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| ¥ FFim

X¥F U0, N-7EFL-D-Z Va4 3 (GleNAc) 2 B-1,4 FEG LT-2HET,
HBEA P DSV HE, FARSLEFBOMMEEIC FEN S TH D, FF D
Mg, Bre—X LHEOHMETH LD, 2 (MIRFBOKBERTEZFT IR
/g o TV B,

XFF—XiL, FFL0 p-14 7V ay NEEENKSRT 5, MEE =
FEH, W, #RbEERE e ERRA I, T —EBEARL TV D,
INLOXTF =R, *TF2nidsZeT, BHOB#ES D WITRE,
ER, TRAF—RELTHHTLZLICERETHL LB HNTND,

FHHIFTF 2B L RN 00D 6T, FTFF—EBE28M LTS,
v Al FTCIREEE RO TF I —EBLLTHEF N N AU A —E
(chitotriosidase, Chitl) & 2 1ZFL3H*F 7 —F (acidic mammalian chitinase,
AMCase) O _FEEZ AR L TV 5, MEERIIFEEIK SRR O~ 7 I U — 18
CRLTERY, il AL 07 I 7 BRESNIHUMEDSAY, (Bla)-TIM 231
DIEARGE RO —HED 7 /V—7"T, MEE*F T —BIZmO SR R 2 7R
T, ZO77 IV =12, ¥FF—BIHBENMUATCWDENRTTFF—EBIEEEZ XK
HLTWDXTFF—BEEZ /37 H (chitinase-like proteins) 23& LTV 5,

Chitl OIEMEIE, WY ERLHEBRLEDOY VY — AERIETH H Gaucher Ji T
B LR L@ ST D, Chitl IZEAIDIFHFDO X FF—E T, KAl
KR, 7 m—AbE i+ Th 5, Chitl OEBRMEENIARIATEN, +F
ZETIRIERD D OBEINE 2 53TV 5, BHEEBMED Chitl IEHEO KB,
a—HHF AN (BAN) TRIICBREIND,

H O —ODIFHEX T —ETHD AMCase 1%, BEMEDOEELSND, BRMEF

HFEaxF ) —+E (acidic mammalian chitinase, AMCase) & fii4: =417-., AMCase %
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50 kDa OEEFR T, ~ 7 ADH LI THEILL T D, AMCase 1%, FFEDHIE T
TWFIHEIT L LNOER SN TN D, BIXIE, AMCase mRNA & X /37
Lo LRI EET Vv~ U A, FURFEMEDT LV —Mg e 7 1~
UATHRLNS, B MIBWT, AMCase 137 VL7 v % 2 LT-h BAEE O
Jifi, 3 L O BEF OMld~ 2 a7 7 —YTHEMT %, 512, B b AMCase T
%, —HEFEZA (single nucleotide polymorphisms, SNPs) (Z%:-5< AMCase
variants 23[R STV D, & b AMCase TITHRFED LM L KE S BD /T
nX A7 EOEBENRE SN TS, LaL, & MIBIT D AMCase DFF 7
—BIEEOBEAHIEICE T 2 m@E e THRONTEY, EENTOEY -
EFHIEEI BT E A E3D o TR,

bt b AMCase %, ¥ 7 A AMCase &7 X /BELHIOFEFEIPED 90% T, X
<EITWs, L~L, B h&E~TU R AMCase TiX, ZOMWENRRY Rip s,
Mz Tk b AMCase (Z1%, 7 X /BRESZ LS —HEZLA [non-synonymous
SNPs (nsSNPs)] NTFEIET 5, B b AMCase variants @7 2 J RES &2~ 7 A
AMCase & #5925 &, B b AMCase TOT X/ REHLIE, ~ 7 A AMCase O
TIBRE-ELTVD , —ELTWRWEERD ST,

ZOMFRIZENT, RBEOREHWE b &~ T X AMCase DEFFRHEHRE D L
2 & nsSNPs (22— K & 4172 AMCase variants |2 & % % FF—BiEEDOE(IC

/)I/\/Cllzlé'ﬂ;ﬂ ﬁﬂj‘bfuo

® M E vt AMCase DOFEMEOIELR

btk AMCase X, ¥ & AMCase & 7 2/ ERAECH D — kA OFREE N
90% T, L<{ITWsb, LavL, B N AMCase IE, i@ pH4 L THD
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DIZXT LT, ~7 A AMCase DE#EA pH2 EMHENERR D AR IZEB W T,
t b~ X AMCase # N K¥mlZ Protein A, C K&l V5 =t |
— 7L (His)6 #AfHML7z@t& % /%278 (ProteinA-AMCase-V5-His)
ELTHIEAL, ToXFF—EBEMHOLKEZIT-, £/, B |
AMCase @ ¥ F v o3 ffiG M DD O JFK & 72 2 IO E T D720,
ERhé~vU X AMCase M TX AT X U N7 B EZHB LT, ERLzE
~ AMCase D FFF—E1EMIL, pH 2.0-4.0 2B\ T, ¥ 7 &2 AMCase D ZHl
TR UT5-111 72o7c, SHICHEBLIZF AT X 7 HORRNLE b
AMCase DIEMEHLZGETe N RIFEEANEEZE LR TS THD 2 &7

