C. HiliBh4ers
’fg fEJQTfDJf Lun/f‘:;ﬁwl'iéq

W28 72 3 DOIEW D H B 1 DLL EE R L, BIZHEIT T lo 9 b,
123@mfnm% To 1 OLL O R AR L, HIVIEYYEN S E S-5E,
’f %ET }IA‘: &I/II; \u/ Uij 5.
é%_lﬁkMTﬁmL ﬁAm%wyTUyNﬁ%%%mewm@wm
WX DHERILROG N 2 b a— v D 10% A0 ORE,  F 72X P i /s U oo
fkﬁ\f“?’lJ % k% E‘JJ“”(?’ ﬁﬁ?iﬁ]ﬁgﬁlum/f\n/ﬂ]‘ﬁ 5.

G P AREIE WA ISV 2 1R A

IS —ER D V) L NERAY I TCIE R I R D Reversion B, bHWTEY A7 &
B LTWAIERIR, HEAEIS TRIZIIZ LY T MIRNIFIEST S 4], Omenn JEMERE,
B TR 5 GVHD & B 5417 F, JEMBGINGET 5720, FidiEkz
St 1= Etd—]*F“]fLu”&‘ A '“3;1)( TAHZENYEE LV,

Primary Immunodeflclency Database in Japan (PIDJ)

(htip://pidi. reai. riken. ip/) DOEEFAFR 7 #— 2B T D 2 L3 AHE
Thb.

F 7 2 OB ISR EIE DB W EENET 2014 4E0D TUTS ShJ8 RAREDHICE £
HETOELSREREREEZMEEL TBOLT, KRB TEELRWEETHLHE
BPEARERE DM R BRIV 5 Z LI TE 220,

D. 2oty
BIEE A ISR EIE DR Z W R MEA - L, ITOHEB 2RO A58
TL2RG E1ETRAT 21T 9 . :

« SRRY L B MRS AN IE B ~H#400, NK ffa S A8 U < 138

77LL‘

ILERGEG IR OB TR 2RO B8 ITERZW & 0 5. REOOBK
FBEDEE ﬁyC@%ﬁ@Hﬁﬁ&&@SM%b@)/ [ = R

W ELYE

EIEE A IS R EE ORI B Y 2y 7= 4

ﬂﬂme%%ﬁf BERI DR AR D54

ILIRG SBASTIRNT T, RADEBTFEE OHEITIROWNTNNOHE.
-y COFREBLEE.

- TL2 Hili#f% @ STATEb D V) Rk EE

w0

142 H B 1+3 DA, X-SCID L2+ 5.
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PR
7T )T 7 2 —F (ADA) RIESE (adenosine deaminase deficiency)
OMIM &= : 102700

B EE
ADAFEIG (20q13.11) OERIZ LY BIET 5§ Ra KL EEEOEAS CERE
EThD. DABERBIZLYZORETHETT )2y, FAXFLTF )

AN THEREL, €0V UBRLEY dATP 72 ESKIIEEFRIEICE < . &85 03
BB AR B D FEASTRE Td 523, ADA KIBOFEIIRHI R Y v BRIk L
EATHEICHIaE E LCTERT 720, ERERNRERSEL 25,

(Rl 7ik]

BEECIERSIE BER 2R YE
A JEMR - R
1. Btk % R
A, BEVATE T HE
B. FIEMEMA
(Za2—FTRAFR, A AT TA)LA, RS TAILARY)
C. BEIEH D WIXEMEME MEYE
D. BCG JRYwSE
E. &Dftho B Fn RS E
(EREREGE, BIE U A NV ARYE R &)
2. IREHBINFRREZRT.
3. BIRREEDFIERE A R

B. MRAAT A
1. AANERCDI T U o SBREED
(1% 2 » ARH <2000/mm®, 2 75 6 4 H RN <3000/mm’®, 6 » B 7226
1R <2500/mm®, 13%7°5 2 Bl <2000/mn’, 2 736 4 kR
<800/mm’, 4 Ll L <600/mm®)
2. TREC DEME (<100 copies/ugDNA 421f1)
3. PHAIZ LB EEERILESEN = b —/L D 30%KTH
4. BH v~ a7 AidE
5. MfRo 2 kY >Rk D K18
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C. Mg

