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1. BERATHHINLLDLEFEABRETFREY

Pos.ition Mulation Name Nucleotide Change Effect on Cuding Sequence Class Author References
intren | 68-1 G—C G=Cal 681 ¥ splice signal class 1 Maruyama T Hum Mutat 11: 480-451, 1998
cxon 2 wW2IX Nanao G=-Aat 131 Tip—Stap a1 23 NR Yo W Alherosclersis 165; 135-342, 2002
exon 2 C25Yt G—Aat 137 Cys—Tyrat 25 NR Yu W Athcrosclerosis 165: 335-342, 2002
exen 2 D26N G—Aal 139 Asp—Asn al 20 NR Varret M Nugl Acid Res 26:248-152,1948
exons 2.3 Inl-In3 del deletion of 3kb deletion of exons 2, 3 class 3 Yamakawa K Huwm Genet B2: 317321, 1989
exons 2.3 inl-In3 del deletion of 5kh deletion of exons 2, 3 NR Kigawa K J Biochewn (Tokyo) 113: 372-376, 1993
exons 2.3 inl-ln3 del Tonami.2 dedetion of 10kb deletion of exans 2, 3 class3  Kajinami K Circulalion {Suppl) 80: 11278, 1959
exons 2 Inl-ind del Kanazawa-| dedetign of 17kb delction of exons 2-4 NR Kajinami K J Intern Med 227: 247-25), 1990
exon} C545 T—Aa 22} Cys—Tyr a1 54 class 2 Emi M Jpn Hean ) 39: 785-739, 1995
exon 230delG1 delction of G al 230 frame shifl NR YuW Alherosclerasis 165; 335.342, 2002
exon ) CalFt G=+T a1 243 Cvs—Phe a1 61 NR YuW Alherosclerosis 165: 333-342, 1002
exond C74X C—A at 183 Cys—Slop at ™ class | Hirayama T 3 Hum Genet 43: 250-254, 1993
exon ) CHGty TG a1 286 Cy3—Gly at 74 NR Miyake ¥ Domyakukoka 26: 109, 1999
exon3 CTIFt G==T a1 138 Cys—Pncat 74 NR YuW Alhetusclerosis 165: 335-342, 1002
exon 4 327insCt insestion of € at 327 prematuze siop at codon 158 NR Hirota R Ann Clin Biochem 39(P1 3): 316-530, 2002
exon 4 RH Fukuoka G—Aa 34 Arp—His a1 94 NR Variet M Nucl Acid Res 26:248-252 1998
exon 4 355del Topt delction of GGGAAGT at 385 prematuee s10p aL codon 183 NR Hanoi H Hum Mutal 14: 87, 1999
exon 4 C1H00GtH T=+G at 30} Cys—Gly at 100 NR Yo W Alherosclerasis 163; 333-342, 1002
cxon 4 S109TY T—A at 388 Ser—Thr a1 109 NR Yo W Alherosclerosis 165: 335-342, 2002
exon 4 38%insCt insentionof € a1 389 frame shift NR YuW Alheroscleresis 165: 335-342, 1002
exon 4 EN19K Phillipines C=Aal 118 Gly—Lysal 119 class 38 Hobbs HH Hurn Muiat 1: 445-466, 1592
exon 4 CI134Rt T—Cal 46} Cys—Argat 133 NR Yu W Atheroscierosis 165: 335-343, 2002
exon 4 CLI9Rt T=—C a1 478 Cys—Arg a1 139 NR YuW Atherascleresis 165: 335342, 3002
caon 4 CI163RY T—C a1 550 Cys—Arga 163 NR YuW Atherosclerosis 165: 335-342, 2002
exon 4 VIGEMYT G==A a1 568 Val—Met at 168 NR Yu W Atherosclerosis 565: 333.342, 2002
exon 4 C18351 G—Cat6ll Cys—Ser at 183 NR YuW Atherosclerosis [65; 335.342, 2002
exon 4 EJ07K T4 G—A at (RS Gle—Lys al 207 NR Mivake ¥ Domyakukoka 26: 109, 1999
exon 5 D245NT Naha G—aA at 790 Asp—Asn at 245 NR YuW Atherosclerasis 165 335-342, 2002
cxon 5 DI5GH A=—G at 797 Asp—Gly a1 245 NR Yu W Alherosclerosis 165: 335-342, 2002
€xon 6 D20y Tsuruga G=—T a %01 Asp==Tyr a1 280 NR YuW Alherosclerosis 165; 333-342, 2002
cxon 7 C317§ Wakayama T—Aal 1012 Cys=Serat 317 class 2 Funahashi T ) Intern Med 239; 187-190, 1996
exon 7 CH7R Gifu T—=Cal 1012 Cys—argat 17 NER Varret M Nuel Acid Res 26:248-252,1998
exan 7 R320Xt C—Ta 1048 Arg—Stop al 329 NR YuW Alheroscterosis 165: 335-H2, 2002
exoms 714 Ing-inl3 del Osaka-2 deletion of 12kb deletion of ¢xons 8-14 class 5 Miyake Y 1 Biod Chem 264; 16584-16590, 1939
exons 7-14 Ex7-Inid del Dkayama deletion of |3kb deletion of exons B-13 NR Kajinami K JImern Med 227: 247-251, 1990
exon 8 10&LinsTT insertion of T a1 1061 frame shif| NR Yu W Atheroscierosis 165: 335-342, 2002
exon 8 D335H Kanagawa G—C aL W06 Asp—His a1 335 NR Varret M Nuct Acid Res 26:243-152,1998
exon§ 13153390, insbbp Seletnns of Gy, mverlion of Gy T 1115 GlyGiyGiyTyr—AlaLeuAsn from 558 R Tamakawa K Hum Gener 93: 625615, 1994