o T,

% I E Nonsynonymous SNPs %% L7z AMCase DIEHEDE

&

t b AMCase TiI#E%D AMCase 7 X / FREHLIR (variant) 23— A %
HEIZFESHTEY, B M AMCase TIFFFEDEM & X I ED T 1 & A
T EOERAPHRE SN TS, ZOHJEICEWTE B AMCase O F F 7 —81%
PEDS HARFEAR) 72 nsSNPs DT X/ BRIEHAIC & » THERBEREDN BT 272 & D
MERE LIz, B b AMCase DX FF—BIEHEICRED A KX A v ey
SEIRIZIFAET D nsSNPs DA TR 5 7=, 3FIEDO KK D variants (A~C)
& 1 FEEO N L7 variant (C/B) Z/EfL L, ~ 7 A AMCase D xFF—LiEME
g L7, ZZ T L7ZZE M AMCase variants (Zi% nsSNPs (2L 57 X/
FREHLS 6 FREEAEL T D, IBIT, FATZX AT EORRNLE b



AMCase @ N KfaEfHEkD 3 7 I /FeiE#:  (N45D, D47N, R61M) NEHZETH
HEEZ, TO N REMHEBO 37T I/ BEH)S~ T A AMCase DFEFRIENEIZ
WBE B2 D050~ A AMCase BRI EERILEH L, &k
AMCase DOFFF—BEMIT 1 EAERICa— NS T I /VBERTEE L
2o BRI, AT XU EORERNG, B F AMCase @ N KEEFEKD 3 7
X FEiE#L (N45D, DATN, R61IM) 73, ¥FF—EBiEHEICEETHH Z L5
MNZieoTz, MA T, 7 A AMCase ® M6IR # AR XEHLEH LI FFF
—EBIEENME T L72Z &6, B MZEITSH MBIR [LF FF—EBiEMHIZE W
BhFF->TNDZ ENRRR ST,

® IVE AMCase DOUE(LHIEENT

~ 7 A AMCase |25\ T M6IR D EHLZ J - THFF—BiEtEZ L L7
ZEhB, R61 Ak b AMCase DX FF—BIFHDOERDOFAKTH L Z &34y
Mmole, £Z TR FE~ T RALSDIZHIA AMCase T 61 HH D7 I /BRI

M ThHHNEIDEMFELT., ZDEIZ AMCase DX FF—BIEMEIZ & D X
VBN 2 NN ERFI Lz, 51210 FEDOIZHIAD nonsynonymous

SNPs & synonymous SNPs ®Dt (dN/dS) # bk L7, 61 FEH DO M itk k&
Ty —Z U TIEENENR & NCEBRINLTEY, B85~ 2 AMCase
DX FF—BIEMEICKREREEL 5272, ZOZ &) 6 AMCase @ 61 FHIC
FIET2D M B RICERTZ0IFE MR ZETHY, 61IM [XEWNF
FF—PEMEZRETIOICHHEDT 2 JBELTHDLZ ENghoTz, &6
2, AMCase @ dN/dS Xt FDA dN/AS>1 &7, IEDOHKEIROIRETH
HZENghote, 2O EiEk b AMCase 23HE(L ORI I THEREMIHIY
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PREMINTND Z L Z2RET 5,

B VIE REe3E8

AW TIE, nsSNPs (22— RENAH Z &IZL > THA LU E & AMCase variant
DX FF—BIEEEZTI72, B b AMCase OIEMEIL, ~ 7 AIT/FAE L7V FRE
W72 7 2 7 BRIC K - CTHHEICED Lz, VariantA & B 137 2/ BR@EHLIZ L - T
[EEE RS> TWDHEER L EBER D Z LMKk D, 8- T, B b AMCase [diE{kd
R CHRE 2 RVMABIR TSR o T EHEE SN D, Z OIGHITERE T
EZEOIFHIAE O OFER S b EMST BN TV D, BBLEUITEE T
DOHERETESRIC L 0 RHMOBIS DT DS RIS 5 L EZ N TE Y/
LOEBGETH D,

