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— 2 B SERT, ABPEEEE 72 & % < OFERRIN AV L T D28 Z OB G M AZEN K E L | fERIA
T EMER RSN E N, o ClE, AFENHIE &M & OB G e Sh T b, fk, ks
LR TRE TR FOBEITENE SILTER, 7 AT FIEOFE LWL & 2, HTRALE
(B 5 & B ORM/NMILE R . RNF2138AR 721 & B3 N kA2 78 &L A RIE I BE S 5 B AR D
REIE L IRFRIEISE OBREDEED DTN D, FTIERIREAR & ST EIED IR/ L IERIMAFIETH 5
£ #Z2 51, Embolic Stroke of Undetermined Sources (ESUS) DAESNMEE S 7z, IT4E, Z DESUSD
BEEIZEE L TR DTV D 28, ESUSOZERRIR T & 2 J0 I FLBALE IS x5 2 1% A2 IR P FLBR A0 0
MBI OAl Z A AL EF A S K LT\ D, o, DEMEN R 5N DB 2 & B
T 7R RS 2 W T ZERRIRTRIR S AT RE & 72 > TE TV D,
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fa R K- DR HAT [ &R AL E S PEHICEZh & S50 — T R 2 x5 &9 DA ESGE
T u—F ]\ IRAD D D, B AT, BEIRISFIER IR LT b M E PR E IEE O PR RIIA 143
& % D FEAIED, MBIk B AE, — MM R 1R, ARRERIMEIRE 2 3, ERE ORI E W TE Y 22
BE) TH D03 YRR NEITREN L =D — D TERERIMIE A HEET 5 Z L AUETH D,
25 AR K- O - CIIde R D b O3 E LT T 2 A3, D AETHENE S V72 K25 R T 85 O 7= 9D O ek
MAEFEROA M2 MEES D RESPECT  AFFEOFERAFER I4v, AP EFE TRHICITMEE 130/80 mmHg
KR E S 2 FOA AESIEH S ivlc, SBRIBEEHRZITI U & T 2O fEBREFEFIC OV T H D
EMEOTE T V AEEML TN 2 EREE LB X bvd, FEOFIEREIERTS T O b/ IMEEIL T
2V, ZurERT LIV, aRZ = ARERN O SN TE T, 20214E12H, ARANIZZWE S
NDCYPCI9EIL T ZRIDEEEZ T WE SND T T AT VLIVNT 71— AAPERNEIE, T 7 - FE%E
TOMANERI NI, 5%, BRDEFR TVROBABIRALEETH D,

SVESNAHRCRE U CIT FIERS 2405 LA 0> =Bk PA 2 0 i ZE R HIE G2 k4 2 Ja) B A = U4
i (MIMENTER) OFTMEICET 2= 87 U AR ML S, SEINERO R E BRI & 5, 2V
BRI BT DIMIMEPIER O BEEMEN B E 5 2 L I3Ee K9 2372 < AR NRLEE O Hrs B K i & TR
(2B LT ERT Y AR S AL & O FAPERE LR e SIS B R 5 Z L3I s b, F70, BIER
4. SIREILLN ORI ZE (23 L TUIE T VT 77 — B & W I MAREFERIEM T O D, ZOREE 91T %

ERD 5 %I, ZOMRIFIRER TH D, AR, 2EMED SV BRI OB 7 & HE
TH D, W CTHRETOT X T 7 T7—RBIXT VT 77— % LA D MR E 3N Es S, Fek Tk
CHEFAR INTEE O TE TS, DRETHT R 77 7 —EOEADT= D OEGRMFFEH I fi
HTHLM, NI v 777 %25/MET HRBUETH D, £, WMEEZE 72 &% O oIR8k
PIGIE. NEBITEIER L ABHDIR IR OIS DERIEF O Rt 7 £ AR & iRk Ufabirt 2 fi/ME
T 5 IBPR RIS AL O 72 D OEGRBFFE N ENAL THED BT D, IMZEHF 2R IR O I D 7= DMz - 15
BR OSIPT R R EAE N 20184F 12 I [ES THRAL L, 20234F3 7 (215 2 B BRI o ot FLAS G 1) 23 Pl
WIE S e, SEERFR T RINZER o 7 —2GR0E S 4L, F 72 BT AR R LA T RE 72 ha gk 1 — Yk
Efi o 2 — a TG HE S, RERIREERIOFENBE Y F THEATWD R, £ O TN
IR & & B I FEBEAREERN A - TE TV D, MM A (RS 2 IR SE O BA S I ZERRAIT & 151
LTWDA, MR = M, BRI TIEEE OB O FTHEEA] FTBRRIE OB 2 5 X
ETHD, MHIMLITKT 2 BPEIREERRE, SAMBHREED R, < BT Ik 2 AARTRRRE 72
SO TIE, s & OIEFFFEIC T BT U A Z L L TV BN D, S HIZ, AT(ATL
HIRE) 216 ) U 7o B 2 Wi B0 i 98 U A 7 ORHALAIE) . Folin i@ uiigh 72 & Az eikic s
J 5 R DRI, REEOBRF P ED N DL ~ETH D,

ML EE T 2 5 N ) T =g VTADTHY B Y T = g VOB TAL LR
LR HED DI TND, EBMRRR, A by 7 ZEHIH, e ARy MRV B 7 —2 a2 BIL (7
LAV ey e A B —Tx—R) TV ERWIZERY AE Y 2 BOEMZBE Lc=a—
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DA EEMEORBRES PR SN D Z L2 b BHEHNRRSU A T — a VERR E L DA
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A, B OO R (/M) ORERENER SN THY . ZOBREREIZ. & Ok
EREFFO, MAEMRRAVE, MM S —F Y =X A MEEFR TANAR, TV NA = —iile LD
RO TREE VEBBICER T B0 T05D, 204, KERAETZES 7 2 U 7 ENHA
ZeT (NIH) G/ MIERFZEIC R & 22BIL S ED B, HFEOHEER RS STV 5, BMOBRER M E
ThoH/PMMUEDORE THDL, 7IvA RT XA N"TF—0, M/NLEDOEMRE & S 2 DML E TR
DWT, TOBW, PHIHEEZMRIL T BERSH D0, BN/ IE R C & 2 K8 MEgEL HEMiEs
P HYLNEVMERE CADASTL) 12X LT, 7 R/ AT 2 U oMk a 2 U 20 & - BRRAF e
THTH %,

LARIN 6, 23 A BILIEARIE I & 2 BMZE R O TFFE TN DAL TV a3, T 4E, EER R Mo —B & L,
WA ERZEHIZEIT 5 LY A N U BSOS EA TV D, BARADIELERIKOE 1AL EMHT A
(BA), F AP ERE THY | MEOEHHIH L, UL, WEOEDHIIZIL, TEFT AR
FIEILDELTELOREST v Ay h=—XRH DT, BRI &N ABIRICE D 5 2RI X
DRIV 1A & AR O BN LI TH D,
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FEY 7 A

® thRRBIEZ L & U MR S5 D 2 A RIERIEDBRFE R ER SO H D,

® ESMEME & T A AR DRI FRIRES . I EGIEGIRR S AT L)
Bl IN TS

® NovoTTF 7¢ & OBl ERMER b IRBRIGK S Tz,

® ZDMDIEE TIXZ < O FEEMIRFEIEDOBBENED LT\ 5,

PR RIE T O L IR IT, BRAETIZIZ N E TEE U OB SRR LT D, L
2L, BRSO R E e EOMRERE B LT & ZICETHIN D OIIMMRRNECTH Y, £ 2 T2
W S AMBHOIR IR DN LB 2R S T2 B ICHARHTRIT SN D DR — R TH D . R TH D,

Fo, MK - BFHE - RAEHRIEZEORZENL, 20 Vo — X HilT & ETEORE & RICEG R 2 0
BATREAR 2 20T, MBS TITMAR RN E DR G203 4E 2 HR LT & TW T, BRI EROK E TR
RS IR AR BB RUA L 77 U C [MIESZIR AT A R T4 ) 2T % 72 EREMRRY 2 T8 2
B L TV % ([E NICE: National Institute of Clinical Excellence, >([E NCCN: National Comprehensive Cancer

Network) .
BT, M- TR - RIARIEEOIBE S . 2 THFHTIE D i Tl < EHRRIEEe L i a7
FONBIER b RE b ELAZ 5D S, £7-. 2016 £ WHO MBS SR, SIS SYHEDNEL

DANDI, 3B a—ZFFEMY A =T TEMTCTRAERIEITINZ . TEED 7 F U RECR IR
Bl EOF LONEBHOIRIRIEN R 2 LR SN TWAH Z L EBE L, MIERICL 7Ly Yar - AT 4
VU ORRDKRIZE VS THE TR, 4 TR 2165+ ) FRUZEBAL TS E D
WZ D, AREORRZ RIE AT L & RIBOR & ST E 7o R I ORI SGE R E D72 D12
WAL & RERIC AR R 2 B b D [ A R X B2 il - 38 - KA RIS TER O BFSE DR
DMETHDH, PEEICEBNTS, W CIImiR %2 5 &3 2 E5ENFEHE (neuro-oncologist) 7A3EE S K
TG DAL FIRIEZAT > TRV | SBRIDE T b MIEE 2 5 &3 2 RN B E 2 B L T < LB
bD, BAERMICITEE ZLONAT ) MENTFERZ S L 10 LTRSS 28I 95 precision medicine, 0
FERAEIZLE D HT LB DHEDE R, %O 772 8, #igt. Z2HEOMiE CORE G RO bivd,
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(3) MRESME, AR—UMEE

hE Y 7 A
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e EA TV S,

o Ltk ZTNOOREEZY LN T H7-0IZ PET 72 & & AV BRI 2 A 3
WETH S,

TAETIE, BolEREE b7 & QNS Hsk 2 R —> O KA~ T, 5] - SMEIC K DK - FREREE
ML T&ETWo, o, ZIMEIIKR L L TEHESMEOBERFR TH 5, ZOX I RAR—YR
B FE S B L7 - FBEAME OB L IRERIE, 2 hE TEE L TEBARSCRMi AR T b T
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BET DB DTN TIEARV, B a2 BV TLIRRIRRENETT L, BUF, [EEREE. i8S,
ROTREE . TEIREE, EEEE (ON—F Y =X A K, EBRE R L) . REVER £ OBRKIER E &
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HAME O SABITHE K 3~ B A THEOMIR M T, BRI AL E LY v AT — R EEREEZ D
TV D, BRKTIX ATE/CTE & U CRMHEERNEHZ 38 T B IEM T DA T2 0> b EE OB TR £
TITOITWD, RILIXPETIC L DA A=Y 7 bR L T L7 ¥ 7 ie 8OO R 72 8l82n
ARRIC 5> T D, DRETYH, ZOX I RNBNRT T u—F 2B L3 52 1B IEIMEMEK - &
BEAE OFF REME B & IRFRIE D BRFEIZ DU TR N B OFERI 7 B RS LB & WV 2 D

S BIZAR =R FIZ OV TE 21X, ANA Sports Neurology Section Strategic Plan (ZH % 5 X 912,
AR =N BR L7 ARG I DUV T OWIIE L IR AT 5 1300 T2 < IR B A RO B O
AR—=Y BINA~DLERMZE D T &R0, MR E O MR LB 22 538 E & ADL I R T 84 Bfig4 5
ZL, HEBOL L TREN AR  A A BT D 2 L e EiE, RN O K& B Th D, BRI
AR—= VIR TR D RB S SR | RO N & B 5 iR, BeEs, MM, BiRmEEE L
MY Tl FRRRNER D 5 RESMER R, XA B U IR, mLE . BRI, BEAL
HRMEIE, A > T AR EMIR, D9 A » 7 AT LARN IR AP 72 B 0O 23870 S AL T AN RalT
TIHBEED A F=7 L LTRSS TR Y ZOREOMRE, 1RFRIEORENREET TN D,

FIREAR=VIZBIT AR EER LTSN TVAE, ZEOHERE < EOL T FiThs: -
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Fli7e ETTIHBHRICBIT DA RIA U BIER SN TS, EEEIILD T HERFKIKHT D51
ROMEITMRFES B BEHK L & I L TN RETH D,

HAFRE AR AR — VNt 7 & a Tk, BUEAR—VICBEGR LRG0 5 b 18k
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2000 FERL D BITONTE =T LY NS = —JF A F~— I — DS & B L7= ADNLAFZE 722 & D
Zisk R FEDFEE & LT, 2012 FEI2 NIA-AA 12 XD TV g = — i OBW R HEN LT S, A
F~——ERAOZHIEEY AD (L2 ) =%/ AD) OBWREHEL 220D | & 51T 2018 4EITIF/ A
F~— A —ERANTZT VYA = IR OEY P WERE (Wb D AT(N) Y AT L) DR ST,
FRCHFZEIC RN TIE, 2 FREBORFESCEEZPIEICT 5720, 7 I N, Z 7., FRRZEMED 3 FEo
NA F~—T—ORARRPEIRL e oTe, TDL D RN F~v—h— % ELHRIRIL. DRETH
J-ADNI 72 EDMTHOINTE 2R, Bk &L TR TR/ S < BB Th 72w, E£72, 7Y
A 7 —JF LS OFRAEL BIZ R 2 B0 LA TR TV D, B E LT, 29 L7 ERRAFZEIE R
PR AP 2 3 ORI A 232 < . ZAUSFEV, B ZAT O EACHIR OB, 3 —F 4 X —F —
R ENHY Y — 2 DORARSCHEE BRI & OB ISEHEN RO LND Z &, DD EANKE N L%
FToiLd, TDH, WNIHREZRFFRERIZHEE TELDDRRROBETH D, £lo, M A~—h
— & L TMOZEMRREE L0 B < KT 2 BRI O ATV 2@ VIR TiEd 523, REDD 72
WIAEAS A T~ — T3 — D Z M HEDRGERHED BT\ D,

T I NA IR TR AR B O Tl IR B EA Th 203, BUEICE D F CTREEMSE
DIEFRIT KRB X Th o7z, O T, FES, BEOHT I uA K B HURIENE 2/3 FHERER T, —fIE
NP REREREH LTS, 2021 7 7 2 0 X~ 7 BEICKRMESEG)F (FDA) TR
AT, hRESERED AfEFE, 7 I v A RNEHEE G R (Amyloid-Related Imaging Abnormalities; ARIA) 72
FOBEFHICL Y OBRETORRBIIAEONTZ, LrL, i7e N7 4 7V AFERETHL L IR~

TISHESE FDA, £ L CONETER I, FIRBUS COMMANATREIC R > 72, ZOWMAUCEISTE 5 &
D 7p, AEVEMR b BAE R, WONCRIEE Y 2T LAOMEHRNLETH D, R OENEE KRR

45



L, #ER 2 BT 2 TR HTHOTE Y, 2010 FFRHETENHITHIL TN S Ad study X° DIAN-
TUIZE| & ki, W< O OBREIRBIBEEAIN ARBRAETH CTH 5, F72, AIHEEN A K 55850
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O ORFEMIEILE T >~ T — 7 ZREEE L JHIR - 73RBS K ONGHR - TIIEBSE D 72 Ot %
RANHEE ST DD D,

FFETRE Z L, BEE, R THLT YN v —IRIFMEMR AR BT o 0 A BRIk &
DOIBERHLL N LD, ZOHIEIT b BLRAED wRIZEILZDO L OOHIEIC HL#ER LD THY |
ZDA R NMIEWFIICHLHEEMICHL T b TRE N,

BT, BEETH L RO D ERMHEEER S & U Cofkx ik, Fl 3050, KT, K8, §t
GREE, FLMEREEE R EE . BT OREE . WEATE R SOITEVRT . AR, ER. 5 oRiE, B
71, EEHEREE, MEIRREEE A2 213, MR BRI OSERE & BRI Z Y, DT, T D OFEfE
OEATIRE, BEEE - xy bU—27 | BT 2 3VENRROI M TS A~ — I — DL LT D
PR RIC I W T35 2 & 13, MR ORI O RE<S BT 2 L b s, ZHucidm
GRF AT L 72 D,
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46



SOHIEICH T DR - IBRDINSHA1 LS T b

R . 22U

« BE(CIHU THB
3k

bR RHEA
(RREZEAL(3 MCI
D MERAEIR)

‘\—_"%%"’3 TR
TErAOn S RO ?

- SPHAGZHT - ERHASE
WECERIA

O =1 11: QAN 1 5WANV))
SE5E

A A A

- HUIEkDEERTEI T DB
- —f%@EITOREFE

- L2 MUADEE
- FERBVIRATAD
SNFHE

SEROSNDHZ

47
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FE> 7 R

RKRETANATIEIA F o F v 2V SN OB FERNBHA LN o7,

SFR T T AR Y N T =T IREED TAMNASFEIE~DOBE MR SN2 o 7,

PUTAD ARSI THEEEIC L 22 Wridl - 731 ZADBRBEDPLEEND,

Fv MU= IREOBEEN T — T — A RO=a—aET 2 b— 3 VIRED

B NEEND,

®  TANAZHHLEIRPE D2 E BRI X 5 RIUEER IR 7SR S O EE & CiERy2 ik
RHIOFEE N LI TH D,

TADAIE 100 5 ANENLTRIES 2BE O EWINHREE TH 5, Rt ORRTRIER - AR
RGN - FELFIEIC 28OS ME RoTc, AR TRIZESIRVLODHEIZTHEZY 9%
RIETHY, QOL OEWVERE - BEHFKEZ B T720I2, BAEE LTLoNY RV HOLRZEETH
. ELWTPBI-IRRIEZRRE LILD 2 FRRAIREF XD,

TAPAE, EROK) 100 NMZ— AN & @mBEIIET KA T, TEEMITIRIENETITIH 505, i
TADPABIEREOERIZ LV L be— T 5 2 L3R TEL LI ko TE e, EEiinth
KNI oR, MR FEFRIEDOBEITINA ., IR FRRECESS 72 ST B L7z Sl iE T A
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Think TEPE]D FERROBRZ R L T D, WRHRRIZINA T, TADABERHIHRCT /31 212
F DREFNERE £ TR OIBIRITIRV A, WEIRIRHRERIR 2T hRW E#I b L, E7oamg 8o X
SVWREBTHD, ZOLIRBURZEE X, MHRNBEIIRA TANADONEHEROHENFL LT
TEITEBRDAYGFIND, RS, 1TE - BEZEEL - kR & i L <. TAA SRR (B
15 29 ALENF IR ICTRRE) RLTFERY T A AR R R OB 4 2 E TR L. KRB RIF 7SR H O 1%
L BB ORI SRR SN HET 2 2 LN EELRRETH L, #HAICAHTH, WHO 7% 2022 4F
5 A0SO 10 R T= 5 T[RRI 72 T A A & 1 B o S TENFE 1. Intersectoral global action
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o JTIHii OIFAEIC CGRP X° PACAP38 235 LT\ D 2 & BB LM &AL, THHREER
HOL—0y heloTnD,

BREIE. H Y SNIIERTRED O ADPRERT 2, —RMEFRIZEFEZ O b OXMBE TH L2 RETH
TR, BRORIVUETE, WIS & 5t = AR A AR TR 22 SIS S TR Y . RO %
{ERENTWD, FERIEEBEEDD B HAEOFENIEFIZRE WIMREE TH D, AR OGN
BRI, U T X ORI L0 R L SRHERIEICE £ o TR0 . AMEENERIEOEREZIC X
DBMAL NIRRT REFIE L 72> TV D, b U X AT YUHEVE A 5 0 R f D FR o ibd i 4 s
DI 5 RIREFIIFEACE oS BRMEDOEH NI AI VX VBB S WVEAATREL 72> TV 5,
SRR I R ORI ESE I BB AR R B A BT ALY b =BG F R (CGRP) & 4 —
7y b & LT2FAIOBRIEMRHED S, HCGRP HUASE (WL WX AX~T | 7L ~3 A~ 7), $LCGRP %
BRPUASE (2L X~7) BREFOTEE LCHEAEEL 20, NSRS SR LZ, &
BRSO CGRP #EHIEE (70 b)) BB SN TWD, %< OFRREE N 21O OFIRIBIEICT 7
TATE, TORBICRE 2REZEM I D2 LERS D, HFEHE T, BROEHET LOB%, JFK
AR TOBEE G T OEBEN R S, FRO—EE LTA A0 F v FOCMRBEYE & OBSE S /L
PENTWD, SHICHHEREEBRIC X DIMAOMFICET 2ENET L C\WD, b aHiEL, IE
ORI OBW Z FTREL L, L 0 SR @B LIAR - TEHIEZBRT 2 0LERH D, FRMERERD
WX EBREERE 0 3 D B ASEERMERR ST\ 5, 72, DAEICET 5 R EROE T AL
ENEHERIEIR DY R A HEET 27201 THROBIR T A K742 2021 MMERSNABI TV,
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(7) FPREAEMAIE

FEY 7 A

® ERVEMREANIR B~ DOIRER « Bin FIaREN KRB SN,

@ TV YV—LI— T UADFEEIZLY, L OBGHERBOBZWEINATREL 2o Tz,
® X TUMDPET VWY RIS T,

o ZEMEBOIFRYZ X7 BEIZHOWT, O, MEERHESIA ST,

o ZEMERBIZEBWT, U A UERDOEFENEAT,

o 5Ltk HEHBZW & TR THAERELATZ, LUANVEfEENERILETH D,
® Si%. BEERMIRIR & WA A 7ol LB S LB TH 5,

PRSP BRI X, ARARTBIR O T ORMRICH 5, 3. HREMEMZEWE (SMA) 1TxH3 5
EIE, B FIRENER L, 2, 8o EMREIC L, AEAIID TEDOTH AL HIZH
RDOWTEZFH THD, ET 2= XBFHUA Ma 7 o —iE, BEME ATTR 7 I F—3 X
(FEMET I A RARY =2 —m/"F—) 1T U THEBEIENFER Lz, B i, 8RtEon
PRI U, BEIES, B FIRRIC L OIRARFEES YL L FETh D, ZOMIRIT, 2
b, ATOBMBIEMREMEREIGHTE CTH D, FEE. FHEMEFEMRMMREE, ~rF o b
R~ DZIREROIGER b BA S, FIR Y 7 E O Bl SN Tnd, £, BFROERZ ¥
— 7y & LR S TR EIEOIRR G Bills S 41, ZEMOERMBERAEZ L L9 & LTWnD,

ZOWNOH, FOBRBOWBRITIE, BBEEOIGBRITIECZOWT, WEE TOBERE TR O AT
BHINDILERSH D, £72, IHROHBRTHH0E 22, REIEF OBIG -2, 1R ARG
[ZDW\WT, ELSI Z¥VH L, #EEHIEZ BT 2 0ER’H 5, S 51, BIBHEMRENER BA~DJEMmR O
BWTiE S U TR L~ L TORISFIRETRR b HREFICA > TE TV D, ZOEKTIEICH L TH,
fRERAY, R RS OTENH L & A HEOREZED 2 BN H 5, FRHZ, 26 OIEH#IC
B2 A A AR A ICHERE T~ 2, RTZ D R EBEMIEIE, BB FIRRORHMUS, FAE D EERA 72 A
=TT TRE LR, BRAEE LRV Z ENEEND,

—Ji. REHE 5 2 IERREOIMFHEIRE R BIL, ZOEET 27 37 ERFEE S, Rk
DHFEREATE, T BB RV BT, WWARRDBEE VO BRI D 2 L AVHIBI LT, WK -
WHSHEE WO BIGUT, 7 I m A NEEREIED KOs /7 E RNA 22 ER0 T ENER 2 Ff
STRRBEICESTIEHEDOZ LT, 2 OMREMIRBIZHAOND X VR BEERNRTE L& o)
FIZR DAl REtED R ST, ETIERERZ VX7 ENRRIC T, BARLWMEAIR S Z Lk ST
TN, 7 IAABIICLY ., RLH 7 ETY, HEMEZ b OREOEREEDN, KEEICRRD
eI LTz, ETo, BEOMN G L BERE ~ U ZOMKICFT BiATe & | WIEHDOF—D ¥
VR EEBEANTREOBENGIER I ShD 2 &, EHIIEZOBERDOHEEIXTTOREHRAND
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BRI T 2HBETH DL 2 LR ENT, ZRDOMRIT, MREWEED, Wb b7 U A UK
AR T 5, AL, TOBRICEEE 52 5 ERORTND, &< B LW IEO B
DRBEOLNTND, ZONEFTIE, EWHER, JEiREMET e & thOBERORHFE ORI 722 A0
FHaEbb L TWD, BBETS, KA EHiER SPring-8 (XD a-3 X7 LA UAEEDMHI 72 &
oy B O OFHRG 22 E DR A FIFTnd, LivL, RiZHaTidiad . 5%, oA, b
RECFEIRE D, MBS T ~OREBI 2B ANE TiE L T HMEOHORHE . 2N a5 AMO
BN EEND,

FTo, EHENREND, Zhb DX X BEOROBRIFEHAMRREDTELILA, B A s A 3555
HZEPHHLOOH D, ZOEMND, TNHDOX U RTEIIRT S, SIREIENRRE SN, T
NA—IFIIH L, P72 aA KB HURERTHD LR~ 70, WAETYD TORBIEMIKE LT
ARSI, AR, Z U, a-U X7 LA AT 2 HURBRIEOIER b ST\ D, Fizo, # oS
7 B OLEEANEN 2RO T V¥ = OF B/ IMMETIEIC ST 2168 b EN TITbi e, ZREEMIEIC
st L CiE, BEBR T DEM E oo T a A A QL0 DIRBRN TV, ARMENFIIES LT,
—77. BAETIE, ISR AMRBRE RO LD PS BMER ST, Zh b 2RV =3HI 2 7 U
—= U 7SR FEHERAINR S, IRROSED DTS, TS, B, Hx 2iRERDS, VRN
MR ISR BTk Lt B AL DR & 72 o 72,

EBRORFRICA Y | #RZEMERE O R OB & | EMER TH& THOEEENLD TRHS TN D,
AR BB T, BUTE DR T TR T & 20 b 2 FIERE TIX BN AILITEVW E B2 b b,
Z ORI, TTIZE L OB KDL, BE X R E G IRRPEIZIAN 5 TS, IRBRE T S
L7202, XV RHONANBKETH D, ZOmIIE, BIERT, b L <ITE RO O BH7E 2
BB THL, ZORMT, FEMY N7 EICHT D8R8 U 7 R AW PET 13, #iffCT&5F
ETHDH, ZORF TR, TBENRY T ROBRFETHRITLTND, Fio, MmikCERiK 2 VT,
PRI SE & SR~ 5 /XA A~ — T — R Z 20 T A HEE LR 5 HEEOBIR D STV 5,
BOE T EEOVHEE AV, MiES T VY A ~—IF ORI % nlfe &+ 5 HAMi SR Sz,
EDIT, N=F YR LT, MEFD o v X7 LA DY — RERET DHMNRE Sz, 4
%, BRE. b L IIRENOIRENLZEEIT. £ LT, ZOET 2B 2 2 B OBRFE 3,
FECHEE SN DR ETh D, FEEITTCZENCBE L Tid, AL BEE 7 V2 RRIIEA L,
REEMF OB ET V25 E 2 ETo, ERAEORV., REEITTT VOMERNLEENRD, ZhICX
DIRERN X 0 R HED LD Z EnHIfF S NS,

PRRZEMERBAFTRICIE, B L UA NI BREETH D, BOETIE, EREREICRY, Zhb o
BOBEIAD, EFET 7 EABRHELINTEY , REBENLTHD, LML, ZOL TV MY OFERIL,
PRI Z LI, AT THD, HPETIET ) A RPH Y A b7 4 —JE, ALS, A SMA D LA
NUDBHEICRS>TVWD, ZHbEFARL L, 5% BRANINT S, MREHEBOL VA N 0%
HAEEND, —F7, BEROERIERZOI L, WAETHR—F Y 00 L T o /IMESE O RTER ]
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aR— MFEMTONTEY , SLRDEENLEEND, S 61T, ARRE, SO, 2o
HEE L 7 — 2 DEFUEDBLETH D, FFIT, MRRIRELOMIEDG D720 D52H ) | RER kL)
VETHD, b MEEMEREZ AW OREEMT, 2< kb Ty, SEEMEKROERIT. DrE
MR H Y . B EHRICEBEOICES L TE ST TH D, FE, RAEOBE R MEERAE H
W2 A FEEND, RES A TRROBZBEERBEDEV PR SN TWS, Ll HFE 20
S TCOANMBERBEEEL 72> TN D, ZOEBMMEE KDRWEIZ, FREOSOEHE . AM OB
BB THD,

77 BEMTRFSEIC Ko T IRIE TR T OBARTEIR RS PR B O BAS T2N HEE Sy, AR MERIR A MR
BOMEEG AL HEES ., 2RO 08BEF»D, K2 OREBO, JRES X v U —7 BNk L
mole, BUE, MIBNERoTery VU= DR FaF—0 v b & LITIRETIEDRENRA LN T
W, o, IhH OBEFRIE. RHZEORETIIICLFG T2 LB 0, DAY LMEHT O
IRIEROERMEDRNLHETH D,

— . FERRASMER B ORREIIZEIZ. 7Y THIE, /NMAE . HRISRZR &L AR DS KLk D G- A3
b lpotz, KETIE, MREMEREE~OR/NLE OF L, REROFLEITOWT, £ 10 4, <
W2 XY |, Z O OMRARFIEEES LTS, LovL, BBETIE, MERR, &R OME
B & VEMRB OIS L ORWN DI 2D OSBRI OMSED LD —BOJLFTBMLETH S,
ZIVDDIITIZIE, — o FT. v VT A v 7 R, o 7RV, bk — B
Bi. BIUCEAN, SCUEHR AT EAN 72 EMETH D | R BB, MR E oM ERAET D
VERND D, ETEERITCROND T — 7 BITEEMITHEIN L TB Y, 7 — X BREVRL OMHTIZ 133k
FHIT A LA TH D, ZDOXE I, KOZHBFOHENALEE S, 612, E7VEIFEE, &
NMRFEEZ LA L TS BERSH D, SHOFREMRIZ, LV IAWHETIR D OFEE B, #AE LT
WS EDR B D, BIED AMED %l & LT EBIFZE3CRITIEF IO ER FERTH Y, 2Dk H 7
A A T OBIEREIRO BRRIZITE <HR, ZO X5 REGHEROER E BRO BT, BB THY . »
O AR DO SRR EN R REND,

— 5, KOOIV ARREE - MRS T2 U Y T — g URHAEERICEIDIBRLEETH D,
INnEYTF—vard LTE, BBETHRE SN A N=7 AL DMEEDEFIREO, 5725
WK BFFEDS IR S LD, ETHAEERICB L TR, 23— Y LRI L, iPS Mz FHu 7ol it -
BAERIROIRBRD B S, ZORRDPIIRI SN D, £72 MR A F MEARBEHEFIEIC X 2 BEEKERE
Z o, BEIEE OUEIRRITEOIE b A TV S,
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(8) FHRERYLE

FEY 7 A

® <ILFT Ly APCR THDHUNRR « I/ SV SRR S NARRIERYYE D R IR 2
WricZAE ST\ s,

® U UFUEMERLICLY A T PEMIEAIEGNTIRIE 2 < o AN, il
REFIZBNTLT 7 F U THNA—S N T WIMEREGYES N L T\ 5 7
D, FHY 7 TF o OEANREH I NTND,

® [ CAEMEMNRIZEE D D2 ORIl R EHUR & BRIR A7 ~ 7 AR S
DOH Y, ENTH H ORBEMMAE %2 XIS L BRRBRAED LT 5,

B - g id, EREL T 2 S AR INRIEIC K 2 HE R BIEE, & OISR bR 2 &
N BT, k722l & BN AR 2 Bldh 3 5 2 & 3B 72 Neurological Emergency D¥ERE &
LTEST BN TN D, BlEER - RIS T DHEIESLCHL Y A L ZZEDIER A EA L7208, SR
W, UANA, FEZ, BRER ERIYEDOIEZ)E CRERTIC L 5 b0 EZIKIChIE b ) 2, BIKEY
TIHECOIRRR R AR A FET 5 2 & BNEEE 2R S 07 < e L T L HTIlR T RS IAHRAEIESE S
T2\, L EZESE 2 THEIRS - IR ORI TIE, Fln-CRER B E0 B RINBEME S5 2, #E
TE S NDIRRAE 2 0 3 —F 411169 (Empiric Therapy) % T& 2720 RENIBIGT 5 2 & 2Vt
FTHY . FRKMEYORERICHEMRB (Definitive Therapy) IZORFDHLERDHDH, ZNET
—HDOIFIFEARIZ KT D PCRIEDERRZWICHW O TE 7223, 2022 FICRRINEL S 4172 FilmArray B
R R SRIUTK L RFRI T O A VA M, EEZ2 S0 4 BORREREZREHTE 2~V F 7Ly 7
A PCR Toh Y BRA AN E S ERALESTWD, 72720, #iZEE % 5 T FilmArray BEEER - MR
RENTEENTWRWHRFIR S B 5720, (ERIEL OMMNRZENINE CTH L, o, A¥ 5/ A
WA — 7 = v THEAR 72 ST 22 WA OB S IO LA AT D MEDR D D,

Haemophilus influenzae type b (Hib) U 27 F o & 13HFEAR S, pneumoniae 7 7 F > (PCV13) @
EMHFRLIC KV Hib BEER OIEFNTITITIHE Lz, —F. MiRERE TIX PCVI3 TH/N—TE R ILE
N 32 Y DS LR BRI 134D 60%I2 & & F - T 5, PCVL3 FEE A MLIFRL D HIZ IZFE R
REEMER IR A < . BEREIRLR & OBEA R SN TV 2 MEFM b HE SN TWDH72D, LViIE
SR IE R O iR EKBE A DB Y 7 F U BAR AR DI TV D, DO HIT 2022 41T PCV15 23 [E PN 3E
FARSNERE LI REREICRBET DY A7 BENVEEZ LN DRAZRR L U CEEERN
REE 7RV 2024 4F 4 A SI/NEOEBERIEA SN TWD, £7z 2024 4 3 J1Z1E PCV20 2AEANT
RUEIR FEAGE SAVEE I T S TR Y A TIERMRE G Y 7 F o OB bIED LIt TV 5,
PUlAE /) 7 v — T VHURBGRI O BERER ERYME D FEAE Y 2 27 & 1,000~2, 000 5N S5 &
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. REEBEE T HERIOREIERE Y 7 FUBEREAKRD HNE N, mETHIIE LV, Zok, B
LEFRE AT DRSS, BRI LA O BB A C B R RRYIE ) A 2 B LA JE R D
TR D, Atk bIRIEE, T CHRGEIRBICIT 25 FRNIEOMER NI 5 Z LR RiAEH
LT, BYIEY A7 MRIC—BROVHLLERS D EZ 2D,

B DJRIRNITHT 40%DNEMENR R Th 0 | Bl LR 27 A L 2T REROK) 20% %2 HH D Z &
O, LU ANV AIKIZ L2 RENEROEIEMEN T TR I TV D, LavL., JRIEARBBNIEA I E
0. HIETIHRERARRE SN TEZMEREEOF D, N-methyl-d-aspartate H7 /L% I Lk (NMDA)
AR 2 T IR ISR T DS ARSI LR D HUAREE (MitlaR mitiAaR) 5T 5HE
SR DN 2 Z LAV L TV 5, A CAEMEMRITEMERK D 20~30%% L 2 FEREH 6T
70, AR D EBEARERIRBR L 2o TN D, ARSI R A 2 FE & 5 B CPUARER
MREHBEEA SIS E T A D= XL L LT, 20 OFUARED ML mAEAE B OFBLA f A
TEELZENRNEINTEY, RERIEOEBNNEFEERARICORN S, £D7D, 51 5
IR E LCRIBREAT oA R0/ a7 ) ARIEZBE L, 5 1 BIIARODEN R+ 07 s
I, 2 BIAME LTy 7 rhR A7 7 2 ROV YR U~ 7 ORIl 2+ 2 2 & A stoms
b EICHRI N TS, L L, ZHUHOIEANTNTI G OBETIIREARAZE TH Y . FFRICHAD
BRRB CU YR~ T 2T 5 2 LITEH LUVRILTH 5, EATIE 2024 4 3 AR T, B OOEN
IR B0 7 v 7 U L, NMDAR HUIRBGE 7213 LGT1 HUiRRE 0 B e MM S & x5l L7z
P R TV A= 7 OERKREBRPET L TV D,

MR FRYSE OIRFR X, BURHEURIC T 21RO A TIEAR 0 TH Y . BRI tE- TAE L A 16 0k
ISE TR E DAERBIEEREIC KT 21RO BERH D Z EDRH LN o TE TS, Fiz, Hjffi
AR 75 & A I A JEGLIE % IR R BT S A S AL, B ORI & U CIMR DS FR3E T
LT ENHDHTEBHIALTND, ST, MRERGWE & B OO MmN & f G I 2 7o B2k
DR L BT LT Y XAOHEENRD BND, £z, BFKEEZ S D2 ESE 5720120, FREE
2T D BHEEAN O BTN 2, Y L E R D7 1 A ~— 7 OB & FAEFREIZ DN T T 716
HEHE DR ENMLETH D,
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(9) COVID-19

FEY 7 A

® I/l RIRAERICEDEGTH - ThH, K « IIECINAE T 72 & O A OF
JEZ O, THRBRRERD,

o EHIMIERMNFGT 2H8F (Wb long COVID) 0T 7 F % OFIIGIZE
T, MR EOERECR BN S,

® long COVID, UV 7 F U ZEIRISITRT DR BARI & | 2R 72 & NZIRIFEIE O
NIRRT A BT e REBETH B,

Filam ;oA NV AEGE (COVID-19) TiE, 2MHICE W THRCO EV, iR, R - BREREE
78 EOMRIERZ LI UIERRD D, E2MWigk - BED Oz EBVRERE, RMMPREE, R
ELHET, EODTEEBRMEMGEIELZTZL Y5, ZNUOLDOEIHED S B, gk - BIECIMZE 72
ErROLGE. EMTRIIRRE LD, I 70 U HRIRERICEZ2BRTH-TH, REHDIKTL
T REE AT SN ONHFREAE T HBE, VI FURBERERETIIAL S 2, ZNHOAEDHED
REMEFT & L CiE, SARS-CoV-2 7 A /L A D=0 ~D BEHEYE, MMM ofide, ek, 1 -
A A v MFES H CHURIZ X 2 BB iR bE E e E 3B 5 5 ARtV R S h T b, BEDO THE
WET DD, Hx OAEIHEDFRREEMIFAT D Z &, 720 NCZE DORIEIZ S - T IBIRIEE LT 5
HERBR OHEE N BE THRD BN D,