exon 8 C358Y G—Aa I3 Cys—Tyr a1 358 class 5 Hirayama T J Hum Genet 43: 150-254, 1998
exon § 115BimsC1§ insertion of C a1 1§58 Frame shift NR Miyake ¥ Domyakukoka 24; 733, 1997
exon 9 F382L T—Aw 207 Phe—Leu a1 382 NR Varret M Nued Acid Res 26:248-152,1998
exon 9 1246ins5bp inserlion of 5bp a1 1244 frame shift afler Azg395 NR Hanori H Hum Muial 14: 87, 1999
exon 9 R3G5WE Moricka C—Tat 124 Arg—Trpal 395 defective Yagi K Domyakukoka 22: 100, 1994
exon 9 E397Kt G—Aa 1252 Ghu=Lys 21 397 NR YuW Alhgroscierosis 165; 335-3H42, 2002
exon 9 V408M Adrikaner-2 . G—A2 1285 Val—Mei at 308 NR Varret M Nuel Acic Res 26:248-252,1998
exon 9 ANDTT G—Aal 29 Ala—Thrat 410 NR Hantori H Hum Mutat 14; 87, 1995
cxon 3 D412H Osaks-2 G—Cal 1297 Asp—His at 312 clogs 2 Miyake Y Eur J Biochem 230: 1-7, 1992
exon 10 A4BDES C—Aa 1502 Alo—Glu 31 480 class 2B Miyake Y Domyakukoka 24: 733, 1997
cxon 10 VS0ZMt G—Aal 1567 Val~=Met a1 502 class ZA Yu W Atherpaclerosiy 165; 335-342, 2002
intron 10 1587-1 G—AtYt G—Aar 15871 ¥ splice signal NR YuW Atherosclerosis 165: 335-342, 2002
exon 3| W512Xt G—An 150 Trp—Stopal 512 NR Hallori H, Hum Mutat 14: 87, 1999
exon 11 1687insC4 insertion of € ar 1047 premalure s1op al codon 559 NR Hatori H Yum Mutal 14; 87, 199
exon || L34TVt C—Gat 1702 Leu— Val at 547 NR Hanori H Hum Muiat 14: 87, 1999
iniran 11 1705+1 G-—~C GC—Cal 1705+1 5" splice signal class 1 Miyake ¥  Inl Symp on Lipoproiein Meiabolism& Alherogenesis, Kyoto
xon 12 §565X§ C—Gat 1757 Ser—Siop al 565 NR Miyake Y Domyakukoka 36: 109, 1999
exon 12 1773insG insersion of G at 1772 frame shift class )} Hirayama T J Hum Genet 43: 250-254, 1098
exon 12 RSTiQ GAa ) 754 Arg—Ginat 574 NR Varret M MNucl Acid Res 20:248-232 1998
exon 12 P5875 C—Ta1 1822 Pro-=Ser at 587 class 2 Hirayama T J Hum Genel 43: 250-254, 1998
intron 12 184542 T—C Niigata T—Ca 184542 5 splice signat class | Maroysma T Eur J Biochemn 232: 700-103, 1995
exan 11 1963de1T detetion of T 1963 frame shifl class | Hirayama T ¥ Hum Genet 43: 250-254. 1993
exon 13 1867del ATCY deletion of ATC 31 1R67-1869 deletion af Jle at 602 KR Yo W Aherosclerosis 163: 333-342, 2002
cxon 13 L6215t T—G a1 1423 Leu—Ser at 621 NR Yu W Atherosclerosis 163: 333-342, 2002
exon 14 GoS5St G—Aal 2020 Ghy—Ser a1 655 NR Yu W Atheroscheronis £65: 333-342, 2002
exon 14 2035insTH insertion of T 21 2035 premature s1op al codon 696 NR Hanosi M Hun Muias 14: 87, 1999
exon 14 PGOIL Kanazawa-2 C~T at 1354 Pro—Leu 31 654 class 2B Soular AK Proc Nall Acad Sci USA RO 4066-1170, 1989
exon 14 2055de1GT deletion of G at M55 frame shilt NR Yu W Alheroscherosis E63 333-342, 2002
exon 14 E693Kt G—a a1 2140 Glu—Lys at 692 NR Hatori H Hum Mutat t4: 87, 1999
exon J§ In13-In15 del Tonami- | delction of fikh deletion of exon 13 NR Kajinami K Aneriosclerosis 8; 187.392, 18R
exon 1S 219%9deiCA Mishima delelivm of CA at 2199 or 21204 frame shilt afier Thr713 NR Taxhire J Eur J Chin Inves) 28: 7:2-719, 1998
exon b3 O718X§ Yokate C—=Ta 225 Gln—Siopat 718 NR  Higashikala T Domyalukoka 13: f37, 1996
exons 13-16 in1d-Inth del deletion of §,5kb deletion of exons 13, 16 MR Yamakawa K Hum Gener R2: 317-321, 195y
iniron 15 23123 C—af C—aAat 23123 ¥ splice signal NR Yu W Atheroscheronis 163 335,342, 2002
oxon 14 1635del™ deletion of T pi 1055 frame shift afier Asp330 NR
exons 16-17  1215-1n17 del deletion ot 4k deletion of exons 16, 17 NR Yomakawa K Hum Genet §2: 317-32), 1989
txons 1G-18  In15-Ex!8 del Osaka-| delction of 2,850 defenion of exons 16-18 class 43 Mivake Y Proc Nart Avad Sui USA 78: 5151-3133, 1951
exon 17 241 2insG§ insertion of G alier 2412 frans shifl afier Gly784 NR Miyake ¥ Dueniyakukoka 120 646, 1955
exon 17 K7UOX A=T a1 240 Lys=—Smp al 790 cliss 1, 4 Maruvama T Arterioacler Thromb Vase ol 13: 1713-1718, 19035