ORI D AMCase Hx 1% dAN/AS DOENHELAIBLGIZ B W CTHNLOE
(ZEWDIZKLTE b AMCase D7 dN/AS 23EVy, ZDZ &b, B b
AMCase [Tk THEERTEAZ K Z L, RAOEXRBZ OB Z TV
L AREME EV, £, ¥ A AMCase &g L7-& %, B b AMCase OF
FF—BEEDED L THDDITIZ T, BOMKEIZIB N TE mMRNA O &
PFRENZIAD LT D, ZHEBRAR I T U ER R A KEICHE L2
ZEMBLBAONSZETHD, £ L TEZL OFOEMBIL, SHREDEMIC
KRG LT D, B U O RYRICBE U7 B % o BAEEIINTEMED
XTFF—EOIEMEICBER L TW D AR H D, ZDZ &b, B FOFTO
AMCase O F FF—BIHEHEMEN Z L IZBIH L7 B ORBA~OISEIZE LT
FELEARRREDRZN,

Max Seibold DJEATHIFEIZISUNT, BERTEMEHALOD =2 — REEEATEIC & 28 H
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@ variant (A290G, G296A, G339T) =& 8 D™D nsSNPs 2 [AE ST 5,
Nz T, BHBEZOMST2 S AMCase variant G339T (R61M) (Ms Bl % LT
RN < LG SN TND, ABFEIZIVT, AMCase D61% HICIE(ET
5 Midte beFT =2 2R E IR TRABIRFIN TV X
T, M61R & M61l (B4R~ 2 AMCase DX FF—BIHIEDE LD %
FlEEZ Lz, DF D, AKRBFFES Max Seibold DIEATHFZEIZ IS 1T D EATx L
THRAERIICMI < B b AMCase G339T (R61M) (35 F - —BiEME A frFF L7
AMCase ThHHZ & ZRLT,
FETRIEDWIETRT VTN Z =V NET =V T NDT ) LBEFIRE S
TW5, TN HA AMCase B -IZHBWT M6l H5HW T R61 27T 5mE
IMEIRET D Z LITHIRIRNZ & TH D,
ZOMEICEBNTREHEEL TWeT A Y 7+ — L5 MAGbESZ & Tl
~ AMCase DfHEM L ZFITE 72, vV A AMCase D7 X/ [REdSI L & T
b X< PRFES N variant C/B IXmWEEZ A L, ~ 7 A AMCase &1{El7z pH
K TH o T, ZNOORERITRICTEA SN RERN Y 2 ) BERITZ O
EHEEZE TS5 (FRIZ, MBIR 35 X O MBLI EH L 7 > S RiG I EE Th
%) B, —HTEEZRR L T DOBRIZBWTRFE ST 2 BROFEE
t b AMCase &~ 7 A AMCase WAIZHEIEMELT 25, THUTINZ, Z DFET
Xt ~ AMCase O FF U fRiE 2K T S ¥ 5K & 72 % nsSNPs (25 - T
BrE D7 2 ) BERE LT, 22 TOar v hOMIKITEE, &INO8ET

BEIC K DERIETEDOIEBICHIN T 5 Z L TE D,

B VIE &R



AMCase 1%, Wi &7 LAF—HRIE, EWHICBEb> TS, Lirl,
AMCase @ FF—BIHEEDOBEMHIEICET 28 MIE, & THRLI TV,
t b AMCase OF FF—EiEHMIE, ¥ 7 A AMCase (Zth~, HL KT LT
Wiz, EBIZ, B FE< T RAT AMCase DF AT ¥ R0 B x4 25 2 & T,
t  AMCase OFxFF—EBIEMENEEF LA ET N KEEOAFETHZ LT
EKFLTWHZ EEHLMNT LT,

b+ AMCase ICfFfET % nsSNPs [Ca— RENT 2/ BREHIITF I —
VISV BEE 52 T DH 2 E&#H BT LZ, B b AMCase 1X, N45, D47,
R61 #~ U X AMCase D7 X /BEEHNZIH W THRIFS LTV D D45, N47,
M6l (BT D LICk o CHFTFF—BiEME2E L ERESED N TE,
)7, ~©o A AMCase D F FF—EiEMIL M6IR ZRAEAT 2D Z & THF
I S L ENTET,

S HIZ, AMCase @ M6L iX, & AT v U —F U EZRWIZMOTREAR
FHFETHRFEIN W, AT U —#% 0 AMCase IX 611 THVH, Zhvb~
7 A AMCase I[ZEH L CHLFTF T —BIEHE2 K FIE=Z &5, M6l 13,
AMCase DFFF—BIEMIZE o THERT I /BEREATH DL Z LRSI,

PLE, REEZAER ST ofim e LT, B b AMCase 5 7 —E7E#EA nsSNPs
IZXk o THIEE L, EmWEMELZA L7-t b AMCase variant O 7 3/ EfE LI,
~ A AMCase D7 I /ERiHE —HTHZ L W LT,