BACIE RERE MR AL e

AMIZET T2 3 DORERIFIED 5 b 1 DLL EAEE L, BIZEEF & Lo 5 b,
L, 2, 3OWTREET | DL O RZ AR L, HIV EGYEN S E SVC5E,
A TIE R EIE & R 2

S50 AR CIIE L, AN D3 T U o oSEREAY 300/mm” il > PHA
W LD FERILEOS R =2 b v — D 10% R OWE,  F - i s B sl U oo
BRSPS 5 & &, HIEHA 0% N AE & K2 2.

MEEREADIE WRZENZ B 21 R R

IR0 ) 2 RERGY I CIE R I D Reversion B4, & D0 TEFA 7 %
B L TCWAIEFRC, BEREICTIZESIZ L0 T HEAAFAET A 61, Omenn JEMEEE,
B THINGIZ £ 2 GVHD & B9 541178 &, FEMBGINFET D72, LilkEE%
G o To A TP MER A N GR T2 Z &N E L.

Primary Immunodeficiency Database in Japan (PIDJ)

(hitp://pidj. reai. riken. jp/) OBENFE 7 #— L HFIFRT D Z & DN HATTHE
Th5.

F 72 OBARIERSRE OB ELIEL 2014 4E D TUTS SeE AR RIESHICE £
HETCOEEREARARIEEZMEEL CTRBDLT, EECY TUIEL WS THHE
BRERBIEOBM ZRIANT 52 L X TE R0,

D. Wit Iy
WA SR AE & 7o 1L R A e R E ORI R A= L, LU O1y
L<iE2ondnnk g le—oL L &R WA 1L ADARSFRNT 217 5 .

LR TR, BAIIE, NGHAEWT LS A RE S L I3

2 EITHED Y VN ER S L3 a7 ) o

3. I BRI iE

4. g smoytiE, BREOER, HR, Ba#sRlogois

5. B BRI RK.

6. FEEDBINVHERE, (T WAL & OMIREIR.

T IFBRERYE 2 oM IgEIE, B OB MR RARY, M/ IMRBUDEE, iR I,
WERI DEDE (BREBUPRBSINDEE) .

BT CEER D ADAB AR EZ T 7 U VIR O T-5A IXADAKIRIE & 2T
95, VU T—ETEREERDRLS TS, F3%IAMET U/v@DeletionlZ £ 5
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H DT, FMEICIZT VACCHRMEL 2D, T AT 5 A AEE TlInRNAZ
ROGEDRD D .

KpEOBEGTFEE, b LUIAMT UDDeletion AT T A X EF & B>
TS A, RIE M BEALER, BRMEZFMIR 72 & DADABERIEEZ ET 5.

E. Wi

L EERIERENE £ I IS EEE S RIE RN SIE ORI EEZ -7

2. ADABIEFMRNTC, BEMMOEREZE T UV VIZRD 554

3. ADABIETENT T, ROWT DA,
c AT T A ZAREDOGE
s T R ZERUDEREET, M7 U AORRENEDILSSGE
- RAOBETRE OHE

4. R M ERZER S U  I3HRMEZFHINE O ADA BESRIE MRS EH D 2%LL T

1+2 & DU 1+3+4 D5, ADA RIEBJE & 24 5.
BEFRA, BT, E KIBAY ADA RIBJEDSEIY, BEEEIEMEOIKRT & ERRE
LEESDOYTZET 5.

F. EfEESHE
EER  AETRLDEED Y SR &2 S L LR TR S nNs % b %
VR
FEHEA . 1225 10 ORI RRICERIEL AR OB SN 28, 10 26
15%IZFRO 5.
ﬁ%m-ﬁﬁhLﬁﬂ&Oﬁuh_wﬁéﬂéﬁ@ﬁﬂ
oy RARIE - ARIER TIIEERIKT & I ED O RIEL R0 523, MK
%@%@.