t: Mutation reporied afier the closing of repistration 1o the Rescarch Comnminiee in 1995,

&: Munation reported in an abstract fonm in Japancse.



%2, ARATHESLEM/FAEADEICHTA7THBREFRE

Mutalion Name Nucleotide Change Lifect on Coding Scquence Aullirr References

Q1755X ApoB-18.7 C—Tal 5472 Gin—Slop at 1755 Ohashi K Anerinscler Thromb Vasc Biol F8: 1330-1334, 1998
7612msAts  ApoB-54.4 insertion of A at 7612 Trp=~Slop at 2408 Ohashi K Domyakukoka 29: 259, 2001

R2486X+§  ApoB-54.8 C—T al 7665 Arg—Siop at 2486 Ohashi K Domyakukoka 24: 142, 1998

t: Mulation reported afier the closing of registration
§: Mulalion reported in an abstract form in Japancse.

1o the Research Comminee in 1998,

%I BRATREShERPIFAEQOEFIZETIMTPRETRA

Position Mutation Nucleotide Change Effect on Coding Sequence Author Refetences
ntran 2 G1237A§ G—Aat 1237 3 splice signal Ohashi K Domyakukoka
intron ¢ 12371 G—A§ C—Aat 12371 3" splice signal Yo § Domyakukoka 24: 733, 1997
exon 1k 138%9delA deletion of A a1 1380 frame shift afier Glu162 Ohashi K J Lipid Res 412 1199-1204, 2000
cxon 16 N7BOY A=T al 2338 Asa—Tyr m1 780 Ohashi K ) Lipil Res 41 1199-1204. 2000

§: Mulatien reported in an absiract form in Japanese.

