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|Entry He0118 Disease
|N¢me Congenital disorders of glycosylation (CDG) type I
Description|Congenital disorders of glycosylation (CDGs) are a group of autosomal recessive

(%)

OMIM > F1#K
MorbidMap L a— Kk
261Z=—JELD

21,395
5,662
3,964

disorders caused by defects in various genes for N-glycan biosynthesis. CDG type I is
caused by one of the enzyme genes involved in the synthesis of dolichol bound
N-glycan precursor.
Category Inherited metabolic disease
Pathway hsa@251@ N-Glycan biosynthesis IN-GLYCAN BIOSYNTHESISl
hsa@®@51 Fructose and mannose metabolism
Gene (CDG-Ia) PMMZ; phosphomannomutase 2 [HSA:5373] Cytosol
(CDG-Ib) MPI; mannose phosphate isomerase [HSA:4351]
(CDG-Ic) ALG6; al-3 glucosyltransferase [HSA:29929]
(CDG-Id) ALG3; al-3 mannosyltransferase [HSA:10195] O— it 5LG1 HwO—{ 4LG2 H»O—{ 4LG2 FH»O—{ALGIL O
(CDG-Ie) DPM1; P-dolichol mannosyltransferase [HSA:8813]
(CDG-If) MPDU1; mannose-P-dolichol utilization defect 1 [HSA:9526]
(CDG-Ig) ALG12; al-6 mannosyltransferase [HSA:79087] Fructose and Glyzo: phatidyl- ALGI1L
(CDG-Ih) ALG8; al-3 glucosyltransferase [HSA:79053] M““GDP T eetabolon ,g“lgg;‘;glyl i ancin iopase
(CDG-Ii) ALGZ; al-3/6 mannosyltransferase [HSA:85365] ppes
(CDG-Ij) DPAGT1, ALG7; P-dolichol N-acetylglucosaminephosphotransf | O
(CDG-Tk) ALG1; bl-4 mannosyltransferase [HSA:56052] DPML »o
(CDG-IL) ALGY; al-2 mannosyltransferase [HSA:79796] DPMR2 | DPMG Mang-P-Dol
(CDG-Im) DOLK; dolichol kinase [HSA:22845] ALG3
(CDG-In) RFT1; oligosaccharidyl-lipid flippase [HSA:91869]
ER lumen
Reference |PMID:16511948
Authors  (Sparks SE SRS 51N ] B L 31448 Glﬂﬁg-Dol O«-ENORN —O<BIIR—O«-JNIOR—©
Title Inherited disorders of glycosylation. S YR ALGS v
Journal |Mol Genet Metab 87:1-7 (2006) ALGE
Reference |PMID:12756558
Authors |Marquardt T, Denecke J o« ELG10 O TR S
Title Congenital disorders of glycosylation: review of their molecular b
presentations and specific therapies. s O fisn-X-SexThr o "
Journal |Eur J Pediatr 162:359-79 (20@3) STT | OST I/__-D Nglycanbmsyn sis
Reference |PMID:12905014 (CDG type Ia) PP-Dol Q—
Authors |Neumann LM, von Moers A, Kunze J, Blankenstein 0, Marquardt T I ‘(:' GCs1 I-’C GANAB}-»(I)—| MAENT I—DO—{MGATIHC 32.1.114}_’0
Title Congenital disorder of glycosylation type la in a macrosomic 16-mo |
atypical phenotype and homozygosity of the N216I mutation. | MGATZ
3 .710- Golgi apparatus
Journal Eur ] Pediatr 162:710-3 (2003) Tezpenmdbackbom
biosymthesis
N-glypan Ia———m—|24991|—o<124138|—o<—| FUTE -0 ———+4| Km;;'.“s‘ﬂfa”
ALGY
Manal = 2Manal \%LGH
Entanat {24120 }— O4-{MGATS}— O4-{MGAT4
ALGY 3 \Mm ALG13
Manal = 2Manal? &ALG3 ALGI ALG14 ALGT

EManp1=4GIcNAC p1

ALGI10 ALGE ALGE ALGIL ALGIL ADC‘Q
Gload 2 Gleol =™ 3Glcal = 3Manal 2 Manal 2Manal
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SN—
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MEDISIR# x4 Z
AL THRFEFR

1. BRERUFERE (R00-B99)

. #EY (c00-p48)
coo-c14 0OF, OERUWEAOEEIEN

kY HO0004 Disease

3] @EARMEANA (M0); I
Chronic myeloid leukemia (CML)

B @B MA(IL) (L, BERIOSEEMEMBMERICHRL, m&PICH = > J
ST B < L Efme LTV, BltESL ShoBn@BRsy, o0 © H %F L I‘ I
Etﬁibklﬂ;ﬁ% kaﬂﬂml{;_A{:bT(: L *é%ﬁfé’t%?;* g;bE; -