STk
1. Shearer WT, Dunn E, Notarangelo LD, Dvorak CC, Puck JM, Logan BR, et al.

Establishing diagnostic criteria for severe combined immunodeficiency disease
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(SCID), leaky SCID, and Omenn syndrome: The Primary Immune Deficiency Treatment
Consortium experience. J Allergy Clin Immunol. 2013 Nov 27;133(4) :1092-8.

2. BESID diagnostic criteria:

http://esid. org/Working-Parties/Registry/Diagnosis—criteria

3. Hirshhorn R: Overview of biochemical abnormalities and molecular
genetics of adenosine deaminase deficiency. Pediatr Res 3 (Suppl): S35-41,

1993
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EBRABARE) : VA4 22y ALY vF (Wiskott-Aldrich) JEMFERE
BB EESE) :  Wiskott-Aldrich syndrome
OMIM #5: 301000

Wiskott-Aldrich syndrome  WIP deficiency

ICD9 4348 279.12 D82.0
ICD10 4348 279.2 D81.9
BRABBEE

A A2y hAIN R FREBERE(Wiskott-Aldrich syndrome: WAS)i, S cdudh: . i/
W, 2% 3 £ e 45 X EEHERERSETHY | FRBLEFIL WASPTH D, M
ISR DA BT AR E LT X #EE MM /MR E (X-linked  thrombocytopenia:
XLD)nd 0, 84 ITP & OERNVETH D,

[ZWiik]
A. BRAIEIR
1. Stk
ZIREGEDOREITEFIZ L0 B2 DOPFBHETH 5,
2. (f/iRE
FERFITR L, mE, FTHMNAZY, NI IMEE D,
3. W%
WIBIL T b E— IR T, BETH D,

B. BREFTR
1. M/MMRED 280 5, PAEIL/MRTH 5258 D3% 0,
2. T M DD & CD3 FUEREIZ T D FUSME T2 b 415,
3. IE/ T Y AMEITIgM KT, IgA L& IgE LR 205,
SRR, FEMEKREEE R & ORFRIOTARELRIZIET T 5,
4. NK IEEIZFR TR T 5,

5. MAMIIZIER & SHD0%, BB LOBEKROEERITET I 565820,
6. WASP, WIP&{oFERE

C. #hBh%E
1. IgA BE, BCOREMHEEMEE, REMEN/ MO PERIERATP) 2 & 0 B B et
REREAHTHZEND D,
2. BV o EAERETLIEMEEE ST A LB D,
3. HURAELMEREER O WAS & LT WASP-Interacting protein( WIP % )R K& s+
ETHFEAEBHRE SN TN D,

D. ZW0EDF (ZTu—Fr— FBR)

RN OB ERT B A2 2 TGRO D ERITD iz, /M E K OV ofth oo i
R, FHEEOFE» OARRENEDLNAHEIT, MRREFHIRE R 0% KR O
HNEiToTeth, WASPRIRTERZWHRT 5, 7a—A F X MU —ikiz L b WASP &H
REBURTFTOBRIHILIER 7V —= 7L LTERATH S, WASP EABERBETNH S
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b DO WASP MR- 2L 4 58D TR O B WIP AT HRSR 2 Bt %,

<WAS/XLT Ol 7 v —Fy — K >
Wiskott-AldrichfERIENEER N A8 E
[«wm@ HREER ORI

BERRR R ARTERT R I it
|

WASPH B FIMET
(Tt ol P AR S L R A2 Y )

d
WASPRUE-F B34
) TG
l l
WASPEURAE wir
OGEIIEWAS/XLT) BT R

WIPSLHTE
(HHBRIEWAS)

E. @i

BRPRAEAR & A iy B 27z L. WASP RHn-FZE 503 8 5555018 WAS & 5V 3 XLT &7
Wrd %, MeERZWIIE, 7n—t A P A MU —IEIZ LD WASP EEHUKT & WASP#&
(R FEREIET 5,