H4. BFXATHSEIHURESYA-HIPLAETFRR

Position Mutation Name Nucleotide Change Effect on Coding Scquence Class Aulthot References
exon | W(-14)X G—Aat 26 Trp—Siop at (-13) Nokaura T J Ahcroscler Thromb 3: 17-24, 1990
exon 2 N313S A—G L 383 Asa—Serat 43 Kobayashi ) Biochem Blophys Res Commyn 205: 506-515, 1994
intron 2 42341 G—A G—Aatd23n 5 splice signal chass | Gotoda T J Bio) Chemn 260: 24757-24742, 1991
cxon 3 Y61X T==Aat 432 Tyr—5Stop al 61 class | Gotoda T Biochim Biophys Acta 1138: 353-356, 1992
exon 3 GI0SRT G—A at 568 Gly—Argal 105 clags 2 Ikeda Y Clin S¢i (Lond) 99: 569-578, 2000
cxen S G153Vt G=Tm 716 Glv=Valal 154 class 1 bkeda Y J Lipid Res 42; 1072-1081, 2001
exen 5 GI8BE G—A at 818 Gly—Glu at 188 class | Emi M J Bicl Chem 265: 5910, 1950
cxon 5 119474 T—Cat B3 lle—The a1 94 Kobayashi J Domyakukoka 25: 131, 1997
exon 5 KI198R A—Gar B48 Lys—Asg at 198
txon § V200A T—Cat 854 Val—Aly a1 200 Takagi A Athrosclesosis 134: 27-28, 1997
exon 3 DI4E C—G a1 Bo7 Asp—Glu a1 204 class2  Goloda T ¥ Clin Invest 88: 1856-1864, 1991
txon 3 916de1G Arita dektion of G at 916 frame shift afier Glu220 Takagi A 1 Clin Invesi §9: 581-591, 1992
exon 6 C39X§ Obama C—Aa972 Cys—S5top a1 139 lkeda Y Domyakukoka 25: 141, 1998
exon b R243C% G—T a1 983 Asg—Cys at 143 keda ¥ Domyakukoka 25: 14}, 1998
exen 6 RI43H G—A a1 983 Arg—His a1 243 chss?  Goloda T J Clin Invest BB: 1856-1864, 1991
exon b A26ITS C=—Aat 1036 Ala=Thr a1 261 Takagi A Domyakukoka 23: 872, 1996
txon G F270L Mima T—G a1 1065 Phe—Leu at 270 chgs 2 Takagi A Biochim Biophys Acta 1502: 433446, 2000
exon & C278R T—C ut 1087 Cys—aAsg ar 278 Takagi A Atherosclerosis 134: 27-28, 1997
exon b LA03FT G=C a1 1069 Leu—Phe 3t 303 class | Saika ¥ Eur ] Chin Invey 33; 216-222, 2003
caun 7 ei A§ deiction of A a1 codon 391 frame shifl afler codon303 Kobayasm } Domyakukeka 25: 131, 1997
exon 7 AT G—Aat 1255 Ala—Thr a1 334 Kobayashi ) Biochem Biophys Res Commaun 191 1046-1053, 1993
cxon & 1300detG deletion of G at 1400 frame shift after Trp382  class 203 Gotoda T J Clin Invest BB: 1856-1864, 1991
exon 8 W3B2Xt G—Aatl 1401 Trp—Stop a1 382 <lass | Takagi A Clin Chim Acta 285: 143-154, 199%
intron 8 149642 T—C1 T—Cal 149642 5 splice signal closs | tkeda Y 1 Lipid Res 42: 1072-1081, 2005
exan 9 SH7X C—Gat 1595 Ser—Slop a1 4347 Kobayashi ! Biochem Biophys Res Commun 182: 70-77, 1992

t: Mutation reported after 1he closing of regisiration to the Restarch Commitice in 1998,

§: Mutation reported in an abstract form in Japanese.

5. BAATHEShEFHRESC-IARTRE

Position Mulation Name Nuclcotide Change Effect on Coding Sequence Author References
nlron 2 93+] G—C Tokyo G=-Cal 93+) 5* splice signal Okubo M Alheroscletosis 130: 153-160, 1997
exon 3 108delC Japan deletion of C a1 108 frame shifi Xiong W) Am J Hum Genet 48: 383-389, 1991
exon X WIGR Wakayama T—Ca 180 Trp—Aig at 26 Inadera H - Biwochem Riophvs Res Commun 193: 1174-1183, 1963
F6. BRATHEIRE-FHYVA-RETFRRE
Fosition Mutmion Nugleolide Change Effcct on Coding Sequence Authar Refcrence
exon 2 C53G TG ar 230 Cys—Glv at 53 1keda Y Aiherosclerosis X1: 777-788, 1998
®71. BERATHEShE7FHARAEARFRE
Exan Mulation Narnc Nucleotide Change Effect on Coding Scquence Class Author Relerences
k] E3K E-5 G—Aa 28 Glr—Lysut 3 L3 Tajina § J Biochern (Tokyp) 104: 48-52, 1988
3 RasC E2 Kyolo C—=Tu% Arg—Cysat 25 1.PG  Mtorivama K Kidney Inl 56: 421427, 1999
k) Q46HE G=Cal 159 Gln—His a1 30 NR Misaki M Domyakukoka 23: 891, 1996
3 135-142 inst E-5 inscrtion of 24bp fram coden 135 duplicalicn of 135-142 k.5 fumanouchi * J Hum Geney 46; 633-639, 2001
4 141-143 delt E-Tokyo deletion of 9bp fiom codor 141 deleton of 141-143 LFG Konishi K Nephron 83: 214-218, 1999
3 141-)046 delt EoMachashi  deletion of 18bp hom codon 13) deletion pf 141-146 LrG Dgawa T Pedinr Nephegl 34: 139-151, 2000
4 R1425t% E-1 Arg—Serat 142 type 11 {d)y Sakuma N Domyakukoka 29: 252, 2001
4 K146E E-l A—G a 457 Lys—Glu a1 130 sype D1 {d} Morivamy K Hiochim Biophys Acta 1128: 58-64, 1991
+ Ri145H E-2 Kochi G—A a1 465 Arg—Hisat [45 type lH1{d}  Suchirp
4 156-173 delf E-1 deletion of 54bp from codon 156 deletion of Q156-G173 LPG Ando M Kidney Int 56 13171323, 1999
4 QI187E £2 Toranomon C—0G at codon 187 Gin—Gly ot 187 tepe ) Okebo M Athcrosclerosis 140: 187-190, 1998
+ AZIOVE .3 Nananuma C—Tal 668 Ala—Valat 216 tvpe 1 {d) MalSunaga A Domyakukoka 23: 846, 19%
4 R1240Q E2 Fukvoka C—Am 492 Arg—Glna 224 1epe 11 {4} Morivama K Bioehim Binphys Acla 130E: 185-190, 1996
4 E14K E245K E7 Suita G—A 751,754 Glu—Lys a1 244,243 I:-7 1 ] Binchem (Tokyo) 105; 249-253, 1989
3 R143P E2 Sendai G—C ot 448 Arg==Pro a1 143 LPG Morivana K Binchin Biophyvs Acia 131 185-190, 1996