F Y%, REIBERD R T 2 BERFET H, COVID-19 THIRIEND 4 i E T MW, 4
N6 12 WE TR, TR SRS, 205 biliatE L g ofER A2 A bE T
long COVID, & L < Z2E#% COVID-19 JEMERE & MRS, & 72 AR EEFEES (WHO) 1% post COVID-19
condition & W I AMEIEB L T\ D, BMRIIZER E U CIEBEER. %, MUE, B%, fdm, BEIC
JN%.. brainfog, #=iv, @RS, B, LOWL - &R, WRSE - BRIEREE . 7 & OMREIER & &
9%, brainfog | MO HFIZEN Do T2 K 5 70 ) IRREIZ 722 238 BERERR H O —FL T FLERESE . HrYH]
TS &I, LR AL, B S e ENEC D, BRI RRGENE T, B R AR NS
BT EBHY | IR AR S E R & OFEEE LR S TV D, EYEE OB
INDO%RBIELY R T HBRFIFTHMO—RET=E0 | M REALREVL O EHERI S D, T
COVID-19 D REEIFFRDOBAEFIE DMK T & 72D 2 & 2R THEBEOBRENR 2 ST\ D, HEES
NEHFEL L TR, T INODOEBE T 2RRIEHIE 7T ETNVEMLT D22 ENEToND, 2
P30 DT [ & it PN RFRE PR [ O B B0 HE LA T 5 2 LITMBR OB L 5 2 5, BARMICIEE
el LA, £ L TRERFZROTGE LRBDRWGEE O IERCHEEE 2 LT 2 LER D D,
F 7L A R T D 70 IR BT ORI A AR AR Th 5, Z4LE T long COVID DOFFHERST &
LT, MERNICERTET 2 VA VAP - RNA I LV 5] & 2 SN DEBIERIE, 2T A NV 2 BB H

58



FENDHECORE, ME#EEIT VAV AFED dysbiosis, REMMME T2 ENEMINTWDER, 4
BO—JBOMIANRKRDHND, ZD D 2T, JWEBHETICEED TRBEO A NEZIRFET 5 72 O ORER R
ZHEHET DB B D, AT long COVID DIFEIE 2 T IS 2 fERRIAFX0, BWr-CEAERE, TARENAR 24
ETDIODNAA T~ —N—%FAETLILENDD, ZHEZIT O DI, WINIBIT HHIER R L
7= £ 912, Electronic Health Record (EHR) % W7o KHIE/2BE BT AT ANRKLETHY | HHAET
HHLNREA - iR b D,

T F ORISR T DAL LETH D, U7 F 0% long COVID DOFAEZ T 5 Z &K
LI INTEN, —FTRIBOES &7, BEMIIRLHE. DIEE, 70 « NU—JEGERE. HNERIR
TMARSE, EFEL IS OERRIEERIEE e E D 5, MRRFEIRORIRISAZ < | JHRECTERRIE DB %S
w2 D H BN B D, Long COVID & [RIFRICR2 IR Z2 i35 Z & | IR 2RI L | 16 IETRIEIS
DRFTDHIENRRDBND,
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® FEMLEE R & iy b oA HEE T DR A X D UNER D D,

ZHMEEAIE (MS), FIEFMIEIE (MG) 7 & OGEMT 250 U7 ek EER (o) 13,
BNEOAITORCK L2 LIofbv, B0 L TE T 5, MEGEREBDOBZK~—h—& LTI,
PERMNE XL FHNTND MG D7 EF /b2 ) U2 BRFUAS MuSK HTURIZINZ T, ¥7 2 - Nb—
JEWERED T v 77 ) A REUR, FARERR A7 F 7 AE (NMOSD) O7 7 7R v 4 Hilk, &
FEMAEVERN D 72 £ D NMDA 32 5 RHUASS LGI1/Caspr2 HUA, B AR D cNI1A Hiik, BN 48
F—® SRP H{A° HMGCR Hifk, B OOt B HAREEIFE S O gAChR HUk72 & Hiix LHLVWE I
RBRFERLEI, O TREEOMBANET & & H1T, 6k, FEHF N EE STV R o 7o it
BIZBWTH, BIET 2 HOHUEAR R AL END 72 & GBEMEMED IR B OPFIXIER Lo2 b
D, HHVEIMOG FUAREREDO L S IC, BOHKRA R L LIc2WA OfREEARA 28T b H 5.
I BT, BATEIKIZH T D PD-1 FURICRE SN D HET = v 7R A MAEFEEDOBHHIZL Y | IRES
DHEE & L TAE L 20BN EMOMMREER ML T 5,

T D MR B ORI, RIBEEAT v A RO IlAl e & Ok OB 2 T, ¥
L Oy TRERSE DB A HE A, 7o 72 R 2T L T b, 72 & 2IEMS Tldod A 77
VEENETHTE Y XA TR CD20 AR E T HA T 7Y AT MG X° NMOSD TIEAifk C5 %1
T DT VAT « 7YV X7 R EH S, S HIZ MG IZIFHiR CS 2R LTV ar7
v, BRIEYE Fe A (FcRn) Z#HERET52 7 HNLFXE Read /U F X<~ NMOSD (2% IL-
6 TEEEENE T LY N T U XwTRCDIY #AENET 54 xE Y Xv7 4 Efisiu, CD20 #4151
ETHYYF YT OB H NMOSD O FHIEIN Siiz, S HICHT- 7200 THERISEO g R B %
HIED LTS, B LWVIRRIEORENLIZ LY . X072, &2 WIEH- 2msiEfigi ki G on s
— 5T, HEITIES B R I O (R BRI A 2% R RAE 7 & OTRTRERF R R S OHE B E L TR Y L 18
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ALIZBWTIEHRL T v, MBICEEO 7O R & L TORIETFSHR & A
KBV THRETREREL ZXILTEZ LI LITEHEL, ThHOMHIZOWTHE
BELRELY LTBLEND S,

(2) AR DAL O ET-ZRNIC BV TIE, RANEIRID, T2 7, K, &
EZIARRIUCH SN E 25, KAYEIRINASR b — B % 5T 5. EIRILERIL
T, FRIMSHH AR Q6 K OB DA, U 227 & LT, Wiz T, g
HBAIR TR0 LT 57 LVE — UG, KA, A 2R AR SO L
KBS & 250, Ik, Rzt WAERBIIZBWT, ERIZFEK
) & B VIZHERIPUZ & 2 AR T b, BHEROREAD ) 27 21485,

(3)BETZW ORI, BEBERE)ICLE > TORBBDTSA N —"ThbE L
(2, A E AT HIHERTDD Do FHUT D IMHE D LHRERD NG
JEHIA B E (k) 1k, BEOAEE-ICEZLDOTIERL, L LALEICEL
TR T A ENOMRELULETH S,
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(4)RFOWERBE: & TIE, BHOAZ LT, FFFENOSINZ FEIZIFEO»T 556
MDD, ML LUTHEENDOA > 7+ —AF -3ty F2HERLTIT ). Wi%k
I OFERIZED LT, BEDPBHESMII BV TAY RPN 2T 22 & ZIRGE
FTHDIBRDZ L THD, WIRICEHL T, [k M/ A - BIEFHATIFZEICE
5 2 M PRS | (=418 55 [A06] 2857 L 2 1 U3 5 v,

EI4>71—AF-J>t7F®¥%E&toT

A YT A=A F -V NIBVWTHERZS 2 5010%, BRI, HWI 0%
bol2BHRERNIODLEANE ENTV D, BIEFBHOHMIZE > THRIZEL 2
B, MEEBKE B L L72BETZHCi, o sBAER») %L, RBERHKAT
b A RE B R AR AR, BRRRE R SR RIRER T 2 R W IRBORA Z EBRR LD
BB, TNHIZOWTIE, KE(EESE)BR,

A7+ —=LF-arty bOERICHzoTIE, BHPHNEZ R L CE & FREEZ T
BLTBLEAEHTH D, ZEXH(20, 22 H) ZBA Lize SO0 0XHF I, i
TN TSR TE D EE TR SN ONHER SN L, BEITX - T, FFEM
B MBI SGEZRRICHE L TBL 2 LR, RREICH L CHEIZZH 21T ) a1
X, NEFIEDELHHO-OOEREABELTBILIAHEEZONE, Thb
X, AV 74—=2F -ty eBb-000HRRIMS -o0MERTHLEL D
2, B OBRHNEZHERT 27200EFE LTHEHNTE %, 55 LoBE cisL
HATBVWTLSIZEIZEST, S04V 7+—LF-arty 2857003 H%
MFICTE, HRAEOHBLZ LDV IEVLDIZT LI L IMFFTE 5,

[ EE,

(1)@ = FHATHN, FHNEZBREL TW5 Z & O

(2) BARW 22 AR T W ONE

(3)E (B ORI EDOES

(4)FH - FEIIGE DOFEH
DADDEFG R EL OV, ERNZHELTH S, (1)ITOVWTIE, WM, BAWFihmr&
KRLRVEIIERETLILEDND S, SPHE 22, ZThThilonwTFovy 7 LT
AT 2 HAD, WETHELEATH S, (2)IZo00TE, METLIEEFERET S
CEDREREL L, LLGND, WEBICL-TR, BEDEETICRETAZ LT
LIBESH TR, RBZELTHIET A EDITH DS, BMZH#ED TV EOME EHIC
BhoTVwHIEDH VD, WIS U T, ZHHBRICBT 20, FEYE, REE
T AMEL COREHEEZEZRBT A2LEND 5. MEFOHEXOSEH % AL 7 (22

FIEEE, SWee & DITREEM T2 L LI, TLEEE BT S, 72,
W —#B THRAEZT ) e, BT LERERZCB S TREFHETNE, EBEORECS
720 TRBNAZHETE %,
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NN
Hesm

(BH LIS
BoFeEeMed2TICEBICELT

BIZFZM 2z B2 22 BLT, 60 LDHAIoTEBVRTW LR 2wt ebr ) RTE
EHF L7z, HAEDPSOFPDSEIIL Tl E, TAYLGE, BMZFIIS2&EFILT, AL
CETHBIHRAT IV, THICHRELZ ZTHEL TWZ2nTHh s, BTz zilsIEilon
T, BROT S,

XD XS ReD 5720, FICBH2MEICT 72012, RN R SBIEFZ RO L EEA
Hl, BEPHDLEEZTOI T, REMISEIE T2 205]), [ZU%2VRELED) OV
NOERE SNTH, SROBFCEVTREZRIL TV ZEIEDNIEIH ) TH A

VaVAVAVAN Fab - 3 pre o011

AAAAFE, XXXX ROO0O0O% EofEREZ R E LT, YY RIAITHADEE Y IO H
NLILDLZWHRTT, IREToORM, R B% BREHR CKERCHETLZIERE,D,
HRT2DIFED, AAALIHTH BN (or AAALAFFRE U & ) ek E DRz F# o
72RO ADOW DB H) &, EXTWET,

ANANTRIZ, BEHORRT, NI TOWRICL-T, VIVVELDT LN TV DL EETIZ
D ® 5 2 LhbroTwET, BIEOBREEMNIZL > TVVVVEEFIZOWT, WAEZEIT
BELEISHZVEAELOBEVEHERRLZENTEET., TOMEICLLLALAAIFIZONVTO
TP BRIZTZR T, WAOZMIE, SEIERBALLITH T EATE, BIZTBWO RIS
MRDDEVIDIFTIED Y FEAD, WROBRARYERIZOWTEERRL DT, BWIZOWT,
ETCHMERRIEDNZTZHEDTY,

FEBEOBRIH 72 - TiL, HdIRIM L THREZ 2515 £ 912, 10 mL #25 (5-20 mL) ORIl
ZIETWZNWT, ZOMBTHREZITVWE S, Lo T, Ao ZTa#HIE, @EHbiTiTo T
WAHRIMIZ X AL FH U TY, MAHKE, MEOZ2rOAMER?S, BETFOBHEX2H-THS
TAF ) R (DNA) ) LT, S LET,

B, BIETBR S22, 23T XRThbrsLn)TETRUETLLIDY) FHADT, £
DE, BMENRLVWES THEET SV,

BIEFEMOBRICOVT

BRTFBBOMBIIONT, — AR LE LT, IS THBWZZEWIEXH) 3, Ak
He FofkiL, #60 REOMNIE S Lo TWE T, &DUEDDOMNLITIZH & FIEN 5 55
W M2HBT L bR b#EEFOEy P @ L TS h Ty, ZO#EEFOEy ML, £
NZNOMBAZNZNED L) ITEH 0L V) TEETRTEHEIRAALKEIHNOL ) 2bDT, £
NENOMNLIE, B 2RI 2 SRR, 55 A DM Z S 5 A ORI 62 7% iR D & o %




FAE AVTF—LK- eV 2

flioT, TNZhoBEHERZZLTVE T, KEES TV 60 KEOMILE, dedbEizostr
EODZHREIEIFIEN L MBS HHEZMYEL T, MoK EZHERL LT THR EAN-723 DT,
ORI ZAEIWE R UBIEF Oy 2FoTwET, Lo T, BIEFZHNIE AOREHO
—MEHSPIZITHE V) ZLICARY FT, CNFTOHMALS, MEEFTRD 2 L THRRDIRA
DT NP LHHPTHIFNZ7Z2) 72 BvFE T, ETHRFERI LI, BEZHOKRICL-T
biro 725 (TEH) 23— EHEE D 5 2 WRELRMAERTH S V) 2 ETT,

CZZETHHWZLFZF L0, e e ) OBIETZBHOKEICOVWTORYZEMT, 25
2, BETBRHOBEICOVTE, SRKICEDEZRKELNETDHL V)P Y T3, BIEZT
FEH = (AT b0z 2M) & LT, Mtz TwEd. EBIZ —HD) bLo—idBLHH»
5, ) —HEBEHHELLZIHROTVET (@EELTVET), ZLT, —{DIb0EE50h—Fk
ZHEIOBFEATMEIT@EMELET). 2O Eobrh) TT2 813, BIETFZHORE
3, DLR7-HEOERTDH S LMK, MBEOHT2DERTHIHLEVH) T ETT, TREDHRUS
BIBR L7 STHIEERZITICOWT, ETHBELRLZEELRERCAY 3. 20 L) YA,
HTELIHIICHE LTV OPREF L EBDbNILE T,

Lo bFHLWIEZMY Z2WEAIE, HEFICESIIBFRT S, BKERREZEOREME BN
T5IEBTEET, 72, PEEROMBRLCAEY QBRI L & OBIZITHE L - o, —#kmi
WHEPNZBETFRT /A, DNAZODWTOHWESEIZTHRNZZZ DD EHITHZ RO T
Wz 7Z DIZRIZED L BWwE T,

BIRFREREROWM) KV - REERE - FHR

BIZFZWORROIY v - B ROV TIE, — B OBHNH L AL 8 AN
R OFMEBOFINCO - & D ETICfTbI D, —ROBBHARICHML T, HEIIT) X9
ICHE L TWE .

UEo#WHz2EE 2T, SEFEHE2BZTICR8E1E AEHOLEEHAZ2 CHAO L, %8
LT S,

SRR 74 155 4 > 1711
OOOO#BE HithE
B KIS




22 AR

(ZE [ EEH)

& z ¥ 2 B A B &

OO0k  ALAR

A, (K413, BETBIIZOWT, (35
)L 0EHE 2T, EROOOF 2y 7 () E220F L2SIlonTHEWZLE L,

WAEDOHI

AL > Thh b & RUBMEDRR
MRS R DN L ORI 2 R
BT > 2B LT b Rl 728 DE W
BAZRE S SRy
BAERRORE R OBRIZOWT

Odoogao

DbkzEz, R, (BIZF4FE 23w A) O#IET
L R2ES UMCIF ARV PN

A= H 4 A H

BEEL (@)  fEdT:

AR

REHEES (@)  fEAr:
BHELOMR G - AGE L
ELU IRCiD S

LICEE e A @) s
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o

5 KERSZUNELTS
FBEHICDODWLWTDIEIGTECHR

II-ﬂEmMﬁ%iﬁK&Aﬂﬂ%ﬁ)mm

HIZF (DNA) At 7 SR E S N BIZEFZ W A, BHBRICBVWTLETDH
B0, BEFNENEICHET 2 BB OBRIGER) - MERDIP TG Thwizd, BEES
PREIZONVWTDAL Y7+ —LF - arty TR ROYE, RERSEPLEE RS,

BED, AH%RA V74— K-y 252528 TERVWI LN, BHEGE
THIR SN 281, BEOHESNLER - FigEsRfca sz NE®e L, g
Kb, RFEZICLLFABESLEEL 2 DHDIL, i 20 AR ORBEDHA L, i 20 L
FoOBANT, EEkREE, REMEE RMISERR, RANER D9 L, RFEMNEICEL
THERIP T THEVEHB SNEHETH LD, RIFFEIIOWTIE, KIEZSH,

BIREAIMAEIBERNIT 2B TH L5, KK - MiFEO@BERHERD I
SR DIEMDH Y, HICHMBHERD D DL, MEIEETH S . ZOHEIIE,
HANE, HEEE (CH EROEGERAGHEHOMWEM A ZEHLTEZLIENT
X5, AHEEHEFHISHEHETE 2WIHAICIE, o 3EITHKT 5, KK - kgL
2T BB w MR ISR 2 LD 5,

ERAT A ORBIEICE L Tid, EWICHERBUEZ v BT LTF— AERIC
E5HKR— M ZTRESELHPT, KL, REROCREZREETIIa=r—Ya v
R, BE(WRE) OFBRRPEIN TV ERNEZZE LT, BEOHN S b E
BMRigeRATErLEZER LN ANERAEZTLE L TEET 5, UTIE3AGHD, &b
70 A SER TR SEIC B S 2 MRS & B F 2 7RI OB 22AS, WESHMS
BB OE I RIEO BEEBE,

o BAORMEE, WADT, LB, WAOREHKD L <134, #HXH, FAEOBEE

FENL OEHFITHEST LA

o BiMER, MEEMBHEAN, BEBIMEICBI 28 AN, RIEAN, #ERE

REEFH, BEEFHIREDOLEEIZOWTOHB 2TV, RERAZEHETRELZTT-
Tw<,

BIZTZWiE R 2 EOFHLERILMICE L T, FKIKHER MBS ICHERLALAVED
T2OARFIRERELZ) LX) ICRKBED 2 ITNIE R S5, 2070121, BIE
WOBEMAME T 2L EWDH L7207 T L, Kk, MBEE KT L2EEIY ) V7
B OVDERH R — b & & O W 7 SRR %2 REE L T K B D 5,
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x1 FBREABNOREHEELER(T L)

FERX S FE#E A AOREREAD £ %
FL40 2 HA LHEE & lo REEDESR FRART
ﬁ(}
FEH~dFER | AHFEE EBEHIHZPEE | FIEELRY/NEHREARA
AFET REHhkE L. BE 0FER FABRH, OHE
(7> k) DizEE, REXEICEA
NEBEIPBONEIEER
ﬁf)
gL E RH#EE EENRIH3PRE BEEOZEE, FRBEH.
5 20 IR BEOhLE L. BE
(72> M)
A x N | B KADER, FRAHGEH.
(3fe 20 mE L L)

E REEE (NR) I3 T 2 EBIZFERT (216, A17, A8 Al9)

NBOBIETBRICBWTIE, UTOZEICREL, AABLOWHICHT 51556
HZRWLEEA Y ) Y 72D THRE LRI E R 5 v,

(1) MR O REDOFLE &AL (well-being) £ 2 5 2 &

(2)/NBIREEESRHW BV THERAICTEZ LTV S e 2B L, SEIER
HEARLTHIBT 5L

(3)VNBRREMBRO R Y hT =2 DO—BTHY, Fik(ri#ER) OFEL/NLHE O
Fle B2 EELTHIL TSI L

(4)EHEZ/NRONFHE (advocacy) &2 B T &

1) KACHTIERLOFZEZBNET 2EEF2

RAEE VMR IZBWT, RN 5 EHR EOFEYH ) (125, TOHBHPRAD
BIRMRE OGN - BHTH Y, 6 - GHOTEOEENIFETL L T HHEI121E, K
N o> THREDEEZ KGHET 5 2 & DT E ZHAIZDH 2 HEDONRFHIIEOWTHEETZ
W& F2hE 3 %o

2) A27F—LK - PEAT+—LF - 72 b (informed assent)
ANCHBEWRA 74+ —=2F - 3ty TR ADVRVEES, RAOFEMLEHE—
WCEZ TR L 2T R 5%, AEDY, BEFBHICOWTOREIIEEEZETLZ
ENRTEDLLE(BLERFRED P, BN EKOD LM5E CBL Ri#EE) 25 DN
BOED, SHINEOBEUA Y74 —AF - Ty NERLIZLEET L (R, B
FWICE, BRTZHOLZLTHEMNOY A2 LX)y 2T 280 H2E5dD W
5o HEEPICE, RRBOZ LR TREDLD L) »OBIUIE T 5 MEERICHIN: 2 B0 % 7
OEBIIH D, 72720, Kk - FEROED?S O, 25, HCA A — T OZALIZI0
AONBNWIEHRINVAHL, NNIOBRE» OBRELELLEIS, BHEIIE T T



FOE HEEARZLELTDBEICDOVNTDELGTZH 25

gL L), FEoFEHEEAH 2/ NEOBMBEARNDTRLRT 50 —#I2, 7ML
ThHE, FllIS LS ERHININ L CEM@I TR TH 5. BLDVPHONL WS
HE ORI, GHEOREXEIL, RAPLEEVEON/Z L 2T 5.

3) BAICE > TRIET 2 RBDEETFEM (RERTZH)

ANIZE o TRELOFRED D 5 Z EDBBRZFBWOE—OMBTH V), BHEFE
F i S LT R WA PLER L 7"fﬁ‘é@{£f${£$& BT, MNEINEIZFZ
Wi 2479 UM e ve DERY - MR EZ B E 3255128V Th, #ESBET
B o 7S, FIUTHE ) ARREIIHIR L, *Uﬁ%;%ﬁé%émﬂiﬂ%‘/:sﬂ# ER ST
BVNBIZOWTIE, FRIE LTARINAERETIE RV, RRIEICBVWTBKZT52 L
BRNDWEHF 72 TR O L BIZMHRE RIEAR Y A a7 4 =42 E)IZonT
&, BEAOBELETFZHOERID S,

4) REER

WRIHHEZWNE, € OMEDVEHZEARANOREE IR LOEHERLHHOLOTIEZ
$, TROAFEATIB IO RO H LW EF 2 720IATONE b DTH b FKD
HHEEOREL V) Bl 5, AR 2 REFEZIIEANIATDONENETIER
W
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6 . BIETFERER(GERFHRE) L
TERDBFR

BRI, MEABREZ IO TSI oREENEINLD, SHRDINH
P EIC B CHREL, EEELAHELTVL01E, BETewLYT / A2 EERET S
IR (DNA)BRAETH ), BRMANEL D TRV, ARIZBWTIE, 7/ A2 EE
AT 2, Getoffimdt & BIZ T (DNA)BMEICOWTOME L, MAEMKROMROUENE
2N

n LBEEKRE
1) ReFREOCEN
BRI 7/ 5 DNA OKR & 2 b2 ¥—%, #5T = (gene dosage) ) R H
RS - HEE 2L (e &) O MR A2 ) ==V I T 5 DIHMD THR MBI TH %,
HH 5~10 Mb PA Lo IYZAL - 2L 2 MM TE 50 HIMIRIC B 5 Gt R iRk 2
EBRRMITA L 2 Rtk Z b 2 LT 295G 2 BRITIE, REARBRAEIZTISRD X9 28
HIZEE S N5,
(1) &5HK, EEW REBELREND Y, ¥ VEMER (Down syndrome : 21
#F MYV I—) B EORMOARIEIE (K AR O EAGHE) BRI LG
(2)R& K, MERACEHR, ZRVEBORIE, AEEZR E5H Y, ¥ —F — B (Turner
syndrome) %7 4 ¥ 7 = v ¥ — il (Klinefelter syndrome) 7 &P gete fh 54
MEEbN DY E
(3 HBITHDHH, BEEETEERICES 7)o —VFF—BRIBE, T2vx
YABFHT A b7 4 —, BREEFERERO GBI, WmEICLSE Ty VX
B A a7 4 —OREBIRENRDHY, €9 LIREVPRDLNLILEDH S

2) REHFBREDTE

etu iz E o RIoOMA Y~ ¥ — CREEZH L L CEBITRRTH 5, @F, ~/%)
LS mLAREZ HWT, ) SRR LT, R REEAER R, F A9 (Glemsa
staining ; G AHFE) IC X DRt R 2 BT 5, 775 — - 7 4 ) —EER (Prader-Willi
syndrome), 7 v ¥ x V< VIiEREE (Angelman syndrome), W 4 Y 7 & X REBEEE (Wil-
liams syndrome), 22qll.2 RICHFEGEREZ EOMMIREREFER, BX Yy va— <
J— -+ % — A% 1A B (Charcot-Marie-Tooth disease 1A ; CMT1A) 2B} 5 PMP22
BRTEHE, XYY TR - A YNy N—3F (Pelizaeus-Merzbacher disease) I281) %
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PLP] Bin¥EM % EORMEBTIX, ZWH 70 —7 207280610 YA F2—nA
7)) ¥4 ¥—1 3 ¥ (fluorescence in situ hybridization ; FISH) {12 & A AT SW HE T
b0 F72, WIRELANNVTIED Z05, FOREROERZLEE LT LA T A
A4 7Y ¥4 ¥ — 3 v (comparative genomic hybridization ; CGH) #EIC X U, #H OYefh
A TIIMRINT 52 L DTELRWHMR LR ER ZBIZET L I DML 2o T
5o

3) FEAREFLROER

REPRREORR 2B L2 LT, HR2HENTL2LEND 5, iHlIEE 25, efafi
MG R AR T B, S — A R—=VTRMOREFE Z2 A DIF72 5 |[C04l % &8 D THH
Thhbo

E {57 (DNA) B E

1) BEFRFORM EREKE

SF SELHMBPBETREDIZOOEB L) S 205, KEFHRLAIAHVONE Z &
MM TH 5o PusEEH (7 = BF ) v A T3 7 MEF DY v A (HARERT
%o BH% s = F LYY 7 I YUFERIEDTAIZF M) v 2) D A - 728 TR L,
AT 5-10 mL BEE (A d i, T %S MRETH S (F/hNERE, LEIELT
EHARCRIME TS HHIEWEETH %) MBI (FIMER) & » DNA ZHili L, #
BT 5o R LRI RIRCTHE 20T $HRATRETIED 225, R, BIKORLEDE
SR, RHMEICOVTIE, WEEZEBT H25EE, MESHOIRICE) 2 L2 o
bk,

2) BEE

BARW R EIZDOWTIE, AL RS54 v oHAZBRIBZLDTHY, R2I2HITH
DL H72), EHRLHEL, FICIRIDBAS RV, BMEICH2 - TIE, BRI
FUTLENTNOMEBEIIOVTECER L TBL ZEDVHETH L, TDOILITLS
T, MAKRZIEL CRRL, BYICEBWEZIT) e TE D, TR0 RE S IR
THILENTE A,

3) B—BETFHRENDKREL k5K ERALR

AR R 2 B3 57201218, BH—B RSB 20K & 7 2 M 2 280R%
5 (mutation) ZF#E L TBL T EDPUETH b,

(1) —3EIEHIC X 5 HZERZ R (point mutation)

DNA OHIERTNEALA B &, Z0HG O 3 DOFIEDOMAGDE(M Y T Ly b
triplet) TIRE SN S 7 I VBG5S TH S 2 F >~ (codon) SHIDOT I VA I— F§5 X
b L &% I AL A% S (missense mutation) & A TWA (B 3), ZDZEALIZ



x2 BETFREE

Genomic Southern hybridization
Allele specific hybridization

SSCP

DDGE

etc.

PCR RFLP

DHPLC

Array CGH

Direct sequencing

Microarray sequencing

Fragment analysis

Multiple ligation probe amplification
Quantitative PCR

RFLP ; restriction fragment length polymorphism

SSCP ; single strand conformation polymorphism

DHPLC ; denaturating high performance liquid chromatography
DDGE ; denaturating gradient gel electrophoresis

CGH ; comparative genomic hybridization

| ATG [ c1G | AGG | GTC [ TTC | cGA | ATC [ cTC | TAT | Gec | GAG |
Met Leu Arg Val Phe Arg lle Leu Tyr Ala Gin
3
S8
| ATG | cTG | AGG | GTC | TTC | GGA | ATC | cTC | TAT [ GCC | GAG |
Met Leu Arg Val Phe Gly lle Leu Tyr Ala Gin
73BT
e
| ATG | cTG [ AGG | GTC | TTC | TGA | ATC | cTC | TAT [ GCC | GAG |

Met Leu Arg

Val Phe

—— =l

Stop!

ZhyFARLELYTRELE RV INTE

X3

RRAER  —BEERICLZIIAEAEREF KR

FoTHRIE(A My N RVIZEDLLE &% F V& ¥ A% ¥ (nonsense mutation) & I

ATVS (B3, BIZTIZ

& F EF 548 (polymorphism) BSELELTHBY, 72& 2

WRERAREE (V= 2 A R ETI A Y AERPFRE SN L LT Zhdh
FTLOKEOERK LIRS 2 VO THEEPLETH S,
HERERIIATITA VY TEHNICBI AT IA VY T RERZ ST LD D

(®4),

FCEIEFAREVWEER LR, BRNEEFOTRTE2A7 ) -2 7§52 812X



FEOE BLFREE(ECTHNRE) SHEROER 29

| Eguz751>27 |
IV =P T5vr2 frhor2  15v3

[ JatAaT----cATAG[ | GTGAGT:---TTTAG [ |

Iyv1 T9v>2 1723

[ 27513 788 |

IV 1 14>rO21 Iy 2 f1>rO>2 I3
T 1 1>ra>1 Iyv>r2 19J>3

] | GTAAGT - -+ - CATGG | | |

| A O BEORE |

4 RmRRER: —REBRICLBZIRATIIICITRE

D RERERZRES 52 LB R LT N 2T 5720, BRTRHNICL Y EET
TWALENE ) HE RGKRT 2 0LED D 5o

MRRAETIL, —BMICRDOONLERT, SEIFLRBOFERLEL> TV,
SODI DT X B KM Atk MR LAE 2 13 U, B IZHRD %\,

(2) &% - #f A (deletion/insertion ; indel), I ¥ — $% % (copy number variation;
CNV)

RIZBBIEFZDEDH B VIE—HOREDR D Do I 3L 3{IET L DFHA
FeClfmicit I b 720, 3OMBUSMOEERE - A M) 7Ly e LTOHR
ATV —=2)BELEDbS>TLE)e TNE T L —2AT 7 | (frame shift) ZE5R LITA
TWwWb,

REDEELTIE, FTadvzryXBFYA M7 40— (510 2) 28§t iR e
P8 —F v = X A (autosomal recessive juvenile parkinsonism; ARJP) 72 &2 1),
Z L DREBIDRK & 7% > T do

HAD—FELEZEZOHNED, BEFO—MELIZERIEHTLIERIASATY
o Ty xYARFH YA MO T 4 —RERBEHELFEE—F VXA TIE, K
RIZEL CIE VY, BIEFO—MOEHEIRDONL, BIZTEEOEH L LTI,
Yynva— Y — - by =2 1A RO PMP22 DFEM R ER LIT6 N5,

FRUORL72ZRIE, ¥ —BER(ZAE) LIFENIERELTERXLILEDHTE
%o BIZIX, ¥y 7ay MERTFISH, 714 CGH 2 %2 W2 LENH S,

WINBE RS A b a7 4 —Tld FKTN @z 1o 3 FEFRFEIRICB T 5 3kb
Lia 7y ARV Y OMAZEPSARNORNBIERMER VA a7 14 —IZHAICEE
Do, BIRBEMRLEZEZ OGN TWS (510 5),
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(3) AGELHI B D2k (56 11 %)

NYF U MURE, HTT 85107y v 1ISHIET 5 CAG =R AERSS) (trip-
let repeat) DM EDEHTH 20 W RO AREEEEER B/NNGEB RFHEDO T T
BB/ E B 2R FAE 1 B (SCAL), F 86/ BBy JFE 2 1 (SCA2), ¥ v F -3
+ 795 (MJD), BEIRAREE - BBV A (RS HiiE (DRPLA), /NS B) 3 7
(SCA7), HHi/NWEBIGRAE 17 B (SCAL7) 1, T2V VO CAG =3RS
PEREMETLDT, CAGYVE— MREHIND, REMEDORBBEIC L - THEIZ
TZWAATON DA, R BT ORI 7 L V) & IEEM =T (B 7 LV) O
12, WL IE T (BB 7 LV intermediate allele) DfFAEDS N TH Y, HRICIE
FEPLETH L, 72, MELZERIABD S FIEZZ 5N 556 I HHACH T
BL, #BIREHRZ &3 L0H 5,

E BIEFRERRORER

1) BEFREOKREEL L TOHE

BIZFMAE, EHENIE, REOERNTHL T ) AOERZOLOEMML L) &F
25D THHOT, HIIER SN TWiUE, FFEE (specificity) 25FH Ve B HA, B
FEC L DERPEHEY T, MENZBIECXI 2645 L, FREEZETEZW
BHRIIFIET %o BlE LT, FE0—HIEERICX Z2EREE X Thbo HEHERHIH
ELE R ET, TOWEOBINIOWTIRENL Z LAE X5 HETHIUL, B ED
ZUNE, MEOBUEERIERZOLDOTH S0 5, B (false positive) &9 Z &
GEIICIE R L, FEOERIZOWTORBICHEETIUE, FRREIZ 100% &%, L
AL, SSCP % DHPLC % & CTHIH L X 9 & L72a12id, i B & I AR 2 vhor
R ZERPEAE L CTHRMEE 2D, BREEIIERTXL2WHEE TS SRS, #@fsTHE
12T, HWET2HRBOFNE 2R b N HET S I LB TEIUE, BEITRE
X &, 1BRaME: (false negative) # 0% & TX 578, FETEXALENF—HTHNLE, BEIX
ZOHEL %%, BIZIE, YA MBT 4 VOBETFRAED LI, BRL XV TiTbIT
VB IRAT T, 60-70% LB T B CRMEETERY, Y4 MY VRIZBWTDH
80% FEEETH Ho L ElX, MWIMOBIETOAZENRE L2BITH 20, BEOKNERE
FOMBEL»H 5946 BIZHWEREN), T2bLHEMNNENRER S yVva— <) — -
by =2 ED X HI, BRMICELT LR 2 TE S, RO RKN@EE T
EEN, SHICKRMODOIEETNTVEHDOTE, HERHICTFHEINLS X ITHEIZTZE
DKL 22, FEHALAEE LT, I b3V FY7 DNADOERTIE, ANTHTTA
=070, N EAT)MBEOBIIC L > TERENRLZ LI EZEEBLTBILEDLD
5o

BIZT WIS 2o TEER ML, VEDREMETREICL > THRINENE Y 20%
HAPTRTHEHE L L LEIEFROLWIEZHREL TBL I LT, EDX ) RERIHHA,
ThRbLHNG ERER LRLONHELTBEBLIETHL, ) VEDIL, WfTT




FEOE BLFREE(ECTNRE) SEROBR - 31

LIRS T, HMNERBPERDIBLLEZETRAETEZ2D%, HETELZWHONH S
DOPRVOP, ThbEREFEE L TORRAEZEHEL TBLILTH S,
BIZTFZMNE, AR E L ORR L 2 2 BEFRPBEE SIS EZ s H SN S
B, R E % 2R TRSHE SN - 258103, —BICBHERNT52 L0 TE
B DT TIEZRv,

2) TRERANESR

BIETHREE, ZUTI2RIETICOWT, ENENOMIEET (7 LIV) 25IEH (B4
R & B 3 HEHE (Fhie) & 7 BT 5 B WIZHIERS & W (ZER) B vh, HbHE
FTHEEDE I LD THE2DEHETIMETHL, €O LT, BIZFRHEZRLBRTLZ
EVBREDFERETH S, FMBETHOWRHRNNWEREZZWT 52 EPRIZTZMTH %,

BIZFRWLYT ) AOERPTRT, HENEREZAL VLD TEARL, EF (R
S ZRRFFRN B R EAF S v (P 7%) i %2 2 5 (private or rare variant) T 5 Z &
bhHD, BREZET L, —fKams LT, ZHEDNRNWERZ AT 20E9) RO TIE,
MR BEROMER SN TR EMEOLER 2 L9 2, EROME, ZROME, HwREGK
B Lot pE oA, —iEHToRE, KBMEZHPIL ) 287 0 FEBRWZEH O
W EhoeHiis s, L DFNCIE, FHMTEZSZLIREITH L0, REMLRLERIC
DWTIE, BIEIRENTWS, FRBIZOWT, ZREFNOEBIZOVWTOMRI, &
o HRE, T NR—AHIIT, LX) BRERMREDORRA L o T B2 ERE S
HTZENPTE S,

BIZ AR EBEFRAEE OBRIE, HRNERODLILRDO ) LRHEDDODAE
B3 2 (R5A), SESELEREMNT L0, TXTOWMRRNWERDOD 5L
ZRIMT 2D TIE RV (R 5B), WRNERODH L ERIIFEDERDOAT, £
NEBIM T 28AE (B S5C), 3 XTOERL BN TE A (R5D) O 438 ) ([ZHE&H
BB TE %, MAEE LTI, DOX) RAEESEETE, MARR L) BEFR
ZHEL, HRE 100% OBIZTFZEAWETH 525, BHEWICIE, A FEBIZH
RAEEN BN TH L, ADBIE LTIE FEOHKE L TOERMNITOMLL T
BEFIZOVTOMA, FlZE, FEDNERIIOWTO RFLP #I2 X 2A&DEET S
No, MEEERITGE (Y —27 0 ) Ex He7-mAdiE, REROCREDO T A /12
L2755, —HIICIE BB T 2MAELEE ZEX TBLLEDNDH D, FHEDOIMOLRL
WREP 11 OFIBICHL2HEFLT LI BN TIE RV, N F UM URRED b
Y7Ly M) E—=MRIEZZOHEITHL L, BISNTIESH 505C OMEBEITHLT %,
&2 OPRBROBREZEICOVT, LLOMREZHEML CBL I EPEETH 5,

BIETFHREIC L > THOLNZENAZERIZOVTOMIUZ, 3 TICHKRERNT T O
VLTWAH0IZo0nTiE, RIIAESTH S, TSN OEEE, — B2 ERNCRIL
TR EFT T OFEICIOVWTBB L ZOHBONELZLDOLLTLELE) TEVDHOD
EDAET Do TOWEITIE, WA - XD 2 0IE, EMMEE G LT A HICH
HRTAHZLEDEIDOLNS,