HEESE - BiE
Pk S WASKLT (2R Cid, FREOIELSFENIEB SN T D,
75 24 1 (XLT) M/ s 0> 7
77 A 2 (XLT) 1/ MEIR D A 18E — 18 O #E & BE YRR
77 A 3 (WAS) i/ MEID + Rt OW% and/or SKAEMERYIE
7T A 4 (WAS) i/ MBS D -+ etk OVRI5 -+ 8 1 TR R YRR
72 A 5 (WAS) I/ MY + 558k 0% and/or IEVERGYLIE
+H CAERER S D\ OITENEEE O A OF

BWR OB L U CiE, AR RGME, HILER ., B R OEFHECE T 5T L in
W7o, MIaHEsE L O REELSMEBENLETH D,
3CHR

1) Buchbinder D, Nugent DJ, Fillipovich AH: Wiskott-Aldrich syndrome: diagnosis,
current management, and emerging treatments. Appl Clin Genet. 2014;7:55-66.

2Imai K, Morio T, Nonoyama S, et al: Clinical course of patients with WASP gene
mutations. Blood 2004;103:456-464.

3)Albert MH, Bittner TC, Ochs HD, et al: X-linked thrombocytopenia(XLT) due to WAS
mutations:clinical characteristics, long-term outcomes, and treatment options. Blood
2010;115:3231-3238.

4)Balduini CL, Pecci A, Noris P: Inherited thrombocytopenias: the evolving spectrum.
Hamostaseologie. 2012;32:259-270.

B)HEJF I —‘Wiskott-Aldrich JEMREED 73 FREE — T O R b — . F AR R R
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2005;28:140-147.

6) 7 Wiskott-Aldrich JEMERED 7> TIRFEIZ 1T 5 WIP O&E| HA/NE

M iRFEHEEE 2007:21:217-226.

THEFEE ", RNFEE, 4R B L OER VA X0 M/MREE 3 5 BRI MR
VEOZWMESFHREBCBTAEEOMA. HANRBME - DA FEEHSE
2013;50:186-191.
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KL (A AFE) B E ILRMEB) R E
Y B4 (BFE) © Ataxia Telangiectasia
OMIM 5 : 208900

PR BB

AT (FAETTPEO MR Ch 25, 2 < OBATE 1O% 2 E L 0 RTIREEDS B L 10 5 T
RSB 20 % HRER T 7= (188 it o Bl a8 ekl 4-8 ;752"’““3/)\7}1 ZENEN, DR
HCR /W// 117 ) 2 ME D T & G D IT‘Z’(”%/zW“hUé: EPF A, Ee U IO T SE
M 10-20% 2R G dv, PIFBIEIR E 72D 2 e b D, T D ELOREF TR A T 20 ki E
TAT LR SN2 &0 S5 CEMNAEPLRMEBEN R HE S Y 77 )

[Wrhik]
A, BRERIEIR
L ABRTTBRAA & RSB & S e HHRTT UG (RS Ji) « ISR
B2 WM IR CHETT (2585 bk £ CORNZITIET N~ A Shbd 2 &b b D)
2. ANIPERS R - UL
3. MRERERY O 21T, IRIE
4. BEESIF T T R (TR
5. BRI SSR
6. MRERKEIEE « B RF o B A TE 6 5% E T2 50%., 8kl T 90% M dh & 5T D
7. SE R AN (EMEROERYYE) (L 30% Tl iE Rk A7 7,
8. HEPENEEAR S T AIEMEREIS; 00 58 AR B AV,
9. A : WEARR, NOWRREHERE « 4 v A U IRRAEREIRI) ., R, a5, i
B RV

B.RERT R
la7=x h7asA 202l 95% )
2. KA1 PHA RIS G A RRE C© T MR ZET B)CmE s v 7' ) Vs 16k (14 %) %
ETelRE A oY L SEROD H B
3. IgGUgG2), IgA, IgE DIKTF
4. T MIREOIK T, CD4 BE T Aifia CD4+CD45RAHMIIE D LEERDAKT
5. TEBE R R R
BEAR A I 1) DI EHRIZ L DR BRI E D FE, £EFEDET

