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- FEIE

X bOYUHJINF— (dystroglycanopathy) : Hll i Z 1
U ETANTT ) Sy (DG) ORERES LR A
WCTELLZHIA Mo T 1 —ORH. BLAF Y 2 o
7 4 — X Walker-Warburg i EH#E, A IRANN 20 &5 F 1
L. FEHEEICI VDGO F Y FIEAEE LD R, &
JEREDOWEEGHE AT LIRBFIEIC D 2S5, YA b1 s
H I RF— ISR R R L, BIER TR AEFRE D
ARG Y A v a7 4 =12 &% 5%, HERERTIZHARE
& 0 IIE LB RRAIIZ THNE - UM &
DIRERFEH R METTE - KT E LR 2 & O ACIRER A %
9. DGHYDOBIRTFERSVEBBIOHRED D 5755, B
EREEINTWS IS EOJRKEET O 9 H KL KT
DG OIS HIC B 53 2 BEGBELEIE T CTh 5
(e, | BE 3K - &)

S RIENMRE : 5 VIV ATRRINZEAY Y
RONMR ¥ 7 F v & B O B TR L <Bliil 3§ 2
NMRIEE. 1RITTONMR A7 FViL, B %5F
FiZd A NMRBIIIEE ('H, “C%) #h2hofbd:y 7 b
%525, NMRAXRY PV E2RICU EICERMT 5%
WIENMR AT MIVTH, #2257 V25258
AV OYIMHEAER (R C#E, B BAHEAE
M E) \GRNT ALY ZFANBELDL. ZOXLY T
FVOFEES X ORE, SBA YV HEBSEORE#RZS 5
CENTESL. WILOIN EIZHIINMR A X2 bV D53
Bex LIF57210Cldzed, NMRAXZ M biEbh s
T REETEMBEZ A L ICHETRETH S, FEHMWIC
WFRTCITBAD A, FEH EIZSIRIENMR A X7 b v
FTHFHESNS.

WG H— IREX -2

JE b—JU5-1J > (ribitol 5-phosphate) : V) K — A A%
TLENTELLZVE b —LVDOSOE Fafx &y Vi
ETHBISNId D, 7T ABEEOMNERE 2 K3 5
FAARIIKR) =L LTHEINE. &, WABYO
MERIRIEEHICBWTHD T, YE M=) YB% & ThEsH
BT A ba ) h rhbRniZzahsz, YA s
HANBEENLYE N =) YBEAHEHEO BRI
TRV YA P74 —DRFEOLD 5. PEHOEAK
WAETIE, V¥ M=) YBRIZCTP (cytidine triphosphate)
FAEF CIETETL D CDP (cytidine diphosphate)-1) €k — )L
~NeEEh, BEtGARE L TR I NS,

(e, W BE HEK - E)

Nudix hydrolase (NUDX): X7 LAY FZY VBIZEFE
F R THEENY VIR A L2 X7 LAY N2 Vg%
K (NDP-X) (2K LCThKS# (EakAke Fug—+E)
WHEROY T 73—, W, REE
OB L D) VG s, X7+ F—) Vi
(NMP) &) Vg +5Ehsr (P-X) AVERT 5. JREIZIE%
RERDENE R BBALX 7 LFF FRmRNA S -F v v 7
3%, NAD(P)H, FAD, CoA, BXUADP-) R—R% &>
WX 7 VAT N EEMGERGTFREEN, FRINEY
DEWVIZEIDWLDOPOHT 7 7 3I) = IIhFEhs. £
7o, EBRAGKORBIMAETHLY e ettt 7T
Y UE) UBRE S I VB OHiERETHLT T IV ER
VU EDIEX 7 LAY R ) VR OWE B I &
T5HT 77 I —DFEDHE SN TN,

GERAIE AR - k)

RERCEFER . B0 MEONMR Y VY F V2525 AE
VETELOBAY YD) b HIZHAEAELL99.99% TH
HZOIZH LT, PCid1.07%, “NI1F0.37% DFEFEL L a7
AT N & 2 /A MRS o A T A N A O > 3 A = SN 3
LEOEEREMP LG TEOKT 5 2 & & 2w MR
eV BRI TS B VIR (BED
HWVITHIIEE: ) Ik iibha. B, NDAMCY, H
ZMHHDHVITUFICERT 2% EHIOE U TRRAERE L
(B % ¥ re e LA LN SR b A NS R (W S A I F A
WS NI TE, RRICHIET 501 L 138 7% 5 NMR ¥
TrNEG 257202, SRk IMEMHAFIET 5 H TRE
[FAARAE 3 U 729 T H K DO NMR & 277 F ) % @3RI 12w i
THIENTES, 72k Z IR CAEAE T % &8 ALk
Ak L7y v BRI A LD REE 2 .

W H— REX-H)

HIEE T HEAE (regulatory T cell: Treg) : HIZEILZ % #I 3
HERRE O THl L &Mk 2 45 974%, 2 2 TIECD4"CD25"
THIBZ DV TR S 2. oD THH I IR AR L2 i © 530 1L
L. Mol z 7210 5 TPk Re &2 #5073 AL 8 (tTreg)
&, KMTHA = 7THIIRD? 551§ 5 Ko LR
(pTreg) TS, WITNOHLIZH Y A ¥ —liEE KT
TdH % Foxp3 WL HTdH 5. Foxp3 DAL T Treg D M
Fl15 X ALIPEX (immune dysregulation, polyendocrinopathy,
enteropathy, X-linked) JEMERE L MFIEN 2 HO%RELY E8
ETHWMELRET D, TregDRIEIMH A =X L E LT,
FBAPED IL-2 25K TH % CD25 D FE BT X 2 THINH
Bl R FIL-2 DM 8, CTLA-4 DB X 2 8 R o T#Hl
Fai& PEALEn], $HIPES 4 b A A Y IL-10%° TGF-p D EA
PHIONS.
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