1 0
data data

Svere Cong. Neutropenia 2 1 0

Cyclic Neutropenia 1 3

Dyskeratosis congenita 1 0 1

Cong. Spherocytosis No 54 49 26 32
data

Cong. Elliptocytosis No 2 1 1 2
data

G6PD deficiensy No 5 5 3 1
data

PK deficiency No . 0 0 0 0
data

Other erythrocyte enzyme No 2 0 0 0

def. data

Sickel cell disease No 1 1 0 0
data

Unstable hemogrobinopathy No . 1 0 0 0
data

Thalasemia No . 18 16 11 8
data

Other hemogrobinopathy No 0 0 0 1
data




1. (1)-3 H&XR#FRFEHRSE (Diamond-Blackfan &) DOEEESE
FeRMEAREIRE (Diamond-Blackfan &) DEEESE (AL 26 FEIER)

#®E B CEMRIEZ LB L LR

ROREAE WMAERFETZR, AT oA FUSNOEYREEZLEL TS
FFEE 2T uA REFHE

B JE EHH 2R BRI 2 L EE T 5

HEl EYREELIT. AT oA ROy 7o xRY L P EEt,

H2 ATuA FMREMHELIEZ, ~E/ e B BE 8.0 ~10.0 g/dL ##FFT2DIZAT A KOERH S
W RSB ME RS LT 5,

HS  EHIR L RMEREM &1, ~E 7 o B RE 8.0 g/dL ZHRFT 5 0IC 2~8 BEEORIM N LERE
aLT5,

k SRBREE 72 C OB IMIGEICHE D Bas A OHEIXER <,

* DBADJEE L L TORFEBEICHE S B S HETRR <,

2. (4)-3 Congenital dyserythropoietic anemia ¢ EfE B 533

Congenital dyserythropoietic anemia O EREE /7 (R 26 FEEVER)

# FRILERERIL A2 52 1) 7= = & A2
Hh S AE RIMEREG M 252172 2 L i3 528, BIEITZ T Tunan
B OJE EHR 2R EREM 2 L E L 45

H1 EHORRMEREIM & X, ~ TS o VU BE 8.0 g/dL AHEEFT A DIC 2~8 BE ORI AN ML E /2
LT 5,
k SHBREVE 72 E OB MG IZHE D RS FHEIXER <,



3.(6)-1 Shwachman-Diamond JEEEE (SDS) Ok s

Shwachman-Diamond JEFERE (SDS) DML (SEpk 26 4B VERR)

1. BEERRATR & Uik, 4FhEkA ik & Uz ek 18P TR, 3EEARRZR
2. BRET®EWRO, LTFO—2LL Eauil-4,
1) Hoxhd 1500/mL i O AF FRER I (FER D & 5 U 318
2) MERPEAMSTIC & Akl (i, i b
3. BN SWAEEED, LLTFO—2L EaiiT-d,
1) WS WAl SRR
SEERIM T Y 7 ) — 2 R
ARSSY A & ll i
3EELL BT T X T — B R
2) M (EEN. CT, MRD CT/NRG D5 W IIE O W LR 5,
3) AR OB (72 FEREILEE)
4.  BEAFWAEEBHA RO & e D kB A2 a4 5, *Y
5. LUFOFT RS A3 fe =MD HE 5,
1) —SEBUCAIEMERE & 2 S V= F RNV 5,
2) B
3) 1TEhERE
4) FEEBIEFE & i U7 MCV @l (7272 LIS M0 R RIS L Ao FIRIC X H720)
5) ~ES/ vy FEfE
6) BRiRA CHME, FEREEOERE, RafERED S bL—2L RIZiEN T 5,
7) SBDS#ARTIRAT TV MZRBO D,
6. BWHCEELTIE. 1., 2BXO3I2L > TAIEZE .,
S HICHEFELR D ET D,

M bt 3 ATKET 2 E)
PLLERBE D A7 < &b 3 4 ARG T 2 &)