C. #BI&E
INIASRTR 7 & DFEMEMEI 28 . ol NI K D BB RRRGMIE, (BFREEE (AR omid
MIBIRICER L COBEBLRBIWEM G EDNRE L 725,

D. 20D (7 n—F v — FBR)
EITIED /NI H Y | M o 7 = T A VEEZTEE . AREOFREMEN . Al
fa % vz ATM & 2”7 B OSEBRNT, BT THEEBEI TE 2,
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AT EEL

. - b,

N — PHARIR S0 Bk
REDFTE w2k FOF (o ElE B ek
l ‘L‘ v
TEME $EERE P PEiFTEEN
SRTEH DIRIVIOE e e s Y
¥ \\\\\\\_
ATRST P DE R ATME ) A DB FIRE)
ATWMITERHT
FEIEERE TEL
e
/é’
/ |
#//
A
AT TR SR

inviero TGRS

N

Rt

| |

EREREEEAC ZDih
HEEt ouAIR TR
FEERER
EE

@
i
HF
K
]
4

E. Bk

W e E

BiEb U I3 MEOBE T, AT/ MAH, BRI 5 0 D RIS & D Ye R R O TLE,
EFFROKT. ATM BEFOME T LV ORI OERNH 5 H D

P& 58 < B 5 S
B L 3tEoBE T, T IMMKERAN S D LT D 9 5 3 D& b0,
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MREK & 7o (35 i o0 BN A R

115 IgA O IEH A 5 0-28D Ll OIS T

a 7= T aT A OIS 028D Lo 5

B a i ds v) 2 e 2 5 e ta R o ok AR oKT

DM 5 5 SEH
TS U LD BAE T T MM & W LD 5 5 1 D& 3 6o,

NRER S 7 i 00 B A0 55 Dk 3R
M7 IgA OIEF A6 0-28D LA EOIKT
a 7= M7 AT A OEFED S O-28D PLED L5

BEARANEL Jo 0 2 AT I 5 Ye R R O TiE . AAFRE DK
il

LT IR IR SR %
FoA W T — SEERE, B AR MM SRR 1R, 2 B IRER
TEEN AT AP O e 12, 28

R
ATM {51 D225

BN

Perlman S, Becker-Catania S, Gatti RA. Ataxia-telangiectasia: diagnosis and treatment.
Semin Pediatr Neurol. 2003 Sep;10(3):173-82.
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RBRLBAFE) : A 2 —~ e RZE (Nijmegen breakage) JE{ERE
HEBA(FEFE) ©  Nijmegen breakage syndrome
OMIM %5 251260

PRI
T LADORLEN L IN/NEE, REAEE, SHEOREEELY ETOEEHD 1 5TH D,
NBSEInFRENFREATHY, D THREETH D,

[R2WrHik]
A, BEERIEIR
1. /NEEJE .
2. R BAEERR
3. KEE
4. BIEREIT & D GGt
5. FETHRRESE D Tt
UL RREMIEE, EREBEOAHENERTH D,
BRERT R

1. T Ml T
2. BB DIETF, IgG ¥ ~7 2 5 2 & IgA, IgE DET, IsM © L&
3. R RS

U o SER & HESERIIR O Y AR Z E M

C. #iBhg&E
1. DNA Ligase IV KE/E(OMIM 606593) & FERSELLT 5,

D. oD F (7u—Fv— F2R)
E. W%

B R E RSO AT R 6 8V, NBSINIBRIN) B FERORIEIC L VEERZMICES (B
AR LIEEIR)

SRR
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BB (BASE) : 7 v—2A (Bloom) JEMERE
B4 @ERE) © Bloom syndrome
OMIM %= 210900

P FRAE B

T BEEREE, AR TR B O/ AR H G O ERLEE B AR A R S T D
WYL RSP A TH Y | 20 5 E T, K 3 BIORER N0 Ao & IO R A FEIET 5
Tl AH R Y (R O FEL A % (sister chromatid exchange) 23 ERICEESD 5 L2 O B Cd
Ao, DNAOERL AR ST 5~ h—EH Y BIM 4 21— R9°% BLY 51O
WIC&v, BIET D,