BIETER EIETFREE
AN N
A B C D
B
e i ]
&to, - BEEE
REN—IEEBH HAR L]
etc. BEEE

M5 BEFREZCEGTFEREOBROBEX
BEFREECBETFEREOBGRE/ T LE LTEREL 2, XIS, &
SHREDEREGEFNOERICOVTOREANE R, SD58E, KRNLERED
BlERU o B, YHBBEFOEROBRAET, 4205 7dY —ICHHEL
7o A BREDKANBZENHIERNH R T 28Tk, B: S 4ER
ERHTEBY, TRTCORENBERENHPERERETE3h I TREVERE
o C:RENBENHILERIBENERNAT, ZhERHT 3MHREE. D
TRIDERERHTE3REE, HlIFANEZHR

3) BIEFHRET, RANERIHREE ht;?’)‘of:i’i‘A

BIZFRAT, WEMERDIBRI SN 225 A IRV OO EERH L 2 & %
TR L CBLLEND L, BBt L 45 HBH, LTLIRITELbIFT
E2%<, DTo X Ruitksd %,

(DFEHEE %o TOARERPBAZEORNRE LTV AHIANO 720 I Tw v,

(2)EHE %> TV AHERZ HPEmINIEHB IR TE 2V,

(3) MR R BIZT AT 5 GEIZM RN o

(4) BRI X & v (REREE)
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= ] = BEFREEROHN
BIZTRAEDKROMRIC OV T, BIFE (5 6 5) 12BN 720 HERIZD W T O Y) %2 fif

FUCED R, BEHWME) 0B OWNHRE LTV ARBOBEEFHEIZOWTOEETFHZ
gL, B oOWTHHET 5,

n BE (HRE)AOBREOES

RROFIHZH 725 TE, BE (BHE) DR B F AN L 723 2179 2 &K
bNb. HONES, HEMWTELD, BHTREIIR)TELVL ) ERT HLED
Hho WEDOT vy A% BE MG HTE L ZTEEMICHRE, JLRTES X9 0
F, BRI RAERE R E MR b DOTH LD, bR HYL, BEEEL L)1
THIENFETH S,

AR RO H 725 TE, MEMEONBTOARZHIT 20 TlE% L, BH R
F)DFE, REE OMRLBEFNFHEOBBICBOTHIIL, FMEH5 2 EHNE
HCThb, KW, HFEHLLENDLFEL, DTOHTHS,

1) BIEFRE—FN7)TEEL, TOIBO—FPELPSFICEHD

Fabb, AYTFVOFNO ) LHHEOFEMNORATH S. FHITIE, Hetofhk & ORI
THWTHZLHTE L, XEPEHWRETIE, MHkE L OBETHIT 2 LEB D 5,
;@;&_%LLT,Eﬁ%ﬁW%@Wﬁ%ﬁEﬁ,%%%W@%@Eﬁ,X@ﬁ%@
BAZ) DHATE, BEOEA BN 2HETE, RBIZOWTOREOERHFII T X
%o

I b Y FY 7 DNA OZERIZ X BHE TR, B#IEFIC X 25 E L3RR - 728 5]
K(PSRE(R) T, TRICH o217 6

2) BEFIE, DNA(TAX L UREER) EVWDh3HERVRIKOMET, XEDOL S ICE
WEEE DD S EBFERIEZAThTVEIHEDTH S
T ZELTE, WRT—7RETFTET—7, Bl 7 4 VAR ERM) LN TE B,
EIMEDLNTHWDEILFE(T VT 7Ry M, ZF7=2(G), 7T7=r(A), ¥3I (1),
VRV DADODHEMEIMEL, DEDDEOOUBENEMETIHELTWE, =7
VoA hua R, RIHE QBT 5205, 3 KOV TOMHAHRAL L, KR
DIFHRE %> TV L ERDOWE TG U THMEZMAFITIMA 5, DNA © ZHIRfek& 7z &
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X, T L REOHIETIZ R VA, DNA O “HIRHEHR 2 - THIT 254121,
B2z &80 E)ICTELRHPAPLETDH S,

HETREER, —xQ22)0#EETGHLEET, 7 VIV) 0% % OWIERTH 5\ it
HEEWHOLPIZTIMETH 5. MARHRLY, ZUBETITOVTOBRMKETFREZIEL
T, ERRMG(EHR) & oxhic 2 Hk§ 2 OB TZRCTh b, BETFEISLT, ME
S, BRAVEEWT, BT RBBMBEICOWTHA ) R HHT 5,

3) BIEF (DNA)ICIE, EREBEHZON S EBERPEZAThTVEY, FOEE-L
HOIE, EHEHEEICEEB-TVWB 2N HEDOT7 I/ BORSIERT, BEFIC
ZERPHDE, FNVEOHZIHEZZLELTEZETALERREEILTL S
Thbb, PTEWEOLY NSV RITOEETTH L, HTHlAEwFENHREREL

FHMRFEPP O >TWAREATIE, ZhbLolErbr ) R (HBL, Mg

WZOWTOMBEEZHL L HIZT 5,

FAOEBIIN LT, SEIEAREE - BNg EPLETH Y, FHOFETITIETLERD
Who FHMETIICHoTIE, AR EZME) ZEVANTH S, TLKERMIL, K
RO EBROLEFICB W THARIEN) TR, BEEFNLFHLHET LI
b, BEICH LR A3 2475 e TE, FHTH S,

E BE L f-EREASRIA

M (55 3, 9-12 ) 2 EICHMENT WS Z DL WA, REIE LT, R LD
HEBE L TUTOHY, MAEIT)ILIERTH S,

(1) EEBWnicikonsz, EEIZDO W TOEZENER
(2)RBTOEROEERR, #inTH - ZBUHE

(3)itH, WRIIMT LI L

(4) 8RB, AWIERHIE, HR— bt 7V —TIZo0WTONEH

(5) BH (WARE) RARRIE, [M#5E O BRI B L 7RS35 s

n REESE(MR) ICHT ZERHA

RIBAEE ORISR BAEROFI - BIRIZOWTIE, 455 3B Tl AERIX 5120 >
TIT9 o BEEB/BTVIHAEITE, MAEKREEZMSE2, MSRNTVWE 22 ARANTERS
HHIENTE D, HEDOHHIL, NEOBBENIZEDETTI. €DF A4 I ¥ 74
WKWBWTHEIIZINDLEREITH Y, GEHE B, RER) EMH#e LoDFE/T 5,
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RRBEDEZS

o

= 8

BIEMIRBOBW R L OFRE2HET 57201208, MR RNEMERT 5 2 L HLE
Tdhbo FEEZER T HEHEL LT,
(1)IEMEZZW OB & 7% %,
(2)IEMEICZRNOHES, F—RBZIIET D) A7 B EDRED 5 5 GEIZ TR,
FEfEBRR) ZHE T H I LD TE B,
(3)BIEMER B OIIE RS W FIE TR B L 7% %o
LEVPBETFTON5,

n BEM & RAEO LK 4 2HH

BRI, BANLREREACT, ZFREOFEHZ, R6-9IIRT. ERNEL
CAHEHMT DL, RRKIILTEHVIE FICH Ltz FIigidd. HATIELIZL
A2 HHIZHD o THNTH L ERRE BT 5205 EBEMHICEHLTWS L1, kL
POTICHELZEDPEE L, #AFHF T2, o—<HFEThmIIRL, H—RicksnT
&, A SFEIEE MAENRICEE L, REEZMZ, EroFkreikd L1275, BIES
FHRIBYORT, SBHIIFE TR T, 3894 (proband, propositus) {2 P & Kt L CTREIT
GNERS

1) BREFRMEE (X6)

WROAERRESEDN LG E B, + Wik of#Hn e CICEETH
%o HHEDHFIT1/2(50%) DHERTIED B0 BEDOMBAIER & Bb 5556 TH EMH
BIERD 0 &9 HRENICHE § 2 BED D b0 RIEZDEDKRE LREDH B DTIE
BPLETHLD, BEWEINE SOMPBPOFEREZEHNTB I EIHEETH L, LB
DA 7 b BB REMREORRERRNE kb T2, BRUETRDLIK
NC o THORIET ABIZM T, HHEHLCOYE, MELTLHRAZHEL TR
MPolepblwnoT, BIEFERDPLPoIZLIEVR BV, LA 5T, FECLAADIE
CROFEREZHWTB I L EETH S,

2) BEeHFISHEREE7)
RSB EPEED N Y 51d, FIm BN AR AR (ILRKSAE, LB il
) MEALTIT B0 MAKBIRICH 2 WA 1T IR ZERR TR A ol 2 %R 4R



d.79y d.58y

1 2
d.62y d.80y d.84y d.52y
1 2 3 4
m [%% ﬂ{)
65y d. 45y 60y 56y 56y
1 4 E+(52/17) 6
5
v H O E?)
40y /' 35y 33y 30y 28y 25y
3 4 5 6
Key
E; N>F 2 b REBETFRE 2098/5./;\? i
¥ BEES 1ERE | BSHTAER
- OOOOkEHZAF
6 BREEEMEIRVNCFT RO
: N
d. 55y d.80y
2
I JfF{) é ﬂ{)
d.70y 78y d. 65y 74y 67y 67y 68y
1 2 4 6 7
» O O e, O nE
57y 55y 52y 51y 48y 45y 42y 41y
u(14 mg/dl u(20 mg/dl 8
v ﬁ ﬁ O i & A &)
6Wk 10wk
24y 21y 19y 1 7y 1 5y 7 13y
Eu(15mg/d) E-(30mg/id) 3 P E+(3me/d) E+(4meg/d) 8
Key 1 2 4 5

2008/5/14 fER
fERLE ; BBHTABR
OOOOmBEHEAT

E,miEFt/075x3 >
*; BREH

7 BREHEHEHMER (T 1LY ROB)



FEB8E RRHDETH I

Wb BB EFGUEBEIC L LKA TH RN S 2 b BEOMBIE, —HIIC
WINBREATH 5. [N, 1/4(25%) DFERTHAEL, 1/2(50%) DR TREE T
B 5o WHRMARNNIIERET 2 W HREMEIZR V. B TIIBRENL %), BRiZS20
(T TRIBEZ MRS 2 ONHNEEICZR ) 00H 575, MBOHGHBEHWTE LH L1
ERHTELZ LD 5,

3) XEHHMIEE (X 8)

XEHAMREZ R ET S L &1L, FITHTOFROFEIZOVTREL WIEHR T %
DBLLEND LD, BUEEZEORHT, BB GLH) ITREZPVIEGAELRE, K
RS, MEFEICREE L LaE Rz SN wIE &k PR (obligate carrier) & \»
Jo

EEE, XHEHSMRBORNE T, EREETHILENDY, Y=T 2 AT4 V7
¥ v 1) 7 — (manifesting carrier) £ VW9, T2z Y XAH I A ba 7 4 —CTHRIBORHE
PHIERE BT LI DD D, TR - FL7x ZEBEHR 7 7 7VIRTE, AdPiic
BMbrEELZRETLIEDV DD,

i mEN e LT X HHETREDFIET 5. L v MEMER (Rett syndrome) 25% D
BT, Zob, BREBENEELZET LI EHE 0,

: e

d.74y d.73y d.62y d.40y
1 2 3 4
60y 60y 57y 53y 50y 42y
4 5 6
v O [ ﬁ 5 E E?)
35y 32y 31 y 34y 30y 18y 16y
5 6 7
Ke
v 2008/5/15 1ER
*; BREH 1ERRE 5 22HTRER

OOOO RN

X8 XEHHMERD (REREMHEMEDH)
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NN
Hesm

I Zae

d. 69y d.60y

2
- JZFj‘ i [
d.74y d. 53y d. 42y d. 40y
m EF*

?4

{)@{)

60y d.49y d.47y 42y
1 2 3 6
;e [ W O E E e
* D * *
35y 32y 31y 34y 30y 1 8y 16y
1 2 3 4 7
Key 2008/5/10 1ERk
* BREH 1ERE ; SHTARRB
OO0 H#RMF
9 BX%i&E(n(MELAS D)
4) BFREE (X9)
BRI ba Y MY T7)EETIE BEPEETHAILEICETFOTRTUEREETF S
HBIZT 525, A%Dfﬁx3—@tb%fTé%@k”ﬁL&w%®kﬁwéoXﬁﬁ%
BZOWAEITIE, FIE—UWERBERFIEEERET, BET S D0V RV,

i%ﬁ'riﬂﬂﬂﬁbﬁﬁﬁ%’ﬁ— YR kA —RERERE L
LBHEETHHA, —MICIMFENET, BELZ V. KEANTI Fa > FY 7 DNA ORE
GEEBYBETIRRDDH L2, TNHIEDNAKRY AT -5 EMBIZTFOLERIZLS
bOT, BBIETOLERIZI 2B ZMS (5 10 7)o

I ha v K7 DNA ORELR EIL

E KRR E

HAIZERRNERBE IO W TOIE L2 LR L Z2WvDs, 74 7 BREAHS
(American College of Medical Genetics: ACMG)/7 X 1 # A ¥ & 1% %% 4% (American
Society of Human Genetics ; ASHG) THEHELAEIE SN KRKIZH WL N5 & it
(801, B2l (®10-13) 2%, —#IIZL CHWOLN TV S, RHHFEDHMNTTIZOVTDR
MZBHAVRI N TV,




a. RERICAVWSh 3 —RIEEEDESE

E % s Y
B i é <> FERC & MR - £ - ERERE
1925 F 30 % 48

i & ‘ BB DRL, FHMld s CieHE
T s <

mh d@ <@} 2 ORI EDREERT EZIEHE

o EEEDH
REOE é) <F> BEEL - TIELAL
5 &
TIRAVE L
RRCH g % SRS E
45w 4B
% (stilloirth) JZ /@ % BB & 5
B B B
2838 3038 3438
_ BEAEE (LMP), B & 34
# 95 (pregnancy) SHRLRERE £ T
LMP:7/1/94 2038
Ze§# (proband) i @ BAICEREEBEICHN - BEE
P d P el P el

BEATEVCTEHLEL TV A

g © MERIAER B
N 5 /\ /\ o1 Aa;;.:gﬁmmn MBI b

=) T ECT A
REBRARER A A TERBES DL BIEEIECH

168
R (TOP) % % % termination of pregnancy
KLIR R U /- A * * *
(=3K<)
10 7XUHANBEECESHEZEERRROES L UEHEHE (a-d)
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c. BRROER

1. BB ARIGRAR FaEn 5 £ £ EOARICRH, FEEEAEIBICED 5
i BRI, SIICE S & o BB <

3. FfE#R 47 2. TR

LS B

RARIR 1 BE L 156 L RIBEBRIRE %S
TX#3
B ICHEN & T hIEBRED
IN— M F—3EEET I VEE LV
. ZER TR, RRETEFRIEES » THEVWGE LRGN IS
] D:O Z D& (/= & 2 1E third cousin: £ =W E ZDFE bRIT) #58H
BT
E3HE
& N
X B& BRMEAER o, BRI THE
KRERROREE
PRBAERK é
*
FIE T ? ?
* N A FRERES é
FHOWE VR SRS CIEFRAE
ERalBS EFAEE S-Sl
EarbrndE® O WEUR BEER
BRERRY
REMTHL
(uninformative
evaluation) Eu
REBEREGM i
(positive
evaluation) E+

10 7AUHANBEGFSHREELCRRRORLS & LVERHE (a-d) (07%)



HENDFYF

%%

1. ¥ FIRAtE

rgErg

EHRFOREZENREFICL > THEIEREL TWEIBE,
IRL TV it E BT OREZE ORI, BIREER % R
THHRIIBI D HE WV L AET S ERDIEE X, B/ — b
F—OEFRELME/ISN—- b F—ICKA B,

2. JRFiRftE

L0 _©
&

ENPRBEZ T IIIFERDEFICI > THIEL TV B

B A
i7'4_1l:lo

3. K2R

FO®

FKIBDEBTIC L > TREBFHEIEL TV 35B4E,

4. JRF b Eft

&
& &

KOFEFICL 254, KEBEY a) EMEFRHEEO L Wk

L rfemm DA, b) EEOIHOBA.
s.atmws | | )[p](D) KIBBOT LT REEORT THIFT 5 2 & &2
ET 8 Beri L L RROBE,
%

BIFH U < 3BT DIREE (egg or sperm donor, D)o
XI2H} (surrogate, S) o

IFOREEHRIERTH IS LIV TOREEE LTET,

BRIRD Y PRIV E MBOIRIEIFIRL TWB LD S P RILOTFICE T,
REBDIERISET, NFORBEPMOREEEM > TWBREHLSLEDH B,

" &FESWAEL SN ITRICEET 285 EER



42  HaER
EFE EE=] 15
1. 570 - BEFERORA BHFRRFERT, fragile X ERENRE O
O ERIBEMOLN (RREFEE CTRER *
* REPEM), E—
2. REAHZEFRBBELAVE SR E N IEE T, fragile X EEEF D pre-
=2 5N {EHE) ®* mutation %478 L T\ 3 i (REE N IE %
B TRERRPBY) . + (100n/35n)
3. FEREL TOHRVIERIRIE BUMREERETH BN, NF > bR
T B AEBEMDS MEEE [D @ DNA ZHT DRI BRIED 25 DB,
%
25y
E+ (45n/18n)
4 BEET- - BRALESEY BHEARIERT N> F 2 b2EO D
Bontho -8 D DNA 2 i & 1T > 1= 7' 1% ﬁE’(?’J‘ bﬂ‘d‘ %
Eu 7= 25 DB, 1u(36n/18n)
Eg_
5. REDERIIEMETH - /-7 TRAMEIRHIE C, RRETBEOKREP & é h
= (E+) 1 DDORAEEDARETETLBIHE, +({AF508) Eu
E+
%k
+ (AF508/u)
B RE CREN BN 18 h Y %
\ _o)ﬂ b%%o %
18wk
E+ (tri 18)
K12 —#RE, BEFNREEREORREANDREAE
I d. 72y|d. 70
o e 9-14

Key

20wk il
Eq (tri 1 8)
10 SB
32wk
1

31y 12
E,. (AF508/u)

29y
o (

A =Down syndrome
A =neural tube defect

E =cystic fibrosis

. =red/green color blindness
. =Huntington disease (affected)
[D =Huntington disease (asymptomatic)

E;=karyotype

E,=cystic fibrosis mutation study

Es=neurological exam

E,=Huntington disease mutation study
*=examined personally

Consultand: Feene O'Type

Taken by: Gregor Mendel
Historians: Gene and Feene O'Type
Date of intake: April 1, 1994

X 13

KB
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BLmhootevVro

o

BIEAT v v rlid, BEMEREDORE - RET 23 20TREOHZ N (7 T4
IV MR LT, EiGHE EOBRIRE A S OBERTHE LITEITE 5 X 9 WERERN
S ATV, BRI KD & BETF % (FIERE) & S o#Y) 2 EH e g L
T HEBIT A TH Do BIEN T V) Y ZICBVWTIEZ I Ly N EEEN T V1)
YN E L ORI REFEBRICEDSE, S haIar—varpfibh, o
WA T OB AR EBI 25 S B o BIEH Y ¥ &) ¥ 7139 L C—H I 7% BB E 1
HARMEZZT TR W LI BT RE TH 5 ([BIEFIREICHET 271 N4 ¥ |GEIZ
BEA- B 10 4%) [A12] ),

[ 2]

AETE, LVEMYREEIY E) Y7 RIZOWTHR L Twb, ABETEICH
LoRTWaiEEr Y v v 7k, SR ETOMEBH DD OBET-ZWIEICrE) &
FICETAHM LW LEES Y V) 7R, EENEZLDOL LTRZINEIDTH
50, RpsHHIE LTS, BEMEBICHET LZMEL LIS, KIS NI 00
H L $ 28Iz T2HE, RETHLETWLEED Y V£ ¥ FEIZOWTOMERR, i
BENFHEMEOAEDT, HZEIZOWT, Mo THMLT L, R14OXHITRTIL
WTE 5,

H RNEEPIE H

i
S
ERER IR =
5
BlEhortE)T g
EIEF U (Zk, =K) =
CBEHY > EY2Y) BB g
REELH =
AR, B iR AR 5
e - DERRE (BEHITCEVCY) g
=z
|

B ik - MgE

14 BIGEHERBODE
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n BEHNY L EY Y T OERES
BAZH 7 ) 7 W) EERT AL L SN AL, FAESFIZZ QP
L, ZHEMLBIEDT V2 ) VTP EET LD, FTilo®Emy v &) v 7oA
RAFHICBL I ENEETH D,

1) BROBEEHY > JTORE

WBIEA Y ) v 7, BENHEE TR A0S O RERIO 72012 AR E D >
YRV VT ERZFLEIEEREL THOTHIBE NS, HERMO A0Sl &R H 7
YR VT EZITERDLLILIOTIE RV, HHZERREET) 20120 ZoFEHl %
I EDHRTH S,

2) Erhi-BEAY ) TEH

AR, BEAIT V) YT ERZF VAN, EOMBTLHMICZTORS X9
REHIAHEENERETH D, HRICBVTH L) R BRI Y Y2 v 7 OEEEN
BRI NIILHDTETBY, FLFLEARTHTED S DOOHRELEMEZ HIgTER
RBIRH T ) VT RAT) M AWML TE T 5,

3) T+ hiEHRIRM

BIRA Y ) YT OPEOVEDIE, BB Lo TV ARERLREIIOWT, bhD
RILTDHEREEADIETHD, ZOFERRMEI—TTNEDDTHoTIEAROH%
Vo 774 Y PORBEINIS LT, REHRBEIEZT) OIZHH R EREER L
WD Do MIEREIIHET 2 IZA Y 1) ¥ 7 TR, MENFHEORENIMmD TR S
[

4) BONABEROTL BT

BRI OR R SN2 E L, FHE LTIRTrZ 54 Y MIBRTRETH
Bo A FHH HMAAEHITOD 12, ZOHHIIMER, ZOHRIIMER v EHUEE
BIRTLHZ L, KMEEFEN ORI —F VAT 4 v 7)) BFIBIZb R )2l v, Ll
BH, 734 bOIMBHERMIE EBIZTHMSRWTWLHER (TS Sk WiER &
bVWbN2)LUEISNLEIRETHY, BONLERERRTIBICIE, Z0ML 51
ZELBTFNELO RV 27942 MIYay 22522 WEEOD ZHEHRICONWT
X, FOBMERRLAEBEOT7 40 =7 v TOHEEZEZTBLLIEPEETH S,

5 JEERBA I LU T

HOWEMOBEO NS, BEHY 2 Y ZI3EIIE LT, FERUTHLRE
ThHb, BROZ LS, ZhE7 342V VERKRLAY, Bz Y vy v 7y
B, BEZNET 272005 O TIE RV, & AMHHEBREZ I LT L1245
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TWIINZTBEEVIERTH S,

6) /LIERVIRED

BIZAT ) v 7%, BB EERRMEZTIC%oTLE) L) TR, Eo7{ At
Thbo BEMEENDL 25T S EIERMARALIIER 2 LEPHY, BF - 7541
IV M DI BBRD b b (R HIE & U)o 0720121, MfENE
M, WAREEEMER EQEMOM S, BEREA Y ¥ T —R 0 - FHER
BF—ATRYAL Z EPBDTHEYMTH 5,

7) SPREERTE

BIZAT ) Y TOMBTHL 2L 250, 728 21E, R, KKE, ZW4,
PRRBAE D 2, FRFERT 20N, BHEOD L FAETNL RN &I, Mk, 5F
WONRER L,

HAMBAICBWTIE, Edarfrbr, MR, FEERBZ ETIE, SEFROBRICE
D, ARREEWD ZEDRBVEIITHBEITRETH S,

BHICEE LT, TFRICEHLCHEE 220137 94 20 M2 o& NS, 20
K - MARE OFIETF B BB HEE IR OO H A TH L, 754V D
HKFEDF L NAUZHIEIZ WS, KEFE LN WA, KiE - MFE IR LTI wh
EIDDHEELE LD, FO, MBENOBRICEL COEBZROTEL I LNFEETDH
%o BIRGMICOWTIL, [BIEFENREICET 2714 8T 4 v ] (GBIRESME 10 #%)
[M2DBEIT R B,

8) £HRENEE

BIZA T ) Y 7IZBWTIE, PRI - BEREO R WEZREOTRIET S M, R
VRO O NI E I AN TR A E R S b AR I 2 S MANHEZ &7 — 2
WO ZEBMTIE RV, 794 TV ML EBREM PR T 2 2 &A%, BRI
HETHhoTh, TOHEMEEEE LTIRMT 2 2 LAMEHIZTANLNDELDOTH
LHEREEICHG LIRS kv, @fzh o v v 72179 B, #miRFICH
WL M2 OmIETEs, A N4 0 EBEBEIITRETHAP, HUKEETH-THEN
ZFROHFEFT, WA TOLMEIMDICRE D70, H4I2E 25T LDTE LA EHE
HLTBLALERD S,

E BEHY £ Y5 O—BHEN

BIEAY ) Y IPLEESNLZRRISEIIETH L5, #@E, KOLI) %70t
ATHED LN S,
()7 947 FPHATVBEEICOWT, B OBIREANZH LTI R Y, #
ZARICIE L CFFliS %0
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(2) M2 RME LOFREWET 2 A4 OERIERICHE S 2z L0 5,
(3)BIZY A7 ZHEET %o
(4) Z NN OIRPIZIE U720 T ik GRIZ 2 M O 355 120w T o ft 2 17

I
(5)7 94y FOXLNER, BMRELEE LoD, SHBOFIIOVTOELIE
DEBZIT o
(6)FTRTHOTOLAIBWT, 754 T2 MIRLT, Wy, LHEMFR— 24T
I

(7)RBEZR L TN R 70 —=T v 7%1T9),

B BIEA )T OEREEH

—OCEEA T ) v 7 Vo THOWDLNLINFIZISETEETHY, ERIND B
D S ESETHD, BERIC—RER, IKEHR ZREREPHLLH1C, @EH7 Y
Y Y TBZOWAHNFICEY, —k, K ZREGFL, TREFNCERSNW D B#
B EZEZ DL EDPLETHD, L L, ThOEDHHIEHLEFTHHENLZDIDOTH
D, @AY v VT OBERERE P SET A LIETE RV, HROBEES Y ~
) YT OREOTDITIE, FOEENEERT S AL HME L IZEHRBIRFICOVTOER
Bamobebll, ThENoYT, WHERIEY OBFEE 2 HEL T 2 ek
BThHb,

1) EEER(—XREBHV L) D)

FEe LTOMESTVRH NI RIDLEINLOT, —R#Efzhy )y 7eid
9, HICEGMHERE T o Y L Bbh, 2 TILEEHHRE T 5. EEERO—HK
HIREFETHLEIZHEE SN 2 BRI T 2 HMAOIS 2 AT IE TN L. B
DI b EERBEN, HEMONEZGIRL, RN REEDY ) ¥ 7 HEPED
ZHWT22ETHL. TNTOERBREIL, FlTL, LeaviZrhrbbd, Zoi
R EBR T 2 WD ), RIEROBREFAWAREH LTV LLEDND %,

2) ZREBHIEVT

ZREEATR) VBT, BIEAT Y VTDO ML=V FEZTERM
B, 7T LY P RORFEE R ELRREREIEL, HEE %o T IR %2 BIZE S
FNSHIWTS %0 BEZGEICERIEFNREL T L, EM2BEESNZHEZT5. €
D¥ER%E, 77940 FPOLHNERDER L2 LT, 5HBOTEHIOWTORRNE A&
B, 7954 MIEZ b ORI L OMBET, FAERTZW, RIGZH, e
BEICRE OO LI L EZOND, ZRBIaA T ) v 7Id@mh 7 vk v 7Y
BOBMAWNG I TERBIETH Y, ZLOBEAT V) V7GR T 5,



£98 @EHAYVEUVYS AT
3) ZREBHIEULT
BIEA Y v v 7S ZOMANE T Cldt e mE 2 BHO@IE 7 v ) v T,
SRBIEAY V) Y TTHY, KEFHBEO R BIEERRM G T2 7% &) OMlE
HIARI AT X 72 TORIEARD SN b, HEE T2 =WiEEd Y v 1) v 7otk
HOBMHEIRD L) B DbDOTH 5,

(1) WAw, ANRE, RABOD SW 2 EER IS T X 5 K
BHLCTBY, LELEAIIFIENZE, REEZE, WAE
MBS D IR TE %,

(2)BHEW LH D S 25 F — AEBOKHIDE ST,

(3)Hi4 DAFFFEICIS T 5720, AT v 7h Y77 LY ARG 72N, BELRGA
R HEZ B SICFHEM T 2 AHS S M Tw b,

(4) BRBEHEME %2 O STHHSERZEICN T 28E, THEEEH 1T,

S L L2
Bl C Otz

n BIEAv ) 7HEYE

BIZA Y ) v ZHEFL, EMRBREZOABEROZ L IIEHOZ L, KED
WMAZIFEL 7 74 Y POAMER THICHET 5 L) 2 AMEPLETHY, »o, &
P LT3 ik b ks s,

BIEA T ) 7L, B 2RBICET 2 EENRERRM TR0, BiEh Y
YR VT REYICERT A0, FOROD ML —Z VY TPLETH L, [EHF -
IR EE BT 2 M AERO Y BB D 720D 74 KT 4 ¥ J(EEFBA)
[AOTHIZ S, BEA Y &) ¥ 70, THREZEAOEMHHEE L, AAROCREEFD
DA ENEEZIT) LDV TEDHIDTH) T LE2RD TS,

HADOEMiZNRETHHMEY A7 4L LTI, HRAFBEEELE OREED Y v &
V) v ZEESHEE N UGEE LT 2 BRI EMERI A, $-FFEMA NS L Lzd o
ELTCIRRERIEA Y 5 —HERD B,

1) BREREREME

R EEEMER, TXTOBEM2L0I VT —Y 3 VIOGL, #HY) R EE#R
REATHEE BT, FEBEMICBWTIHAET L 2 LTINS ER - BIEFITHR
L 7O 2 ) KITR TR ZH T A EMTH %,

(1) BIZEZIZOWTOIRH 2R E M A Z 7> T b,
(2)BEEREESE O D B I EHIBICOWT, HMWKE, ZH, HEEE2T) e

T&%,

(3)BImAT > R) VT HTH)TENTE S,
(4)BEFIREICOWT T2 EEREA L TWb,.

(5) BIZEFMAEDO T ¥ H L TBY, BEEFHEEZIT) I ENTE S,
MR B AR M BRI BEAR IR D 22 X DRUERE - MR L e o 724%, Bl LT 34ER, Bf
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BiakIZ BV TER L BZERIZOVTONMELITH) 2 L2k, RElk(Eis I
CISHE) OZBRERR O N, ZORBRICEK L TRESIN D, HRBIZEMEDR)E
HBE oK, Kim, WEHRN, RBehEs SiionTid, BRECEMENEZESO
F— 2= (http://jbmg.org/) IZHEBE I N TV 5,

2) REBEBHIV > ET—

RAEBIZA Y V2T =13, BORVEKERERZRIET 5720 I HREREME &1
T Tl BHMBETH %, BIZEHIIEIRSFE & 12, EREFL OB O,
IR O PRAE L FAE IR % EIRIA VT — A EEP LI L L DA%\, REREA YV
I 320 —HE LT, MWLM LZERT 2720120 BIZOHMEE L TR
B, HMW BN ICEDSCTHEIZICHT 2 BEICNEG 7 74 =0 P 2T 2 O HE
Thbdo HATIX 2005 4 CPIK 17 4) A b 2Rl (AR NB@IRY 2, BARBEAD Y
) VTSI BRBEREA T VT —HIEDSHE SN, 2008 4 CERK 20 4F) B F
TIZ, 40 HOREREA Y V2T —HRESN TS KEE R KEBefst L ~ov
TOHEMAKOEG L FER LT, RERBZRERIPEZ 5N 5, BIREEZEME LR
UHRLiABR I ED I, @inh Y v T —1CERiE 2 Sl Efzr v v &)
Y= VT UL 2 EOHBEICEKL, REREAY VT —OBKER S, 2008 4 (°F
% 20 4F) BEICB W, REBMRA Y YT — ik E LT 8 DOKRFbE (MK, b
HBRY, BROKLFRY, NRFERGEALRY, TR, TRy, TERY, WK
FEBRZA)PRBET SN TS, IR EHEZA Y VT —HlEZREER—LR—-T
(http://plaza.umin.ac.jp/ GC/) IZHEHBLE N T 5,






= 10 = *REcRETIES

TayIvXBHBIAMAT7 4 —RUOANYyHA-BHIIAMOAT 1 —
Duchenne muscular dystrophy (DMD) and
Becker muscular dystrophy (BMD)

A ERER

€320

AR ORI FICHEAEST A E KR Y Y2 THH Y A+ a7 4 ¥ (dystrophin) D5
W, Thbb, VAT 4 YREIEICEEHIA NI T4 —Thb, BIKAXRT T A
(&, 15 CK Rl & i AT EERO D 0, Ny =R A b7 4 —, JEERELL
iEx FHERET 20, BEMGEROETTESEREOT 2 = Y IBF YA+
7 4 —F TIFIL V.

1) Tadz X8I A A7 «— Duchenne muscular dystrophy (DMD)
[ MIVI310200 |

FavzVARPFEIVA AT A —TIEVA M T 4 VEIETERICEST, YA
TAYHPREBLTWS, AD10 FA%720 3-5 A, BEHA 350012 1 AOHIEE THAE
T5. WHRNEDO L BIET H2GENH LT 2z VXBHTIA 74— LD
FETH 5o MENVFEEDOEN, HITHIBOEN, BRIV, BESH> THROKED %
W, BEERABEE VR LLRET2-3ETRIOVPNS, FIMIZTZ L7 F v FF—¥ (crea-
tine kinase;CK), 7AXFF VBR7 I/ bF ¥ A7 = 5 — ¥ (aspartate aminotransfer-
ase;AST), 79=>7 3/ 7 ¥ A7 =7 —+¥ (alanine aminotransferase ; ALT) ® i {#
TEMENLZLddH b, CKIIZBITARMREIZ RS LIRT T %, HITTRRERICE W
T, FHRBEIER OMRMEERAZE L L, RESITLERY, EBRICHHEZHRZ DT L% <
ROOND, EMFHOHIERTIZE 5T, WEIZBFRMEAITR T — A% (Gowers'
sign) Z/R T XD 2%, 125K TICRHERTE %25, FHMNZE, BEHERZE, 2 &k B’
M, F, HESH oMMl EL, 4L BES L 1/3 DREFNOHEELZEL 5, PR
AL LHBEEIRCENTH L, T2z XBH I A ba 7 4 — TR E %80
B O HIREREE 2 RO B8 % Th %S, HAEHEE (intelligence quotient ; 1Q) D F-¥134)
80 CTH Y, SEEMEABEIRIDIT ) PEEMEARRIER L VFEE I Twb, AR EZR
BT HAMBEIN DS 2B SFFTET S0 6 AR DEIEREAT A FARIVE YO
B fibhCTwnd, ThUZLoT, EEREREEORELZ DT VLV LELE TS, 10
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WEBXLEEHOBPICL>TT 2y 2V XBHYA b0 7 4 —TREFEEMEL, &
LR %5, HEEEREEEOER IS, JHEONE), B4R & OBEREAH
Thbo MEDRT A7 X B IHRBW AN NN LTIFR OB A X o TRE YR O]
ESHE, WY R ANTIFRERIC X 0 AGTFRIZIERE LTV,

2) Ny H—Bg X O 1+ — Becker muscular dystrophy (BMD)
[ MIM#300376 |
Ny —=HFHI A b7 4 =13 DMD BIZFICERPAECRBTHEPEIETH D,
REHRTA M T4 YPFAEL T Do BRI 16 LRI R & 2 50 JR
RLOIE 2 EERER & T 56005 50 MAIELTOHNET 2R ST, EHFOFIFIS
ME—DBIEBI D H %o MG CKEORMEEZBRDEDS, Tad 2y ABHIA T T4 =0
Y—27 X D3R, 12-16 e F TICHRE TR & 2 2 Bl R & 5,

[ABYFEENEIE - BE YR — ME#]

o SNIHEBHIEE © B H SR, SRR E S TR LIS X 2 R o i 2 Wy i
FIRAEE S (RS LR RS ORIRBR A DS R), BEEIE AR (F AR SO IR
BHRE)

o JRRI I B AR T4

o BEYR— MALKR - HAM VA ba 7 1 —1#% (URL : http://www.jmda.or.jp/, TEL:
03-5273-2930) 234 D LE & & BIZWRIA K IGB &2 LTV %, F7z, W AT 2
JiEl 4 (URL : http://www.to-kin-kyo.or.jp/, TEL : 03-3773-8331) 2% %,

B. Bz RVEGFEH

CEEF] | vim: *300377
E{zFi5s . DMD
EIZFE . dystrophin
StafREE © Xp21.2
B FEY : dystrophin

DMD BET37 ) 594 XH#) 2300kb TTOMDT 2V v rbkkoTHBY, D
MIZFOHTRLYF A XHAKEV, 20O mRNA O A X3 14kb TH Y, #MiZFHEWY
AT 74 X368 HOT I VBTHTEAZTKD OE KLY V0 EThHbH, VA b
07437 I KL 7T 7 F 745 A2 MCHEAL, HVKRF VIVERISE
WA BV 3 7 ) A KA LG ICE E S, MEOET b2 35 X951
LTHELTV S, 2O DMD EZTERIZE T, YA MO T4 UPERINLEWEA
BFad 2V RBHIA MR T 4 =12, VAU T 4 OERREOWD F T RE LA
ADWGERINy H—BHIA I T 4 =L 55,



C. BRARMREZICHITHE

K3 TavrrXBENYH-BBIIMNAT 1 —ICH T BEETFEM

o TR 0B K
. BETEE — -
77— ’£ 1) E #E FavT XHE /\“‘/7‘3_1—@
HOZX AT — | BHZAMOT 1 —
PCR &% 213 IRk ~65% ~85%
MLPA & * IV EE ~7-10% ~6-10%
WINER
‘ . (BA, XX,
BB EE _ ~25-309 ~5-109
BEESIREEE SR 2T 25-30% 5-10%
1S TER)

* : multiple ligation probe amplification

[E{EFAY4FE]

FavzyRABHFIA IR T 4 =Ry =B Y A P T 4 —1F X Geti ko il
Xp2l2 WHREBERF2HFEAE L TH Y, #BEERE XSS MEEETH D, I 1/31THE
ZEIRAE T (de novo mutation) & 788 %o AGHAMINEIZ 31T 2 Fr A ZEIRZA R X 2 AFlMINE €
FA 7 RRMBES A 7 SHEAET Do WEORKRZOHFIIH KT, EBRE O, P
ORI K 7 & OEIR % 7~ 6] (manifesting carrier) 233 % o

[BEFERRE) S EGETF2H]

DMD #nTEREI T2 2 VAMFIA a7 4 =Ry h—HHI A a7 4 =
BVWTRIDL ) ZHETROON L, REED 2 WVBIZFZW %1217, DMD #17
TFRIELEHEFR, ZROBOONZWEINIBWT, WHEMEZIT, REMARG I X
DHEEZWI AT ) o EMIHKED S mRNA 238 L, RT-PCREICX Y A5 N7z cDNA
DYEIEBLH % 78T 5o