&> TIDORB ARSI L, b X > TRl %

HE 1 AWML FRARENAHILD Pearson JEBERES Fanconi & iflL7e & O OISR IEF BT 2AE
fEdE, FERBRHEIE & W o T2 EA D WA 2D JRIR & 70 Do R B A R W1 5,

4.(6)-3 Shwachman-Diamond JEBHE D EEE 4 IE
BEIEESE (FRR 26 FEEERD
SDS CIIBESN WAL L ATERITER N LR B I NET A2 ENEL, A TRICELEET A0
1. BEERAORRE L EMAEVEEGRE - AFE~OBITTHH, BRALOEEE IOV, BAERR
@ﬁm@érﬁAﬁ(ﬁ) @Ué Fo. BHMERARERERE» O BIRICBITT 5L, ERICTFHRART
HHD, AMEZRIELZHE, RLEETHD LT 5D,

®. BAETRBRMEEDOEERESH

B EAE HIE R HENE H S E B
FIE TH 0 | IFHFER<500/uL B HER < 1000/pL FFHER < 1000/nL
ook <
200/l
/MR <2 B /uL /MR <5 FHipl /R <5 Tl
MBARIMER < 2 J5/uL HEARIMER <6 FH/uL BRI <6 F/uL
E2oU bR L, | B2 oLl EEm L, | EEE2 oLl EERAEL, | HEE~
BEIE TRV TE HA B 7 gy ofn 0 B BEME, BEETRWV RERET
VAQTA




5. (71 SERMELFPERBAME ORI ETE

SERMGPERBAIEDOBYEEE (FK 26 FEMER)

1.

BRRFTR L LTId, BREMEEZRED D, EREMNOREEMEL KE L, BE - BElE R,

2. AEHBHINLFPEERE (ANC) OB (500/mL LLF) 238 LT\ 50y, ANC D23 3 238
UEBEIND, §<iANc#mmeuTT&D BB, IFEREREEINRBD bEND Z E08H D,
=L, BEMEOEAIZIE 3 B THFERA (ANC 200/mL LLF) & HEEKENR AR5,

3. %¢%ﬁ9ﬁ%%tb%5@@r$% TET&E B, BV

4. UUTOFFRNBIVIHEEENET,

1) FZREZET 5,

2) EHEBIT. BTEBEERD 5 WVITE IR COMBBEENE D b5, SEICEERERR M ER R T,
FRIFHAR, EEERRICITRE ZRD R0,

3)%fﬁﬂ$&ﬁ@ﬁua%m5ﬁﬁ%fﬁ%ﬁfé(ﬁ%)

5. ML TII. 1 BLO2I ko THRERMFPEREADIEL R, iofm@ﬁ$%%%b 412 &

%%%é%uﬁﬁﬁ%®&fé

E1

@) FE& UTHEOTLEC LSO ik RFEEREMEL PERBE, B CREMEG PERBUDE, FHEETT

e

() F& LTEEETICED O  FBAE I BARES, ©F I UBl2 ERRZ, BATREEEAR, Al

. BRRERERE. BOBMESRE

Gil) EADET EEOTUEN & HIZEAEL TWE b0« EEMYER &
(v) DO EREFEER2IE : Shwachman-Diamond fEGERE, SRR RIER Y



BlE ERMFTREVEONE

%8 EEMR BEEE 2HFR REFA ZERET MES

(a) BEEKEAPREOE LY (SO0) (LABER) HoH FHaRN IS/ B ) HAE 202700

(b) SN2 (GFTIIRIE) ek FHARN B/TY v i) ) GFII 813107

(c) SON3 (Kostmannds) IS FHARN Bk - BEEMEE, DS/B0F R il 610738
- BRI, El, B EXEOER UREERS, NEH X

