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Mutation  RMSD Number of affected atoms ASA Phenotype  Reference  Clinical form Mt
(&) Mainchain  Side chain (AZ)

G 0 2% 28 0 Severe 2 Hurler Waagx
ATST 0037 3 38 13 Severe 23 Hurler Not Avallable
TP 0017 8 8 57 Severe 24 Hurer Not Available
ABOD 0068 65 79 16 Severe 25 Severe AB0D
77 0.017 4 8 48 Severe 28 Hurler F77S
BTk 14 4 338 03 Severe 25 Severe ¢ 434-1450el
TR 037 316 356 04 Severe 2 Hurler T{79R
£igad 021 809 891 274 Severe 28 Severe WK
Bt 001 0 4 274 Severs / Hurler 053X
P8R 0184 30 440 01 Severe 25 Severe A307P
G208y 0094 120 3 0 Severs 2 Hurler 5208y
G208D 0068 66 89 0 Severe 30 Hurler Q70X
L2187 0.040 28 38 05 Severe 2 Hurler Wangx
AR 0096 148 160 0.1 Severe 2 Hurler cOT34GNA
L23BR 0068 109 105 05 Severe 2 Hurler ¢883.4upC
s 0.008 0 3 47 Severe 31 Hurler REIEX
pasy 0078 1A "7 86 Severe 30 Hurler Q70X
A7 0031 15 12 0 Severe 22 Hurler WaO2X
DMON 0038 3 57 74 Severe 32 Severe anx
RIBC 0074 #8445 Severe 3] Hurer/Scheieb Fa3y)
T3P 0034 2 28 03 Severe 34 Hurler 3660
PIBSR 0125 246 23 1 Severe 4 Hurler A37P
THR 0155 3% 408 29 Severe 35 Hurler Wa02x

489 0.7 28 3 i4S Severs 2 Hurler Wa02x
PO3L 0T 3 by 13 Severe 3 Severe am%
Vea0F 0078 180 163 07 Sovere 37 Hurler VB2OF
RozgP 0407 W9 134 5 Severe 38 Severe A307P
PRIR 0040 300 a7 13 Severedntermediale 09,243 Hurler Hurler/ochele  ps3aR
HIP 0059 83 3% 733 Infermediete 2 Hurler/Scheie e
ATSP 0038 Z 28 19 Intermediste B Intermediate Q70X

HBzZP 0051 50 4 X nternedlate 40 Infermediate Wa02X
L2380 0015 0 10 05 intermediste 3 Hurler/Scheie Wangx
GHSR 044 238 21 17 intermediate 33 Hurler/Scheie WAO2X
L346R 0066 101 W 28 intermediate 41 Hurler/Scheie {UAR
R3GH 0028 20 48 145 Infermediate 42 Hutler/Schele ¢ 1190-1GNA
T364M 0.069 7 # 0 Infermediste 43 Hurler/Scheie TI644
AP 0052 63 34 32 intermediate 24 Hurler/Scheie AAIRP
I 52 83 0.1 Intermedigte 44 Hurler/Scheie ATST

L536F 005 48 69 0 Infermediate 4 Hurler/Scheie WA02X
Fe02i - 0.006 0 1 26 intermedigte 3 Hurler/ScheieD R3IC
RE19G 0010 3 8 605 intermediate 45 Hurler/Scheie RE1SG
P 0082 40 67 241 Attenuated-intermediate 4424]  HurlerlSchere Schele 490p
Yiee 0018 14 12 0 Aftenuated 24 Stheie 070X

REGQ 0048 74 124 0 Attenuated 2 Mid Wa0ox
DN 0024 14 16 0 Altenuated 46 Scheie 080X
g0y 0.000 1 0 08  Attenuated 2 Scheie VABTX
HMOR 0.0 59 73 105 Attenuated e Scheie Wa0ZX
E27eK 0143 440 558 35 Attenuated 4748)  Scheie £976K
Ay 0082 128 109 0 Altenuated e Scheie AMGY
N3BK 00% 175 243 18 Attenuated 24 Scheie e A7IT45GNC
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Slow progressien ¢.134-145dei12
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Scheie RE33L

The mutations localized in the ig-tke domain and adjacent region are shown in boldishaded.

& Dascription of the clinical form of the pafients is according to the criginal papers.

D An expression study revealed that F802-DUA exhibited residual enzyme activity, but not in the case of R363C-DUAI4]
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RAV1  AXSANVDETVDNNGLYTEPRPIGIRYLTRRL 736  (SEQ ID NO. 16)
ARV NESVNVDETVDINGVYSEPRPIGIRYLTRYL 735 (820 D 0. 17)
RAV3-3 NXSVNVDFTVDTNGVYSEPRPIGTRYLTRNL 736  (SEQ ID NO. 18)
RAV4-4 GQQNSLIWAPDAAGKYTEPRAIGTRYLTHHL 734 (SEQ ID NO. 19)
EVS  NDPQFVDFAPDSTGEYRTTRPIGIRYLTREL 724 (SEQ ID NO. 20)
ARV6  AXSANVDFTVDNNGLYTEPRPIGTRYLTRBL 736  (SEQ ID NO. 21)
AAVT  EXQTGVDFAVDSQGVYSEPRPIGTRYLTRNL 737  (SEQ ID NO. 22)
ARVS  YXSTSVDFAVNTEGVYSEPRPIGTRYLTRNL 738 (SEQ ID NO. 23)
hu3l  YRSNNVEFAVSTZGVYSEPRPIGTRYLTRNL 736 (SEQ ID NO. 24)
hu32  YKSNYVEFAVNTEGVYSEPRPIGTRYLTRNL 736  (SEQ 25)
RRVY  YKSNNVEFAVNTEGVYSEPRPIGTRYLTRNL 736  (SEQ 26)
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CB7 promoter
5 TR ™ Chicken B-aetin intron

B

Human a-L-iduronidase gene

Cytomegalovirus ~ Chicken
Immediate-early  B-actin B-globin
erthancer promoter
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