TAPOT74 Y mRNA 2SS YT BICHIRENL L &I, Tado v XBHTA b
074 —=TE7V—AY7 MDD, BRORE) OFEI Y THRT, & 237 EH0E
ey, YA R T4 YBEREINR V. —F, Ny h—BfHTA a7 14 —T
iE, 7L =237 MIAEU T (in frame), BELZVF A AOTV A a7 4 Y BERENS,

THRREDOBRNIL, FOFROTF 2z Y XBHBI A PO T 4 =W LRy i —B
VA NET 4 —DRImEDOBETERNLT ) YR, 7Y yEROEAICE, #BIET
BOERNGN %) 7 V% 4 L PCR SR MLPA T79. MUNEROEAICIE, Kk
FCHI I CIRAEZWZ § %, BmEORIZTFERDIFEE SN T ZWEEIZIE, BE
BOLHRLEDBRRIC2ANCDGEI, SR —h—F MO BERIT 2175 S L0 b
2%, DMD BIZTR12cM (Y FENVT V) EERKRTHL7-DIZERTHNOMEZ 222
LR3 v,

CTFEZHOEE, AN
DMD #BZF 3T a2y 2 VXBIHGIVA MO 74—, Ry =RV A O 7 4 —DMff—
DOENBIETTHY, MESWE LTOEFZELD L, BMUREELHCTREEZEZLZ L
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BTE, T2, #EAT V) Y ZCBOTHRAEREIRBETE 2, BRERYS 7 2
PRV A MR T 4 —ZEREH YA T T 4=, Ry Hh—RFHIA IO T 4 —
BN YA 74—, T XY - FL 72 XEEEE (Emery-Dreifuss syndrome),
HEME A ZE49E (spinal muscular atrophy ; SMA) 72 & & BNV TH 525, Bz T2
LD Z L DIERIT, BRGLFHEMEITDOTICBMEL %5, —7F, MNERFEED
720 OYEFEFHIFE EB:121E cDNA G D 720 ORBHRI O H 19 TR AEMA LT L 72 55
EHH 5

Fayz Y IBGFIA M T 4 =Ry H =Y A b7 4 —OEHNB WL ERAER
DORE, ETDOAE—F, CKOMEAREIZE b, EMBOTY A a7 4 vty TR ¥
Y7ay MEZTTFaYz Y ABHBTIA IR T4 =Ry A—MHI A a7 14—l
NTE b, BETBWICL ST 222y XMF VA MO T 4 =Xy H—RHT A+
74 —DOEHX, bTrofNERE, RIE/BHLTWSLLY Y ¥ O 3 O
T WH A (frame shift) 1213 F 2 Y 2 Y XBF I A b a7 4 —, 3DEHEOHE (in
frame) IZIZRy A —HH I A baT 4 LB 5,

T2l XMFHIA AT 4 =R IRy A=A b a7 4 —DOFRFJOLHEICE
FARREFEZWE, MG CKMIET 2y 2 v XMFHI A a7 4 —RERBZOER, v
=R T A M a7 4 —REFD 30% TRAEZRT DS, T OXEOFERRLMER - JEEIR
IZX o T CKMEIRZLT 50 RRADEMEIIB T 2BETERESH S TH LG,
BIEFZMIC L > TRETH %,

TayzyARFHIA M T 4 —ORRZORKEE LA AERZM 2 HET 55612
X, BETFEEPHOITH L EPUHTH 5, IR 10 HLEIZTEETH 2 W EZH,
F 7213 15 A DRI RE T 2 FEARZERNC X o TRRICOMIE 2RI, BctkpiH
ERETERORERIT) . HE, Ty XMF YA M1 74 —OEERMZKA HA
HEAHR AR =R OMBRRRORAE - KRB0 T CHIKMZEE L TEBHEE 72 - 72,

D. BnFEWMDBEILEERT B LETORA> b

BRPRREE, REE, BEE, miE CKHEORMHEICE->TFa vV XBHF YA b
T4 —DOBWHPNETH S, Ny A—HFI A+ a7 4 =20 TUE, B Y A o
74— LN R BIAD 5. BIZTBWOEGIZH7z-> Tk, PCR & ZF721L MLPA
BICE B EETFZBHETY, 27V YRERPEBEZBD GV ICAERGOT A ba 74
R R RATT A HEDRTRICE o TET WD, ZORAICIE, EBRBONY A a7+
PRI & B IE Y S R BIWT L BB Ny H =TI YA a7 4 — LRI Y A b
07 4 — OB WNLEIE 720 & RO YA ba T 4 g, Yva sz g
REREIZ L 5,

PRIN B BT R R OBER, 1iE CK I & » THEET 25605 5. RINEBWIL,
ZOBAEDEHEZ OLEARNORBE IR OWHREMGLHEN LD IE, ZOoLEoTF0
BIZFERE R L7207 NEEDTHLI L%, BIEAYT V) Y 7IZBWTTH
WCHBIL, YHEZFOMELELZ EPVHTH S,
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E. ZOft

HAE RIS IE E OZ ATR P M O BIUC D 2 235 IRIEFT B TH %o ARHTZHICE
WCIIERF OS2 BTSN A ) v MBS D5, ZRINCBVTT 2 = v XA
VAN T 4 = HENEENT S HETH L. HAERG AR AR OMHEEED TICES
NIz CEBINTVWEDARTH D, HATIE, BRIIZEL LTEBINTEBY, Ko
TR L EMIHCABETER_RIN TV S, ToRBIEA Y Y1) ¥ 7 HRLETH
Bo Ny A—RHT A a7 14 —=12BVTIE, HRTRESIE ENTWDS,

1) BIEFELEORREL

Fayr Y IMFEVAIA T4 —BLORNy A —HH YA a7 4 —I2BWT, BED
BIZTZWEHY A b7 14 —O@ETZH] & LT 2006 47 CFRE 18 4F)4 H 5 & Hef
BRoBEIS & 7o 720 FERIEA 2 S,

2) BIFRHOZE

Fayz Y IMBIA MO T 4 =Ry H—RIFGE Y2 a7 1 —DBEETZHIIREE
ZUHARANEDRY TH L, FERPMBEFEZOEDLLTREND D, MAEOKREICE-T
&, ANEZLORIEICDH, Dz o TLRRAL 7 EORAN.CEN R EDA: U 5 1 iEED
Hbo FTavzyIRBIA MR T4 =Ry H—HH Y2 v a7 4 —OEIETZHICH
7o TE, RN, REANOYR— b, ZRLHINNT L RENOIFZRD L 720D
ISHLEETH B o AREZ/NEINBIZF B 2 2T 256 0% Ve WA RHIRE R NE
FARHNCOWT, vwo, #AS, EOXHIETD, BHAY v 7 HHMRKIE U AR— |
LTV ZENRRETH D, T2, FEOPRIEZFZBMICE o TTadz v XHF I A b
074 —F7203Ry #—HHI A M a7 4 — LREESE S N HE10E, BEBRSAREO MR
HWETHLWRENEDS2/3, REABETH S ERREROWRES1/3THD. KADALD
T, B, RBECHT2#EENY ) Y IARD b D, BREBIEEFICO W TRED
ZLWEaE, BREREZOTEMYAEL ORBRE AT 2 K EREMELR &L o
#, BETZHEHM~NOMN R L, B REMIISICWwERs 2 e RIS,

FELUNEXEH A MOT7 14—
Fukuyama congenital muscular dystrophy (FCMD)

A. E&EE

MIM#253800

€326

WILNBRE R YA ba 7 4 —(FCMD) IZHARAICE L, 10 FAH 721 1.92-368 AD
HETROON, Fadyz vy XMBTA IO 74 —DRIHEDE VYA a7 4 —
GF: EE YA ba 7 4 —1E 34 P THERFICHEL, §0%0)Thb, BT
2l & BT, PRI A B LR K 9 B R A 2 R L 3 5. FLIRINICIEIER T
ETWEERRESEDLN LD TIE%R L, EEREOFENENS Z LV TH Y, F
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FEREIE E B 212 v, ARER»D 20, KR b b0 EDHIIEIRTH 5o %
BRART, EERD DY, BKEORNDED 5, £ 6-12 7 HED S8, BEEE O JE i
Hf, TG OARMEIE R, BEEENEH ORE (I 437 —FH) iAo hh b, Mo
i, ZREREE L DIHAICHRL, IS F—HHEOREDI ML A Y, KERE %
%o TAAIEHERDIFHMINTH Y, HMETHEER RO 5, SmitEdb BN, ZFECE
FTHNE—FBTH %o FEROBEIZ» DD ST, HENE, BEEEORMERIEIIR 7 HOBIIZ
AOND, RIETIIRIBA/IIEMNZ &V, R EEERTORE (carrying oneself on one’s
haunches) 2 & &% %, 22 F ) b L Lo ARITHEREZ AT 263 1 EITH 5,
=7, B8 TDLOT, LA % L TIREMRFEIATRELALH 1 ETH L, KM, &l
FH, IREICBT2HEBEOBEALEZBOLZ D5, liE CK EOEMET IU/L)
Z7RT o BHEB MRI Tl o 55 (EMiE, /M) Lol 2L, MRI L
DE O LB O MR EAE A L T b,

A NVAED FPREEGCE ] E VTR OM MK TAEMICAL, 2t ruey
RIExE BT 2HERH Y, BAE, WRAEIZE ) EGOBRYED 5. 7 b v PR
(JE:vbwasHEMHET, 7 b MPERHE & RO X 7 =X L BHHICBET 27
V3 y y ORI I VIREE TR 234 U, A LA 0720127 b U RBEA T )0
EHED D Ho DIEOBEEZ 10 LRI O ORI L LTHh, 15 LT, AL
DI REDIR T 2R ¥,

BIRIIEEL LDICOMET T, EHREEENRT 5. T ©— 712k 2 13EB R
DI 2D, B E BT L, HADPWEE L 42 ) B REEAL = TI2X 5
HAEBEHRAIEL S, FRIEEGRREOELIMCIFRA PR & % ) 145, g, AT
WAL > THRALE ZHRERMNETE TS,

[ABYFHENEIE - BE YR — ME#]

o RNIREBIMIEE @ /IR e B BRI 7 2 (33« /N R B PE AR e BRI ZE 2 12,
NEOBWHEED I B, FFEORBIZBWT, TOHEENRIBIICHY, EREEOA
HLBEE R LI END, TOHEBOMEERZRY, BEREDRHRE OB
WCHET L7720, BKEEOHCAM S ZHIIT 2 S D, 2008 4F (CFRK 20 4)4 H BIAE
ARPNE 514 B, WREHIL 18 AR L LT\ 2]

o B H LSRN

o BpIREEEH FIRMI B X 2 R R s P 2 B

o REEIEPEAE G (I RAE & L IRAE S ORRBEE 2 R), FEEAE S ((EAE SO
(eSS

o JEpI e PR AE T4

o HMEYR— MK : HAH Y A ba 7 1 —1%4 (URL : http//www.jmda.or.jp/, TEL:
03-5273-2930) 23 %MD HLE & & HITWRIA KB 2 LT\ bo F 7z, HRHEFTVER 254
S 4 (URL : http://www.to-kin-kyo.or.jp/, TEL : 03-3773-8331) 233 %,
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-
=r1

B. BfzZRVELBFZ

CEEF] | vim: *607440
BIZFELS - FKTN
BEizF% :  fukutin
SeAEE . 9931
B TFEY - fukutin

FKTN B{ZF 134tk 9931 \CHAET 50 BIFREEIIEET 7349 bp, & VR0 HIZ 7 7 F
v (fukutin) E T 6N, 461 HOT I VBIPS R E5WY YNV ETHE, 77F Vi
PSR T T — 7 2R -oTnb 2 L, MINAEREH YA a7 4 —THREED 7 3
ZUERAETD -V A MY H v (dystroglycan) DFESEHI IR E S HLH L, mI
BERMERGY A a7 4 — EBREPUTO B RS ¥ A a7 4 — (congenital muscular
dystrophy ; CMD) T & 5 i IRk (muscle-eye-brain disease ; MEBD, > % %+ V¥ ;
Santavuori disease), W+ —H — + T — )V 7 7 fi Bk #E (Walker-Warburg syndrome ;
WWS) DR HEIEHIBEZORE THLI NS, 77F VAR BEZOVDED
T, BESHIBHIICEG L TwbLEZON TS, MHANTIE, IVIEBEBICHFELTHY
o 77F V& a-VA M) S AOREBMAINCEE L, WILBERERH Y A ba
T4 =Tl a-TVAMNaZ) I VRBIERNEREENHLZ L, VAT H )
7%F— (dystroglycanopathy) & DS 5, MILBIGERMEH T A bu 7 4 —Tid, HEKMHE
EMIIBIEAHRE G T E 7z, WiADHEE S, AN T I3 A2 I e e i e
He ST LTHMEL 727,

(&R 4]

WHROBEFZEEEMRETH Y, BRI REFG A ba 7 4 —ofREHF L LT
B TERZATOZEAEICHE L T Do MEBLIIAERE, REQTHEREIR S 2V, BIROMH
Ha i 25% DOHERTHRL, 50% OMERTHREE, 25% OMERTIRKNAETH L. MBOMF
iz 50% DFERTRABTH B, HANIIBITHREBOHEIZ 8 A1 ATH S, &
K 6L ORI 1/88x1/88=1/7744 DFERTH o TN ERMEF T A b
T A= BRI 1/7744X1/4=1/30976 &£ 72 5.

[EEFER (BE) LEETF2H]

FKTN #5703 FRFHEBICB TS 3kb DL bO b5 VY ARV Y OMAZLRINSAAR
AOFNIERERG Y A b a7 4 —IHAICHED SN, AIBEENRERLEEZLIOR TV, &
IMAERMER Y A P07 4 —0F) 80% XAIGH LR Z R EHAMIS, R E~ATuHs
HICELTEY, AEEERZ 1 ADASZVHARETH 5. ~NT OEAEOHEICE,
BIMEHAER L L HIZI AV ABRRF v v AL RERT . 3kb DI AL R % K EH
EVECAHT AHAES, BRMICIIIRAI~BRER R L, Fr eV ABREZRHOTLILEDOA
FOEGOREIIIHEERNICEREZ R T, 7y ALROKREHEAERTIE, WEICELE
ERDDPIEREICL 5. BIZTBHIZHANCBV TR, ABEEROREDZDIZ,
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PCRZEIC L 5T, 3kb DIFALREZFEH T %5, 3kb OMALEUSNOER O EIZIZ,
ARV EEZAT 9 o BUE, BEEBHOZRIWE ST 5L, RINFAZW X PCREIZ
XD 3kb OIFALEZFY T2 Z & THAMMAEROFEN TR TH S5, MBOMRNLTIZ
SRR L > THWHETH Do HAERTZRHIZEIE LWL, MBI 7213 K
D DNA #HWT, ¥4 27a% 754 F DNA ZRENTIZ L > TITH o @Y LBERD Y ¥
Y 7B, WROHICH S5 LHAANLEMBO DNA 2T, ¥4 70477
A4 b DNA ZRIfENTC, AlhaE L) BANTa 5 4 TOMREIT-THBL 2 Ld, Rl
HWAERZM O DICLETH b,

C. BRE#MREZICE 2 ECTFLHOESR, FRAM

FKTN BIZF3BUBRLERIEH Y A b a7 4 —OM—DFERBEFTH Y, HEDH
ELTOERND D, Ml EREEIC X 2WMEZ RTEREH YA a7 4 —Tdh
LRI, T — T — - T VTN EEREE OISO HHTH B, LR
VAN 4 —DBETHZMTIE 3kb DIFAZRE FEHAEICHTL20ELICL 5T,
FRRMEREE A EE T 2 2 LWL 2 b WY RIGH TSI KA ZE L L L TE, £
7o, BIEAT ) Y TIZBWTHMRERERMETE 5, WINEEREH Y X bo
74 —TIEMBIRAETH 5720, RFPRET LRI 2% Th b, KT O HAH
ZWIIANEWBO DNA ZH VB EI2X b7 A 7045754 b DNA ZRFHIC X -
THHETH S, MAEFBHOHRE LT, ZOXFZDO~A 704754 b DNA LN
WCEDBIRENT O Y 4 TOREREAT) PBIETFEREWLPICT LI EVLETH S,
IR 10 BALLBEICTTRE T H HELFM, F 7213 400R 15 B LIS RE T 5 EKEHN X -
ThEOMR AR, BEFEROFEEZIT

RFZRDELEERT 5 LTORA > b

E. Z0Oft

B R AR, RIEHE, 20T L, L% CK fil, B MRI A IS X o CTRRR YIS AR LA S Rk
YA Ma 74 —EEbN GG, ek L TRIZTFZENOER% ZET 5. fall
REREFH YA B 7 4 —OBBEOMBEE B TRINESK 2 HLT L2560 5,
LB KM Y A v 1 7 1 —OREF I, B, HERTH 0, ZOREIEEARN OfHE
FINBLOHHRERL HN L DX, FORRFAWHEREEL -0 TbNEEDOTHS
CEEGEEAY IR YTIIBBTHRCHAL, YEEOHREE L ITER S BV,

HAERTZ I IR OB M ARG ORI IR B AT TH 5o ML RIER >
A M0 74 —OBFERBBRIIRZ 2SR TORV, WEFRS BREEO 422 a3
5% (HREEEME R O X 28U R@EED Y v ) Y I PUETH S,

1) BEEFZHOMREERD
BINBEREH A P74 =BT Ty Y IRF I A Mu 7 4 — L FRFRICE
ZHOBEAET 2 2006 4F CEWE 18 )4 A SEERBEOEIS E kol [V A b1



7 4 —OBIZFRAEIE LT 2000 K TdH Do 2008 4F CVFH 20 4£)4 HH 5, BARAH W
FrE LT, BREEAICHET 2 T 2R AE A3 5 BREiDUES X 72132 OFRRITH L Y34
WRAEDRRNIEDS W THE LORE LT 125612, BB Y2 Y 7Es TR L
molze A 2 BESHI N2V,

2) BEfFEREORE

FINALERYER ¥ A b a7 4 —OBIZFZWTIMEEZ N X 5 B OBH CEHED I §
PBICHERTH 225, RERBFHESHAANIE N LD, MHEICD D 2 EEMEA
b MEDRRDP L, MAFAENDLERAEL % EORGAOHR D T 2 W] etk
bbo MINBERMEF Y A a7 4 —OBIEFBMIICHzo TR, KA, KK MHEE~
DY R—= MPLETH 5, BRBEEZICOVWTREOZ L WA, BREEEZOH
M JTa S OSEBR 2 A3 2 BRRER B MR 70 & L o, BRI~ D% &,
BY) R WA S ICW il 2 EAERE S NS,

BElEHO A MNAT7 14—
limb-girdle muscular dystrophy (LGMD)

. ERER

€325

YA BT 4 =R RN E Vo MR ER A (myopathy) (& — 191 I3 REHR Z
MU 5 008 5 70 & OBV ZBEERA O NS, BB T A a7 4 —
(limb-girdle muscular dystrophy ; LGMD) & Z O Hi B REED RO HNLH, T2
VaYARFGFETA IR T 4 =R Ry h—RHTA IR T4k wo YA Ma T 4 )8 —
(dystrophinopathy) R EHEE H EREG I A b 74 —L ooy Ara 74 —%
B LD OB A a7 4 —2BOERBH YA ba 74— E#RL, X HFHOREITE
EFNBVAERITEERRPLHBIIAHTHEHO AN —HOREL EORBIETH - 72,

LALEDS, HFEOGTEIEFOMRICLY, ZOFEMETERL KGR T2 £ 12
o3, H LB EEIE TS X 2 H0BER, iR EBarmEIhTn
bo BRI, ZORPTEARIIELTT 2 2 Y XRFPF T A b7 4 —12%4
BT 3 E g A A ERIEEA T & 2T HATIRERIE G S A a7 1 — (=
) LT, 777HE FICFa=ITICE L ALNS BEITEGEN R E GRS
YA h1a 7 4 — (severe childhood autosomal recessive muscular dystrophy ; SCARMD) &
LTHEIN TV, ThHSPAFRH I A a7 4 =258 S5,

[AEIFEBIFIE - BEY R — MERK]

o NIRINHIEE © BETEH H LSO, B ARBR T TR RE IS & 2 T LR T PR AR B A

o S L REAR & (B RAE & & IR EE S DOWMRIRE D R),  BEIEAAE G (F AR S O R
W 3% 5)
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o Rl B AR T4

o BEYR— MK : HAW Y X ba 7 14 —1#%4 (URL : http//www.jmda.or.jp/, TEL:
03-5273-2930) 23 %M DL E & & HITWRIA KB 2 LT\Wwbo F72, HRTHESTVER 254
JiEt 4 (URL : http://www.to-kin-kyo.or.jp/, TEL : 03-3773-8331) & %,

B. BzZ RV ELFLH
B BfG 2 A b a7 4 — (LGMD) & EERRICE D W TR Rk BB % & %
bOERBNMG YA a7 14— 1 R(LGMD), #HmhsElizEz L2 b 0% i
By A ba 74— 28 (LGMD2) & K& HHL, S SHIIXEETREIFEE L 72 HFIC
TIVT 7Ry MEICGHE - ENTWw5S (R4, 5, il Abe 74— 2#

x4 FREFBUERTFREBCZAMO7 10—

w4 RE BT EE BETED ERPRR4EE
myotiliopathy LGMD1A 5031 myotilin EFEHFOIHEIEE
7 & L X ke
laminopathy LGMD1B 1921 lamin A/C AV 70Oy 7DER
caveolinoapthy LGMDI1C 3g25 caveolin 3 BEiREEHES
BRI DRE H V)
LGMD1D* 7q A ER
LGMDIE* 6023 BH MrEREE - REDERE
LGMD1F 7032 NER
LGMD1G 4p21 NER

* 1 LGMD1D & LGMDIE &1, SREISREY &3, HUGO KU OMIM DEEICHE - 7=,

x5 BREFASMERFRHIAbO7 14—

"& Prapi EInFEE BETED ERPRA4FE)
sarcoglycanopathy EIEMI I DMD & B#E /)
RHEAICSEAE
FEFEREIE L A L
a-sarcoglycanopathy | LGMD2D 17921 a-sarcoglycan
B-sarcoglycanopathy | LGMD2E 4q12 B-sarcoglycan
r-sarcoglycanopathy | LGMD2C 13q12 r-sarcoglycan
0-sarcoglycanopathy | LGMD2F 5033 o-sarcoglycan
calpainopathy LGMD2A 15q15.1-g21.1 calpain 3 6-52 (19 20.9) M FIAE
dysferlinopathy LGMD2B 2013 dysferlin
telethoninopathy LGMD2G 17912 telethonin hEh EDRMMHES
LGMD2H LGMD2H 9031-034 TRIM32 1-9 IR
LGMD2I LGMD2I 19913.3 fukutin related | 1.5-27 (F19 11.5) RRIE
protein
titinopathy LGMD2J 2024 titin (connectin) | tibial muscular dystrophy
ERUEEFHPER
LGMD2K LGMD2K 9934.1 POMT1 6 & £ CICHAE, /\EEIE -
FETHSEEEIE
Walker-Warburg fE1&Ef &
R UEEFIER
LGMD2L LGMD2L 11p31-g33 ER
LGMD2M LGMD2M 9931 fukutin wBUE ERCEEFIPIRER




(LGMD2) oHTd a, B, 7, 0~ Va7 )%~ (sarcoglycan) DEFITVWITND I A b
T4 v - Y vy A (dystrophin-glycoprotein complex ; DGC) D HTH LI 71)
B VEERER T 5 TR TOMBRSTHEL & 72372010, BBy A ta 7 4 —
2CHY, 2D #, 2EM, 2F WA F & TH N2 h ) 7385 — (sarcoglycanopathy) & b
XN 2 (RS MHEHRH YA M7 4 —OFTIIFEFRFB A a7 14— 18
(LGMD1) & FEH IS EEAML S, £ CIIBERIH 2 A ba 7 1 — 2 81 (LGMD2) T %,
HARTIZBATG Y A ba 7 4 — 1 B (LGMD) I3 2 A b a7 1 —&1ko 5% LL
TEHESINTVS,

EVAE - Mkt v 7 —BIRIIEEE 1 EIC L B &, Mt v & —fiNy 712815 % 2000-
2004 4E D 5 AEH T ORT 189 BIOMEITTIX, MY A M7 4 —BEBEHEARIZ LD 5
R Y A b7 4 — (LGMD) AR OB 1I/3FETH ), ZDH b, Bkl
VA a7 4 —2A B (LGMD2A) 13#) 13%, BT A b a7 4 — 2B #1 (LGMD2B)
1389 17%, €O 10%, ZEDOO %V DDH 60% Th - 72,

1) BRI A O7 ¢ —2A 8 limb-girdle muscular dystrophy type 2A (LGMD2A)

CEEF] | vim: *114240
BEIEFiE= | CAPN3
BEIEZFE . calpain 3,(p94)
EMREE @ 15015.1-021.1
BEIZTFEY : calpain 3

RS R A IV 2 MARAENE S V8 T BRI Td B S V7384~ 3(calpain 3) D#fn
T CAPN3 OEENPFEINTD %o FIEFEIZ/NEIIA 5B A 50 A F TIRAL L, b2s
EO#HETD 6-52 b7z 5 CEHFAEFHT 21 %) [D03] CHKHEI Tl 2 MEEIE O
bdHbo HMZT 2>z XMFEIA I T4 =RV Z Y H ) 8F —IZHIKT 5 L%
HThorLsNb, BB TS IEMRME (lobulated fiber) 2SEHHE TRD BN D —F T,
B WIHE (opaque fiber) 131E & A ERD W [D03], ZWD-0121E, HKG 2 H W
TIAY rTOy MPRETH LD, AL Y 3IFHESLICHECHLE R TOT, E
BEET 5, bAEOREHTIZ CAPNS EIEZTF D c698G>T (p.Gly233Val), ¢.1381C>T
(p.Arg461Cys), ¢.2120A >G (p.Asp707Gly), c.1795dupA (p.Thr559AsnfsX63) M 4 > D
ZREPH6HELDODLZENDR>TWBDOTIDS], MEASHDDNATETIN4D
DERZAZ) == 732 HELHDD, 7TRAY 70y MEOHMELMAGDET
SWITEOMET 2 #E0 5 D23, BUED & TAHBENTH 5o

2) FERg A O7 4« — 2B [imb-girdle muscular dystrophy type 2B (LGMD2B)
4. VA7) I NF—5R
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C. BERMEZICHTIETFEMOER, FHM
B Y A b a7 4 — (LGMD) I B W Tl s T2 % BRBL Tl WL 2 &
ELFTLOEMAMTIE R BREE X OVERG O, RIEMRILFED L0 iEr ¥
Y7y MEICEAAZ ) ==V P Ek o TTFav s Y XRFBIA a7 4 =H EOMD
YA PR T 4 —=RERMUME, Ky Bk EOFHBERE OFERN 2 RIIT .

D. BxFEHDECEERT S LTORI b
LWL Z HIZBIZFZMTONL ZEWH LD, HL ETHHMAE, RIEHIHRL

FbNIyIAy Ty MEZXLZBEELEIND,

E. Z0Ofl &BH - FE2SEZIZOVTOMBEZIT LI LIFEFICE V. T3, FRHOMERK
12 & BRI DML K OB OMIZ & 2 BMT OFEENRYTH %o

n SZX7 1N JINF— dysferlinopathy

A BRER  [ZREEE)

1998 EICKA DY DT NV—=T PRI T aF N ru—= v 712X ) 2RI AT —0
FREETORZISHE L, FREET I DYSF(dysferlin : YA 72V V) Lanadh
72[D10] o FIRFICIEALGICEEN 2 B E %2 520, BRSO BIEE R %2 /R 3 B B &
A +ua74—2BRE(LGMD2B) b [i]l U DYSF#IZTHHHETH S Z L BHL 2Tk o7,
X 5121 distal myopathy with anterior tibial onset & 4 \» 1% distal anterior compartment
myopathy & IMFEN L HIKEHOEMEIFHMETEHIA M7 4 —2FH2NLOHhD
R % B3 2R EHED S DYSF OBIZTIRENFER S NI2e TO X H 2 DYSF BI5T
BEIEHLERAME2ET L2 bR ), Y A7 )V J3F — (dysferlinopathy) &
WY AR T 4 =L A8 — OB BBEEATIE S /(D101

1) Z#FEII F/¥F— Miyoshi myopathy (MM)
[ MIM3#254130 |

SRS AR F— XDV E O SIS ORI & ) BRRBIDHE. SNRBTH Y, HG
BRSO 2R T BREERIE 12-30 TH D 2 L%, MM Fh%E
PR BEBAG LCB AT ISR B D, MIREEMICITMBE R YA br 74 —offE 21, 1
HCKMEIIFELLLBETH S, CORMNEMRTIE, VAP T74 VERIULSIITRY Vg
FhNru—=v 7w FEZHCCHESN Y A7 2V ¥ (DYSF: dysferlin) & %2
JoHNTze VAT N Y F 87 BIEHHMEEICHEEL, TodikERIHT A LIk
0, ERBEMELEZAZ ) —= v Z L REE 22 5 720



2) BEBgET 2 vO7 ¢« — 2B & limb-girdle muscular dystrophy type 2B (LGMD2B)

1994 4E3E[El 0 Bashir 5 ARG Y X b0 7 4 — D THERGERSEREEER 25
FNRVAFF LT TZRDE 2 FhAAIENE 2p12-16 BRI EH 5 2 E 2 ME L,
BTG 2 A F a7 4 — 2B B (LGMD2B) & L 720 (ZIZFKEICR1E 0 fetafh s Pk #
W% L DT A b7 4 —TEMD»HFRIET 5 208 I A28 — AT U EIR 38
FTAHILEBHALNI R o720 2O 2DODRBIEFE—BIETOEROENIC X 2 RAB 0%
WhRDD, TNENREL D EKNBETPEBEIFIEL, Bl o EREZAT 5O0HEKD
BINBEIATHHS72, MBD X HIT 1998 IR A b ¥ D7 N — THEMIT ZAFR 3
FNRF—OFRRBETE LTV A 72V YORERKIL, BHEHGYA MO 74—
2B M (LGMD2B) b [il U DYSF {27 ARKTH 5 2 & S 52227 - 72 [D10],

[ABYFEENEIE - BE YR — ME#]

o SNIHEBHIEE @ PR H SR, SRR EE TIRE IS X 2 B R Wk

o [EEILAEAR 4 (E R4 L EARFESOWRMBE DN SR), BEFEAG S (FAEEEOBR
e DSE )

o MY AR — MK - HAH Y A ba 7 4 —14 (URL : http://www.jmda.orjp/, TEL :
03-5273-2930) 35O LIE L & HITIRIA GBI Z LT\ 5. T/, HEEFTYER 20
JEW S (URL : http://www.to-kin-kyo.or.jp/, TEL : 03-3773-8331) }% UF 2008 4F 4 H
SIEFEMEL I F 8 F —DBEAINH LA 72 (http://enigatacom/, TEL : 03-4590-
1204) o

B. Bf5ZRUERRFEH

EEF] [ vim: *603009

Bz FES  DYSF

BEIZFE . dysferlin, limb girdle muscular dystrophy 2B (autosomal recessive)
FEAE :  2p13.3

B FEY © dysferlin

DYSF OB+ Z M bR TIdH 575, FW#EEFIdTr V¥ 55z foKE Z#{a+
THY, BAED L ZAEFEOBIZTHAL L TRIAESTIE RV, BRI 2HUKICL S
ML FE LD b TRy 70y MEDIT) PIFREDPEVE ENLD, ThTH
RYEDFEBULT & XH T & R WIEFIAFET %o

1) ZHFBIFNF—

HiR o & 912 1998 FIHKBIZFAFRE SN Y A7 = V) Y e Ehize HAAD
SRS 8 F — B TR dysferlin #IZ T O ¢.1566C >G (p. Tyr522X) (C1939G) 2852,
¢.2997G>T (p.Trp999Cys) (G3370T) 25, ¢.3373delG (p.Glul125LysfsX8) (3746delG) 22
&, c4497delT (p.Phel499LeufsX3) (4870del T)ERD 4 DDERNEL L A H N 48% % 5



FI0E RWFTHRIEITDOEE 63

DTS, BHEDIIEFHE 12-48 I L O FAEF L 2229 TH > 720 FIERFO
1% CK D313 5829+ 4,273 TU/L TH - 720 ¢.3137G>T (p.Argl046His) (G3510A) %
FUTHE D JE BN P FAE A H AT 133 e & <, ¢2997G>T (p.Trp999Cys) (G33707T) 2254
EREOREBII 32248 i L D - 7z [D18],

2) BRI X hO7 4 — 2B B (LGMD2B)

INFTORIKFTHEIETMREITVI R 7 2 V) ¥ OBETERDHERE L7 T
(&, FEIEAEIE 11-43 12D 72 ) CPFRERRNZ 26 %) TH 1, FHEM2» S ORIELS
Vo F 72 CKHIZT 3800IU/L i) HmdTHD I EVRBTH bo ¢2997G>T
(p.Trp999Cys) (G3370T) ZEE A 33.3%, ¢.1566C >G (p.Tyr522X) (C1939G) 25 F A% 15.2%,
.4497delT (p.Phel499LeufsX3) (4870delT) ZE R AT 7.6% & 3 D DZEF O HANE AT LB 5
Vo €.2997G>T (p.Trp999Cys) (G3370T) ZER 2 A3 % L FSFEEMNIZIE <, IMiE CK flid
RNEIIZH B0 ZUFR I A F — L ORFBIDSEE L 72 o 72 & 5 ISR & T A7
FRCTRUBF O T %2 E 23008 H 5, F2FA—FKRMNICEGFE I 485 —DRHA
ZRTREBI S FIET B0 H CT TIXFIERM 2 & KEEMHICOAL ST 050, BEEM
B OBEEREMIBHELSRBOONE Z L BBEIIL b,

BRAAMEZICE T 2 EETFEMOER, FAK

JAT W) I RF=IZBWTHIE T2 2 &N VS 2 L IEBHENTE RV iz
MDA CK 7% EORRELE X OEMOWRE, EHt¥Ed o0 idy Ay v 7
Oy MECEAAZ Y ==V FICEkoTTFav e vy XA YA MO 7 4 = EOMBOR Y
A ba 74 —REREMEF R, K% EOFERE L OERIZ RHINAT) o

BEFEHOELEZEERY 5 LTORS b

ZDOft

BRRZY, B, SRR Y H o VIEY LAY T ay MECXZBRPEL S
%o WiEE 2 HZBIZFZIA bbb b,

BE - RIED SBIZIZOWTOMBRE 2T 5 2 LIZFERHICE V. 313, FRMOIER
(2 X BB OMRES X OWiRELE DM X 2B W OEENI K TH %,

H B I F/3F—  distal myopathy

A.