Abhrpviations: {0 dositast, 1EG; Bpoprolein ghomeralopathy.

T: Mutation reperied after the Closing of registration to the Rescareh Commilice in 1998,

#: Mutation reported in an absiraet Jorm in lapancse.
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8. BERATHEShEOLATO—AIATNEEREACETPIRETFRE

Posilion  Mutation Nucleotide Change Effect on Coding Sequence  Class Author Refercnces
promoler  (-69)G— At G—A at{-69) promoler deficiency  Nagano M Arierioscler Thromb Vasc Biol 21: 985-990, 2001
exon § L151P} T—C at codonl 51 Leu—Pro 81 151 deficiency  Nagano M 1 Lipid Res 43: 1011-1018, 2002
exon G G181X G—Ta 722 Gly—Slop at 181 deficiency Arai T ) Lipid Res 37: 2143-2134, 1996
exon 9 R282Ct C—T at codon282 Arg—Cys at 282 deficiency  Nagano M J Lipid Res 43: 1011-1018, 2002 -
exon 10 Q309X C—Tal 1106 Gla—Stop al 309 deficiency  Goloda T Biochem Biophys Res Commun 194: 519-524, 1993
intron 10 111142 T—G T—Gaiklll+2 5' splice signal deficiency  Sakai N J Lipid Res 37: 2065-2073, 1996
intron 14 145141 G—A G—A a1 145141 5" splice signal deficiency  Brown ML Nature 342: 448-451, 1989
intron 14 145143 ins T§ inscrtion of T at 1451+3 5" splice signal deficiency  Inazu A Domyakukoka 21: 73, 1993
exon 15 D442G A—G at 1506 Asp—Gly at 442 deficiency Takahashi K J Clin Invest 92: 2060-2064, 1993

1: Mutation reported afier the closing of regisiration 1o ihe Research Commitiee in 1998.

§: Mutation reported in an abstract form in Japanese.

#%9. BXATHEShI-lecithin:cholesterol acyltransferase (LCATHRZTFRY

Exon Mutation Nucleotide Change Effect on Coding Sequence Class Author References
1 N51 A—Tall5 Asn—llc a1 § deliciency  Okubo M Int ) Clin Lab Res 26: 250-254, 1996
1 124insC insertion of Ca1 124 frame shift after Prol®  deficiency  Bujo H  Biochcrn Biophys Res Commun 181: 933-940, 1991
2 G305§ G—Ta1188 Gly—Ser 2130 deliciency Yo § Domyakukoka 23: 179, 1995
3 RY9CE$ C=T at codon 99 Arg=+Cys at 99 FED Shinoda Y Domyakukoka 24; 690, 1997
4 T1231§ C—Tat418 Thr—1le at 123 FED Nishioka K Domyakukoka 23: 179, 1995
4 R140C§ C—Tat518 Arg—Cys a1 140 deficiency  Aragane K Domyakukoka 23: 847, 1996
4 Gl4l ins insertion of GGC lrom 521 insertion of Glyl41 deficiency  Goloda T Lancect 388: 178-781, 1991
6 N22BK C—A 2 184 Asn—Lys at 228 deficiency  Goloda T Lancet 388: 778-781, 1991
6 P250R§ C—G 832 Pro—Arg at 250 deficiency  Aragane K Domyakukoka 23: 180, 1995
6 873d2IG deletion of G at 873 frame shift afler Val264  deficicncy Moriyama K J Lipid Res 36: 2329-2343, 1995
6 M293] G=A a1 979 Met-—=Ile at 293 deficiency Maeda E Biochen Biophys Res Commun 178: 460-466, 1991
6 T321M§ C—T a1 1063 Thr—Met at 321 deficiency Domyukukoka
6 G3445 G—Aat 1130 Gly—8er a1 344 deficiency Moriyama K J Lipid Res 36: 2329-2343, 1995

t: Mutation reported after the clesing of registration 10 1he Rescarch Commiltee in 1998.