(d) SCN& (GOPC3RAESE) sk, BiEEaR B R (8 - MHOBRIE iR GEPC3 612541

o) 506 o, e PRI TV wen amser vRR om0 35
e . BEEmLL. #l. B EERLE ABTVF-VA, BEGD

BRI gk, BR-~/n77-y iy £ FEk iR G8PTI 232020

R 7 ek o febak G d hoansk LMOBRELS A FLAVE 162800

A BT e N RV E5H) el g s
O T §Avy07 ) i, (STBREE

P14/LAMTORY R HRAE FEE, ) VAR AT VEERR BAREAH ERET HABTE NERE R ROBLD3/LANTOR? 610389

BarthiE (R fehER TR DRRE, RE, REE iL tafazzin (T42) 302060

CohenfE R sk FHARM BEE, REBL BRER R CORT 216550

FHRED 21 ) ST RN e FHARAM BFWEHE, ARRED, 1S iR CI60RF57 613276

CSPIRZA & fRk (FREDHEE) FHRERORREE R L 6-CSFICR L iR (SF3R

JANIZER ik FHARM FRAEE (BHR) , EFPAEE R JoN1




6. (N1 SFeRMMFERBED BEE S
SE R PERBDIE DO BEIEEE T (AL 26 FEER)

B ENOPTEE  REREE. WEERE. oWk, U UoNER,
WAL/ EER. ILFEERE, SR

B E . AR, ATRREE. MRAREE. HUME.
DP?HZ?EF#X%\FE GefiE (kb@“éﬁﬁﬁ)

* BRI (ANC) ORE SI3BMRZR < BRYMEDSE & £ OBENEE )S SERIELF T BRI AE O BRE
Lirn,

*ABVEAF PRV BRI B BRI AUE R/ SR B B IR ~OBIT - ERIIREESIHETH Y | EMLE
HMfARERN AL 25,

* ANK, HAR/HERIT, BERRMEL LTHALND Z EHBE,

7.(8)-1  FERHEM/ARIBA IE DB
SR M/NRBAMNE DBBTERE (YRR 26 FEIER)

1. BRRFTR & LT, HILERZR S 5, HMERIIAKRB MO EoOMBEHOAETH Y | @5 N
HIMIEERH 720,
2. ABEEANG M/MEE OB (10 F/mL LLF) BRET 5, 7272 L, 10~14 F/mL & f/MRED A3 EREE
DT EHHB,
M/ R 2k LG AhOEBREHTETE 5, &Y
4. AT O RN HIVEHEEMENEET,
1) RiEREEHT 5,
2) BERBRRENLZBECRENREZET 5 (BIR),
3) ERMM/AEFRECALNDBEFERLEFET S (BIF),
5. $ c L TE, 1 BER 21T K o THEREMARBAMNEZ 8\, 3IZL > THOERZRIA L, 412X
m%éakﬁ%&%mkﬁé

w

E1)

Q) FE LU THEOTLEIZL Db O « FRMENL/ OB EERBERITP), SLE BLOZF0EBERER, LY v
REEPUAEERE, DIC, WERBEREGERE (HUS) | Mt/ MR E (TTP) | MERE ARG,
HIV Y9, Kasabach-Merritt/EFERER &