(W73
A. FRBRIER
1. BOIGBIHERCEE (2 < 1B
2. MR (LT B 7 B MUTHEA & TN 5)
3. GISRAIE (KIEE R 4)
4. BRSO Tt
MBI (B, U ) OAPEREETEH S
RIS ()
- BRI A0
L PEIRSEIS T RO, AT

B. BREFTR
L diliRGe 53 (R0 % D TTtE
2. TN, B HUEEILIES, PUABEATRE (£ <IE IgM 2% 50mg/dl D LT OARE % 7R
o
3. BLM 225

< Oy Ot

C. HiBhSZE
LIENEO RS FERENERIE S T T H D, 20 HEE TICHK 3 BIOBED oA O
JEZFIET Do SEERRUITHED BREYPC L DR OEM L. EMTHREELET D,

D. 20D F (7 u—F ¥ — FBR)

AETFIED D O/NMAZ AL B YGRBIEREE, BB OMENH V., MIE IeM OERENH 5
Bt AIEEGE D, SRy A 2 2T ATUE L CW D SE X ERICAIE L ¥ 5,
BAEHINE BB R TFERENDNITHEEZE T 5,

E. Pl

EEORIEIR & MR RAW 7o U, BLM B TEENH DGEIT T NV— LEERE & 2HT 5

(FRBELERER),
F. TR
1. Ellis NA, Groden J, Ye TZ, Straughen J, Lennon DJ, Ciocci S, Proytcheva M, German

J. The Bloom’ s syndrome gene product is homologous to RecQ helicases. Cell. 1995 Nov

17;83(4) :655-66.
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2. Chaganti RS, Schonberg S, German J. A manyfold increase in sister chromatid
exchanges in Bloom s syndrome lymphocytes. Proc Natl Acad Sci U S A. 1974
Nov;71(11) :4508-12.
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88

R BRAE IR

- BB BRI HE (Z<ITIFER I3 FRAY)
ETEMNALNIEEBEDENT-/IMNETEER
- BEAREE (ZLUIREEESR£IgM50mg/dILLT)

F—b ()

T

BloomYJiE {& £ &¢ L VIE 151

N PN

B =

R (RO, ) 1 — |

R PR — v« | BloomJE s,
gl s LF

P — —H—
EGREL &

BLMBIZFIRE 5 Al 52 T

WernerfE &
FanconifE{& &
EHMELEERRE
BREERAE
EXMEALLREES

|
BEE®HY =

BLMA> /804 #T
MLPA;E
D EEREFORERE




K BZ (B AFE) - ICT SEfERE
HEBAGEEE) :  ICF syndrome
OMIMZE B 242860, 614064

HREAE

FERE B b a AT R EME BEREE S, BE D 75%2 DNA methyltransferase 3B &
5+ (DNMTSB)OERMNE b, £7-F LM DNMT3B EinFERELESN TIN5, BF
BEEREN =0T ) CIERRT S,

(€4Pa23)

A, BRERIER

1. MEOEBET (&, WIRAME, NRAER, KABEVWE, BNMEM, BE, /N2
2. BhiRetE

3. FEWINR A

BAREFT R

1. EAEETE (1F, 9F, 16 BREK~T oI avF  EgOME ; S EAR)
2. [&H v~ a7 v ME

3. FLIE B AR KRIE

4. T ISR & D VITIER

C. fBh&HE

D. Zro#EDS (Tr—Fvr—3R)

BERBEERMEy 77 ) VMG TE, FEOREREE CREZHRELZITO,

DNA AFN T AT 2T —F-3b 22— 95 DNMT3B &z F+ZEREICFDH 5 W\
ZBTB24 B FERICFAZRET 5, LBME OBICERIER « —RE EoZER TR,
wa ks ERErE & b,

SCHR
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B4 (A AFE) : PMS2 S

AL @EFE) ©  PMS2 deficiency

OMIM &5 276300 (Mismatch repair cancer syndrome: MRCS)
120435 (Lynch syndrome I and II)