§: Mutation reponied in an abstract form in Japanese.
Abbreviation: FED; fish eye disease,

¥i0 BFEACHESZA-THREAA-REFRE

Position  Mutation Name Nucieotide Change Effect on Coding Sequence  Class Author References

prompler  27A—C A—Cat(-27) TATA box deficiency Matsunaga A Arierioscler Thromb Vasc Biol 19: 348-355, 1999
exon 3 T8delA§ deletion of A at 693 (codon -5)  frame shift after Arg{-5)  deficiency Itoh T Domyakukoka 24: 287, 1996

exon 3 105insC Tsukuba insenion of C at 105 frame shift afier Glus  deficiency  MNakaia K Biochem Biophys Res Commun 196: 930-935, 1991
exon 3 WEX G—Aat 129 Trp—Stop at 8 deficiency  Takata K Arierioscler Thromb Vasc Bicl 13: 1866-1874, 1995
excn 3 DI13Y Yame G—Tat 743 Asp—Tyrat 13 Takada Y T Lipid Res 32: 275.280, 1991
exon 3 AJTT G—Aal815 Ah—Thr a137 Araki K Biochim Biophys Acta 1214: 272-278, 1994
exon 4 Dslv Kaho A=Tal 1447 Asp—Val a1 51 Moriyama K I Atheroscler Thromb 3: 12-16, 1996
exon4  335insZ3bp  Sascbo  insertion of 23 bp from 1779 [rame shift after Gly81  deficiency Moriyama K Arerioscler Thromb Vase Biol 16: 14161423, 1996
exon 4 Q84X C—Tal 1545 GIn—5top at 84 deficicncy Matsunaga T Proc Natl Acad Sci USA 88: 2793-2797, 1991
exon 4 A95D Hila C—A 211579 Ala—Asp at 95 Araki K Biochim Biophys Acta 1214: 272-278, 1994
exon 4 Y100H Karatsu T—Cal 1593 Tyr—His a1 100 Meoriyama K Clin Genet 49: 79-84, 1996
exon 4 K106 de]  Nanakuma delction of AAG a11601-1606  deletion of Lys106 or 107 Moriyama K J Atheroscler Thromb 3: 12-16. 1996
exon 4 WI10BR Tsushima T—Cal 1617 Trp—Arg a1 108 Araki K Biochim Biophys Acta 1214: 272.278. 1994
exon 4 E110K Fukuoka G—A a1 10623 Glu—Lys a1 110 Takada Y Bipchim Biophys Aclp 1043: 169-170, 1990
exon 4 VI156E Qita T=+Aal 1762 Val—Glu at 156 deficiency  Huang W Anerioscler Thromb Vase Biol 18: 389-396, 1998
exon 4 H162Q Kurume T—0G at 1781 His—Gln a1 162 Moriyama K Clin Genet 49: 79-84, 1996
exond  2100delCt deletion af C a1 coden 184 frame shifi after Glu}83 Yokota H Atherosclerosis 162: 399.407. 2002
exan 4 E235del  Nichinan deletion of GAG a1 1995-2000 deletion of Gln 235 low HDL HanH  Anerioscler Thromb Vasc Biol 19; 1447-1435. 1999

+: Mutation reporied afier the closing of regéstralion 10 1he Research Commiltee in 1998,

§- Mutation reporied in zn abstract form in Japanese.

1. BRATHREIR-FTHEBA-LRETFRE

Mutation Name

Nucleotide Change

Effect on Coding Scquence

Class

Authar Reference

243+]1 G—A Hiroshima

G—Aal 243+1

5" splice signal

deficiency

Deeb §5 Am J Hum Genel 46: 822-827, 1990




®i12. BEAREMEHDLAIBE X UTangierfR fE A2+ HATP Binding Casette Transporter-1 {ABCA1) B TR

Disorder Mutation Nucleotide Change Effcct on Coding Sequence  Author Refcrences

FHD A255T G—Aat 1158 Ala—Thr a1 255 Nishida Y Biochem Biophys Res Commun 290: 713-721. 2002
TD N935H A—Cal 3198 Asn—His al 935 Guo Z J Hum Genet 47: 325-329, 2002

D N9358 A=Gal 3199 Asn=~Ser al 935 Guo Z J Hum Geaet 47: 325-329, 2002

FHD 3787deldbp  deletion of CGCC from 3787  premature siop at 1224 Huang W Biochim Biophys Acta 1337: 71-78. 2001

D DI229N G=A al 3805 Asp—Asn al 1226 Huang W Biochim Biophys Acta 1537: 71-78, 2001
FHD N1611D A=Galt 5226 Asn—Asp at 1611 Nishida Y  Biochem Biephys Res Commun 290: 713-721. 2002
TD R16B0W Arg—Trp al 1680 Ishii J J Hum Genet 47: 366-369, 2002

FHD R1B51X C=T at 5946 Arg—Stop m 1851 Nishida Y Biochem Biophys Res Commun 290: 713-721. 2002
TD R2021W C—Ta 6181 Arg—Trp a1 2021 Huang W Biochim Biophys Acta 1537: 71-78, 2001

D Inl2-Inl4 del deletion of 1221bp delction of exons 13, 14 Guo Z J Hum Genet 47: 325-329, 2002

TD In16-In31 del deletion of 19.9kb deletion of exons 17-31 Guo Z J Hum Genet 47: 325-329, 2002

All mutations have been reported afier the closing of registration to the Research Commitice.
Abbreviations; FHD; familial high-density lipoprolein deficiency, TD; Tangier disease.