ERER

[ EBEE]

YA ba 7 4 —RERMEH Lo 7% O EEER B (myopathy) 1&— I3 K
R Z AU VWG ISR R BEED A SN Do WS, iR T & v o 722 TUB @A
PN BEE %2 2 5 O HRREMR RO Z DL 0, HiEHICZOX ) RREEREL
HIENDHY, EAUMIFNF—L XiThb,



F6 HARICHITBELZEMEIF/NF— DR

TR e BELY) R & DR I A /NF —
=HFEI A3 F — (MM) (DMRV)
BEER BEEFLEER (AR) BEEALMEEE (AR)
FEAERFEA 12-43 % 13-40 =%
BRI ThE&E ThERITE
CK f& EEED 10 ELUEICER EEIPLEEDLER
FEX HEMP ES R (AR R VR
RS vZ2bE 71 —-Fk #2EX V) 22/ (rimmed vacuole)
BEIETFEE 2p13.3 9p13.1
EEE&EEF DYSF GNE

DOETIZETY I F8F — & LTI =GR I 85— 8 X UHRID 22 % fF 5 i Al
3 4 /%5 — (distal myopathy with rimmed vacuoles ; DMRV) ® 2 2%3% { i & T w»
5o WIENDHROALZEREERNE LD, 1072 S 30 i TOFRERTH
A, 10 FAFCE, S ORIED HE STV D, BRMICIZILES D D5, FHoshk
BWRIKRECELLZZENPEEINS,

1) =#FBII F/¥F— Miyoshi myopathy (MM)
4 VAT N ) RF—BH

2) #xEQV) R E D EMEBI FNF—
distal myopathy associated with rimmed vacuole (DMRV)
%5 : Nonaka Myopathy

BB O ZUF RS 85— L3RR ), &I 228 % pk ) m AR 3 4+ 85— (DMRV) ©
55995 BT B > e BRI 7 b D13 B BRI Y 228 (rimmed vacuole ; RV) & X iZh 5 22
JOFAETH Do ZOBMY Z2HIZLIELIEHBYE 7+ 27 7 ¥ —E0EEIEH VI & &
D, FA4VV=LFRHDEVIRIIETA V=220 70T T —EORERIGHALE KWL
HOEAEISZERATER S NG 2 EMHESIN TS, e tt) @i 37 —-128
% CKAEIZIEW RS LRICE EF 5 (FR6), RIREHPFATRSN, EUEZHTE
FERET BT DL\, —HT, KRIRPUSHM BB £ TRz 5, =48I 43
F—, ZREMND MR I AT - TN LHEE L EOAIIHEN D e &R
o 2L, AR @RI A NF—TIIRRIE LB B b mE SN TBY, O
LBR% 5 OMERICITEREZET 5,

2001 4RI KRB AR T2 7 OVIRG REER ORISR 7 v 3% 3 ¥ (UDP-N-7 £ F )V )-
2-T¥ X5 —¥/N-TtF V< /%3 rFJ —+F(glucosamine (UDP-N-acetyl) -2-epi-
merase/N-acetylmannosamin kinase) i1z GNE TH 5 Z L HIB L, 22z fE 9 &
B3I F 85— 13 GNE B2 FORBERALERIZE D Z EPWHLN IR o 7z, BEEEMR
T, YTIWVEOBIPHERINIZZ L LD, ¥ TIVEOUHEIC X 2 HBEEORIEIMES
ns,
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[ABYFEENEIE - BE YR — ME#]

o SNIHEBNHIEE © BEEE H SR, SRS TIRE IS X 2 R R Wk

o EEILAREE G (E RS L EEESOWRRBE DN R), BEEASE (EAEESEOBR
B DSk 4)

o BEVAR— ML - HARB Y A bu 7 4 —1i4 (URL : http://www.jmda.or.jp/, TEL :
03-5273-2930) A3 D & & BIZWRIA K IGB &2 LTV 5, F7z, W AT 2
JEW 4 (URL : http://www.to-kin-kyo.or.jp/, TEL : 03-3773-8331) }% UF 2008 4F 4 H
SEEME I FNNF—DBEBEXDDH LAY 5 72 (http//enigata.com/, TEL : 03-4590-
1204) o

B. EIEFRUEDFZH
1) ZHFBIIFNF—
4. VA7) I NF—5R

2) B ZR%EHF S EME I F/VF— (DMRV)

CEEF] [ v *603824

E{=zFES | GNE

BEIEFE:  glucosamine (UDP-N-acetyl) -2-epimerase/
N-acetylmannosamine kinase

FEAE ©  9p13.1

BEIZFEY : glucosamine (UDP-N-acetyl) -2-epimerase/
N-acetylmannosamine kinase

DABEOKES, B SIZX - THE S NABIY 22H% £k @A I +/8F — 13964
ART LB HMAEOZFE N L2 E T 5, S0 I A XF — LId R 55 Lkl
ELTHEELTOLIEETE L OEFMPER SN —F, #H AMEM %K (inclusion body
myopathy ; IBM) & L THUE SN2 H OOFIZIZAGHRBEIAIIZ 22 2 0L 9 A8 3 4%
F—LHPLZDDONH B, 1996 E121E2 7 v A D @{EMEE AR % (hereditary inclu-
sion body myopathy ; HIBM) O {nT- D 9 Tt fRIZH 5 L Mg S, DAEOBEIY
22 % A m AL X A N — OBAR TS [ CHEBUSAAAET 5 2 28I L 72, 2001 45
WIEE VR AR RO FINBIZ TS GNE TH A Z LB L, ZomERz k) i
B I FRF — DR HEEF D FEBEEFTH L 2 L HPIL T A [D02, D1, D20,

DLREDOER TIE GNE BIETFOL 7V ¥ 10128175 c.1714G>C (p.Vals572Leu)
(G1765C) ZF A3 b HEEA S\ [D11]6

C. BERMEZICH T IETFEMOER, FHM
BRI A8 F — I BWCHEIZ T2 2 BRRBIG B W TEIICHWS Z 2383 L b
FEH TV HZEMROSARR CK i & ORI B X OERT O, okt
HHWETIRAF 70y MEICKDAZ ) =2 ZI2E > THBEEY A ba 7 4 —7%
EOMDHH Y A b1 T 4 =R LR 47 L O E L O & RWICIT) o
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RFZEDEILEERT 5 LTODRA > b

E. ZOft

BRRZY, B, SRR YD VIEY LAY T ay MECXZBMPEL SR
%o wWliEE 2 HICBIZFZIA Tbh b L dd b,

BE - RIED SBIZIZOWTOMBRKEZ 2T 5 2 LI3FERICE V. 313, FRMOIER
(2 X BB OMRES X OWiRELE DM X 2B W OEENI R TH %,

mEEE A7 —1 8
dystrophia myotonica 1 (DM1) [A15, B03, C03]
WIRR  BEEEME Y A e 7 4 —, Steinert %

A ERER

MIM#160900

(% B 8L

BEEYEY A ba 74— 1B (DMD) X, B, FEm e & I, O, P
#r, PSR R EE AR A R TIRETH 5o FIEHEIZ AT 10 7 Ak LT 5 AREE
Thbo BRI, FIEEICEHEDSH Y, BED S B £ THMMICRITS 2205 &
M 320 G IR, BER, BRI IhTW S, HRBOFREMEY X b
074 — 1ENEIA b=7 (FokE), Wi, i r 2 28 UCEISRANICHRET
%o FEREAF-HIZ 20-30 IS Vo FHREIRDAAMIHEIR R, FINBE, BrSEdiBBiE, Mz
&, OB, MERRBEEEREE L LA & T, MABF R EEROAMAR R kY, iy
FHROUFL L2560 5. BRERFMENEY A ba7 4 — 1 EIZANEEEED I+ b
STV TH Y, EmTFRIEIBHTH S, BREHEREE Y A M a7 4 — 1 BIIAE TR
L VHBROK T LEELEHOFR RO, LIFLIETRALEY 272 L TRENIET
T ho ITREMFEEREND L HAON D,

B L LT, b BB LRI HMRE Y A M a7 1 — 2 BL(DM2) /27 B 55 56
% 3 735 — (proximal myotonic myopathy ; PROMM) T® 5, ‘i Yt i E B I=E
2D, 30-40 AUTHRE L, EMFHOBHIKT, I+ =7, ONELREZ EHET
%o MEDHKRWERIFHMEES A bO 7 1 — 2B CEFH KT ISEMGHEMTH S D
W L CHREE Y A b7 4 — 1 RICIREMNHEN CH LR TH D, HREET X b
74— 1ENCR SN EREHBEE D A b a7 4 —iZAIS ATV, HEATOMZET
ZWHEBNE E 22 1 RRZTFTH S,

EAEMOBEE X 7-3EREI A 5F -0 & LT, B 2% w3
FNF—, BEEMIFF 2T I —3IFF—, ZPRIFNF - EERENT L, 34T
ZTICHE LML OEENEREE LT, BREIA V2T, EREITIF =T, EA
V)7 I FE I DU IEORRE A3 5 o

[ BB HIE]
o FEEH B SARE TORMEA G E 2B, FHENRTRE S, —HMOMERTIETIE
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K7 BREMIZMAT7 0 —1BICHTIEERE CTG U E— MEDIE

CTG RIRER FHE T FEhb
=3 ﬂ En =
=373 B PRAE 15 D — R ) #)
MERE #HL 38~49 —EMERL
B ?f%’ BEOSA b 50~150 20~70 60~

BOET, 3427,
HAE AN BTEETE | ~100~1,000-1,500 10~30 48~55
DEAERR, % 0ft

HLRERRET, FE

EXRM | BE, BHREER,

HAMOERK

*1: BEARRERICE CTG U E— MROEEFHSh TV 3,

*2 1 Redman 5 (1993) 14 CTG U E'— h#1730-1,000 DEXRMEEM Y X bOT ¢ — 1 WEHER
#HLTW3[DI3],

*3: FERBOETREE L,

~1,000

oL | ETEI0 45*¢

R ORI O RIEETH 5o BOUHRER R EFIEH ETIE, I+ P27
RIS E I 2,

o MY AR — MK - HAH Y A ba 7 4 —14 (URL : http://www.jmda.orjp/, TEL :
03-5273-2930) 35O LIE L & HITIRIA GBI Z LT\ 5. T/, HEEFTYER 20
JEW S (URL : http://www.to-kin-kyo.or.jp/, TEL : 03-3773-8331) 2%& %,

B. Bz RVEEGTE
EEF] [ vim: *605377
EIEFES | DMPK
BEIZF& . dystrophia myotonica-protein kinase

#eafkEE :  19913.2-913.3
EIEFEY  dystrophia myotonica-protein kinase

[EEF A5

WA REEERERZ LD, BRAEREIX 0% AN, HARANE S ICAHERRED
Ao, EHIZIEs s 1-2MOERICHKT L LEEZONL, BREFRKITIZIZL00% Th
D, FAERRERIIBOTOLVEEZEZONL, FMRERD IS TRIEFHDR
0 EREIL S % RBUEAEIRS (anticipation) 2R 5 5,

[BEFERRE) LEEETFEH]

19q13.3 F®#E {5+ DMPK (myotonin protein kinase) ® 3’ JE#IER4EE D CTG Y ¥ — b
ORFELRMEPFHKNTH S, CTG VY ¥— MASIEH TIE 5-37 M D K3 DIk L THET
1% 50-3,000 [ & BT B, W ¥ — & FIEFER EAEE O MICIZBOMBEIRD 51,
BRI S 2T T 5 3 D OB (BRER], WA, JERME) I I TWw B2,
INLEBBENICCTGY ¥ — ML 5 (R7), EREFHEEES A a7 4 — 1



BRERIEO CTG ) ¥— MuUZB X 2 700 ML CREAT 1,000 MPLE) & Ehb,

FrmEE Y A b a7 4 — 1 REFB L 7ERE 2T 525, DMPK WO CTG Y E— b
DEFEMEDN% L, 32L3 ITHEE T LIRAPASN T WD Z &9 SHEROFHIMENE T A
FO 74— EEEY A a7 4 — 18, 321 ICHEBT A MMEETI A b7 4 —%
EREME Y A b a7 4 — 2 B B v I AL B s I 4+ 2% — (proximal myotonic
myopathy ; PROMM) &E#95 L 51l o720 HiBELY X b7 4 — 2B TILEET
ZNF9(zinc finger protein 9) ® 4 ~ + 1 ¥ 1 NIZH % CCTG V) ¥— b DEFMHEDFER S
iz,

iR L72Y) €— b RNA ICRENIHEGT 25 YV o> T, IEETREATI4 ¥
YIREIELTWEIOY N HPMEY E— MRS, IF =T ORNERS
704 FF XY ANVBIET R ECRERATIA v rhiRE D, LEZHLNTWD,

C. BRE#MREZICE 2 BCFEHOER, FRAM

BETZWOBKRWERE L Td, MESH L OTRIZINICE W THERFREZEDS
h, BEOIEIR, T, AEIRZ &S T ST RN 20 0E, /riEsE I $ 5 IEA
WO TR A2 L, Bizh vy Y ZICBWTHRRERORETE L2 L ICH
%o

BsBETH 251213 50% ORER TRIZT AR T ZTM o REREHZ o1,
FELTEBELDY CTG Y E— FEAWRL, ZRIHE - THRKRERD ERELT %o

3ODMIIBBINICCTCY ¥— MUEHET A2, RTIDRT LIV E-E
EERRAEL T2 ) OFEN D 57290 CTG Y ¥ — MME EITHAD EIEE 2 Pl 3 5 B
BT REEPLETH L,

FHEREHREED A v a7 4 — 1 MOREFNIIT EA EPRBTRTD 50 R
BRIEPEY A b1 7 1 — 1 BUER) TR AL TY € — FHEAL WE I H 525 )
E— MDA %) DELZ ) DD 5o BN HBIZFERZ Z Tk CHAICHAARMT
CTGV E— M WAL, BRI OEIEL 2V L3 CTH 2P IEFILT 25805 %
CEDPHMOENT WA,

RELEEBTI, BEEY, FKR%Z, BESWE 20HEFEIRIL, BRREER L
DIEHR - WA HEZ A U2 HERE V. ENBPNEREEOLG, +85 D 50%
HIEHE, £930% 2SEEOHIBEMAET A ba 7 4 — 18, £ 20% A3 RYERRE S A b
07 4= 18Rk, 722 LEREGHREMEDY A a7 1 — 1 BRI O P EILH I
WCEL LM SN TV D, I2E 1 FAEREHREE S A o7+ — 1 MEEETHI
X2 OPEBUIE 2 7DD AR R MR MRETE Y A b a7 4 — 1 AR 2 i iR
FWWZ EARBRIICH ST b,

D. B FEMDBELEERT S5 LETORS b
B O B GEER) OB W I B W T, BIREE, e FEE, Mk CK, &
B, Ak & SEIRMICHEELE Y 2 ba7 4 — 1 BMEBMTE L5050V, HEE
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FI0E RWFTHRIEITDOERE 69

TW 251213, BETZWEIT) CEPREERDLIENDH D, —T7, BIZTHRNIL,
BEEHHOZW E V) HZT TR, FFIEH b ZOBIREERDOBM L VW) iz FFo T
WA REIZH T REEEAT) LEPD B

(L)mEEY A va 7 4 — 1SR RS NEEZW A ZR L T 244, #isT
BWORENR R ELHBMEN YA b 74 — 1R EOBWZEVIEE TV 5
HHHNL, BIETZWRHENZMICBOTEELBWRMRE 25550 H 5,
EFZWOAAEIREVY, TOLERIE, BIKSHOMEICL ) R oTH
%

(2)GEEY A b7 4 — 1 BITH A I EDHEBH SN TV AERO—BOIIEH
WZOWVWTOBRIIBWT, BWEED DI, BEETZHIELT LS UWHETIE R
WA, ER(CIH) DX ) REHRDID Do

(BVBEBERED) A 71220 T, BHEOHICIAENHLPICRBEL T2 ALdHN
EZ) TRV AELD D, BOBERHREES A a7 4 — 1 MoOREREZ A LT
BELRIPN TV WAL HIUE, CTG Y ¥— MAVRHEPATIIH 210
LI REORENTR N2 DIEIEIRTH 2B EH0H 5.

(4)HR2, BB L2 L) IChRMMHMEMEY A b7 4 — 1 RUERNZ, 13 A EHHRHE
HETH D BRUEMBREEY A M a7 4 — 1 ROBORANZT, FEEAFHRE M
VAN T4 =1 HERDTORNbI N dHb, FFLREMHBENEY A b
7 4 — 1 BOBBAHRR TRIZETF (T LV) 2H LAS, IERTHLHED D
%o WINOIER - S PHER & U2 HED S, RN & A IHEZ 2
LT VO THIKRSH, BIZTZWMETIHELE V. ZOWE, BEMREZETFZ
Wil S F B L 7= 85 h 7 v k) v T OIEDSLEE %5,

(5)BIZFBWEAT o 72ER, MOT, UKBZ OB DAL S FTRHFFHRKIKEOBWIC
DHRMPHEV) ERFHMEIHAT 2T Tid R, HMEEI A o741 —%
BEo 72N E D, SO LIDOWTORBSLET, BxFRED GO CTRER
ORBICHWLEAEZ B L)L TOL LEXD b L REDO AT L
T, EETREMSREZAZREICB CREFWHEN 70— 7 v 78315 X9
B ERIFELVWBHEE TV IRV,

BERWE, BURE D IHERZE, MAENZH 2 &CREANHREZT 52 EVH 5.

FRRE RSO W TREROZ LW EE, s EEAE BB o i PR 8 f D2 2 00 5P B9 ik
OB A 2 BRRE RS MR 7% & & O LERREEERE M~ O/, BREE
IR D MO RIFEBEHN O 72 &, @Y 2 EMIRISIC@ 7245 2 LR SR
%o

(1) ZERERTZWT © FIERTS W OWIS & 7 5 DI, WELZBHREET A P07 4 —FKRD
FIED) 27 =24 L, T3 D & 5 BT, A S5l S i AR R
WX DMETBLEICEET 5 ENHARTREZ WAL AR - W& DHEZ &
CBHEDE L, TRAEIRZ: EEIHEL RS LR T Vo CHRIKSITISERT %,



(2) MAHTZW : 50% D) R 7 & RO R R O AR Z W 55 T BIZFHIMAEDOIHE T
WBARZzOEFR CFEEZHCTIRTH L. ZOWE, iR 10 BUBEICTRTSH %
WL & 2\ IZHEGR 15 ELLREIC W HE T B 5 RGN TR L 7215 RAifa 2 &
flii L7z DNA 2 iV %0 EET N SIIMRARRDEETH o T b IR 2 B
EEFTRPNTELNWIETHL, TOIHIT3IDOMREIZIICTGY ¥— MK
DF—=N=F 9 TNRHbHI L CTG ) ¥— FMUIZEHMIEEY 1 7 AT 5]
R L0 THAI, L2LEHS 1,000 DS WIEZENL LD CTGY E— b
BCTHhIITBBEEREMHBRBELEY A bo 7 4 — 1T RNCRE L TV 2 AR
Vo IR, B OBEERA TIERBI OB EKES ZMIETE 52 LA
D, TNOOFRIZEREGEREEY A a7 0 — 1 MEZ2RIBRT 5, F-RELH
O CTG ) ¥— MDA LR REMEY A bua 7 1 — 1 BOFEE % LTS
HILIETERZVY, —RICHBEOY ¥ — MDY WIT EREMRENLEY A o
74— 1 ARBELZEGTEESE VI LATRB IR TV 5,

b3y R 7 REE

mitochondrial encephalomyopathy

A. B&ER

(% B BEE]

EmADI M ay MY 7oORERN, HENREL S-TREBE LTRBEN:, 5
HAEMEREAR T, TE) MY 7 a— 2234 (modified Gomori trichrome staining)
2 TlRflZ A #iHE (ragged-red fiber ; RRE) SR LN 5 2 L A% L, BT HMEETIE
I haY N T oOREER BRI KSR ARZ EARALNDL, BIEEAIL, E:??fé.l
RERTHEDL VD, HHROAEEERE, FREASTEREEZRIEEDRESATY
o BIZTHREELLTIE, I b2 FY 7 DNAMDNA) DR, HER Bk LH
BOLND T EDNLVHC5 CO6l, i3 DNA REDRMSHEATNS (RS, 9)
(D04, DO5]o ERIRMICIE, BiKTOAROBIG, FEEAE, TANATIE EE)EH,
R FE T, i RIRIRT % e oRE 2R E THRIKRERDSIFER LK TH S
CEMHEMTH D, I IV FY TEREICLLEEE, HICH - BEmcEEE ST, i
Wl MEME, BERGE, (OFE, ERE, MRE R EEH ORI KATVS RN, 3
Fa Y FY TEZECIBMEIRBENTVS, I ba Y ) THRBEOZE O 720120
LRBRMAE & LT, BAEMANMA BN, KR8, R &
H I EAL (short latency somatosensory evoked potential ; SSEP)), MMiEMAL, TEI7#k
A, HER CT - MRI, BNILHEH.— 7 + b ¥ Wi J& ¥ 5 (single photon emission computed
tomography ; SPECT), #fifitisy, OHRemA (OEX, Lxa—, Lh7, LHY T,
DAERR), BHEZH IOV T X — & —BH M ER, MMEEVEEBE (AT) oW, #Hik
HERIL~NEZ O B v OilllE, ¥P #AILE A X7 b o 2 2 ¥ — (magnetic resonance spec-
troscopy ; MRS) (7 L' 75 v V) Y ER/E4% Y Y Ik ZAb), MiAm R R, EIbFm,



FI0E REFCTREIDHRER T

x8 BIEEH, £EENEBICEII NI NUTROSE

A.

BEHERICESI M FUTR

& B(RE&ET)

1)

ZDNAEEICLZHD
(X > FIVEIEE /- IS TRSEM)
a) EEOEHXEE

b
c

)
)

EEOFIAREE
L7 X(TCA) BIRREE

BEFHERDEER

I

har R 7RSS

T FIVmERE

RO RUT7EBRBES
RICRUTHERES
NA &REE

\

QO /I

i) ZDt

I 3> K1Y 7 DNA(MIDNA) &%
(BREEE - IIMREM)

a) tRNA/IRNA BIzFDEER

b) 2 >NV EEREETFDEE
LRI €S

PREEMED MIDNA KR 5%
Bi&= %~ mDNA AR%

c)
d)

DIVZF LNV b IVEIEESR RIBIE (CPT1A, CPT2)
BV = F L RIBIE (SLC22A5)

EILE S Bk EBERE AR RIEE (PDH), SELES
T 7IVS —ERIBE (FH)

a’lr N7V — VBRI Kk R EE SR RABIE

Y=L CoAEREER LY T 1=y b(SUCLA2)
EE I RIBE(NDUF, B17.2L & &)

E AR RIEBAE (SDHA)

BARM RIS (BCSTL)

WA RIBE (SURF1, COX10, SCO2 % &)
EEIKRV RIBE (ATP12)

QI %A L Q10 RIBE(PDSS2, APTX i &)
Barth fE1&E* (G4.5), #EE - X =7 (TIMMBA)
mtDNA D ZE X% : MNGIE (ECGF1)

Friedreich SEBfE (FRX), $%ZEFki42A M (ABCB7)
CMT2A(MFN2), E&IaMEEMERRE (KIF5A)

mtDNA i (RRM2B % &)

PEO+1thig25/&= (POLG1, ANTT)

Alpers fE1EEE (MDNA %4> : POLG1)

mtDNA &4 (TK2, DGUOK, MPV17 % &)
BEMEEERE (SPG7)

MELAS, MERRF, ZRMIEIGIE, DEFESL &
LHON, l#RsEMAIRSE, EH =21 - O EELE

KSS, Pearson fiE1&EF
IFA/NF—, PEO

. BRHERICEZI b3 FUTRE

=
=

a) B4
b) it
c) EEM

Reye fE{&RE
MPTP *'
zidovudine *?

)
)
d) hnis

* 1 1-methyl-4-phenyl-1, 2, 3, 6-tetrahydropyridine
%2 BAERFH R, AZT, HIV SEERFREEHE
*3EDBEEEIIR ISR

Rho® Ml 2 F 72 05) 2 &3 5

SWTIE, BRARAEIR K OB RAR AT R 2D W TT b

NBD, BHEMICITEETREOWHEILELE 25 2 L%\,
HEREVAF A ST O L 9 REEESFTEHEIN TV 5,
- B M EAT AR A5 R (chronic progressive external ophthalmoplegia ; CPEO),

- WA,

<= R - A X —fiEfERE (Kearns-Sayre syndrome ; KSS),

- IRELLE S AL,

I 78— XA TAD AR (FEEH) (myoclonus epilepsy associ-




®9 E&IPFIXKFYT7 DNAZRECRKRE

mtDNA Z & BIET ERPREY/EIR
m. 1555A>G 12S rRNA TI/7)3Y RICk B
m. 3243A>G tRNA-Leu(UUR) | MELAS, CPEO, MIDD, /{EFiE
m. 3252A>G tRNA-Leu(UUR) | MELAS, ZlEsfkE=
m. 3256C>T tRNA-Leu(UUR) | MELAS, CPEO, Zl#gsfE®
m. 3271T>C tRNA-Leu(UUR) | MELAS
m. 3271delT tRNA-Leu(UUR) | MELAS
m. 3291T>C tRNA-Leu(UUR) | MELAS
m. 3460G>A ND1 LHON
m. 8344A>G tRNA-Lys MERRF, Z3sMigihiE
m. 8356T>C tRNA-Lys MERRF, MELAS
m. 8993T>G ATPase NARP, MILS
m. 8993T>C ATPase NARP, MILS
m. 11778G>A ND4 LHON, ABAEHRZE
&S KSS, CPEO, Pearson fE{REY, Z3MASEEE, HNis
ZERK CPEO+Z2#23E=E, MNGIE
mtDNA &4 IFINF—, ZEBES

KSS : Kearns-Sayre syndrome

CPEO : chronic progressive external ophthalmoplegia

MERRF : myoclonus epilepsy associated with ragged-red fibers

MELAS : mitochondrial myopathy, encephalopathy, lactic acidosis and stroke-like episodes
NARP : neuropathy, ataxia and retinitis pigmentosa

MILS : maternally inherited Leigh syndrome

LHON : Leber’s hereditary optic neuropathy

MNGIE : mitochondrial neurogastrointestinal encephalomyopathy

MIDD : maternal inherited diabetes and deafness

CMT : Charcot-Marie-Tooth disease

ated with ragged-red fibers ; MERRF),

XMV RY TRIE - FLER T ¥ K — 2 A - A R RIS VR AE M B (mitochondrial
myopathy, encephalopathy, lactic acidosis and stroke-like episodes ; MELAS),

o a—aNF— - EEYSET - W 32 A M E B (neuropathy, ataxia and retinitis
pigmentosa ; NARP) ¥ 7-1%, M#EPER) - SEEHJH - M fo 34 ME 3 (neuro-
genic muscle weakness, ataxia and retinitis pigmentosa),

- BMEE R Y —JE R (maternally inherited Leigh syndrome ; MILS),

I bay N 7 HRE S I E (mitochondrial neurogastrointestinal encephalo-
myopathy ; MNGIE),

- L= N — @ E A AR ZE M AE (Leber’s hereditary optic neuropathy ; LHON),

LENH B

1) #—2X - &1 V—fEfREE Kearns-Sayre syndrome (KSS)
1958 412 Kearns TP & Sayre GP 12 & o THiiE S 1720 20 M  TIZHIET S HME
PR, REMEZSE, OMmEREE FRE L, WIMRT - i, S AN E BN,



FI0E RWFCTHREITIHRR 73

EE TR, KRR AR, W - AREREE ORIRE, WIRIRRE 2 L), #EilRsy 8
BrftiZ L& 4 OMAEDLETHE) 2HHOI Pa Yy FYTRERETHL, I ba s
) TR 3SR RO S, B H R TR EIT A M (ragged-red fiber) 25R2
o, BIHEMETIEII Iy ) 7TOREER BEXL, fSkEAKRR EBA LR
%o % OPIT mtDNA ORKKEDED 5N, IEH D mtDNA & KEDH % mtDNA »°
RELTREDOLND (ANTUTTFTAI—), —FOHFITIZ mtDNA ® m.3243A>G L%
B b, —RICIMBELETH B0 A=V X - LAY —JEGERE LTOBMEEZH L
T, AEWH - X A Y EBEHE SN D D 5. IMEMEOMAT AR M
(progressive external ophthalmoplegia; PEO) O o4l L $ 2 ER L, ZhFhoe
DOMKIEEINLE T E2EZDVH L, EHZHE LCL, HERMEDAE RIFEEG S A
ba 74—, RIKEEENRE I A8 F—, T4 YTV FRI7 30 F=3 A% EWH b,

2) KFEEFHEH, IAI7O-XXTADLAERH
myoclonus epilepsy associated with ragged-red fibers (MERRF)

1980 FMBFEROICL > THE SNAEET, 10 RICIF 7 u—XATHIEL, /b
WP B ST, VR, AIREREE, SRR, WOOREE, WiEW KoK, B
MR T % &2 A U oo WA TIE, BkRE, PMEERHERD L e\, HEY
BN R AR I D2, BHIGRROE M HE TH 5, mtDNA O tRNA™ N D
m3344A>G NAERZ LOTHINL v, SRS & LT, WIRBRE - RE ROV A RZE
iE, BH/MNEMRE, v 72y b by RIS (Unverricht-Lundborg dis-
ease) R EDEITHEI A 7 O =X ATANALEDRD b,

3) IFNALKNYTHEIE - LEET7 Y F— 2 X - PR REIEAERE mitochondrial
myopathy, encephalopathy, lactic acidosis and stroke-like episodes (MELAS)

1984 4F Pavlakis HIC X o> TRBEINRET, £ U/DNRINIEIE L, MEPRRTEIE,
WL GBS - WEEZEAE, ST, EATERAIRRRT, RAEIR, KSR, RS &
ERBIZRD D, MERRZWEHEARIITHLET S LB E v, BRBEL D H 5,
mtDNA & tRNA™ WY o> m3243A >G BRI 8 FNCH SN 575, MhoEffro ki
bIEEINT WA, B MRIT2 BRI RIC CRNEE A G CIEfMARE L RT 2 & 28
%, AT LD IMELR L 3—B L v, #RERIL, BRBEEEZRTA, —
MR B EAEIR Dy, SRRED 2 & 25% v, MELAS B#H TIE, MEARZFHORYE
mtDNA & IEH mtDNA 2SRFEL TWAH(ANTE 7T X I —)7%, EE mtDNA &R H
LM B 7Y E RSB 2 LHEE SN Twb, SpEEE L LT, Ml Rk
1, WilEEE, MR EhD S,

% B, BREALE R THERM + 6 (maternal inherited diabetes and deafness :
MIDD) 7° m.3243A>G ZR LM L TWa 2 L2 ME XN TH Y, MIDD (LK RT R



B0 05~30% 2 5HbEEbN TV,

4) L —/N—BEHEMEEERAE Leber's hereditary optic neuropathy (LHON)

1871 4 Leber 12 & o TG SN BZHHEMERGETH D, L — N — BRI
ZHiE (LHON) F 7213 HIZ L — N =R EIEEN 50 — kA9, 10-20 Ao BPEICH IR O &
PR TRAEL, Tk, BARERIC L 2EET Ok N Z X723, BERifz
L, BEOK 0% BB TLMIIMHZIZL LE D2 0%\, 1988 412 Wallace
LiZkoTI bay MY 7EFAEEREEHR IS 7=y M4 23— F9 5 mtDNA ND4
BIET Lo m11778G> A BRI HE S iz, 11778 ZHE DA m3460G>A HER
ELIMESNT VDD, DHPEO L —N—JHEEHE DK 90% 12 m11778G>A ZR % B0
Bo HAERTIIBREOHEMEZILEZED L EHHSHH, RRF E7% . FEHEE MRI 5%,
EERH, AHEED), ARIRZEZE0HTHZ 80D 5. B MRI 24, EB)JH,
VAT, 3F U=, PERREEEHETIHEICE, L—N— - 7F A (Leb-
er plus, LHON plus) L F-EN 2 Z L2 5, SHIZHE LT, FH/NELE, £5%Mt
TEALAE 2 &5 % o

[2r9#EBHI ]
o (R HALSARETOISAHL & 2 5%, BHENFIR TR 2,

B. E5ZRVELEFL

[&EF]

b3 Far Y7 DNA(mMtDNA) I, 16569 3k & v % 2 BHIR A DNA TH Y,
HDNA WCHBLTERZREI LRIV, XZ7LVFV—200%0, £ ba Uy, &
fzfa— AR % %5, mtDNA OBEICEERIET — FHEB(D-V— 75 255 5
e EONE D Do HEALOBWET, JLHKK 4000 FEED - 728 m T 0% XKL, B
E 37T BIZTF ORI S5TW0D, HELZL K OBEMETIIBNICNDATh, I ta v
VT8 N E Wiy Yok )R a— KL, ZOREMKSY VX7 BIZI ba vy Ry T
WD AEh, I by FYTHTEREZEBLTYS, I b3 FY 7 DNA LI,
2 FiH o rRNA, 22 i tRNA, 13HHO ¥ 87 Eia—Fashb, 13HED Y ~
NORNE, BHERO Y X B EEART, BAKRT, HAEKRN, BEERVERKT %,

(&G E45#]

IR FNVBZEERTHREEED D B, 85 OML/NGE DNA AN FITZES N
5 KR % B R 1% (maternal inheritance) VW29 I b2 Y FY 7L, BBloI ra v F
)7 DHRTRIIEZONDH, ZOEFL LT,

(1) ZRBRFOEB(I Fa >y FYT7REV) OADIIFIZA S,

(2)BPMBLICA BT DI hay FY 7RIE, WMo I bay B 7TRICESTIES
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PCA %L, BBICZTHIN G FHEROI P FYTIRIEEAE RV,
(B)BTOI Fay FY TIIIMKICASA, Tz By L LTI 2 88550
NVAEAET %o
EWV) 3ODRFHAD Do IEH D mtDNA & B OHER, K%K ODH D mtDNA SR
LTRDOLNEATOTTAI =L WIHREPAONS Z LD TH S, mtDNA 0%
FREREMHPARSNLYAI121E, B DNA OBEEEETOEREZKRENE T L LR
%\ (% 8)o

[EEFER (RE) LEETF2H]

I MY B TR B FZR 21T L THERTNE KL, mtDNA B XU
DNA ORFIZIHICELHTH Y, BHMOREIMRIL SN L THRIZTREN VLR
SWIhanwz &, ¥, BETERND > THENIIRNERLOPHR 5 BIETER
ROPHMEE %% IEHEREO mtDNA PREL TWEIANTET TR I —DIREZ
R ENDHB720, FH mtDNA ORIBREA M L 74 50 FFIZ, KRS DNA &5
W7 E ORFEH K DNA TIRIAT O T I AI—ORENERLE LI LICEETHLELND
%o %72, MU mtDNAZRTORLZMRBALRTIENHY), I IV FYTH
2B B EE T RIFEHEMBE IV E 72+ S h vz,

I b Y F7IGREOBIE T2 I3, mtDNA O MEROBAIZHIMERD mtDNA 4547
TH5IEICEDBMTE 5725 mtDNA ORKRE/SERY:, WK DS M (B’
k) oM SN2 mtDNA ¥ 7ay MENDBLETH S, 512, mtDNA
DEERE, MVENEDLN DL Y13 DNA ORI L& % %, 4, POLG,
DGUOK, TK2, SUCLAZ2, MPV17, RRM2B, NDUF, ECGFI, FRX x ¥ I ba v
FU 7B 52 B0 DNA BIE 2GS hTwb [C02],

BIZTRZBOLEE LT, KM, A Sz & ok HwT, PCR
% BEEERAPEE, I a3y FY 7 DNA YA 707 LA SSCP % DHPLC
% ANFaF27Ly 27 ADGGE#, ¥ ry7uy bk A 7udT54 SR —
H— % 7SN EPBEZIR U THWS LS,

C. BRERMIEZICHT 2 ERTFEHOER, FAK

KSS, MERRF, MELAS % & OB 3 BHRIERD S B MR RS G DL vt I b
3 ¥ K T IAE D BRI S B D S HEE B O 72D OBIZFHWIHATH 2, I b2
¥ B U 7 FRE ORI A E I S T W v, MELAS 008137 V=~
B EDHHATRALNTEY, BIETBHET) 2 LEHERNERIREVEFTRAD, X
72, HEEN EOEERLEIHEO RN OZ2DIZS I b a vy B 7IRGIREDBIL TS
SEMHTH B, 72720, Hik L7z & 912 mtDNA B X U DNA 34 O Z Ak S @i F
SHDWEE LB S 2 EICHET 2L E VD 5o

J1
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D. BEFEWDERZERYT S LTDORA b
B, AR, R, WHRZEIA SERIICI b3 v B TRREEASE DI,
TR M - BHrhoOREE - ¥V VBRI LR, TV TR — & — @R AR
LB - ¥V VB EH, RRF, I ba Y FYTRERYE, I bary M) TEER
EHRT 2 EDS 5, WINPOREFRPBE S NGE3EETZME2ZE L TX
Vo 72720, TNOEORENBEDOONEWEMDLH Y, kI 2L dd b,

E. Z0Oft I bar P 7RHREDRIKBREFZIIOWTREDSZ LWiEE1E, FrE R o
IR IREE S DB AGEM OFEBR % A 5 5 BR B RRFE MR 2 & & o 7w UK E
REZZHBINOMA, BRBREZZSHBM O D MO EREH~OMN 2 &, @)
BEMFIGICWZRD 2 EDHERINDL, B, ANTHTTAI—ORMEEOMHED
HY, KMz 7RREZENIRER &S 5. Tz, MAMBW, JFSRERZHIE
ELOTHETH %,
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ARUEDKRIEILDERIEDKE

o

INF 2 bR  Huntington disease
BIRR NV F 2 b U ¥ERSR Huntington chorea

A ERER

(% B8]

BAREATE O PR AR O EMR R T, RO ARFIIIFEREAHFE,LOIADOIT
A4720 05 AEHERE S NG, BEFEIL 30 AL E—27 &350, /NEMH2 S 80
FCILHMCTH Do BEHRIERIE, FHGER) 2% & ORREEEE) % 458 & 3 2 M B RE b Iy 6
&, BHRER I D, ZOMOKTMIEIRDS L ORRAEE (BE THIR) Th b, EHFEEFICO
WL, HESETIE, LIFLIREEESCIdRd, YA TRIFI7u—X X, &5
WX IEEY R F R 22 & D/ —F VY VEREE 23 5 (Westphal ), 20 LT O FEIE DY
GEREFEINF VD URE V). FERINIL 15-20 4 C, EATHNIZ TADARIELZ 7R
DB EDEN,

BB CTHEFEE) 22 EORBEREE) 2 BT 55E1, FROMAEEEREREE LT,
BB - R ROV A IRSEME, BRI/ EE) R AE 17 8 (SCAL7), M7 =) F/
73F — (neuroferritinopathy, B AZSHEFEEEALHR ¢ adult-onset basal ganglia disease), K
VEBEARVESERS T 7 E 2 @B L L TEET 50 ABURIMERE 2 1 5 #9135 Gt ks
PEEEERTH S0, BIRGRENYF Y P UREENT 20T, KEESIEZ-E2) LA
WA ICIIERNREE LTHEET 5. 2o, JElEmmEEBs LT, AR
N, MR (BRED AF AT T R L), MR (Y7 2N Sydenham
chorea) 2 &L DA BT LI DD b F72WIBIERDFEMIERD Z L b FNTIE %A
{, MAERMEE LTHRBESNTWILAEDLH S,

HEBITIE, T4V V¥, NT—=T VT ¥ - 2%y U (Hallervorden-Spatz
disease), Gu H ¥ Z U F ¥V K=V A EOREEMEDE B L LTEET S,

[AHIFEBYEIE]

JE A 57 8) % DR E R IR B R (C16] O S & L COMR B ERB) 1SN L, K
EEORNNHIONEHEETH 5,

MHERBHRIETIINYF ¥ b Uiie LTI, 40-64 3 TH— ¥ 2 & FIH T & 255 @505
2 FHABRE) EFES L v, L2 L, [FIEBMICHET 2HRIZHEIST S LI10X
D, FIHTRETH %,



£ 10 CAG REEFIIORERKICLZINCF2 M ROEEFE

R1EEIE BIRENAHE FRIR1R (FRIREY)
26 BT EEMILEETF (7 L) a2

7z [l =
27-35 [ ZRIRMELE R E

MIALEEF (7 L) *
ERERNF MR
MIALEEF (7 L)
NCF 2 bR
SILEEF (7 LIL)

* DRERICEVWVTINCF U R RERET S ENFH B,

36-39 [A] EBELEINFU MR

40 A1 E NF U RRR

[(BERDE]

HARNYF ¥ b4 v b7 —2 (Japanese Huntington's Disease Network ; JHDN)
K= A= : http://www.jhdn.org/
AR ER G A : 090-6373-5480
HERA—NVT FL A : jhdn@mbd.nifty.com

MR B A — V7 F L A jhdn-help@ak.sky.ne.jp

B. BzFRVELRTFZ

CEEF] [ v +143100
BETES  HTT
BIETFH ©  huntingtin
RFREE - HD, IT15
SfREE : 4p16.3
EIZFEY  huntingtin

[EfEF A4

BAZTE UL H R RV E L T, REFIZ100% (22, 80T TICRIFLAL
RIET %o FHRERFRIIMD TRV LHEE SN TV 5B, HEHE S T L ITEE A
T RBUEEHZ A SN, FICHBDPSBETLHEICHETH L, L2d>T, A
BTRLBPREETHH I LB\,

[BEFERRE) S EEF2H]

NYF Y UHOBERBEFER(RE)E, BEFHTITOZZ Y Y 1IMET 5
CAG =3 A AEACY (triplet repeat) DR FEMETH 5. BIETZWNIE U5 AERS O K
BRI D SHICIED EfTb b, HENMBIZ X 2ZHICOWTIE, RI0WRT T AU A
1% R 21 4 (American College of Medical Genetics; ACMG)/7 * U h A EEHEE
(American Society of Human Genetics ; ASHG) @388+ [DO1IZHEH T & HEFRSI NS,