P R
MSH2, MSH6, MLH1 & & 4|2 Mismatch repair cancer syndrome 4 {589 5 iE R TH 5,
B 7 = A VHER D Y NS A msic a0 L, Ky e ) iR A BT D,

[ReWrrik]
A, BRERAEIR
1. BUEGVELC X 2 OB R
2. BT x A VHE
3. EVENESSE O L & OF
RIS, ORI NS, 2 ofl

BT AL
1. T ASE L
2. B s oo sl
3.1gG & IgA DIET, IgM O L5
ET T YT AR, T RIS D,

C. HiBh&H

MSH2, MSH6, MLH1 & & (2 Mismatch repair cancer syndrome #4595, K 7p &k
FIT L & B e 4 59 2 008 AR A CIRDIE BAE S & U C Lynch JEMEREN H 2,

D. ZWroiED s (7 v —F ¥ — FBH)

E. Wik

WA S R R A 2 L. IgM, 1K IgG 2R L7e a8 5, Rl EMEES & 0F Clde o
ATREMEDS i, EER2IWT & LTI DNA X A~ FEEICEE /R PMS2 BnFREZRET D (F
QR ERR)

SR
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B4 (A 438 : RIDDLE JE it
HHA(EFE) : RIDDLE syndrome
OMIM %75 611943

I

4y AR F AR R A L LT e S AT R & R & B 5 i R A T
Xb D N %’[é&ﬁi%é\{#%bs‘%‘/\o a 7= }‘701:1'7:/( ,‘/i)§%fﬁk7"£é: & %%1&»{3&)50 Hﬁﬁ{ﬁiﬁ;'fi%
T, RINGH E3 =% F U H—F%&a— K425 RNFI68 Th 5.

(W riE]

A, BBRAER

T R R
SIER I K D SR
FFEAIBES
BB RE R E

FEEE

BHE

B.RRERTR.
1.IgG L IgA DIET (REZ/a 7 7 T AAL v FREICLD)
2.a 7= hNFarFAf DR

SR S

C. #iBh&E
FHMIMAFIE G RO, B E LR MK IRFE & JBELOERFT % & 225, /IMHKFRIERD
e END,

D. oD FH (7 u—F v — FEHR)
E. 2y

BEERAEMR K OREFT R, (K [gG/IgA R Ula 7 = b 77 A ) b D 2, BRESE & LT,
RING® E3 b X%F o U #H—Fha— N4 5 RNFI168 BETFRE R FET S (Fhalbits
=) , '

SCHR
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BB ¥ b7 EEEE (Schimke syndrome syndrome) & A\ MY A7 & RE
FHE (Schimke Immunoosseous Dysplasia)
OMIM 51242900

PR B

Yuft (K V) B U o 7B A B & U R 2 BRI L & i R A A BT A Y R T
AP D BRSPS AR AE Cdn 5, Yeta iR ) &5 ) o NS iy SHARCAL T W28 ¥ )
0IRIET 5, KB, BREE T MR AN EOY 2 AR T B,

[ZWr7iE]

A EREEIEIR
TGRS K DI R, RN EA S
RSN

AL (S TGO G, BRIZ O 8 4k)
WELTIE AT oA RHCPUPE R s

) O R N N ) 1 A L

T i R 4

oy U1 o O DD

B. #REFTR.

T FiR L O >

B %k L OMaE 7 v 7Y B IE R
HHEE mAR IR
VNZAVE NI ¥ i Y
SHARCAL 1 L4128 5%

[N

C. #HBhS&HE

D. oD F (7 rn—F ¥r— F2R)

B 4 PE 5 RFREPERIE R SIE T, T IS IRIE ST BE 2780 256 ARED FHE
PEDSEN, FEERIEIR, WA RLA . SMARCALI I FE BN HETHETEZH T& 5,
E. Wiy

¥ B SEGEREO RSN 7o BRERAEMR & A FT RACEE S W T & D, SHARCALL s
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