£13. BRABRBEBEECTORUS FATFO~ILOEIETIREFRE

Disorder Gene Mulation Nucleotide Change Effect on Coding Scquence Author Reference

CTX Cyp27 RID4WYT C—Tal codon 104 Arg—Trpal 104 Nakashima N J Lipid Res 35: 663-668. 1994

CcTX Cyp27 E162X G—Tal codon 162 Glu—Stop a1 162 Wakamatsy N 1 Neurol Neurosurg Psychiatry 67: 195-198, 1999

CTX Cyp27 R362H G=+A 21 codon 362 Arg~His al 362 Chen W Biochim Biophys Acta 1317: 119-126, 1996

CTX Cyp27 P36ER G—C at codon 368 Pro—Arp al 368 Ckuyama E J Lipid Res 37: 631-639, 1996

CTX Cyp2? R372Q G—A at codon 372 Arg—Gin at 372 Chen W T Lipid Res 38: 870-879. 1997

CcTX Cyp27 intron 7 +1G—A G—Aatintron 7 +1 5' splice signal Shiga K J Neurol Neurosurg Psychiatry 67: 675-677, 199¢

CTX Cyp27 R4d1W C~T at codon 441 Arg=Trp at codon 441 Kim KS J Lipid Res 35: 1031-1039, 1994

CTX Cyp27 R441Q G—A al codon 441 Arg—Gln at codon 441 Kim KS J Lipid Res 35: 1031-1039, 1994
Sitosterolemia  ABCGS R419H G—Aat 1396 Arg—His 21419 Lee MH Nat Genet 27: 79-83, 2001
Sitosterolemia ABCG5  exon 3 del deletion of exon 3 Lu K Am 1 Hum Genet 69: 278-290, 2001
Sitosterolemia  ABCGS R408X C—Tal 1362 Arg—Slop a1 408 Lu K Am J Hum Gener §9: 278.290, 2001
Sitosterolemia ABCGS R389H G—A at 1306 Arg—His a1 389 v K Am J Hum Genet 69: 278-290, 2001
Sitosterolemnia  ABCGS R35505 A—C at 1790 Arg—Ser at 550 InK Am J Hum CGenet §9: 278-200, 2001

Abbreviations: ABCGS; ATP-binding cassetie transporier subfamily G member 5, CTX: cesebrotendinous xanthomatosis, CYP27; sterol 27-hydroxylase.

1: Mutation registered to the Resezrch Commitiee
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1: Hayashi T, Iguchi A, lgnarro LY,  Gene transfer of endothelial NO
synthase (eNOS), but not eNOS plus inducible NOS regressed

atherosclerosis in rabbits, Cardiovascular Research 2004 61 339-351

2: Hayashi T, Jguchi A et al. , A new HMG-CoA reductase inhibitor,
Pitavastatin remarkably retards the progression of high chelesterol

induced atherosclerosis in rabbits.  Atherosclerosis 2004 (in press)

3; Watanabe H, Hayashi T, Nitric oxide: inhibitory effects on
endothelial cell calcium signaling, prostaglandin I2 production and nitric
oxide synthase expression. Cardiovascular Research 2004 (in press)
4: Arockia Rani P J, Hayashi T, Iguchi A et al. Concomitant
production of nitric oxide and superoxide in human macrophges.
Biocim Biophys Res Commun 2003 310 367-370.

5: Hayashi T, Sumi D, Iguchi A et al..Sarpogrelate HCI, a selective
5-HT2A antagonist, retards the progression of atherosclerosis.
Atherosclerosis. 2003 168:23-31.

6: Sumi D, Hayashi T, et al.1 7beta-estradiol inhibits NADPH oxidase
activity through the regulation of p47phox mRNA and protein
expression. Biochim Biophys Acta. 2003;1640:113-118.

7: Tsunekawa T, Hayashi T, Iguchi A et al. Plasma adiponectin plays
an important role in improving insulin resistance with glimepiride in
elderly type 2 diabetic subjects. Diabetes Care. 2003;26:285-289.