C. BAERMREZICHTIECFLHOESR, FRAM

BIEZFZWTOBMKRNER L, HESHETBRIAZITICB W THERMSRERON, K
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BofER, P#, S FFE RIS A0k, AEFICBT 2 IRA VIR T X
22k, BEhY ) VT ICBWTHHRERPRETE L2 LIZH D, S5,
CAG M % & TAERE, BRI £ 120V T OISR Gl fE R EBIRANR) 2324t T X
bo Thbb, EEMNIEET (7 LVIV)® CAG KA & FEER & OBICIZ, BoM
Bd ), KERKRAZWIEE, FEERR CBRRRS R WEHICH 5, LarLl, I
DEFIEZBI ZX R L LIAERICEDCDOTHY, e DfliconTIEEY Le Y
GbdHY, BYVBELETORBREEZHET S EIIEBEARH 5, RBUEEBZL T,
HTT B THOME CAG Y ¥— 2O TIEZ SN G ICIRB THE LR T
W2 liZkb, ZOHLIL, KBPOMEZONERDIFH D, BELOMEZONELAEC
B LTV,

CFEWDBELEERYT D LTORS b

BE ER) OBRNCBWTE, BREE, R, RKIEE, BERSH» S ERIICN
F VM UREBWITEDYGEDSL VD, FEEGEE) X OO ARREEES) & 29 5 AL
BLEEICELHY, MEBWHZHELICIE, BETBHET) EPLEL L L, —
H, NUF VN UROBETZBR OIS 2o T, Si%EE OB & FFFIZZ ok
BOZWNZH DO %D3% &) BIZFIIFEIC O W TOREFFFICLETH 5.
BRI BV CHIETFZHOME 2 ZR T 2 HHIEH—WTE %R, Ny F U MU
TH5H I EDVHEBH EN TV IRRO—HOTIEL IOV TOBR, RN F
b AR R ENFEEZW 2 ZE LTV AYE, BN LIRSk BnE L3
EREZFEETHDL, EHEARTA FIA4 VOFMAZEZ TIZWVAED, BAERTZH< H
ARTZR O RS ER SN HEDD 5. ARHR WL O OB#GIH % DT IR T,
FRRIIICN Y F 7 b U hinsii R SIEEZ M2 ZER L Tw54a, B T2R oM
RO EBNYF VPR EOBWIEROHETV R 2560 HIUL, B THIRR
BEMCBNCTEELBWIRIRE 2255055, BIZTZHOARHEIKRE VY, 20
LIV, BRZWOMEIC L ) £ 5T 5,

(NYF Y MUHETH DI EDBHERBREN TV LRRO—HOBIERICOVTOZ
BiZBWT, ZHMEED-DITIE, HEEFZHIILTLILHEATIERVD, kil
(CH)D L) L EHIGD 5,

(2)BIEFBWEAT 7R, OT, UHEBOBMO AL S THRFHCRKEDO BRI
DRND L) BIZFIIBENE T 2D TlER L, NYF ¥ b UiEE o 228
O BIENREICOWTORBILEL 2L, Thbb, BEEFWHED 5O
THRELVUCREICHP LIS ONS X ) REETH 5. HERATH L RED
ADPHATLC, BETHRERREZAZENICBV CRIZFWMER 70— X7 v 7
ENBEHI BRI ERFELVBELIIVWZ RV, F-8HE (FERB) BEHHEICH
7o TR, BIZTHZMIZRHTIHRLELROLVEI ITERTRETH S,

(3)/NEsERI I, B, ZRBBPRBEE - 3BERYTH L Laby, BRI
DFBWNTBOFTIERTSIT E 72T R BIIC OB D2 2 L 2Bk L TBRET
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Hb, BROBWOAL ST, RIEIIHT 2@ 2 BALETH 5,

(4)ERZW 2 LERSVZWHI T, BIZTFEMETOHE, PSR L CRIZTFZI
WY Fr byt slicshsled, MTEd20H0155. WO HREIKE
EHLTVLLEL, BEEAWMEIES SRR IND 2205, RIEEFHSHT
v — IR () OBE ISV ERIN LV L PRl hneEz
bh, FEEET S,

E. 2O BARKE BURX D IERZE, MRS E SCEEFNHKEZT LI END b,
FRRE RSO W TRERO Z LW EIE, s BRAR BB o i PR 8 f P2 2 00 B 59 ik K
OB 2 A 2 KRB RS 7% & L O v LERRERERE M~ O/, BREE
IR D @ MO RN O 70 &, WY 2 EM RIS IC@ 7245 2 L AR SR
%o

(1) ZERERTZWT @ FEAERTZWI OIS & 72 5 DI, WEELNV TV P VHEROFIRED Y
A7 &AFL, ToGHAWERIOSHLWAT, B2 55miH S FICHAMERIZXDY
MET 26, S OIEETZH TBMME & 7% - 7258 O R — MM A3
B EIEET H I ENHATIEE WAL,

(2) MARTZ W © BAFHE DRI, —RICAFH TI@ESIE ShTnD,

E HFE/NBMZTHELE spinocerebellar degeneration
B EB S GE)

A BRER  [ZRERIER)

1|

=i

BB S /D P 3l 2
i FR IR P JRR B

1) EEHEE R RES) K TFAE
a) BEEMEMEETR/\NES)KAE

JEL A 5 ) 44 S B S E R AT ZEEOMETIC X B &, HARIZB W T A RE/NINZ i
(spinocerebellar degeneration ; SCD) @ 67.2% (ZINFEM: O EELFETH 0, EinMEE
1E322% LHEE SN TV D, BADOKBT I HERERENRELS2Y, ZOMOBIEE
ROBERIT D [D21] (R 15) o EnMEE#/NNES) 2 FHIE O & 5T /1% SCA (spinocere-
bellar ataxia) # ¥ ¥ RV & LT, ESNAMEICESHFINTE 2, v M7 o FBERERE
(The Human Genome Organization ; HUGO) (Z 13 Bl 25 C SCA29 F THHEINLTW A
[CO1le COHTSCAYIIRFETH Y, FHH/MMES) I 16 B (SCAL6) 13 H /M E
By R AAE 15 8 (SCALS) L [ — B TH B Z L WIS - 72D T, SCAL6 & HUGO
DX G S S 72 [C02] o FRE/NIE B 2R E 24 T (SCA24) 13 R AR H PSR T
H5HDT, FYARLG M BE/N N E B 2 FEE 4 B (spinocerebellar ataxia, autosomal re-
cessive 4;SCAR4) [D19]d U < (3l B 1 IR ERE B &t 5 2 B ) 3 870N 3 B 28 3R (spino-
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Z Ofth GEIEHSXTER) 0.6% FIRMEE M FRE 3.4%

BRefFEEaing
HE/ N EAE
1.8%

BREMEEERYE
B/ EAE
27.0%

MFEEERE
/NI ZEMEAE
67.2%

15 BXRICH T 2B/ RHEMIE (SCD) DH&EEBHERK OU#k (D211 LWk
%)

cerebellar ataxia with saccadic intrusions ; SCASI) & L THEHFK I N7z, S S ITHRER
1% - BBV A ARZEHMIE (dentatorubro-pallidoluysian atrophy ; DRPLA) X° 16q 8§ # 4
o ARBE P /I 38 B 25 9 (autosomal dominant cerebellar ataxia; ADCA) % &, SCA %5
ELTEHINTVRWERED D5, HH/NNESE)EHAE 4 B (SCA4) & 16q ST Yt
PRBEPE /NI B 2R T, S OB/ B 2 A E 19 B (SCAL9) & i/ I s Bl 2k i 22
I (SCA22) 1%, K4 M—#ETHRIZEHFIN TS, EHITHEBIET EWNERICO
WCHRMETD Do BHH/NNEE) I TIE 4 B (SCA4) & 16q HEHH Ge i ARBEPE /NN E B
FFRREIZ D WTUE, BRARIEIRICHEDSS K & Ve —T, FH/MNER) LFE 19 £ (SCAL9)
& F /NI B e T 22 Y (SCA22) (XM PCAHIRGY & $E B o REIBE BE R 5 7 & O #5 T O
WD B DS, &SI T T A /NN EE) R & B E TARETHL I b,
B pciF—pEB eI hTws,

FEBOBBEIIZHIBAED D 5o T 1 ITEHRE O T REBEIZO W THIRNIF B OB
ZRL7Ze HRATHEOBWEAIZI~ Y ¥ F+ ¥ 3t 7% (Machado-Joseph disease ;
MJD), BiRIGHRAZ - IRBEEOV A REME, FH/NINEB) L HIE 6 B (SCA6), 16q 8
Gt AN B 2R B, R RN IR B R FRAE 1 B (SCAL),  H /0NN B) 2 R i 2
B (SCA2) TH 5. HFHi/MMEE LA 7 T (SCAT), HHU/NNED) X HE 8 B (SCAS),
BB/ E B L TIE 14 B (SCAL4), HHE/MMES)LFIE 15 B (SCALS5), il %)
JRE 17 B (SCALT) 3 TH %o TNUSMTI RS H X 0 £ 5005 et AR B P 36/ N %
EEIRREN SR INT VS, TO—ROHRT, FRU/NNES)JGHAE 5 T (SCAL), Fil
AN E B SRR SE 10 B4 (SCAL0), /N E B L5 5E 11 B (SCALL), HHll/IN i & 8 2 5
iE 12 B (SCA12), HHE/NE B 23R AE 13 B (SCAL3), F /0 v 0% B 22 5 9 27 #Y
(SCA2NITBVTRYHFEET LHMHRERDPFEE SN TS, BRETIIWThdH
ATIEIME SN TV RV, &5 12 B/ E B 2805 18-23, 25, 26, 28, 29 Y
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11 BReEASUEH/INEERXFEEORKGE

[E3

!

sem — K %2 a
ﬂl%% MIM *1 1517:?13 EnnEE{%
ANBEEE R TR, SEREEE D, EAHICLHER FEEEE, &
SCAT1 #164400 6p23 SRS S AT,
INBEEE R TR, ERBEEEEMN S, EERE CHRRNEHABL, BE
SCA2 | #183000 12024  ERMREENELED. T EEEBOCHEREN S, —HME/S—F LU XL
IHIAT B,
b REFBICL VRBIEL 5, BERECTILEHRBS U b= 7 LB RE
Somsy | H109150 140243031 BT TI4/NBIEER I8 £ S, SR LUE ORI T E I BIHE BB RER,
BICN—F VYV XLPRIEERY), ZThICKEHREEEES,
. AR AR BRI S 2 — ONF— 2 AH T 5, FTHORBEEE & RIS
SCA4 %600223 16022.1 S AR R EHR (T 36,
SCA5 #600224 11913 BRISEEHENF ZWD, BFH B, NHERICIREE,
SCA6 #183086 19p13 RERICRRF L, NEERICEREE,
SCA7 | #164500 3p21.1-pl2  REERICIEN 55, BEIKEL L EABETRAL, BHEMEHE,
SCA8 | #608768 13021  /I\BMEEENKER & AR S R, T SERSNATEIR £ 1K S o
SCA10 #603516 220913 NGB EIRAIC TADP A EEH. RIEBKERATHZ D, BHH 3,
SCAI1 | #604432 @ 150152 @ MEERICRIEL, IMERERRET 5,
) REERERICS VD IEN 55, IMHEEBARE e U, BOBEMERSE
SCAIZ | #604326 | 5a81°033 45 efrflicia/s—% 2= X4, BURGIE, HASHEBEL & £,
SCA13 | seospme 190133 BUEFMICE L CABMSERIRIIKIAT SWED—A T, HEMICBILES
134 | KETHREL CEREBRDESS E A IBEN 5B,
SCA14 #605361 19913.4 INEMEEBN A D EEE R, EERETIHIRERELHESI N H B,
) FICREICRER, MAMEBREE PR e LT, B M AR T
SCATS  #606658 | 3p26-P253  Yopiews BT oBIA 5. “SCAI6 I FI—TRE,
SCA17 | #607136 | 6027  /BPLEENKIE, SN—% V=X L, BEELESW.
\ ) R e, REEEEC L 3B ER AR HERICMEEH Yo a1
SCATB | %007458 | 10227632 1)x3 s aisalee, BHRMEEI THED/ NS Y,
vl ) R/ B BB T TR, — BRI 3 A 00— X X PRRE K, BEOD
SCATO™ | %607346 | 1p21-021 | yrmuete 7 & %425, “SCA22 & F— &Iz FEE,
\ L RESCSRMREEECRR. BEERAEE R L, —BICROEI
SCA20 %608687 @ 11p13-qg11 SO—RZEEES,
. 0213 | REEHIEH S REME CIES 55, MNIEERAR, N—%2 U XLh B
SCA21 | %607454 | _ ey o smaeeIEE A A S,
SCA23 | %610245  20p13-p12.3 | REHICHR, MM ES KA E P ET 5,
SCA25 | %608703 | 2021-p13 | /NBPLEENKIEICEEME = 1 — O/NF — ££E S, NEED S RERIC A 1P TR,
SCA26 | %609306 13p13.3 INNMEE B ISR (T IR A, RIRIEPEFERICZS VW HIESH Y,
INEECEDRS A CRAL, INEEBRAAN D 5, BHES BHISEE
SCA2T - #600307 | 13034 e e i OISRV XXX VT L E D,
oAz ustopss | 1801122 EEREONBMEEEIRIE, ETHICHRGRE RIRTE SREHERIE
-q11.2 &) (slow saccade) ¥ 9o
SCA29 | %117360 3p26 INBREBICRRD U 2B, )\ E B 5 1L FEE T,
(SCABSDFVNTWVEWVHD)
REFRICLVFEGIEL D, 0RUTORETIVETEIAVO—XXITAD
DRPLA #125370 12p13.31 A, A0 RLIFEDRR T/ NN ES) R & ERRT T b— €, 2040 RDOFEKT
B OB,
16g-linked N R& |- o/ - kAL
Geed 17200 teaz2 | MEMLIEC TR LARIEERIKRICKAT 5

% 1 : MIM IX OMIM (Online Mendelian Inheritance in Man) D&$2&ES [C02], KRB EEBEFREL - LFSITER,

*2:p; Rk, q; K.

% 3: SCA9 & SCA16 & k%,
* 41 SCA22 |3 SCA19 ER—HREDFIREMESH V) o
% 5: SCA24 |3 SCAR4 & L THESR.
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(SCA18-23, 25, 26, 28, 29) 7% &it, WINDBMETEIIPE I N TV LA, HIFEHT
EIMFBETRERIIRMETD Do HADF Yot ABEPE A B/ NINHE B 2L HHE I BV T
20% FEEEIZRZZIEHAVFEE S TV R,

b) BEEAHMERV X EHE/ |\ EENKREE

71— F 5 4 B (Friedreich ataxia; FRDA) % $EIHICHEBORBICB W TY
FEET ERRNERNFAEENTYS (F12), WTNBEERIETH L, 7V —FF1
C B R TR (/NI S B R, R R, MR, RIKBREEREL, M
AR, BERIE, OHIEZ AT ARBE LTHMON TS, BRERES7Y — FF 4 bl
BYRIE L HP L COARBHOR RS, WNEROMHAINIZD0DH 5,

ZFOE—IIFEEY ¥ I~ E ¥R Z A (familial isolated deficiency of vitamin E:
VED) T, HRATIZ LS MBEAEEL A, a Va7 zu— Vg s v 737 (a-toco-
pherol transfer protein ; TTPA) DRI X 2B TH 5,

25 13 Charlevoix-Saguenay JE % (autosomal recessive spastic ataxia of Charlevoix-
Saguenay ; ARSACS) T %, MBI LMz hE L L, MBEAHRgEZE) L shb
PLFETIE RV RBEBITEAREER R L L THBEND DD 5,

BT IR ERE B AT LK T OV 7 Y IE & £ O T E B 0 R E (early-onset ataxia
with oculomotor apraxia and hypoalbuminemia ; EOAH) T®H %, ik =2 —1a/,35—,
R FEE R, BT 7 b—X¥ LR L, K7 VT I VIERE I L AT OVl
SR EEZED BN D Do EEIHN - IRERE S 24T 1 & (ataxia-oculomotor apraxia 1;
AOAL) 7 Efi &2 DRHIFFT H TN T & 720

LT 7 F ¥ U (senataxin; SETX) ZFRIC X AT, @B - IRERGES) 21T 2
B (ataxia—oculomotor apraxia 2; AOA2) £ & Ehb N 525, Yt AR2 M3 B/ v 8 B 2
FH4E 1 % (spinocerebellar ataxia, autosomal recessive 1; SCARL) & ENTW5, IMLiEHP D
a-7 = 774 v (afetoprotein ; AFP) S # it & 95 FRIAF]CIIARERE B AT
ERE, HEEIJGHE KMREEEOALTET LI ENDH D,

A0 1M A 5 5% S B 2 R JE (ataxia telangiectasia; AT, B4 Louis-Bar fEfEHE) X ATM
BARTOERIZ X 5B T, EMNT/NNEES SR THm L, BMImELRZ v, 5k
RYUEGIEAENT K 5 F etk & B O SR 2 602 I L T 5,

CHUSHNS, HATRIHES N TV ZWERELZHEME SN TV 5, Wik LTEE
BRFIE L LT, AV THOT AT VRO A~ B HRE (Cayman ataxia;
ATCAY) %5, 74 ¥ 7 ¥ N2 51370 IR 50 B 8t/ B 2 F5E (infantile-onset spinocer-
ebellar ataxia; IOSCA) 2 SN T b, S5, wWIETILSCAR DY ¥ RV TEHD
FHRPBFHFIN TV 5, X EEHHEH/NMNEBJCHE & L CIINEEs X R/ 58 5) JC e 51
(fragile X tremor/ataxia syndrome;FXTAS), X # $8 % # /0 W% & 8h 2 3 5 1 A
(SCAX1), X LgHF i/ EB) JFdE 5 B (SCAXSE) 23 %o SCAX2-4 12D\ T Bl
HTIRMEEEICZL O TRIZFLRL T av. ThHoEOPIZIE, ARIINZIENH
U CHETERG#EZ & 55 o, UM X 0 EBERD D ) REBRATEETETH 2 W4ty
PEFF /NI B) O FAE 2 B (SCAR2), i et AR5 1R 3 /NI 8 1) S J i 5 7 (SCARS),
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® 12 BREAHURC X EHERH/VEEKFEDRKSR

X-linked 5

= B e -
ﬁ '%\ % m%% MIM E{K%@ Enn EE 1%

_ ) INTEEBNREE, REEEE, HAREE, BRIEX,
Friedreich ataxia FRDA | #229300 | 9a13 g kAmEREER T 5. MERCOBHEES
Familial isolated " _ FRDA SLLDEEIKRAE. BATRBIREREMEEMFD
deficiency of vitamin £+ VED™ | #277460 Ba131-0133 g2 TehE £ 3 o E SMEAE,

Autosomal recessive spastic /N E B SR & RS BRI, M A4, AR R BERE,

ataxia of Charlevoix-Saguenay ARSACS | #270550 13a12 ETHORERLE L, MEBEGEHEEEIZEH Y,

Early-onset ataxia with /N E B K ER, Eﬂﬁgﬁiﬁ, ﬁﬁé 7T h—t, ¥

oculomotor apraxia and | EAOH*? | #208920 9p13.3 W %%ﬁ’gﬁ - %f&ﬁ*ﬁﬁﬁ;ﬁi ‘g&% bﬂﬁ,{”’

hypoalbuminemia *2 ,L,\g\ﬁ;"‘ X<,

Ataxia-telangiectasia AT1 #208900 11022.3 J\E% ,&ﬁ W 1%'& S % fék g_/# b RO
IgA - IgE (3 RAl~1K1E,

Cerebellar ataxia, ek v [ oy Aot s

Cayman type ATCAY | #601238 19p13.3 EHESEER, IPETME/MNIEEEIKRH

- ) NBERIC/NMEE BN R EE TERIR LT, RICEEM

g‘g:ﬂ:r'eat‘;;sjt SPINOCEr | |0SCA | #271245 10024 | = a—DONF—, SRERE BABE CArAZ
EHET 3,

Posterior column ataxia | AXPC1 o chonan 4 a1 o) NEHICRE LHREREME CRRRABEE TE

with retinitis pigmentosa | (PCARP) | ”° W2 FumheE - TRRBEES, RESEEAE X 127,

Spinocerebellar ataxia FRDA fE{UDETHEEEN KA ICIREEE K TT, EEAT

aLFJ)tosomaI recessive 1'*3 SCAR1*3 | #606002 9034 T h—t, AEHERESE, MPCK:-r-JOJVU> -
AFP SfEZ 15,

Spinocerebellar ataxia, o _ R/ EEN KA TIRETTE, BERE#FS, /I

autosomal recessive 2 SCARZ | %213200 | 9a34-qter B T 13 FER AR A EIRAY (S ZE iR,

) . /NRHAIC FRDA BB EENREA TRE LETMHE. R
Spinocerebellar ataxia, » - R =
autosomal recessive 3 SCAR3 | %271250 6p23-p21 gg%ﬁ . Z&BH|AP BEHROEMICL YIRS
Spinocerebellar ataxia 20 BRI ES KA TRIF LETM, @M= 1—0O

P ‘axia, SCAR4 | %607317 1p36 | NF—ICLBTHBEEE £, REOESES
autosomal recessive 4 REE % £ 5
Soinocerebellar ataxia SERM/ NN EEN A TAAE TIEETIE, MR ER, 1B
aEtosomaI recessive 5’ SCAR5 | %606937 = 15024-026 | MFERF &£, KB ME PR AT (MR H T

BELTARXITLFMEZT B,
Spinocerebellar ataxia, _ NEREIC/REEEN R TR L, IBETHE. BER
autosomal recessive 6 SCARG 9608029 | 20q11-q13 D, HNREEIIMRAEN B,
Spinocerebellar ataxia, o NBRERICRIR T 2/ M E B EE THETT I, SRR
autosomal recessive 7 SCART | %609270 1p15 REE D, MAFEEIIRAND,
Spinocerebellar ataxia, BB ISR/ B /M E BN R ERIE THETE. DR
autosomal recessive 8 SCARS | #610743 6a25 FEEEEDLE L,

. . INBHRICRIE T A/ NI E BRI CETTIHERB, TA

Z‘J’t'ggggzbgfe'szf\?:g SCARY | #612016  1q422  #h, HEEBREESE & £, BEHD CoQld
BENVEE, F & BERPOIBEIEEIC LR,
Fragile X tremor/ataxia 50 FELIRED BT THR¥K & /[N S TRAEEFTHRICERR
syndrome FXTAS | #300623  XA21.3  jwgemee v %> y=2 L QRWEEEL EEH.
iE)Iiir;cl)(cézr?bellar ataxia, SCAXT | %302500 Xp11.21-g21.3 S;Efﬁd\ﬂ‘w'&:iibg&éﬁ THETHE, MBRZERRLN
Spinocerebellar ataxia, SCAX5 | %300703  Xq25-q27.1 SR M/ N E BN R TIRETTE, MBFZEIIRAN

%, EHREEFRIHINRELE EBICBEICHE,

*1 1 BIFR:
*2 0 Bl

hypoalbuminemia (EOCAHA)

%31 BIFE

Ataxia-oculomotor apraxia 2(A0A2)

Ataxia-oculomotor apraxia syndrome (AOA),

Friedreich-like ataxia with slected vitamin E deficiency (AVED)
Ataxia-oculomotor apraxia 1 (AOA1),

Early-onset cerebellar ataxia with
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W Yo AR 45 Pk AR B/ S B 2C BRE 6 B (SCARG), X 3L 85 75 1l /0 Fod 38 By 2 0 o 5 7
(SCAX5), HUAEMILLBEIZ 389G 3 % H G AR 25 PR /NI B B) 26 39 8 2 (SCARS), Mes
X R/ EHIGRIEBRE (FXTAS) % &, ZRAEEDPEIN TV 5, DL EOREOHwE
BUIREA 7 L, W D IFEOHIRIR > TV b HARIZ B T ARMEE OB 2 T
OHIZ, INHOERBIHIE TN TV S IHEEIIEZ > TW b,

2) EfEMEREME R

AR AEATVE DREVE X R % PAIERE & 52 —TFOREL SR ), LOEFHENI L D L
B R/NRZEMIE 2R D 47% % 5 5 [D21] 0 BRARIE B A & S LIS b 0 %
SRR REHGEEN I EEN 5 &S F S e MHEREEZ D bo R AR L LT, Tl
KRB SN TEIRZI S N5 AREBERIIFEWREN, Bk TSI TETH 5,
2008 4E 12 H OF: ST, AR Mot Fk B 0 8 {5 1 HE iz 13 SPG (spastic paraplegia) D3
RNV TSPG39 FTHHINT VD, &4 DERKIGZOBNEZ R 13 1R L7zo @R
R 1 B (SPGL) 7 & 4 I X i SHE M, BB MR RS 3A B (SPG3A) 7 & 15 ¥
FEAH et RV, AR R 5A B (SPGSA) DT 0 18 % IdH Yett k% 4
BIETH L. SHICHAREBIEMEINDDDH 5, EINO BRI R AR K 1S
DWTIE, WHAAREEEIRAY 1/3, W ROARSERIEA 1/10-1/5 FE, RKIEREZ 520
ZWHDOD /2R ED Y, X MBI TH 5 (R 16) [D19]. EEBBLO 5 FIE G
BRON TRV, BFEOBMETHITBIOETHI L 2 &, BRI 4 B (SPG4)
3 S AR R R D 16% 2 5D Tz, FRUAMCIE, HAREND S idE N
SRR R 1 Y (SPGL), AR PR VRS R 2 B (SPG2), a5 P 98 1k o JRR 8 3A Al
(SPG3A), SBIRPEIEH IR 11 AL (SPGLL), EIRPERMEXFE 16 B (SPG16), EfRTERE
Xt RgE 20 £ (SPG20, b & ¥ —JEMERE ; Troyer syndrome), Yz —27LV ¥ - IV v
SEAERE (Sjogren-Larsson syndrome ; SLS) 7 EASHG SN T Wb, M RIE O IRRR %2
EI2RBIEIEED Y, UiGEETEEROMEICLD, HATRDONLEEY X MC
Fi7z B B 2 W REME I Vo

[AEIBHRLHIE - 2 D]

JE A 5780 O R VE R B TSR R [C161 IR E SN TV B DT, HEEIZ X i e
BERZZRETLDS LN SN Do BRI L o TIIBEEF H 7 IR & 5 KSR
SE, IR EE o BIIFIH (40 UL L), BEESOZH/REDTHRTH L, Wb
R B DFERE R AT ERBE IS U TS d 5,

(B R — AR

(FHICRKDOEAMBED D, HENZ DO 2 Mikz HIR)

1) EEFH/NNEE - 2R MEME K D4 ¢ http://homepage3.nifty.com/jscda/

2) VEEHBENINZE TR - £ REEME K DA ¢ http//www .kinki-scd.sakurane.jp/



13 BEMEMRE
& A | N
Be MM o BB FEE FRER1R
EEREDESE T, BHEHRZESR SEOREEE, BIEONER
SPG1 #303350 XL Xa28 EE, FRKEREEICLZKBEBECKBETKRE E2F S5, Fl&k
MASA FE1%E,
SPG2 | #312920 XL Xq22 ??ﬁg;ggg%ggﬁk NRGE(R - RRER - BHEHREEFE
SPG3A | #182600 AD | 14qli-g21 | #EREl, EE T HIE,
SPG4 | #182601 AD 2022-p21 | FERAEY, SEEERICIXEN H B P, REHORES S,
SPG5A | #270800 AR 8021.3 | #HE, REHICRE,
SPG6 | #600363  AD 159111 | #HREL, 10-20 BAKDBEERE
MPBEOZEdbH 2N, AHRABBERBC/INEREEZESHI S
SPG7 | #607259 = AR 160243 | B, REEKEBICSOAIES Y, BB T3/ BPIEEERE & £
5o BREAE T I3 raged-red fiber % V),
SPG8 | #603563  AD 8024.13 R, FERRICRIE.
Isz. St s = A [==PPAY L -7 Dnﬂ 2
SPGY | %601162 AD  10q23.3-q24.1 f' Wfif;%‘i%’f%gﬁﬁi Zf; ff; %‘L BRERANV =TS 2B £ £
SPG10 | #604187 AD 12913 TR M RS, NEERD S BRCERRIC 2 1T THRR,
SPG11 | #604360 AR 15q13-015 | HEEREDESWEMENME, FHHESHREES, MROFELEF S,
SPGI12 | %604805  AD 19013 | #EEL, 10 AL ISR,
SPGI13 | #605280  AD 20331 | MR, RREHRICRR.
SPG14 | %605229 | AR 3027-028 | #EFE T, RREHAICRIE, MR OFEREERE S,
WIRERTM 24 5 B MRE, TROEMISDFHEMRE, BER R
SPGIS | #210700 | AR | Me2AT | pw WAMREEL L A5, BEGRERCSOES .
| — ik L v NSOV HE 4L L e = = - — gt
Soio | x| xarz | EEBEEECWEEBEEEESCCHO. ARBIRA. BORE
SPG17 | #270685 = AD 11913 %Eg’gﬁ;?g . ’a;ﬁﬁ%;ﬁ% :’:flg%ﬁﬁ RS Y, FEEBICERTSC
SPG19 | %607152  AD | 9033-q34 | MEREL, B fEEAIC e,
B R (SR ES, FICFEEHDEMEME S, AlB Troyer fiE
SPG20 | #275000 AR 180123 | jpn R T
BART, BlRIE Mast fE1&EE, FEHCEITMEICRAE, 20-30 RAIHEC
SPG21 | #248900 AR 15021-022 | I HITEEXHMNEE B L T X RRE, /NMER, TREEEE, E1T
MRMEEEREE 42T, AKAEDLA L IHEE & NRDOIEF(LEES,
SPG23 | %270750 AR 1024-032 | /NREAICRIR T 2 ERE KEAY, A% R -1 — 0/ F—, F5# S,
SPG24 | %607584 AR 13q14 | #EREL 2 /B ERIC SR,
SPG25 | *608220 AR 6023-024.1 | #FE TRCERAIC IR, BHEHERIIRE 7 56
SPG26 | %609195 AR | 12p11.1-q14 #BET, BERE, MESEMOFERERE .
SPG27 | %609041 = AR 10q22.1-q24.1 MR < B 4 HAIC Fef.
SPG28 | %609340 AR  14q21.3-q22.3 #EME? TREOBEREE S Bls ), 10 AR,
SPG29 | %609727 = AD  1p31.1-p21.1 féﬁ%’ﬁf’?ﬁé& &1?%%;%;7 =& BB, HEBHRIC—BED
SPG30 | %610357 AR 2g37.3 10 BAL-20 MAAHIHICRR T 2B ESE/INER & RIEHREST 2%,
SPG31 | #610250  AD o112 | #RE, REERERLES, BY 5B,
Saw"t wugioe AR giopr | DZBLEE. EHEBELEREEOWAY. MEDH CANEE,
SPG33 | #610244  AD 100242 | ORI TR B BRI BeA
SPG34  %300750 XL | Xq24-q25 | MUEE CEERE, 1T RS,
¥ BazEHA(C FREEDET =R - ; =
SPG35 | %612319 AR 16q21-023.1 ﬁg%g’%é;;;ﬁbﬁﬁo SITEZEDETIREV. —ZICTADIA, B
SPG37 | %611945 AD | 8p21.1-q13.3 #HMEL, SREREBMA S HIEN & 5.
SPG38 | %612335 AD 4p16-p15 |10 BEICRKFL, EMENHECEEHFOEREE D,
SPG39 | #612020 AR 19p13.3 SERICRE, $hRM = 1 —ONF—(C & EEREOHEREED
SLS*? | #270200 AR 17p11.2 A, BHEHREER BIRERETME % 5B RN FHE,
*1 : SPG ; spastic paraplegia.

*2:
*3:
%4
*5:

SLS ; Sjogren-Larsson fE1&EE,
AD ; B &HMEY, AR BREaiAHM, XL XE#H,

SLC16A2 Z &I & % Allan-Herndon-Dudley fE{&Ef (AHDS, #300523) #* SPG22 & L TIRE I h/=h", BEERIEKEE,
SPG36 I REDE %,
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HABHREMEEE
31.8%
MHEH] 53.5%
7RER 0.4% X L MBS 0.6%
16 BEMEMXREOKRBER 3T [D19]ICL 3)
F14 REEIOEREMHRICLIEFGHEEERINBEEIKAEIE
& REEET JE— R JE— r
&S BIzT%& Hix=s MIM B3l EE iR

SCA1 | Ataxin 1 ATXN1 *601556 | (CAG)n 6-39 36-81
SCA2 | Ataxin 2 ATXN2 *601517 | (CAG)n | 14-31 34-86
MJD/ ) . _ _
sopg | Ataxin 3 ATXN3 607047 = (CAG)n | 12-44 | 53-84
DRPLA | DRPLA protein (atrophin 1) ATNT *607462 = (CAG)n 6-35 48-93
scag | /QUpe, voltage-dependent )i a a01011  (CAG)N | 4-18 | 20-33

Ca channel, a1A subunit
SCA7 | Ataxin 7 ATXN7 *607640 | (CAG)n 7-17 | 37-130
scag | Aaxin8 ATXN8OS | *603680 (CTG)n | 15-34  89-155

opposite strand
SCA10 | Ataxin 10 ATXN10 | *611150 | (ATTCT)n 10-22 @ 280-4,140
SCA1p | [rotein phosphatase 2 PPP2R2B  *604325 (CAG)n = 9-18 = 51-78

regulatory subunit B
SCA17 | TATA box binding protein TBP *600075 (CAG)n 29-42 44-55

B. E5ZRVELGFL

[&1EF]

1) BLadBuE/ I BERKRE (F 14)
WRERIZIZHICKINEN S, TOHE—1F, FEOH DY R LA (short tandem re-

peat) DEBEMEZHEETHLDTH b, FE/M
SR JHAE 2 B (SCA2), ~¥ v F -

W v

X 15

B AAE 1 B (SCAL), FHl/M
Y at 79 (MID), BEIRBAREL - SREEROV A K3



F15 HHRHLZERICLZEREHEEER MGEEKRE

w8 R E&EEF

L) EEFE EEFES MIM
SCA5 | Spectrin B, non-erythrocytic 2 SPTBN2 *604985
SCA11 | Tau tubulin kinase 2 TTBK2 *611695
SCA14 | Protein kinase C, gamma PRKCG *176980
SCA15 | Inositol 1, 4, 5-triphosphate receptor ITPR1 *147265
SCA27 | Fibroblast growth factor 14 FGF14 *601515

#iE (DRPLA), HH/NpEELFE 7 8 (SCAT), HH/NMEB)JCFTIE 17 B (SCA17) 1k =
7V VB (CAG)n BEFEMETZDT, CAGUEY—IMREBHBING, ¥ U7 H
WCHIIRENB LBRFEMELZZNVI I VI E= LR BT ERL, RVITVTIVHED
MEhd, §bb, NyF U REEUDOERTH B, FHH/NMEE) K HIE 6 B
(SCAG) 1B CaF ¥ AV alA 7 2=y F(CACNAIA) D C Kl 7 )V & 3
YYE—= PPREIMET S LICL D, MPREEEID RV, HUELSKRY 7y 3 Vi
ELTHEINSLZ DSV, TS TIEFH/NMNED)JCHAE 10 2L (SCAL10) &1 ~ b
0 O (ATTCT)n, FRE/NEES) LM 12 B (SCAL2) TIE 70 € — & — o
(CAG)n D" HEME L ClBHEL & 72T L EN5, wbWY2 “toxic RNA" K TH 5.
/1 B 20 A E 8 1 (SCA8) T (CTG)n 2 &L 7/ MBI TSR NIC G Shk
ZZHNTW5D, HAXICHE SN TSN T & F 2~ (ATXNSOS) 1T HME
L7z Vs Iy =& Ensd, bbb, HH/NEEEREFE 8 B (SCAR) Dk
(IR G R E & RIRREY O 72 RIS & W O W D TR SEH L T s b o &
TSN TS, FFBI/NMER)JHIE 10 % (SCAL0) 17 % ¥ 2 > 10(ataxin 10; ATXNIO0)
BIZFOA Y b IZBWT(ATTCT)n 2%, H#/NHGEE) L HAE 12 B (SCAL2) i3
PPP2R2B (protein phosphatase 2, regulatory subunit B, 8 isoform) ® 7" 1 & — ¥ —HI8
(CAG)n BRFEMET 2 Z LIERT 2HRETH D, & DIBKRMTIE, HAEN2 S
i, IEShTnin,

BB, WA, REZED NP RER (SERTRERTH S (X
15), SHE—REICHIR L THERA %R, HEATRY ¥ 37 %+ —¥ C TH 5 PKCG(pro-
tein kinase C y-subunit) BIEZF D I At v AL RIZ L 2 H /N RER) L FE 14 1
(SCA14) H3d %, H it/ EEY LFE 15 B (SCALS) 1E A 2 ¥ b — 145 =Y Y RZ%
K(ITPRI) AR T DB RFIZL BH5, —HIZI ALY AEREWHHETLHOD0DH 5,
HATRERZHEZATWERWERE LTIX, B-A~Z bV ¥ (spectrin 8, non-erythro-
cytic 2; SPTBN2) D2 $EZ X 5 F 4/ E B 2L 50E 5 K (SCA5), tau tubulin kinase 2
(TTBK2) DR X 2 H/NMEB) JHE 11 8 (SCALL), BAEAEMES ) 7 5 F ¥ %
JV (potassium voltage-gated channel, Shaw-related subfamily, member 3; KCNC3) D% %
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®16 FREFALURY X EHER \EBKBEDEREREF

RE REREET
S BIETH EEFEE S MM
FRDA | Frataxin FXN 606829
AVED Tocopherol transfer protein, alpha TTPA *600415
ARSACS | Sacsin SACS *604490
EAOH | Aprataxin APTX *606350
IOSCA | Chromosome 10 open reading frame 2 C100RF2 *606075
SCAR1 | Senataxin SETX *608465
SCAR8 | Synaptic nuclear envelope protein 1 SYNET1 *608441
SCAR9 | Chaperone-activity of BC1 complex-like CABC1 *606980
AT Ataxia-telangiectasia mutated gene ATM *607585
ATCAY | Caytaxin ATCAY *608179
FXTAS | Fragile X mental retardation 1 FMR1 *309550

(2 & 2 BB/ NIGEE) e FAE 13 7 (SCAL3), #iHESF Ml K F T & %5 FGFI14 (fibroblast
growth factor 14) D& F\Z X 2 HEE/NMEEICTE 27 B (SCA27) B3 % 6
INLORBTEF—BEZTTHoTH, ZRONKERLIAIC X Y BRREGIZEHM ST
Wb ZEPMTHR, BIETRFEEDBEEEREFEICB VT, 4%, HEZIZVD
DO, VB IR T ON AR (AR, RE A BERZO)ICL2b00 A TL5LET
BIN D T, HARTS Bz 2 F /N ES) JGRE O b % W Retkid +012H %,

2) BRaAELHMRY X EHEE/RHEE)KFRIE (% 16)

T)—=FI7 A4 MEIRMEIZ7 75 F 2 VEBIEFOHELA b IVET 5 (GAA)n
PEREMET LI LIGERT2HEETH L, —HOBFIRNEREME) TNV EDOHEEN
THEAERTH D, WCRTIIHEORBVWRETH 5205, HRATRREZRE SN TR,

HATEHNG & 7 5 WG M /NNGEB) JRiE 1, RiEMEY ¥ 3~ E JUlik
ZJE (VED), Charlevoix-Saguenay JEMHE (ARSACS), HRERMEEIIATEMKT VT I L
iE % £F 9 BEEEE LI (EOAH), # 4R 4B H/NiEB) 2 5E 1 B (spinocere-
bellar ataxia, autosomal recessive 1; SCAR1), &I %5 45k & B 2 3R AE (Louis-Bar i f%
HOSEENRELDDELELTHIFONL, 7Y — FTF A b lBy 2L FE LIS 5 & 6,
A, RERLEIWCID “HUMAEER 12X5b0THb, WTFN L HEREMIERIZE
b0 BHBRTOERNS 125 THGANDEER Y X7 {1 ORRREOREIC X
D, FPHREHRERIIREL L, hUINS, ATCAY #IzT, I by FYTICHEET
% CI00RF2 #1n¥, SYNEI BInFOHMWERZWHAE T HHEENH S, CABCI #&
2T OEFIT X % Qe AR T3 /0B B 23 E 9 B (SCARY) 1% Coenzyme Quo #li 78
WEDPEN 2O T, BWIHBEEORRIC D 25, FFRR2DOL LT, i X Rk EH)
AR (FXTAS) A% FMRI {5 T1251F 5 (CGG)n DEEMEZHHE T2 L TH
b0 LL, EitowsFhopEEd, HAENDSIEBHKRTIEHRE S Tniny,



®17 BEMEEMNREOLUBELTFEER

b RREEF

WS EEFE EETFES MM
SPG1 L1 cell adhesion molecule L1CAM 308840
SPG2 Myelin proteolipid protein PLP1 *300401
SPG3A | Atlastint ATL1 *606439
SPG4 Spastin SPAST *604277
SPG5A | Cytochrome P450, subfamily VIB, polypeptide 1 CYP7B1 +603711
SPGO | eiman sycromo chvomosome regon | NPAT | B4
SPG7 | Spastic paraplegia 7 (pure and complicated autosomal recessive) SPG7 *602783
SPG8 | KIAA0196 gene (Strumpellin) KIAAO196 | *610657
SPG10 | Kinesin family member 5A KIF5A *602821
SPG11 | Spastic paraplegia 11 (autosomal recessive) SPG11 *610844
SPG13 | Heat-shock 60 kD protein 1 (chaperonin) HSPD1 *118190
SPG15 | Zinc finger, FYVE domain containing 26 ZFYVE26 *612012
SPG17 | Berardinelli-Seip congenital lipdystrophy 2 (Seipin) BSCL2 *606158
SPG20 | Spastic paraplegia 20 (Troyer syndrome) SPG20 *607111
SPG21 | Spastic paraplegia 21 (autosomal recessive, Mast syndrome) SPG21 *608181
SPG31 | Receptor accessory protein 1 REEP1 *609139
SPG33 | Zinc finger, FYVE domain-containing 27 ZFYVEZ27 *610243
SPG39 | Patatin-like phospholipase domain-containing 6 PNPLA6 *603197

SLS Aldehyde dehydrogenase 3 family, member A2 ALDH3AZ2 *609523

3) BIGMEEMTRRE

BRRHCHFZBIZTOMHI N TS 19REIZONWT, RITITIRL, wWind il
MWEERIZEDHOTHY, ZROMIIZE Y ERIERDBH I NL, Eohilid, BHA
TREZHTNINTOLVWIREDL WV, A7) ==V ZHM ORI Y, KEREBOHE
WBEBICHLNPIZEINE DD EHFEEINS,

[EEF A5

EEEE R NMEB LEHEDOH T, Y a— % Y724 E— b (short tandem repeat ;
STR) DFREMEZ WK & § 2B, LB LD L. T4bb, JE— ML
FREFEMRPEEREEED LIWAIHET 22 TH D, ) E— MEDE W, BIESE
HEEFAL LR LS EIOEE L b, AT ¥ — MO 2 RIS TE A 0 1 5 i
L, #SHETHEO/NRYEES MO HI R E 2D, WAERD Bz h < kb, REFI
FVEidwg, VY- MIRRESD R WS ICIEREREEE 20, WL TORIEE &
D, HPOMEITDE. T HFRE/NEES A 1 B (SCAL), H /NI B) 25 2 Y
(SCA2), Fiti/MMEEYJFNE 6 B (SCA6), FFHE/NINES)JHAE 17 B (SCA17)IZB W T
&, IEF L SNBEN L ERSEOBER T, V- MUOBERPEELTBY, —
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HICEREOD L Z LT HRERPLETH L (F14). SHITSCA6IZBWTIE, IEW
FHEFIZBWTHEREN LR A X7 ) VOREHEEGRTIE, BKTLZ LD 5,
COTENS, BIEATVEY) YTIZBWT T 54T ¥V b OEETMERREE DS BE RS T
B AHYEFMERAISHSLEE b, ) ¥ — MU RS OBEEEE TRLET
HHOT, MBLTVLPLTF LI TRYFZEBEFOVE-MIPRRLZILBHTE
Vo —fIZ, KPS FEDNRBBETFABEESINDILEGIIT) E— VMR LRT

{, HIRLEEIPOEH LD LN DD, CNIIRIEERHR LTINS, #RELT
[l — KRN TRIIHER DR o 7 BEZIRET 50T, FH—HRELITEZ VI
IR R AL ED DD, COHRIEITY X F - Va7l R - B4
BRERIETRDO LD Z e B\v, —T, FHU/MNES)JERIE 8 A1 (SCA8) 1 (CTG)n 2%
MELTORBWOIOD 5 Z L IHEED 5.