() FELTEEARTICLDLO  HAEIIMHREES, BERBME N, AR, BHEAEGRE.
OB HEER L V

Gii) EEDET EHEOTTENE LICHEE L TWA b0 BIERYER Y

Gv) O REEFEALAE : Fanconi &1, Shwachman-Diamond JEERE. £ RMEMALREREL E



Bl R MRBVEO RS

%Tg% A_ER i BERA BEFA  ERBET MBS
J|N e .
Wiskott-AldrichiE feB fET2, §% BOENASPET EEE S 301000
i S-EEMI/NRRIE BER2EEDRD BHFHASPET LEEE RS 313900
EE XD
FLEKENREELMEOE () SHALR~BIT MM o BB BB AR 188000
AHENNALREL ) TR LMIEOE AHEREALF~BT MR Ay IBEEER FREEEE AN 601399
ERHEEEHHM D MUEE EYHED, FRAREGT WPLEE TR BREERLE 604498
BEREEM) LMUBDE BEXE, HECHLMEERL BERE BIREEOHE ARG 274000
BEREERALH) MR E BEREEA BEREEL FREEEN Ul 605432
) Fh7u-5CREE (THY) B/ MO T R -2 (VSRR EREEESR (S 612004
KA
IHIREIE AL, 75— MER ORI VVINERREERE, BX 8B ARE  FLAEEE 4
Hay-HegglinE & WL BMBHAL, TVR- MERABIERE 155100
SebastianfE R REBR M ALK, 7R MERARIIEEE 605240
FechtneriE B BERAMBEALK 7TVR- MERE A 153640
EpsteinfE el THBRELFHAL, TV MERE AR 153650
Bernard-Soul ierfE G E i R YAMEFVBERD, MG IER R Bk lEt (PIBL PIBRGP9 231200
DiGeorgefE IRt/ N E LA M ERE BIRRBRERT, 40 V0 ALE, EREFEY FISHCL 22010 2%% BIAEGE 2011 2% (GPIBB) 188400/192430
GPIIb/ITIa B BELNER MMRGPTID/ T RBET, EMEROIL/ 1l EREREN 4B 1T 187800
ATV BRE WMNRR/RE, ACTN R8T BB AV 615103
YA MeF/BETE, von NillebrandBFER TN T
9B%von Willebrand =R, WMREER EREREE F 613554
R MIERE A ~B 1T WMEFEREER Bk JBEL2 139090
- R - B REMLMEEHED BB RO 1RSI VPSS9 208085
GFIIBREIE REMNG, BLEE) ZEibHD GFLIBRE T HIEEEE PR 187900
TIBpI B %1 EYHIREERHAL /M B 1-tubulinB e BREEEE TR 813112
Paris-Trousseau/ JacobsenfEEEE ERIUMT o B¥, FISHIC LB 11023% % BREEREE [1O3RE A 188025/147791
FESHEE KM MR FOFENEE (F7v17HED) VEEE G 300367/314040
AMERE HERREAHRAE f/hfiLanin AR CEEE AN 300049
Y b AT a- VI BEE BifEL EnRnE DEEERE FRBEIE B005 48058 21050




8.(8)-3  ERM:M/IMRIBAMNE D EREE ST

HIEESE (FAk 26 FEMER)

2 JE /% 5 5 /mL 2Lk
SORERE /% 2 5/mL LA E 5 5/ml &
FHEEE f/ME#E 2 5 /mL R

# E Mf/REL 1 75 /mL R

k7272 L. HIUERIZI/AMEED ORE L1460 —FE T, BRICL > TUII/MEEDIETREREE D
ANZEETCHEELRHIEREZETAZEND S,






BEFBFEEERMNE EMMRBEBORIIEEE EHAMPREBBORITEERE) )
SraptEEmE &

FRMWBEHRNEIEDBRGR L AT LOBEL DM A N5 A DIERIZET 545

BEEGFREE M OBRIKT — 5 - BTN

s HEE

SRR (RALRERFGREERPIER MR 7% #id%)

MEES : EEMESSFEREEIIZI 2y FY 7B 28%0RB#ICEL 2B ETOER
FRFICEVRET2EREORMLTHY | BREICKBIT 2RREFROHB L FFH L T 5,
M ORBCTHHIECHESFRERMOBRT — % OITCEETERIZOV T, BiLK
ERPEE LTI LT 5, BHARERNRERESIFREG ML, REKIZIS T H~L
EBRRBEDOYIHRESZ THLIRMEA 5-7 I ) L7 VERAREESE (ALAS2) DERIZL V%
FET D X ESMEEREEMER M (XLSA) THHH., BHOBEETIZERENTRD LNRVE
BILEBFEE L, FOREBFITHOICEH STV, SR, FH-iz 2 floBEmME
IFERMEE MR Z2 RH L. B8 - @217 -7,