74 7 (Ph) t(9; 22) DT Ph —
FBiptaih ED c-ABL proto-oncogene &, 2 2 HHEK DB (breakpoln L4 J‘ ﬁ E{K? IJ X I\
region) (Dr'l'th‘%atlﬁﬂfﬂﬁ..%la!ib% BCR/ABL RA&IBET (L, A8
UETHS 210-k0aDBRABL £ — KT 5755, COHMS /o RIZER Eiﬁ:
c-ABL ER/ZY, EENAFOL ¥ F—UEMEAL. £, FELTH @ Eﬂ .% Q b jJ b
T3, c-ABL & BCR DEEH M. DI8MH  (chronic phase) DE/S
EEZBNTNS—%, BitiR{b(blast crisis)NOERICIIDHFHIZE 7!- I
SNB, TOLIMRBIERHICIL, TPS3, RB, pl6/INKIA DRAZLRP p= S O) % ) Z l‘
(D:E{i%(m@ﬂ%i!m‘s&h% & 52, £(3;21)(q26;022)D &k 3 xR EH
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BRITE hierarchx) -
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BELAEEF [BCR-ABL (translocation) [HSA:613 25] [KO:K08878 K@6619]

EVI1 (overexpression) [HSA:2122] [KO:K04462] o ;I:'E

AML1 (translocation) [HSA:861] [KO:K@8367] gi,h\

p16/INK4A (mutation) [HSA:1029] [K0:K06621]

pS3 (mutation) [HSA:7157] [KO:K@4451] n —‘\ N

RB1 (mutation) [HSA:5925] [KO:K06618] d I.S \N—
RIRRE 1,3-Butadiene [CPD:C16450]

Rubber industry I) / 7
Wi~ — 51— |BCR-ABL (translocation) [HSA:613 25]

WT1 [HSA:7490]

AR Imatinib mesylate (Gleevec) [DR:D@1441] |
Hydroxyurea [DR:D@@341]

Interferon-alpha [DR:

IR TC0-0: 9875/3, Tumor | CHRONIC MYELOID LEUKEMIA

uxs ICD-10: (92.1 e

Rk PMID: 15719031 (gene, (luzmah:puum:shm‘czﬂ) Haeraatopoietic stera cell 3 (B (B = > s

E= 3 Ren R. |
&4 MV |Mechanisms of BCR-ABL } o[ CREL]
M Nat Rev Cancer 5:172- |
Sk PMID: 10403855 (gene) |
E£ Faderl S, Talpaz M, E ¥ Y
%4 RV |The biology of chroni ;c-?rﬁnn (55% :: N
M N Engl J Med 341:164- pmgemmrs) pmgy:mms) [ Res }

; MAP siemling

GMP
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ac
progenitors)
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DRUG: D01441

kY

001441 Drug

—iR

ARFZT AR QAN);
Imatinib mesilate (JAN);
Imatinib mesylate

EIEE)

JURYY (JIWTART7—X)

KEDOE &

GLEEVEC (Novartis Pharma), GLEEVEC (Physicians Total Care)

#mt

C29H31N70. CH4503

589.2471

it

D01441

Mol file ) ( KCF file ) (DB search) (_Jmol ) (KegDraw)

=4Ik

NRAD A

Bcr-Abl tyrosine kinase inhibitor [HSA:25] [KO:K26619];
PDGFRA tyrosine kinase inhibitor [HSA:5156] [K0:K@4363];
PDGFRB tyrosine kinase inhibitor [HSA:5159] [KO:K@¢™ ~~~
c-KIT tyrosine kinase inhibitor [HSA:3815] [KO:K@5¢
hsag4010 MAPK &/ F JURERRH

hsa04020 N9 B U T IVEERR

hsa04060 YA A4 &Y A bhA LTy -0l
hsaed640 & MHARDRES

hsa@5200 AADINAD A

hsaeszzo 1814 BRI B MAA

8=22=3
D%%thu

SIZ&E DL

e

Enzyme: CYP3A4 [HSA:1576], CYP3AS [HSA:1577], CYP2l @
[HSA:1559]
Transporter: ABCGZ [HSA:9429]

B2DEHEDFIEDIT

HHEER

- F0. EYMRBEEBERGLE

Genomic Biomarker: c-KIT expression [HSA:3815]
CYP inhibition: CYP3A4 [HSA:1576], CYP3AS [HSA:157i

DDI search )

ShhE

DRFrY FIT—I1EFR

EBHBREANALRONELESS (FO +F—

ER

FHAE: 4291 °
ATCO— K: LOIXEQL

BRITE hierarcy)

wisxy 7

== AN
EEXEmni
nap07045_ PBBE - JO7 A T —CHEA b

urs

— >
NET—RFAR—ZX~AD)
CAS: 220127-57-1 N
PubChem: 7848504
ChEBI: 31690 /7

DrugBank: DB@2619

LigandBox: D@1441
BEE$: 11.337.144)
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DDI search )
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DE& S DATCS ERSE + ML o
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v noi1n CRF#EERE
» n01AR BRI
» n01nB REATREDAMAONSRREL HER
v a0lac EAEDARAORNBTEEATO4F
» n0lacol U7 AY/0OY
¥ R01AC02 THFYAFY Y s - g
D00292 THFYAHY (3P15) Enzyme: CYP3A4 *J'[,?f)\/u§|“_ct é |:| Wﬁ
D00975 THAYRAGY Y IBIATIVF YDA (JaN); YVETFY Enzyme: CYP3AL
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