WA DA - B - KK ERWH &5 2 FRUVNNETEREIC B W TEERA 0@,
WG~ OE, REFTUEW RIS X7 BICB T 25 THREOENE LICL D, 20
TR 3 2 % gt OB R B/ B B 2R AR & U I, 35 BN Bh G AR 14 &Y
(SCA14) & FR/NEBY JCHAE 15 1 (SCALS) A3 % o FERIEM R MATIE R IL, F—Z %
ThoTHRRNTIEDS DD, SOHIH—BIZTDEL - 7T OEFIC X ) BRG IS
i S Do RO L8 Gt AR5 P T /) I8 38 )y B RP s A PR e BRI & 34§
%o Thbbt, H—@#ETREICBVTE, BWERRERRITLYZEETOLERITMZ
T - AR THBEi SN TWE 2 L EBTH 5,

[BIEFEREEETFZH]
BREFREIHHL TV EREADOYFEEMETFEERIIOVTIIR 417 I LOTRL
726
COWT, Ya—bFyFAYE=F(STR) OERFEMELIHN & 5 2 HHM/NES) L
FAE 1 B (SCALD), HRb/MMEEYLIRAE 2 B (SCA2), ¥ ¥ F - Y at7HMID),
B - BBV A R ZEHE (DRPLA), A #/NIGE B L3 AE 6 1 (SCA6), FHl/Mp
B RFRRE 7 B (SCAT), /NI B 2 5 e 8 U (SCAS), i Hill /1N i 28 1) 2 i 17 7
(SCAL7) % L OB BB ORI TZWE ) ¥ — bOREMBE 5HT 52 & ThHibh b,
NS OEBOBIETZMICB L, UTFO4HEIHCEREZIL) LESD S,
()Y E— MDD WRICEREBENDEELS 2 5,
(2)HF BN JHHAE 8 B (SCAR) ICIZ (CTG) n 2R LTV THRBIED Z %D
%o
(3) FH/NEEB) JHE 1 B (SCAD), FH/NMEEE) JFHIE 2 B (SCA2), HFli/MpE
B LHE 6 B (SCA6) TidY ¥ — P RDMRALED D 7 & 38 & RIEHEDHE R X
L3 L HYIHETIZ R\,
()FIEFET IV IVOHEY A XD b DOAME L THIRT % H 42282 (de novo mu-
tation) 2 % o
KIBEDSAT, BREDSIGEEF /NN & U CQEIEmBIpICR LT, BIZTF2



Wi 2 R O B TIT ) B8, R e L GEEEER/NNENETH 5 2 2T 5
ZELHMTHEVOTHERET LI ENULETH S,

—7, YHEETONRNERIC L 2EBOBETZHTIR, HWRE 2 2EETERD
ALY T ) DB TFHEBOEHSEERIEDL (3 — 7 TV A TITbNI b 2 e 0%
Vo PMIENAEREZROLVEAIZIE, FEMICEBHHEECEL RN LBE WV, #
WOMBWEDOH D 2 LEWREICTOHML TBL I LWUETH 5,

C. BBER#HREZICHE 2 ECTFLHOESR, FRAM

BTN EERE BV T UHBE T OERLER L OBBRIHELL TS50
IZDWTIE, HRIBRIOME L RIBHINTE L Z L WEETBHOERTH S, SHIC
ST NRETIE CTH > TD, FWRERHAE <, TR B D I B2 e
&L TIRIEIMN 23561213, EEEERNNENE L OBNEET L8 H b, T2
B EMENRERE & STV AEFAOTICIIERIBETH 5 2 &2 SbMfstREE LT
RREIN TR VDD, —F, WHROAESTEFH/NRETEIE I BV TIREICRKIRE
MERONDL LIRS, by, BRAY ORISR /MR E MRS DI S Y&
2, BEETZHOBERIIFVES 2 2. LL, BRSBHICE W CROIEERERICIE
DWTHMBW O R Z MG T2 2 LI ETH L, Thbh, RS IGE % &
AL7281, L RIS 7 2 RIRRE, &% B 2 - BAREIRRER, WRZWEOH
MR Z BT 22 L TH Do MIROFIEL T 2 BRERIIEETH 5725, BAEH
O J/ANIFEE S % ET 5, HRERIC X 2R HITRAGCIITikTd 2, Lid
Wz, B ORRBR, NEMYEEB) R E ML L2ERRIES T, B R IR RS
ZBIEFBWIC L 5 S 2B VA LS Vo ISR R R0 e ta R 25 P B0 i/ N
SR ITE T ERRIE RO A SIREIZ I 2 O RXHEETH 2 DT, BETHHOER
e BT B % W 2 HEEBWIO 720 OMBIBWIREIC L Lo, R E BRI
BIEDPT 2 EDRYTH B,

D. BIZFREOBEICEERT 5 ETORS > b

e By AR IR B /DI S ) 2 ARE R AR PR P BRI LS 35 T, S8 o0 IR R S T 1
BOREHEDOBM IO %D, RIGEMALD WV BIEITIE T OHITRAHE DOV B T RENE
LRRL TS, BRREHICH & O CHEEB WS, BEFBMICIVEEINTY, @iz
FRPIRDUIAT SZALIZ e L L, BIE TN X D HEERBMT L7z & v ) iEFETEDS 72
S5 LEMAHEBHRICB VT T HCRE SN L NE TH b BMIZTHWTIPIE OF
BEHTH Y, MEITNEIIDOTERV Mizehle LT, HEFIEG OW Gt BT
ANEBY I IC B VT, MBORGTPEED L RBRBIETH 256055, 20
&, BROMEBWNIIBORBIERBINIERT 2 O THEELZET %,

WHOAS TR NMNEMIEIC B W T, BE 2 X 230 e, mRORKNE
DL bl L 2B L THEL, MBRFCERZAT L LIRS, Reo72LRICK
LEENTOHEERICEDIIFOM TR,
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E. &M
DT, BBICBCTEBTLZRENLRFHIIOWT, A FIA4 v 22F 5L
[A02, A09, A12],

(1) RIFBORFTHFER L TV DHE12E, B ZREBE IO ZEESEEN S, 5
B VNIRIROBR L IRV VEE DO TH b,

(2) BIEIEMOEH L BIR O ME
KIERMAFED»EEOBBIZTF AR REAY W ERET NGB H L. ZO%HE
DOMIBIPRE DKL ZFEE T2 ENLT LV, AEOFEICLIDST,
BRI RELEGL DD, ARFHRMEEFNREICHT 254 FI 14V ]@ERE
FHE 10 FR) M2 BE L LD, HE, BEH, REFICBWTIE, SEERS
PN OB fEk % Z R L CRRIZER, 2k shTws,

(3) Z&iTiTs W
BEOHRR TR BENZH 2 HET 25605 5. BAMIZIL, age at risk D
WADPHLST BYas, BEVTFESOMERZHLT 2HENH 5. REEDIHE
R 3 iE O kO HHEEOMRE, EE~NOEEELZEL T, LARMIC
TN DERETHRV, MADPRIEMZH 2 HET 2HEI121E, TOFRE 51
ZE L7 LT, BREEEMEZHNTT S,

(4 ) AT B W
BIRET B NNEAE DS CIZMARIEETH L DT, RGh 1L b 2 ETERICE
WTRFRETH 255G DM ThR e TR LT 560, WARZENIE
DRIFRTZWOME L EAETH2METH b, T72, HATE—HONEMOER %
BB R EI 2 HAERTZITNIEED SN TWw 5785, B0 @EEEREOH
AR EHI & L TR SR TWw R,

u 7 # %% prion disease

(#18]

TUF R, 20 FYtRER (20pter-pl2) I E 35 PRNP iz i2a— F&h
H57VF Y (prion) DI Y7 4 — A= a YEALD, WA - HREOFEELRTEELON
5, HEATVE O R IRINE (spongiform encephalopathy) D#FRT, W%k - RO R 581
OBV EFINDJREMEOFEANL, MEEO 7 a4 Y 7 2 ¥ 2 7% (Creutzfeldt-
Jakob disease ; C]JD) T 528, FIEWHF - WL D KEL 32258 E N5,

(1) IMETY * V9%

a4 Y7 x)Vh ¥ a74%i(sCID)

NA T N4 v (Heidenhain) %
BERFB 7 04 Y 7 2V b - XY 3T
FEPEABREA L



ERER

(2)PRNP OZERAZ & B8t 7 ) + V9%
KWy T ALY 7V k- ¥ 37 (C]D)
e X NVAITY Y -TYabufAF— T v 4 vH—5 (Gerstmann-Straussler-

Scheinker disease ; GSS, GSD)
o FIEHER A IRAE (fatal familial insomnia ; FFI)
[ MIM#600072 |

(3)av 74+ —A=2a vEALDH 2 7))+ VL BERIET Y 4 VK

cRIFEMEZ T A Y 7 2V b - X T T  FERBR ARV E o, FEAREERE, IR R R A
Pl g

e 7 — )b — (kuru)
Za—FZTITBT B EEFLEY AR EE

e WMy A7)V b - Y37 (VCID)
% ¥ A IRIBE (bovine spongiform encephalopathy ; BSE, #1129  “JE49%")
B S OG- (5

BRI B 5V IZEIE T W - B FRTE WO B SEHTRERE LTUT
D3 HEPBETHNS,

(7N I DS b, BEEEODDRERDOR 15% 215D 5,

(2)#EEED L OOHIZIE, REEREOERBEMHORK 40%) 1230051,
—RIFEEO 74y T2V b - XY IATREZZONLN S, AEEREOERIC
XBRFEEZ7 QALY T2V - XY ATHTHEZ DD 5,

(3)PRNP OZRIZIE, BTV A VHOBERELLBDEE) THRWEIE DD
W, BBEIHLTT ) & VD RHREL BT %% (modifier : B4 K1) 25H 5
nTws,

HEZHRIIBWT, 7Y Vil BOHELY AT 572012, PRNP #fn T O it
ETBENBEB SN2V oTdo LHENSND, Zo%E, BHNT LR
SROHBDMBEOY G L, BEVET ) 4 VRO IKNE R % &b 70 BB TR GBI T2 W)
DEE L TIE, BMHEROFOBEREGVIRELSERRL I L2 THICERL T, BIETH
Wi - BIZTF W2 D L LEDDH ), BE R LAGHEE - RIE~OFF OB - Ao >~
) U7 RBYNAT) TEAHETH D, REOHEGITE, MEET) Ve —RE 2
SRTYH, HAHRT, #EMDOT) I VHROBRRERNFEE SN,

€326
1) MEETVAK/(UOC4Y 7 IV b - ¥ATIR ; Creutzfeldt-Jakob disease)
EAFITIADI00 AT AT, Mg v,
WHAELTIE, FENEAE N 3 50-60 AR b B v MIFERERIE, FCEAS), Bl R
71, HW O, AMEZEAL, BETE, NR%EORMIEIRD?Z W, BT, HITH%%
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B HD, BENDA W, FOLDLZLRLEZRD L, ZORMI 1-$h Ak, 2ok
AR E (HiR) 2 M EST T 5 L L DI, HERERLETEOMD, DMNKHRAHER, K
FEVHFBIN 2 I 4 7 0 — X AHD %o JEBN & o T, DRSHZ EAHILOWE GEH)
R R, WO RSO BRIEIERDH RIS TS 2 L (M FUNL VIR D 5,

FEEITH ITEITYET, IR IR 2 BRI S O IR S RAVEIRRE L 72 50 K
XIAZU—-XRIIHEZ A EDEL Ve BIENPHILLCFTL66128 WHTH %,

AR AT RAL, MR LSS, BRI R 2 2R 13 v, Bl o 14-3-3 ¥ V87 8
WNES Ty VNI, HDHVITHREMERNREME T J — ¥ (neuron specific enolase ;
NSE) Fifii & IR % 6

B ix, NI RN 2B RE 2 BT HA0RTH LA, IF270—-XZ2A0MBT 5
IHMBLIRINERMILT, BHE LORCHEP2 S, JEIIIHE D &3 5 R
(periodic synchronous discharge ; PSD) 2SI %5, #4179 5120, EEHEHEIORE WK
FE 2D, PSD XA 2 HL L, KA L, BIBHOBREOAL D, 20
PSD @ H T 5 I3 B R IE 38 U (giant sensory evoked response) 2SHE$ %6

CT 2% v ¥, MRITi&, MWAPNIEZEMGIE %0 IR MRT T, R, BUR,
KB E R RETVRAROND, #T LT O BEICEMHEIMBIL TL 5,

TNV 129D B EERT LR TV F V7 X2 BOMAEDERP S, AR
D HESLOHRE, BB REFREIRO H Lo BB LA, FRAERO HU DR R 2 DR
I I M5 & TR T REBI S F MAAET %o

2) BTV AR
a) FiEM O4 Y 7 )b b - ¥ 3 7% (familial Creutzfeldt-Jakob disease)

BB E R OAEEETH 5,

FEASER IS B OMFEE 7 a4 Y 7 20 b - Y THEP TS5, IZIEIEmARY
BREBIS @ %0 7)) A VBIRTFITH A DBERPHRCEZS N, TRAFEREEZ LR TV,
b) WX b2 -2 bOAXT -3 v 142 H—4& (Gerstmann-Straussler-

Scheinker disease)

BIEERTEREREEETH S,

BYED/NIEIR & BB E (R 22 LI 70 —X A% K< FIAEX 20-60 LT,
FEIHRO THiCdp B0 /NI F 72 13 FRAIRREE (k) THAE L, BEETHEORBT, 1-
10 SETHIC W72 %, BUERMKEOEKGZ 2T 256D H 0, BEEFH/REEE,
BARTERCE S R O E R & L THEETH S,

TIVF T VRTEDPOHERENSLT IO FRE(F7 — IV —3) 2R EENRE TH 5,
JidiAEL A D AR X D AZIEATBETH B

TG VBIETICH A DBERPBNVEZSN, INMIHRNTHEEEZ LN TN 5,

c) BOEMREMARREE (fatal familial insomnia ; FFI)
RIS H GO AEEEETDH 5,
PINIAIR LA 2 O HARER EAR.OE 2 ), TOBPMEERRL I 4 70— X A8




b o> T, 1ERETRET %,
PRNP BIZF® c532G>A (p.Aspl78Asn) ZR G IS N TW5S,

%B, ZO3IOOFMIIETRIEL VL) REMNDHFATLZE, RULERD LV
FILRKRTH > THEINC L VIERPBBR LR L EHNHLEITEBENLETH S,

3) BEMTUAF R
a) EEM OV 7 b - ¥YOTRK

HARIZBT 2L, 128 ACHBEBRMBEOIEN TH Do HEFIEOMEND D 5. il
WaIMFEEZ a4y 7 20 b - Y a7 EFEROREIR, #8, WHEZETb0L, KR
HEAT L, Bk R R (PSD) 2 @2 vy, FEMBI R ER & A3 o BH
&, #30% %5
b) ZE# 04 Y7z b - YITR

1996 4F, A F) A XD Sz, v VilERNER B2 S BG L, Bl L
72TV F UIRTH Do HEBNE L, BIFIETL, Wik CEBMER MR E (PSD) % %
B3, MRI-T2WILIZT, #HRMICEZRELZRD 5,

[ARVEBNHIE - 2 Dftb)
o NI L JEA G O B BRI R HE O G L LT oM R ) 123
L, BHEBEORNHIDONGIRETH 5,
ot —A TR EATHEE N E R B RATIE S & U TR Y A )V R REGGR AR
BB, 7V IR OEFENE Y A OV R JEGSE B % EAEZEEE) [C16112 X D, 2000
FECPR124) KW &EZ 10 70y 212500 C, 784 72 b - Y3 TRHHF—
47 Y ATHE TR TV,
o HENMA : Y a 7Y R—bA vy T —2  http//www.cjd-net.jp/
82 Bl 5% T508-0041 I BRI i I T AMT 4-2-28
TEL/FAX 0573-62-4970
gY@ TEL 011-813-7049
WHA TEL 03-5391-2100
F # TEL 0573-62-4970
WHA TEL 0748-72-1478
A —)V ; cs—net@takenet.or.jp
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B. EzFRVEEGTE

CEEF] | v 176640
BIZFECS © PRNP
EIzFH& :  Prion protein
RIS : CD230, PRP
FEIREE ©  20pter-pl12
B=TFEH © Prion protein

(&R 4]
IMFEVE R OHERED T ) F VIHIBWTIE, W& % b PRNP BIn 2R IIHED LV,
72721, PRNPBIZF3I K129 % EDOLAN X ) B BRGMEMBHI S N5,
BIZET) F o, BEEERIEREAEEER T, RESIL PRNP #@is1
BRIZE > THE B,

[EEFEER (REZERVSE) L EGFLHI]

T F VT (PRNP)X, 2200127V X0 %55, FMREBIZIXTZs V2
CEIEND, AR ¥ (open reading frame ; ORF) 12 253 7 3 JERFRILT, 2 K 51 »
591121k, I F¥51-59DF ) RTFF, TIHL 4ABOF 7 ¥ XRT7F Kbk bt
5 M D) & LRSI AEAET %o

BIAFERELTE, BYELBISORE - AR O —F IR ER WL S h
TWbo FABEMMTZERLE LTE, BEET) 4 VIROBRNERE LT, #0ELE
SOWMALER, —HEBEROI L, FUrbe Uy ABREI ALV AEREBAION, 30
FEDOERDPBIZNET ) & VHOWHE R ZERE LTHEIN TS, I Ak AZERIC
&, BEEET ) A VIOREE E % 5 WERPEEH O TwS, Z2]D ) b, c
385A>G(p. Metl29Va) Z D X 912, 7V & Y IROBHIKR T 5 IR BRI B
THLDORHMENT VS, lx DERIZOVWTOFEMIZOWTIE, [D09, C02, CO7,
DIl DBEZELER T — 5 N— AR VEHFEFEREDNSHE L %D, LTIL, AE RN
POBEREFFTE L,

1) BTV ROBERER

(L)FFAZR 3 F ¥ 51-91 OFMLICE 7 & T F K (24 3555) O Y 3& LESIA 3 ]
UEHASINTWS, HARTIE, 4M(963EHR), 61 (144 35%), 7 (168 ) D
bOVWEINT WD BRIGIZRIEDSD 0, HEET VYA < —6, SR
BIGRAGE (iR) L OEANZET 5 dH 5. WHHOMERRTH 525, 8u(198
WHEVEABNZ, FVAPSY Y2 bbaALARAT— - x4 VI —I{HROHEN TV F
> b ~9% 1 # (Huntington disease-like 1; HDL1) DKZATH 5,

(2)c306C>T (p.Prol02Leu) : ¥ NVWA IR Y + Y2 bOAARAT— - x4 VT —HD
R RE L TRMICEHESINIERTH L, KBS VA M~y - Tabaf R
T— XA V=T EET b,
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(3)c532G>A (p.Aspl78Asn) : K7 a4 Y7 2V b - X 3 790 F 72 3SR %
PERIRAEDIFHRERTH B, M—T7 LD F 12925 Val DHERIH %, Met
DYEBRBEET o

(4)c538G>A (p.Vall80lle) : FEREFEAE T, HERMRR LM T, THIX 2-6 Fo B
E (IR B 5 VIIAR 2 & OREMAEIR F 72138 B JF THAE L, Ik R I [ 4
PERBUE (PSD) 2 20 R\ 2 E D%\, c. 385A>G(p. Metl29Val) £ HIZ T, /3—F
VI VEREET 5,

(5)c598G>A (p.Glu200Lys) : KMz a4 Y 7 )V b - Y I TIHOFRER L LT,
HRGIIRDFEIFH L, HRZBW T Z w, IER o4y 7o - Y a7
L R RIIEPL T 5,

2) TVAROBEHE /- (3 EZ SR

(1)c.385A>G(pMetl29Val) ZHl : §XTHOT Y F VIRISHET L, MFE®EI7 (v
Tz b - X IATRRTIE, pMetl29 FREHEAMRTITH MBI F 23R 2 29 5,
AT OHFEARTIE, WM F X7 IO FREZMNED R BIR) GEEZEHZ 2 L
PSD #2322 04 % ) 22T %, pl29Val REFEAKIET I 04 FHEEED
WG %2 BT 5, BIZEET Y F UHICBWTD, p.Aspl78Asn ZRIZBIT S &
IBHIHT L o TWdo BIFERGHET ) 4 R LTS, ZRM 7 a( Y
Tz Vb - XITIHICE LT, 12ITEFID p.Metl29 FEHEAAKRT, pl29Val iZF
HGIZENTnE LEEZLNTW S,

(2)c655A>G (p.Glu219Lys) 1 : HARAIZBWT, p219Lys 7 LIV ASEIETHHE &
LC# 6% fFFET %o p219Lys 7 L ViZ, PrPC » 5 PrP* oz % Hf 9 % v
REMEAVRIE SN T Wb, M7 a4 Y 72 b - YIATIHTIDLAEITDONTA
T HREEROEMTHME SN TRV,

C. BERMEZICHTIETCFLMOER, FHM

1) MEETYF K

M7 T4 Y72V b - Y2 THTIE, PRNP BIETORKNERIIEAEL 2o
BEET) VL OENZHE L TOBERID L, $72, BEEET ) VD 40%
DIEBNE, NEBRBEBOLERIZLDZDDT, REBEPLTLIWASLLTRL, —RIFEME
EEZEZLNB7UALY 72V - Y IATER ORI, #EET)F VRO EENTS
D, %9 LIIEBIOMEZIIIZIIEMNTH 5,

IRV 129 2 EOLRN, FENBRICE L TIX, EHENEREIRL, TOEKRTIIRR
B A5, FIHB-2)-(1)NZHBR72 X HIZ, HE - WEOBHKET L Z2->TBY, Mk
DBYRPT — A 5V AZBWTHHT, —EDERVD 5,

2) EfzT)F R

FWIEED LT, BHEIIKRE V. KERMICIES RSN, WEMEEZ R 5B ERNH
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WS hAUR, MEEZBWDEON L. BETR - KR (HARWRE) AR, §%bbEar
BRIZE o ThHREHRIEL L OIS D % DT, HEOKER HAEMEZFHY] T 5 1
THERDVD Do AEERBEOEREDEEET ) A VIO 40% 2o s 2 Lk, EEZ
B9 bo

3) EHMETVF R
EEZHO LTiE, BHRIIEV. 2 N2 129 2 OSSR OMIL, KoMz &
Y=L T ARMEL, —EOEZREAET b,

ZHOBEICEERT D LTORS > b
Tk VBT OBIETHW - BIA TR T 5 ETI,
(1)ERETY + YRoBWier BE 3556
(2)IFMET Y & VI OERHEOBHIR T, T 721 3ERET ) A+ VRIS B T 5 &t
BRE LTIV I V#BETEMERET 5
DR HAED T A WMEICHERE L TIT) SEPLETH L, SHITERTREMELT
X, 4, MEETVFUREEZT, LRQOHMT, TV F VERTFERRLES
5, WEEOERPRAEZEINDIGEND VRLIETH LD, BIZET Y A VIHD 40%
DIEBNE, RERRBEBOERIZLVREBEPHLA TRV LN H D, Thbb, KRS
BOFBERORIZT, MEET VA HEDOBMIILT LI TE RV, MFEEEEZ LR
BREBNCR LC, BERT & % 2 L RURE L CTRIT AT 9 DAL, 770 F Vs 1% AT
FTAHEHAIE, FRCEEET ) A VIROBKO TEPEICH LI L xRt LT, &
BV IRES - RIENOHMOFEM LI T v ) V72 fTwv, f ¥ 7+—AF -2
YRV RBLIEDVHETH D BEWET Y I VIRORKZE R E S N2HEIE,
MAFRZ KT BHBEA T o) v 7% o7 ru—7y 7HHlZ HELTHBEL T
SEDRD S,

BEMET ) VIR OIRRERICHL T, 4 DERIZOVTORERDIEMHELRT— 5
i3, LT,

BHEIRT & % 22TE, HWRTEIEWI & 2R BRI 208N H L, T2, A
ERFEE V) T EITOWT O BE, —8en) 5 BB 1 & 2R L 2w
) IHEBEPLEND 5,



s |2 = HEEPEHELOOSIEE

n WEZBBL BRI E G > TS LEREHIERS

MFEROBIZMERE O R T, BRI - 72, HRBEETAHL IR -7
BTN, BEL S R0DBHEAIATE TV, —fIIZ, Zh s OREIERDHE
119 % LI X DU I BEM I 2 255803 5 720, R OB Wi e & G R HGATE
YTh b,
BAZVER B OGR I LB T IS RARIIER E B 2 SN 7225, BBV
BRBOBRBIBNT, BEOBKRICEAZINZSDIER V., —FT, BETFHBECLDL
BWIREEE LC, BAROWRERLNH OIS UGB S I, BROA HTESE
SN TE TS, BERMIC, HIRASLEYHIEIC L0 FRET B2 H UG HR 0 k2 5
WICENTE 72, M, HEBICE ) BEREMFTHE (enzyme replacement therapy ; ERT) X°
BAEFHRDOEREDH S 2% > 72,
EHROEERNAHED L L TV A REDS (I, BRUMAHEFEIETH Y, @EHEII
WREORFHEFIHT LI EICL o TEMT 5, BREMAREOME L 2B EETIE, S
SICEEFN LWL LEL b, BIEFLNVOBKPSTREEROLA L, RRED
Wi R FIERT WIS AMT R 5720, BIZFZWOREEMIIRE V. BIZ BN, #BEh Y v
) 7 S RERERERERERAT 5,
—fam e LT, WEHERVUIIE TR YE, BREAZRIC L VDT Z & 25hE &
%ho WHMMENRE T, FBIEMN>SHEBREHBL, PR ZT TR, BET
RATZ B REMED D 5o WROARSERBTIE, Fl LB aik) 12 LT, FHNCHES
FIEFZITR %0 X HBIPBTIE, FUREZ IS L THIBT 2720 Tia%RL, B8
Rtk % & ORI E R LHEFFEHE OIS % D TWIT 5,
HHR R R EEMER BRI W T, — RIS, FHUNCHEEZI L, BHRERGT L2 L8
HAREEZOND, BICHEEIT-o T EEREE) DAL ST, FZOREK - FRHND
EENRHEIIH L TH#Y T 7u—F2ZETI2LENH L, LTOREZTIEE 2
T, BECGEME) RUZFORBEIZEEN T V) Y F RGO TERETILEND 5,
(LRI - RRANOBEFENGEZHEL, FHNEET 077 A 2EAL, HRIZES
BEEZRAKREZTELIEPHBEEZOND, #zhT vy 7 EATL
T, BIZTZEZ 3305 NIIHET RN RE ORENE S Rz, BEhY Y
) YRR OFRESEETH S,

(2)vonb, YO L) RiGHRE BT NEPEANICHHE T 5 LE3H 5.
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(3)BIITHT BB, BEDT Fe 7 J >~ X (adherence) Z ML % 720388 72
B E DT VLETH 5,
(4) FHIZH - SIENTZ M OBROARE, #REMOBEOMIBEIG LT, LHEY K-
N&4T S HT, WS 7 RUREN T T R— 24T LEND S,
PEHMOMBNFIEMED AL 5, HERE 2 BREREME, &Y X
T —, FEM, BROHELZEEEFIEEZ I, SEMBET Yo —F 2179 2 &8
FEETH b
BAE, BREOHTL LTV AEREDOW L DNV T TICHHT 5.

1) Z4YVJ— LK

T A VY = LIRIERREIL) ¥ N ERRLBAHEFMIL R ED T A vV — ABR O E TR
Wid 22 EDNTED, W OPOERBIIBWTIE, BEMAHEICL > TUEREZWETE
I EARENTEY, @In T EME2 OV TEK LRI EREL LTRAS N
TWwa, Wind, BN LREIREHZT). & o3 BRAITH 5720, IgE HilkoE
HIZED LS TF T4 FF Y — LG ER R RIPUAD A I > TR SIS T 5 1)
HEVED D D) G IEERESLETH 50 WIESILDORFBIIISE T, A7a4 M, Hr R
Y IV RBSURESCHARER 2 EoR G2 0HT 505 7T FLF) YR 4 ik
W2 2003 5 5o WERERBRANEIL S NBIEREHARESTELZDOEE, 77 7Y
W, T—T xiE, MEER LA, AaSREEGE TR, A ISHERE DR, 2 % VIZY
Thbo WTNOEHHKIERD? SEBEEE-> T, BEBWICL > TEWZHETE %, iz

ZWHILT LD —BMICIE e > T v, BRGNS X 2 RREOZHNIMHETIE%
W,

7 7 7 V9% (Fabry disease ; ICD-10 2 — F E75.2; MIM#301500) 1 a=-#"5 7 b ¥ ¥ —
¥ (a-galactosidase) KIBT, #EfnT GLA 1Z Xq21.3-q22 I/ ET 5. X L MEEEE
ENDBH, BHDBRIET S D% L, WHRRE L BEFONIEE T L2LENH L. B
WHFRE L T BB ICZOR R L2 D7 KRN ERIEE L % 0 132 LE~OxtL % %
B 5 (T — MW, XSS ER LRSI NE2S, KWHREE ORI TIE %R
{, WIS BETIE RV, TWRER T BEERE L IR L CREDBIICH ) .