A. BIZERE

SRIFERME M (sideroblastic anemia) X E#EIZER
WRERFER S HB T 5 2 & 25 & T A A& C
BV EEIESFERIER ML & % RMESESFERERE M O 2
DIIREL GEEIND, ERMEGFFHRMEZMIZI H
2y P T7ERT HHEONFCED 5Bz FDLER
FRFICRXVBETIMLRETHDLD, £OK
B, WEBIZOWTEIRATH D, AR TIE, A
BT 2 EEESIFREE L ORE, BETREEE
B ONZ L, SRFEREEMOZM AT A FT A4 2
SNERHZEEENET D,

B. BFEGE

AR B TREE EEESIFRER M ODH
YL IRERIEDORESL] ENOEERETo V15D e
EFE CRHINRERF - RRIZOWTBEAM O
MR ML ORREREFORRBTZITH, BEMOE
BFEBEBBD DN VWFERICOWTHE, TP/
RGBS MR B O R 72 R 208 R V2 I - 1A
EORBIZET 2% BICB VTR —7 =
VLR BET T Y VBB A WVIEERS ) NMENT
T, ZORITICBWTE#SERFHRHE I
BEIT, KB TEOBEMRIT 21T O,

(fwERE~DELE)

AL TR OV TR B OmEZE RO
BB, FRECEEAND LIFREE~D
B - BRGNSl BT, BIEFRITE1T
Do

C. HHaFBE

REED—F B OFBIEFNT 2012 FEFTh DL
R, FERER L, £% 3 » AEHX W RMLEROBFED
HOETEFLTRBY, ROEREMARFIRETH -
2o ALPRARFEIIR DT, INE TORBEN
5. OFAFREMHEMITMERFEENSEEH., O
Z+ X7 - Diamond-Blackfan &1t & ER. OB
MmArREL, ORAEKREIZEFZER, Tholz,
IO, KEMBRENS/NEREREL, 72U FUE
B, BHREIC TRREZFERLBO TV ED, #
FFERMEE M OB E B B CARFAEMEICEHE I N,
BAE, AAKROHEE O KM Mg iia 2 Ao gis 1
ERBEHTH TH D,

ZHIEE 2014 EAEFNOBIR, FHEERL,
ABRIVPMKEDHY | BHREZ{To72E 25,
RIFHRFOBIRFRIFRLR 68% 2RO 1-0,
Pearson £&V & U CARREMRRICEG E ho72, &
SR R CIIBERER - PRRRAVEIRE L, RADOFRM



MM & T fifdT O 55, 762F Pearson SEMERE
TEWEDOH DO I h= F YT DNA KIEZR
W7z 728 (GeneBank Accession No. NC_012920 &
Position: 8483-13459 |25 &t 4977bp D /KIH) .
Pearson SEMEREIZAE D $RAFEkMEE A2 5 2 /-, BITE,
R B OF G S oo TR R Th 5,

D. &%

AFRNZ ISV 2 BRFER MR i 1 B9 5 2 [E A Ok
B BRI E G E 19 s S, 9
B 79%E ALAS2 ORI 238 —J7, AT
SLC25A38 AR T8 8 is EREM OB SRR EE
MmO KR T IEB D B hr-> 72 (Ohba et al.
Ann Hematol 2013), it > C. B aMESIFEERM:E I
DJFERE G T ATESE « HIEEN & 5 AT HEME A3 R
BT, L UL2Rd b, FEGIED D 720 < E 2R
FE LTV, 6 H OIEFNI ARG 72 <L
MERED %788 . Pearson JEMEEEDOZWIZE T,
BRI ER ML, £ OFRRBET OWMIED S
BRPED D XLSA LISMIsh/ D Ve I v B i LA b
1 - 7 - oy S tholdias (O RE 2380 556
NEL, Flo, BMBRBVEETHD Z ENE N
W, ERICEEHESFREEAL ChoTzb DD, 2
W A3 DN TUN R UME B 23 25 < FFTES D R REME & RIE
THEMENRDD, TODIZiE, NNERE & O