8: PiJ, Hayashi T, Yamamoto M, Kumagai Y.et al. A
potential mechanism for the impairment of nitric oxide
formation caused by prolonged oral exposure to arsenate in
rabbits. Free Radic Biol Med. 2003 ;35:102-113.
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Ohtsuki T, Sakaguchi H, Eto M et al . IL-6 is a
key factor in growth inhibition of human melanoma
cells induced by pravastatin, an HMG-CoA
reductase inhibotor. Int J Oncology 23:763-768,
2003

Otsuki T, Sakaguchi H, Hatayama T, Fujii T,
Tsujioka T, Sugihara T, Takata A, Hyodoh F, Eto
M. Effects of an HMG-CoA reductase inhibition,
simvastatin, on human melanoma cells. Oncology
Reports (in press)

Matsuda M, Kawasaki F, Yamada K, Kanda Y, Saito
M, Eto M, Matsuki M, Kaku K.

adiponectines on

Impact of adiposity
diabetic

diabelic

and plasma
angiopathies in Japanese type 2
subjects. Diabetic Medicine (in press)

Hamano M, Saito M, Eto M et al . Serum amyloid
A (SAN), protein  (CRP)  and
remnant-like particles

(RLP)-cholesterol in type 2 diabetic patients
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lipoprotein

with coronary heart disease. Ann Clin Biochem

(in press)
Saito M, Eto M, Nitta H, et al. Effect of
apolipoprotein E4 allele on plasma

LDL-cholestero! response to diei therapy in type

2 diabetic patients. Diabetes Care (in press)
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DWTHL. B—b¥ (D). FXHEE W), B

g (K) #tbmmat Uz, FHERIR
Friedwald {£%& U /2,

gt > I, Fy FHIOKRE T, 1
ADENEIAERE DML & W, [ 3 4E
Jiik & Friedwald £ THIE Uz, 7L Ak

tﬁ
i

-~
—

(1O




LBUREESHTIE, WH, VEOMEE.
~ Sepharose 6B (25x6 0 0mm) 2. V
LDL, IDL. LDL #48D7%. 4m=>D
AERUZ. AWEBmikid, 0.14 MNaCl,
pH7.4, 10 mM kU ZEEEK. 1m MEDTA
rEHELE.
ZTORFMOEEHEEIIDWTIL, 997
YTV ERNE, VLDLOIOLVAFO—))
/AR EREUIT. Friedwald FUCHEL T, (8
JLAFO—)L—LDL —C)/TG & 03RDI=,

C&D. PIRREEEK
1. B—1k%¥ (D)., HEHE (W), BIREE
B (K) z2Eds& £107&L. F0F
DO R s /z0 1332I T
D, K, WOJIEIZ. 140.6, 154.1, 155mg/d] &
BETH-z. Ma&Z2RBE. %132-42
mg/dl &M7E 0D DEZEERDT-, Friedwald TUE
13142 EDIZHEBEM 0 72,
FOMBERERA/-D,. #iZ VLDL, IDL
DAVAFO—=NDERNDRABEZRRD =D,
FIVIEEETlEY RERESMLVLDL,
IDL, LDL##Z®OILZAF0—-)ILOHIEE
2R, B1, 21089 Z2&<. Wid, VLD
L, IDL-abLAFo—)Vz—#liE. —Fh
D, KQiEEAELDLESZDAEZRELTH
D, HREOIEMND IAICEEZRDE,
L7%i->T, LDLFy MEITE, BIEMIC
EZNHD, TOEIBETERNHDT,
VLDL,IDL 2L AF0O0—=)LDiEMn0 ZHH—
REBBEOLNA Md, EDAB SN, BFAIAR
HATH %,
2. gkt > SV TOEEHE S Friedwald

FElIZ L 5% LDL sS4 R OABE 2 57,

3 IRTZEL, LDL140mg/dl Bl EES
e Lk, FOABEMTH-RIT1 3%,
DOAEMIL2 %, FICHEMIE, 85%.

160mg/dl LA TADLE, FODA22%. DDA
17% T. i@t 61% Tho7=. Lizdio

T, MR E., BEHEHOBREICE. F&D
T, #8915~ 3 0 %DFREHEDEREEE
U Bulfietkhgdo=hr=,

FOEREL T, FO®REE, PitiElhoM
MR 2 E. R4 RTITEL, sl
50mg/dl LA FT4. 50— 150mg/dl T5.
150mg/dl BAET 6. 400mg/dl BA LT 7 250
7o

HAEAADOVLDL®OILAFO—)L/hEls
BRLEIL, 5 =@M TESEMIL, BT &A%
SnEEo7=,

E. ¥

PlEXD. LDLAEMEIT. StilEdy b
fl, XALFREEDBELRD. BEDER.
EREDRERC, KEREVBEDHOLNDZ &
MHER S 7=,

FEoTEEHZDHo LB DMMNETR
DIVENRHBEEZ SN,

F. RERis
L

G. BIEsEH

1. @R
AP

H. JMRMEEDOHE. BERH
7L
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