DEETHI EEZ BN,
E. &%

AE H T e B TSR ER MR MIES 2 R L7,
ERERFBEDEFICHOWVTIL., FHLERBELETFOMR
WEED TN D,
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BAEZBRFMEE S EHEITREEBORIEEE ERIMRBBRMEEE) )

SRR EE

FERMEEHABIEDRIRY AT LOWBELZE T A KT A OIERIZBET 585

77 v Aa=HMORRT — & fF#T - BIZFEW - BRIA T A > DIER

Broesing  RIBE CRBKFEFMERDIRTE R AR

HEHIR )

LD LBRRENT,

BFZ2EE : Fanconi &l (FA) X DNA 5 KB4 EA2IC, HEx DEKRER & /N EI%SE
DEER2RAMALE B8 L 4 5 MENIEBR ThH 5, DNA BBAIRINC & 2 Y ks m
% L EBRRE 2 S DERERE L OSBRSS R AT ¥ — Of REIEEIC
BIFDFABRTFOT ) Ly —r A8, BERFIZBIT 5E 82 Hlo BAN FAIZ
DEBE LT, FIFICAARAN FABEE 78 A ALDH2 (7& NT/AF v ROLSEEER) &
ETRAT S HFATITV, BBIRAIT AARE, GARE. GG EOMEICRE BEL, B AA R
AR X BIEA MR LR E AR L, 33 filo MDS,/ [ ififk FA OBHE
BRSOV TN L. RISHER M OB CBAE 21T 21E, BATRUE N & REORENE

A. BB

Fanconi &1l (FA) ZREAREZEELEL DY
EEE L/NEMICRET 2 FRTE, Bl{bom3E
DAEFRETOHDBEHEEHIDETH S,
RIERIZ—#Cla2< | RRECFHHETIT 16 &
WO ZEDOBBEFHRESNTND, BAAD FA
BLETFEHOEFBITEITV., BHRSE. BHEFR
FIEERE - AR & OEMaREECERE S A D
RIBIZEDSEZDENA RT7 4 U OIEREAT S,

B. #WFRGE

FAYIM Y >3k~ DNA ZHERIRINC & 5 4efa
RfEHRE L, BARACEbDEHEEICKRHEIND
FANCA @ Multiplex Ligation-depehdent Probe
Amplification (MLPA) Z0fF L. EERER & HA
ELTFADAI Y ==V T %{TV SR FABED
KRV GRIEMY 38k, BB L O ER
HESFMAG, BREMIRD) IO RBHREFELITH ., AR
RERB BRI o 7 — & BRI E I THRAT
N7 FA&GTE ALDH2(72 N 7Tk RD4y
fREER) DBREFERZEDE TR L,

(fERE ~DELE)

(e N7 A BB TREATIFZCICEE T 5 M ERFE 6t
& TERRRMFZEICBE T 2 fMmBRigst) ZJESFL, 47
F =5 Fartr MCESWEMENIC LRI
HEYRMEHEE LTER L, [Trra=g
i & % DEHFEBDORRELEFOBREI L OVRREMRE
FADHIZE] PHEERRE S L TERREN TV A,

C. WE/HR

HERFILBTHRER Y — Rk p=2s Y
— LFRET & N Z T 85T 82 B0 H AR N FA OfiFhT 24T
o7z, FA BIEFDYT ) L —rAL0 . 37 #HlD
FANCA & 20 flo> FANCG &5 T DER A T K
FHE AT v ¥ —OE BEFEEICCRE
L7z, FANCB, FANCD1, FANCE, FANCP ¥
B, BBaEmFhed m Eanieho ER O
DB, 2HINCRNTHHBE T THDREENRH D |
TR CH B,

MLPA EZ AW 63 FEFAOKRETTIX, 38 Fil
FANCA > — 7 AT ABEBIESNL, T0O5HD
26 il ABE MLPABEIZCCR 7T VAE-IE@ T Lv
ORHEMRERETH -7 (68%),