I — ¥ x %% (Gaucher disease ; ICD-10 2 — F E75.2 ; MIM#230800, #230900, #231000,
#231005, #608013) ix B-7" )V 2 ¥ ¥ — ¥ (B-glucosidase) RIET, #EinT GBA & 1¢22 1
fifl L, BRERIIEROASEEZTH L, BEATIEE, FPIEZ ST AEDTH
Z0%, HARHRERIT T 2 UENREIH TV HIFTERVE SNTB Y SHROBGETH
EThb, BHEFMKE LT, I3 WEH X OB O (http//www32.0cn.ne.jp/ mega-
pon/) 3 %,

HE R 1 (3R > 9% ;. Pompe disease ; ICD-10 2 — F E74.0 ; MIM#232300) (3 F:1: a-
14-7")v a3 ¥ —+ (acid a-14-glucosidase) R T, BIET GAA 1T 17q25.2-q25.3 IZHLE
L, BEENIEROESERIZTH D, OALE G0 LEE 2)E 2 72 & 5 28R DAY
(2, EERLCNE - AR 2B D, AR LD BER I Y A a7 4 —HPO%EIR%E



B35 DD D HAM, BMEZEN, BIZTFHREZHAGDE TR ZHET S
VBN Do FIINCHEEMTHBELZITHIIEE, TURE - RS OB 55 <2 W0 475 1 0 B A [l 15
W2 X B INGEE O RKORMED B 03B BEFRMAHEIIINE) T =2 a Y EHTZ 2 LA
I OMRERBICEECTH L, R NE) F—2a YOIEETH L, BENKELT, K
¥ ~RIF D% (http://pompe.moo.jp/) B3 5 o

DL R [ Bl (ON— T —/¥ ¥ £ THEMEHE 5 Hurler/Scheie syndrome ; ICD-10 2 —
K E76.0 ; MIM#607014, #607015) I& a-.-4 A &0 = ¥ — ¥ (a-L-iduronidase) KI5 T, HEfzn
T IDUA 13 4pl63 IZHiE L, ERERNTHROELEEETH L. FHRER(T—I4
V), E R, FME, RSeES)sEE R, B, ORE, ABEREEE TS, A3
SHEE T/ (N > & —JEf= B 5 Hunter syndrome ; ICD-10 2 — K E76.1 ; MIM + 309900)
DITIZFAROIEIRZES, ARREHIEE ST, X EHSEBRET, BUEOADRETH %,
Xq27.3-q28 I i fE$ 5 BIEF IDS DERIZE 54 X0 v 2-9 )V 7 7 ¥ — ¥ (iduronate
2-sulfatase) R TH 5, HAILHFE VIR (w0 b — - T I —J4 ; Maroteaux-Lamy dis-
ease ; ICD-10 2 — K E76.2; MIM#253200) %, 5pll-ql3 (/& $ % & f5T ARSB DZEH
&5 7Y NIV T 7 ¥ —¥ B(arylsulfatase B) R¥IETH 5, BHEBMAKRE LT, HALO
ZHE Bl 4 (http://www.mps—japan.org/) 23 5,

BEMATRIIRETH 575, BERBRIELE 2-oTBY, SHICHDAMESIIHL
TR NI E R BIHEBIZEFEIC L D, AR/NR SRR BRI R cCH O AH
BRIEE ZT 5N 5,

2) EfMIAHERE

v 4 )V 9% (Wilson disease ; ICD-10 2 — K E83.0; MIM#277900) i%, 13ql14.3-q21.1
\AZIE S B85 ATP7B OERIC X 28k ATP 7T—E¥ BRIYRTF FORET 721
BEIZE o TBE D HROAELMIRERBTH 5, FBEMEL, HARTEEEANDY
DT, 35000 A2 1 AL EHHETH %0 BRRAEIRR MRI O KN HEEA% 7 & 0 B8 LI
XD B, IR - R, MR T ST R I UL E ORI R S 2 2 i
LB EIT) o TEMRR A A Y — « 75 14 ¥ ¥ —Hii (Kayser-Fleischer ring) DAE7E b W
WERZZENDH D, ATP7B EInTERIZE Z2BIETZBIIL XL TDH 80% & LW
Wi ETE %, —WICEBWAENSL Z L0 ) METH D, FHIBHHE, FL— b
BER=Y T3y, RN 25 2) R (FERRIEERAKFIY) o NIk 2 50112179 2
LI DIEROWE L READTERTH D, WTNHRBEIETH B0 H#ITLER 2 &
TRITEBBMLITONE DY, ARITH L. NEEMER BRI EHEN IR T
BB MNEEH S v R TR A S R B Er#EH S hTwd), 74
V) IR R D% (http//www.jawdorg/) TRESIZEOIRBH L E IR ThbhTw 5,

a7 I AI VBIES(CP)ORFEIZL DLV T T A I VIfE (ICD-10 2 — F
E83.0 ; MIM#604290) R il#iik ATP 7—¥ a R XRTF F(ATP7A) BIaTHREIZL B A
v r 29 (Menkes disease ; ICD-10 = — F E83.0 ; MIM#309400) 7 & b {6 L O MET A3 7%
INTwa,
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3) 7I/BABERE RIJEVAIIUKRBEERE, H77 b—ME(D0S Di4]

R OHIREFRE R S L 2R TE 2 e RERBRFEL LT, FElE<X
A 1) — =~ 7 (newborn mass screening) DX R & 7 > TV B EEMET I 7 BB R
FEDSH Y, TV N VIRIE, A—=T7 VI 7 (WEE)RIE, RE Y AT VIRREDH A
Vo= (MA, Hin 5 HICRERZEMIC L) 8], Tz EKIcEkirAriTEzdTITh
ND)ICEDAZ ) ==V TREONG L o T, FERIC, BEEEEAHRETOF S
7 P = AMIED VAR ) —= Y TREONRERE L o T, FikR~AAS 1) —=
YITORMGHRBTHo T, BRBIEDDHVRAEEZD, 2FEHTHINT 2LEN D5,
a) FEERT7 I /BAHCEEL -KHERE

7 = =)V b Y JRIE (phenylketonuria ; PKU ; ICD-10 2 — F E70.0 ; MIM#261600) (&%
Befo (KGR IEER 2 E D, 7=V 7 9 = v KE{LEZF (phenylalanine hydroxylase) K
HICX Wil X 2, BT PAH X, 12q22-q242 \2HiB T 5o HAERHNZIER 72228, HER
LA DL RS P R ) 76 2 2 0, IR, SR &COE LTI 50 WIS E Wi E L,
7=V T 7= UHIRAEZRAT 2L, T PR RREIRGE SRR TH 5 AL, A
b3 2 LEL D 5,

BT =V b URER, BB 7 oV P URESIZRELRY, FhIeFoE S
77V ¥ (tetrahydrobiopterin ; BH,) & EIC L 5 BH OKIBIZL ), 7=V T 75
ZVIMER 727, WHAARSEHRE L LTS ESELREND L, wInd, FUZH
%, R R-BH, O &K TH 53EEY 70 75 ~ (sapropterin hydrochloride) % %
5522 L CTHEREEZENETDH S, T2 BLOGEBEEICLS LW T 2= Vr F VIR
JECH->TD, 1/3DEFT, B G TIE 7 2= V7 5= UMK T T 5, BH, Bk
BTG A4, BHJEEICE D, 72207 5= VHIRAFREZBRTE 20
HEVED D 5 6

WY REE B 2 & H)9% (ICD-10 = — ¥ G24.1 ; MIM#128230) i GTP ¥ 2
Tt N5 —+¥ I(GTP cyclohydrolase I) ®D#EfEFREIZL > TBH, DT 22T 525, K
HLZW2ORH 72 =VT7 7= VMERELT, LR P RONRGRPEEE Sh b, @
&Y GCHI &, 14q22.1-q222 I BT %,

b) RT3/ BAHESE

A =7V uay 7 (WHE) RAE (maple syrup urine disease ; MSUD;ICD-10 2 — F
E71.0; MIM#248600) 1& % Je kB M B2 L D, 7 MEIERHL, 4% 1LHEDANIC
iSRRG, PEIR, BAREE A, EEERT, gt#lar MRV POy —X
#41K (branched-chain a-keto acid dehydrogenase complex ; BCKD) D% 7 2= + ®
9%, Ela¥ 7=y b GlfEF BCKDHA : #{5¥ME 19q131-q132), E1 ¥ 72=v
b G&15¥ BCKDHB ; #1510 6qld), E2 %7 21=v b GEf&T DBT : #{5TFE 1p31),
E34% 7 2=y I (BI5F DLD : BIZFFE 7q31-q32) D 4 ODOH T L= v s OEEIH S
NTWhe BT I /RIS X D HERT 5o KEOE Y I ¥ BB A AT
3 %0




c) BWM7I/BRHER

¥ A F Y JRIE (homocystinuria ; ICD-10 2@ — F E72.1 ; MIM + 236200) % 53 4 JiEf
DORP%w VR FF = EHHE#E (CBS; cystathionine 8 synthase) RIEFEDSH O, HrA: R
YAAZY ==V INEMNRLELTWVS, BIZ[REY AT VIRAE] & V) BICIE
CBS RIHEZIET Z L H B o EBRRAIERE 2T 5, IEIROERFBIIEAE Y A
TAVIFETH Y, ZHICX Y meekd, AKESABIE, M8, HOE, M - ERELR
ExRET5, BHRE L TRESN TV LIABRE~NDOAFF = O EZERT 52 L1
LDKREVATA YOLEBEWHIL, TR DY AF Y 2EFITIRINT 5720, K2 T4
SV RmYAFUVEFBRERT ). Wk TIRAPERICE ¥ 3 ¥ B KIS MEAER D S R
D B WIRDSER T 225, AFTIE Bs KIBEIZABOATH %o

CBS RIFFEDIINICHE Y I ¥ Bp(a/Ng I V)R - RHEE (X F4+ = VEREEE
RABIE 72 &) R #E R AC 3 B2 & (5,10-methylenetetrahydrofolate reductase deficiency ;
MTHFR K3EJE) THIRPFE S ZAF Y OPRIEZ RO, ThZhes I Y By #ERZE
55 %,
d) REVA 7IWKHBEE - 57 E=7ME

R OWEHFAN AL W) 2T, REW A 7 VEEHE(CD-10 I — F ET22) NEETH %,
RFEHA 7 W5 DDOREFIC X AWEIUSIZ X VY 20, FREZNOBERBEOREZ X
D7 ¥ E=TIE(CD-10 2 — F E722) A & %0 W7 ¥ &= 7 MUE & BIE L iz
EWERHOREERMMRFEEISE X 5, VNI VY VEESHIEES I (carbamoyl-phos-
phate synthase I; CPS I) &35 (MIM#237300 ; ¥ YetfRh &1 @1z © @fnF CPSI ; #Ei&
TWE2q35), AN=F ¥ T ¥ AHNWINI T —¥ (ornithine transcarbamylase ; OTC) K45
(MIM#311250 ; X s#§H %M (s  @faT OTC; #fn T Xp2l.l, —Mric X EaH
BEERERSN T2, THEREZRD LIELIEALN, BEICIEHETE L, semi-
dominant), ¥ MV VIHE IR (7 NV F = a7 BRA % (argininosuccinate syn-
thase; ASS) K {HJE ; MIM#215700 ; % Bk &5 ME {5 5 B A5 ASSI ;= 1 ¢
9q341), 7IVF = ansBIRE(T VX = a7 Y 7 — ¥ (argininosuccinate
lyase ; ASL) KIBSE ; MIM#207900 ; & Fufafh St #15 ; #I5T ASL ; 815 T Tpter-
q22), TIVF= VIE (T VFF—F (arginase) KIBHE + MIM#207800 : & e tafRgs M
fz; @51 ARGI ; M5 T 6023) M HN T\ 5B BERIEEO RIS X b #ik BN gg
WETLEELRLOPS, BREHEMETH DML, WIThLET v =7 IMUE & BikkE
&R E B RE R R EO PR MEERE T E R I3, ¥ MY VIIE D EIC DWW T
KRHESW —#kIZ, & X7 HHEIIR 2179 DRRIEEICLERLHET I/ ReHLT
BUENH L, TVEZT OPMERT OREBEHEF V) 7 AR5 X0 HEEEERAA
bo WEHTIX, N-HWNINTIVF X = MEEMTONTWED, HRTIIATTE %A
Vo BMERMELR XL, BT EET VXS —ERBIEE OZNTT VX = ViR L
Ma 9 %0 AR, WIBRBRIGHEIC X 2 IPIAHRE SN TwD, 2013, OTC RIFE
TREMESRRZEPEERER & 20, BUHELERMNL H 5720, RAIZBWTH, #il
LW - HENEETH D,
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BA V=T VIMYE - BT YEZTIE - REY PV VIRIESEMREE (hyperornithine-
mia-hyperammonemia-homocitrullinuria syndrome ; HHH S8 » MIM#238970) i&, ‘#
Pt RGP ET, IPIVFYTHEOFTVN=F U MGV AR—F —OREICLVET ¥
EZTMAES%2 X723 REATH 5o FHINEET 1 13q14 I # $ 5 SLC25A15(solute
carrier family 25 (mitochondrial carrier ; ornithine transporter) member 15) T %, il
TEEY S T R BT 0RO S 2%, FrERMICRAET % b D5 5 ANNITHRAES
L5HDFETHLDOTHERNLETH S, HRTITKSY Y7 HEOM, FV=F %50
BIRDFED LN BLEFMDIRE I N T 5,

e) #37 b—XME

75 7 b — A ME (galactosemia ; ICD-10 2 — F E742) 1%, 45 7 b — AAH B
DEFIZEIDEEAT, A727 b —R1-)YBI) VIV T A7 xT—+E (galactose-1-
phosphate uridyltransferase ; GALT) R (F 4T 7 b — X MILAE 5 MIM#230400 ;
BInY GALT ; BT 9pl3), #'F57 b FF —+¥(galactokinase ; GALK) KIEIE (5
7 b —AIE DR ; MIM#230200 ; 5T GALKI ; 85T M 17q24), oV Y ¥ 2-) ¥
BEH S 7 b—A-4-T ¥ X 5 — ¥ (UDP-galactose-4-epimerase ; GALE) KIE8%E (75 7

b — A M4E M & ; MIM#230350 ; #f5T GALE ; &1z T FE 1p36-p35) 21 H i, Wi
bHEROAFERIZEN % &£ 5, GALT KIEfE, GALK KIEHE TIEHBHE L LTI
o, KREARAMERZE I N7 252 A% EOAMEZ EOEMOENEZ —Y)5ET 5
%, GALE KRIIE CTIE—MICIEH T L v GALT KRIBAETIE, JIRERESE, AN,
WAZZELENFPRIGEFN T IR LS,

4) RAEY MILY 2 MEE (ICD-10 22— K : E722, MIM#603471)

AR vy CidE (T8RS vy 2idE, CTLN2) EFFBICBT 57 vF =/ an
7 W45 WK RE 3 (argininosuccinate synthetase ; ASS) D&M TIZL D, B 7 v €= 7 IUE
ENE % & 72T W RO AR ERIEMIRETH 5. SLC25A13 #in T GBIZTWE ; 7213,
BIZTFEY M) V)OREICE LY MY YRIBRET, ARIERED ASS BIZ T DRFIZ
LAWY MV SiE (T, MR &3R5,

WARL Y bV ) YIERHARANZELRT VT ICEWEBRTHY, HRATONT B
BROBEEE L 1/69 BEE L HEN SN, BEFHEP BV ZOFERPLETH L, £ DY
A 20-40 AITHE 4~ OFLEE O BAkFR g, SEEME, MARAAL, ITEIREZ EL TROD
NBH, BIKIERDPLEE TH L7-DBMENL I EbE v, 7oL zIE, #WH D, LK,
LR LUTHAKBE LTSN TV YA, H50IITANAL LTS L
TWwaEELH D, BEIEX, KT - AN - AEREEY UV HEEEZHFAFFIZE—
T KT BEHE L), BRI D BN 2Sh 5 O TERICHET AMZIELE D
DITEETH S,

GRS T OREURE, ¥ MY YRIBIEOHRBEIMH SN TETWS, ZhI2kh
X, ¥ b CRIESE T AR RPN ) o W EE R R R 2 B 2 BEA N5
(P xREEFHEEHFANIEH 9 - #  neonatal intrahepatic cholestasis caused by



citrin deficiency ; NICCD) . #rAWRIFHNRT 9 - ffdl%, —@ % CHRIBRMYEE IS T
BN, D%, BN EY) 28T, MABY MV VIEEFRET ISR L. 7
IS DR 2 - BRI 2 DR 3 ZHEBI A ST 5o FET VT — WPEDRES
RIETANAMDOEERE 2B AL, ¥ M) YRIBREOWEEYEZ 2T E < LEH
Hbo

ALY BV Y Y EOMATTT RT3 7 = T, Y VY YIECIA T,
MAET IV BGMTTNVF = ORELSA, ALt =/ Y HROLEAPRONS,
72 PRSI B ) 7 v 4 vk ¥ ¥ — (pancreatic secretory trypsin inhibitor ; PSTI) @
R AIEORBIZM & LTHHTH %,

RGHE IR E Z 2 5, BRI HE STV Do AR 2 E 2 2 8
2, e R OB ZE TN 5, A E CoHBIZFEREICE LT, i
Ry re=7oar bu—V&f7)%, BFHREL LTRMCBISHERY Y37 ]
HIBR XTI D BRI 2 2 S 2 O TEFERTH 5o TIEEALEF O N iFE 26 L
T, ZVtu—ofifiEMEEN NADH o0&z hEL, WEZELSEL0THE
THb. WEBHATELWEELEZ T, B, WRHERFERES LT, KRAKILY -
BRI, TAEFVRARLELVE VBEAOFMEIBE EhTw 5,

REE7Z7IOC REHE -1 —0O/NF—
familial amyloid polyneuropathy (FAP) [C02, €03, D0s]
PR b YAFALF T IOAL F—V R

)23

(% B8R

b5 v 2% A LF ¥ (transthyretin; TTR) BEFOERZ KK ET S, 2HF8HOT I
O A FIRAEIETH 5o BEHEIIIREE, IO TREV, HATOEZTIIH
200-300 A& HEE S5,

B BB OLI = 2 —ukF —, BEMEEREZ TARE T2 -7 -5
(neuropathy type) & I = 2 — 1@ /$F —F (non-neuropathy type) 23 5N 5, HBHIZIZ L
e, AR, Pl EO0EREZ FHRE T AT I 24 F— 3 X (cardiac amyloi-
dosis) & FERAVE, TR, MM, SR & o R ACHREIR 2 AR L 3 BRI - AR A
#7314 F— 2 (leptomeningeal/CNS amyloidosis) 2 5T W5, IS DEFFG
DAERITE L THEIETFAROERZL 5,

b HHEEICR 515 V30M[c.148G> A (p.Val50Met) ] (i R 2 1) Tid, JAIMIZIZT
R S E 2B - EB) = 2 — w85 — & FAMRERZ EMET5(bT v 294
LF R T 304 F45% =2 —ra/,%F— Il : TTR familial amyloid polyneuropathy
type I)o FEREEMZIBAL], 5712 30-40 AL V25, L) EEIED HoNnbd, HEE
FIEREEIR & LCid, aZMRIE, R0 T - i, FEtolEs - mH, Bz, B
REEE, BHREZEPRBEEICRONS, KR - 8= —o 3 F—3REICETL
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T, K%, BICEZ. #ATHNIE0 - B 7 I e 4 F=2 R0 500 - BikGEREE, 6T
RREZ & 729, @, THRMERIIEESIN LV, FREERFEZ FERETE TV
AV A VFUREET I 04 FE3= 2 — 1,35 — T8 (TTR familial amyloid polyneur-
opathy type I) b 6N 5, KIigMREEE e 35 1/, THREETHONLMRE
1 72 22 8413 V30M [¢.148G > A (p.Val50Met) ] D12 1% V28M [¢.142G > A (p.Val48Met) ],
L58H [c.233T > A (p.Leu76His)], L58R[c.233T >G (p.Leu78Arg)], K70N [c.270A >C
(p.Lys90Asn)], Y78F [c.293A>T (p.Tyr98Phe)], 184S [c.311T >G (p.Ilel04Ser)],
Y114H[c400T >C(p.Tyrl34His) 1 2 & TH %,

LDlE7 I 04 F—3 X2 T3 DI8N [c.112G> A (p.Asp38Asn)], DISE [c.114T > A
(p.Asp38Glu)], V20I[c.118G>A (p.Vald0lle)], P24S[c.130C>T (p.Pro44Ser)], A25T
[c.133G>A (p.Ala45Thr)], E42D [c.186G>T (p.Glud2Asp)], A45T [c.193G>A
(p.Ala65Thr)], T49P[c.205A >C (p. Thr69Pro)], S501[c.209G>T (p.Ser70Ile)], H56R
[c227TA>G (p.His76Arg)], 168L [c.262A>C (p.Ile88Leu)], I68L [c.262A>T
(p.lle88Leu)], A81TI[c.301G>A (p.Alal01Thr)], Q92K [c.334G> A (p.Glull2Lys)],
R103S [c.367C>A (p.Argl23Ser)], L111IM [c.391C>A (p.Leul3lMet)], V1221
[c424G>A (p.Valld2lle) 1 72 EOERIBHONT WS, HEHITREFPOWREL LT, £
ANEEFHT I g A F— X (senile systemic amyloidosis ; SSA) 23 5, Z NIZEEE I
BOWTHAR TTR BNLET ZWETDH 555, FFISOE~NDLEDBILD/0, LIENEE
AELT 304 F=Y A LI Tz, LITLIREERTH D, MBI X %
DEROBEICE DR ING Z LS\, FRTER TTR OWLHIC X ) FAEERER
ZEZTIEBAONTV D, LEILIEWHETSH D, L7304 F—2 2L D) AESE
EDMNAH 5o TNOHDBETIIMERLDHTHEE~NDOT I 04 FikEDERINT
Who WTMIZLTH TTR ZHARTH-TH, s LOMOEREEELTT I T
4 FE 1 (amyloidogenic) 12 DV 55 £ E 2 5N b,

BB - RIS 7 I 0 A4 F—3 A CTRKEEL, 7 B H5\vid s ERETREOMERIZT
304 RPWET S, L12P[c.95T >C(p.Leud2Pro)], D18G[c.113A>G (p.Asp38Gly)],
V30G [c.149T >G (p.Vals0Gly) ], A36P [c.166G >C (p.Ala56Pro)], G53E [c.218G > A
(p.Gly73Glu)], F64S [c.251T >C (p.Phe84Ser)], Y69H [c.265T >C (p.Tyr89His) ],
Y114C[c401A>G (p. Tyr134Cys) IR EM LR TH 5, T OP THTFRRE %5 R
ENEHR - &7 2 o 4 F— 3 X (oculoleptomeningeal amyloidosis) & FrE 1 5,

B R CHRM R EREIIHBEMTH 5, HFHBMICL D ZER TTR O FELEATET
HOHFBZEY B S L2k b, KiHEEEOERZHIETE 5, HREBAEOBIEE L
T, UFHPBIFohs,

(1)50 LT

(2)ZHED S 5 LN

(3)ZH=2—uF = FRICHF LT 2h, 7213 HRMFHERD &

(4)H B D70 - BFRED W

—77, BERWICLUT oG, RSO PRI E V. $abb, MM oREIRED
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EWG, £ —unF—PEELYEG, SEORVIERIIERIRES R E, FHLw
HEMREEYRD %6, 28 ThHb, 72, Foa—uXF—ROLE7 I vl F—2
A, BRI - PRI T S04 F— Y X)) TREBHIZANTIEEVwE Shb,

RIEBBE D ST SNAHIE F I VBRI S WSS, FIBHIShZL VY
IV M AERITHLEOT Il FikEx &7z L7, 5L 6-8 ETRITANE 2 380 L
T2 EPHESIN TS,

[ABY BRI E]

JE A 5788 OFF B BB F R FHE O R & LT O e B) 124 L, E#EED
RO RIRBTH B R — MHKE LT, FEET7 I 04 FEE— 22—/ 85—
DB RIE, EEHCTHERT 58 L 5 XD % ] (http://homepage2.nifty.com/fap/) 25 % o

B. BfzZRVERLBFZ

CEEF] [ vim +176300
BEFES: TR
BIZFE transthyretin

S REELL © 18911.2-g12.1
BIZFEY :  transthyretin

(& 1B AR

BIZE NI FE RO RENLER. FBRICEEFERDD D06, HRAERERIE 50% TH
bo 7212 LIREFRIT100% TiE e\ BIZFEREA LD 5 HEEIIC %> T MEIRDOY
BND 5o REFRIIEMEFER, KR - WIS X o> TR, —#RICERE TILIRERD
A, RERPEVE SN TV,

[BEFERCEETZMW]

TTREFROKREG—HEIEERTH Y, B E TIZ 100 DL R0 R % 2 Z B2 g ST
Who AR H D BB I S AR V30M [c.148G > A (p.Val50Met) ] TH 4.
KEOBFIEETFERONTUESKTH L0, SERAGEROBEZDIME SN TS,

V30M [c.148G > A (p.Val50Met)] 1 PCR-RFLP I2 & ) A S B S 5, V30M
[c.148G> A (p.Vals0Met) IDSHE &N W, TTRD425DL7 VY, BLULI Y
YAy ha VRO PCR-EHY — 2 TV AR EAT D o BETFZW O ML o
NI YATA LTV OBRMITICEDVER NS VA A LF VOFEZRITE 2540
Hbo

KIEMET 394 FEEZ 2 —aXF— (REET I 04 F— ¥ X) O#EFZ#NE 2008
A (CFRE 20 4F)4 A 2 S RBIIGIR S 7228, R i ARl S Tw v,

C. BAERMREZICHTIECFLHOESR, FRAM
WRIEE, BRIRAT A HAE 2 Bt o 7285, T 9AEBMERICE T A7 I a4 FLE OGN 2
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R PRREY

fE K

BETER (FE)

7iOA KSR~
O/8F—

RE-EEHEENNSHE= 1 —O/NF—,

B R MEAEIR,
FIREERR

HETHICIED -
HF RS, tr)_’

704 K=V X,

V28M[c. 142G>A (p. Val48Met) ],
V30M [c. 148G >A (p. Val50Met) 1,
L58H [c. 233T>A (p. Leu76His) 1,
L58R [c. 233T>G (p. Leu78Arg) 1,
K70N [c. 270A>C (p. Lys90Asn)1,
Y78F [c. 293A>T (p. Tyr98Phe) ],
184S [c. 311T>G (p. lle104Ser) 1,
Y114H [c. 400T>C (p. Tyr134His)]

DE7I0FfN K=Y X | DK, D18N[c. 112G>A (p. Asp38Asn) ],
TEERR, D18E[c. 114T>A(p. Asp38Giu)1,
kA, V20I[c. 118G>A(p. Val40lle) ],

S - MEDLARE, P24S[c. 130C>T (p. Pro44Ser)],

2R3t A25T [c. 133G>A (p. Alad45Thr) 1,
E42D[c. 186G>T (p. Glu42Asp) 1,
A45T [c. 193G >A (p. Ala65Thr) 1,
T49P [c. 205A>C (p. Thr69Pro) ],
S501[c. 209G >T (p. Ser70lle) ],
H56R [c. 227A>G (p. His76Arg) 1,
168L [c. 262A>C (p. lle88Leu)],
168L [c. 262A>T (p. lle88Leu) 1,
A81T[c. 301G>A(p. Ala101Thr) 1,
Q92K [c. 334G >A (p. Glul12Lys) 1,
R103S[c. 367C>A (p. Arg123Ser) 1,
L111M[c. 391C>A(p. Leu131Met)],
V122I[c. 424G>A (p. Val142lle)]

R - hiRMIR 7 I O | BRANE, L12P [c. 95T >C (p. Leu32Pro)],

1K= EENKER, D18G[c. 113A>G (p. Asp38Gly) ],
Tk, V30G [c. 149T >G (p. Val50Gly) 1,
RIS, A36P [c. 166G >C (p. Ala56Pro)],
I, BHEE, G53E[c. 218G>A (p. Gly73Glu) 1,
JKEBIE F64S [c. 251T>C (p. Phe84Ser)],

Y69H [c. 265T >C (p. Tyr89His)],
Y114C [c. 401A>G (p. Tyr134Cys)]

AERRERAL & LT, HEEENR ML,
7 ¥ AFA LT Pk 7o RIEREIZ X ) 2

B ORERD 72D

i, BIETE

ORI, BEBEAREZ & CH B AMHLRRDOHL b
NS SN B o IR BITI R 2
AiTbih b, BIEFEROFEIZLY, HAHMRE, WHHRHE,
WI B LATES(FE18),
WRETED B % 720, HFIEREAL 2 £ 5 5 B

THRET
E B R O FRISEEFEROMBICL > TRR 2
SROFZEIZLHTH B L

HICBU BT ERERIIARFRBRO B — OB E ORI AT RONEH E 7%

%o

[FEEERTEHT)

FEREFR D R O B AL

NG 728 ORI O B e, EANFIEBALD B F — ekl



DEFEZEDOHWTHTRADT v - 1) A7 (at risk) DREFEEDPFIETSW 2 21T 5 2 &
HLELED %,

FICRF =B OEEL HWE T 25513, WOPEBITREED DL, TTAHEKIF
JERERL D N F — Ml & 7% DR A KB LT, FAEMZ M RE S e 3§ RIS RE S
Nbo FEMZHZ X &) &5 PMmBEO M RER, HWZHEEIZAMBD S Z L)
EVDUEETH L. FHEMBINITEE, RAPHRTH L5, KEEOFELD, RE
L72RBUSK§ B RBAED B —BMiIC R 2 Z L2 HMETLLEVILENH VL, 2D
B IERBEAETH 5 &) BT C—HISIERMB M 2535 2 LIIMETH 5.
BHEBFOBM, REOFE 2 &AL L7z BTG oS I EE 0L, R
ETH5bo

AIELERMRATH V), BHIAGIZERH - FiApRRE D R S U9, RIS &
LTEALTETWA I ELlE, HAERBENIEINICZ 5 %\,

FREIZ, 7 Ia A FEROIFIRIRZFFORAHIL CHEHTE 2 L) 12T, FE
HiZW ORI ERIE S 5T R TSN 5,

D. BEFRHOBEREZERT S5 LTORS > b

E. Z0Oft

REETIIERMBETT IUA F—Y A THLI L 2MHRT LI ENUETH D, BiE
L 100% Tldewvwizo, TTRERZAT LI ENLEBIUERICHEIOL LIRS %
WL TH b, WEETHIE, Pk T ¥V A A LT U HifkE w7z 0zl X 0 AR
MPoOT7TIaf PR VAL LF VHETH DL Z L2 MHRT 5o

FIEDIIERF & LT, #ETERICLY) P T VAFALF U OREMPKTFT LI L
PR INT VD, THDEERIZED VT Y AH A LT v OREEILHEL, ZERM
BARPHEBEERICEELR T 2227 IO FERZMET L EEZ SN TWS, Bl
1, 7Y AFA LTV MRARORENE 7O A OER RS THTH 5,

[# 2]

TTR OEROELIZOWTIE, — RIS, 7 FVRTF RPNz ST v 24
AVF VI URIEOT I KN EK) A 1FE LT I VBRI (RwLa FY)FG
DT I BERICLI>TEREZRLTVWAZEDNS WV, KA FF4 0 TH ORI
ftozz28, [ 11T, b 72 22544 (Human Genome Variation Society ; HGVS) D #)
BICLD, =T V—=F4 77V —A(0ORF) 2L LKL 2 R L7,
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gBgagE > xhO7 1 —
adrenoleukodystrophy (ALD) [C02, D07, D12, D15 D17]

A. BaFRR

MIM#300100

€232 20T

F &L THBMEROLH 2R Z R X EES U MIZRATH 5. HFRFEIL 5
15K 5V THh DD, BMAFRIEB D H 5. MRIEROMBUIGT. - T, KHOBEILE
% CRIBRERBRTARONLZ L5505, BRNICHS 2B ASEIRE &0
LHEL LAD %R,

ANBEIFESEG T, TENRE, MK, MRZML, BT R EOMEIRTHT Y, #
ITEORBEE & 5o HH 2-3 4 TRRECEBEE 22\ LRI 2 7R3 X 9 12742 5, #ha#r,
FEEEFEVEAS B I N BT %0

BEMD 2 VIIRARIENTEL L RS NL 0L, MM Z TR & 3 2 [l
= 2 — 1 /8F — (adrenomyeloneuropathy : AMN) T 5, HITEE, T OE S DG
H#, HREEE FMEO Z e %), RS, B O R AR & (A B2 ZFE
TELBREOBEDOLDNL V) R EPRHTH L, TOIENITD, HANIBLHERED
ANEEVE, S OSEAREIC R SN BB, BRAFERERT, ARBIZE SIS O LRk
IR KA OB %2R LET OB ZRIBS H 5,

W HERRFIITE L 2%, I, Sk o T S EREE ORI CTRIET
HIZT AT 4 Y7 F %) 7 — (manifesting carrier) DD H SN TV 5,

WRZWICTHE YA MO 7 4 — DR E2RO 5 EFFHTH S, CT, MRIT, it
BEOHEIT L TV B HIRIC—F L TR RSB D b b, I ACTH O &EH, i =)
F V=V OMT R, ACTH Rl CRIE R BRI T 2R3 6I2H ), Zhizildi
BERBMOSE b, MIBEEM= 2 —0/XF—TIL, @%, HEITLTIIEELZED
W

AL R E LT, RFEEK25:0, 260 % & OmESHERIRIE OB M2 R,
EHOMETRD S, ALFMNZEEE LTHY SR Twb,

HE Y A ba 74— (leukodystrophy) # & 723 BOERN & L CTlE, BEMHAEY A
@ 7 4 — (metachromatic leukodystrophy ; MLD), Z J v Ny (Krabbe disease), 77
%/ 7 9% (Canavan disease), 7 L ¥ ¥ —JF (Alexander disease), BZH - NI T 9%
(Nasu-Hakola disease), W'7 =v ¥ ¥ 77k7 4 ;< % —JF (vanishing white matter dis-
ease; VWM), X b2 ¥ N 7THRIEZR &0 %0 HEATMESL BN B INIE (progressive
multifocal leukoencephalopathy ; PML), Hfiifi#ER IV — 7 A 72 EBIEIH L D AR PR
BNV ETHL, 72, XF VIFHHEHE Y A b a7 4 — (sudanophilic leuko-
dystrophy) & FHEIHHEDOEZE L TWARVWHE Y Z b0 7 4 — L ENDPLETH 5,

ANRRERNZ DV TIL, FEE R o B RS (B ARe R £ 80 L L) ©, Gl
DGR RDPHER SN TE TV D, B, WIRPLEST S L TICLENS EPRE
ZETLESONTBY, RUICZH e L, S BEo@Ee % a3 5 2 &8



112 &&
RUITH %o FEEROIERD S REEOWREMEZ BBANICER D EAMME Y bEET
Hbo MBREFHNE, AT0A4 FHRVEYOMFHEEZIT) DS, MESERICH LTl
HHERR T v

[ BB HIE]
JEA D3B8 DFF R BTG HAT LR RO R & LT OHN RFEsE) 1234 L, BEREO
BB ONRIRETH %o

B. EZERVERTFEH

EEF] [ mim: 300371
BEizFiEs ' ABCDT1
Bz FE ATP binding cassette, subfamily D, member 1

ZeaREE : X028
BIEZFEY ©  ATP binding cassette, subfamily D, member 1
(Adrenoleukodystrophy protein, ALDP)

[&{EFAHRE]

AR X L NEETDH 50 FBREFI IR RIS, &L LTHaER
BRIFHAIKETHLLEEZERZONT VD, MilZ, KT, EleIC % o TR B OAEIR
ZRETDHIEND Do FIEFHT 3 RED S WA L TIEDE .

[EzFER &EEFZH]

ABCDI OBRFERIZE )V BMPMHET 5o B FEROMIIX, AR REzE
M %, BEDBIZTERDPLZ VE W) 2LV EBRERRIEALNZ V), Lz
HoT, BETBIMICELTIE, =7V Yy, A7 4 Ak & OEERES % 54
Bhbbo £z, A—OBEFERZALTOTY, METHEORMR ZRILES H
L, BAREOREFH =2 — a8 F—2R_RIHEET, 3L THY, HBEFLER
oW E TS LI ENTE RV A—FRICBVWTH S X I WU OHFAEHNHS
n, BETREEBIHEE 2w, BEDO L 25, BRI (RBIR) 2543 2 K123
X o THES N TV EMHEI I TV R,

C. BRERMEZICH I ETCTFLHOESR, FRAM

HIEHEY A a7 4 —OBRHBIE, ANERNE A SRIBFf— 2 —a/3F—, FIF
AEDHE VD L) ZIRHIEVZ &, ANRRBRNIA U TR o s il A 2 %
LWwZedd), REEOWEELZEBNICEE L CEBHZEDL I LPUETH D, /D
RoYEE, RERPKRELZREIZE > TRV NLOPEL L)L TH Y, FHEIPTH
FEHROMT R, BIEOITTEYRFE, #OMT 42 & 5 20 OFFAEIRD B b I 2 B 134
FEOWEEZZE L, WMESIRHROMRAE R BIRZ I 2 MEICAT) . BERI~HEAT
&, AR Z 2T 5 2 &LV, BRICHARRBB 2R ST, AR
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E. ZOft

FRE AEANBMELDODHHRE 113

RBORTRZETHETLI L H D,

Db X5z, ZEEE, BRITE» S, REBOWREELZEET LI L3RS Vb T
HU, TWITEELTE, WHEFTR, AMHPHRA, BESHIBLROMELZED L Z & H3H
WTHhbDo ZWIZoOVTIE, @, WESIRIROWME, BRI A OB OME 3]
HECTHD, BWHEEDLDIBIZTZBINIVHETIE RV 727210, WESIRIIEE O AS
BETH ) BRNICARKBOTMRENSEDN LA, BET2MICE > TRz kEeT
HIENUEEE D, MESIBIBOWENE, ¥ VY« —F —EBER (Zellweger syn-
drome) 2 EDORNVAF TV —LHETH LA TLDOT, BMlH7z-> TN L HEE
WCANZLEDN DL, Lk L7z X )12, BETER> O BEER, WARELFIlT5 2
LIITELRVOT, BIETZHOBRNERIZHOMEIZL &F 5,

ZHOBEICEERT D LTORS > b

Sz ED 5 1T, WMESRPMBOME, WERZE, AMFNRENELECTHY, #@x
T OBIGILE D L THB§ %, WESIRIIRO FASBREORE1E, HRNHET 5
BENDH Y, BIZTBWIC L DMESLEL 5D, NEKKEO X 912, B0 wE i
FABMOBIESER I NLLEE, BHOMEEZ TELL2TAVTI) ZLPEETDH
%o BIZTHRARHEIIENET X 2IRNAD UL, BEETBEICED, FINIHEE R
BB ENTE D, BEFZHOKEIIOVTIE, ZWHEEICOWTOHY, EEDH
RFEIR, Tk, BWRELR SOV TOHM 2T, Ho ittt 2479 .

AP, XL BET, RECHTL28EI Y 2) VP EELE 7D, #a
hre) Y ZICBELTE, BIEICOWTORBEIIKT 23], FFRICREBEAOFIIL O
AN VAR ERLDD)RTVIRRDZEREL, +oCBRELY T 5. LKL ORHME COY
R— MR OB B L 25,

RBEEOBIEA T ) Y IOV THRICRETRE T & 1E, RRNCTERFEREL I
ALTWLUREOD 2BUPCDEEETH S, ANERIEII LTI, SifEr:magisit
7% 80 LA b FEHE F 1 0 B B T o i I M B B O BB R PR SN TETWDLDT,
AR, BETERZIAGL O WEEOD 2BV LEE1E, BWiEE % M
WCHED B Z EDTEFE Lo REANOHH, S SICMEFICHMZIFT TGS, ARE
WZOWTOT53 % B %2300, R %2 2 THEICED T REDLETH L, Th
FCOBMBMPBHOERNEZ L 2 —F 5L, FRNTHEETERZAL VD
WHEMEOH 2 BWE RN RB LT, @R A 3 v 7 CrbmeiaBmz i L 7254
DIEHRAEDS I o

RERBZWNOWTIE, BESIETITRO 8T TIE 15% BEFIERRE B2 2 LITH
B b, Lz T, RREBMICOWTIL, BIZTBW2T) 2P0 L b, BE
ORBNE, —BICREETH S I LHZVA, MICREIRRE TR, FikRERR
BEHOAEFMILEF A ¥ AL TFEDIIIET LI LI H D,
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llﬁ&iﬁfiﬁif?%

A0l

A02.

A03.

A04.

A05.

Wertz DC, Fletcher JC, Berg K:Review of Ethical Issues in Medical Genetics.
Report of Consultants to WHO. (WHO/HGN/ETH/0.04). World Health Organiza-
tion Human Genetics Programme. 2003
http://www.who.int/genomics/publications/en/ethical_issuesin_medgenetics
%20report.pdf
HAGERR : M — BB, HAANBBMRARSBAE  8EEAIIB T 2 MR
FIEO GRS, 2002
World Health Organization Human Genetics Programme : Proposed International
Guidelines on Ethical Issues in Medical Genetics and Genetic Services. (WHO/
HGN/GL/ETH/98.1)

Part I Law Hum Genome Rev Jan-Jun (8) : 219-223, 1998

Part 1 Law Hum Genome Rev Jul-Dec (9) : 239-251, 1998
http://www.who.int/genomics/publications/en/ethicalguidelines1998.pdf
HAGER A H—ABEAE. AH—RB, KB 2 Tl t BREF L EET - YR
A BRI B L CIRE SN CEBS T A R o4 >~
United Nations, Educational, Scientific and Cultural Organization (UNESCO) :
Universal Declaration on the Human Genome and Human Rights. United Nations,
Educational, Scientific and Cultural Organization Records of the General
Conference, 29th Session, Paris, 21 October to 12 November 1997, Vol. 1, Resolutions,
pp.41-45
http://portal.unesco.org/en/ev.php-URL_ID=13177&URL_DO=DO_PRINTPAGE
&URL_SECTION=201.html
http://unesdoc.unesco.org/images/0011/001102/110220e.pdf#page=47
AARGERUARE) - e b7 A e AMEICHT A IERAES.
http://www.mext.go.jp/unesco/009/005/001.pdf
United Nations, Educational, Scientific and Cultural Organization (UNESCO) :
International Declaration on Human Genetic Data. United Nations, Educational,
Scientific and Cultural Organization Records of the General Conference, 32nd
Session, Paris, 29 September to 17 October 2003, Vol. 1, Resolutions, pp.39-46
http://portal.unesco.org/en/ev.php-URL_ID=17720&URL_DO=DO_TOPIC&URL_
SECTION=201.html
http://unesdoc.unesco.org/images/0013/001331/133171e.pdf#page=45
HAGEIR(GER) © & PBEEEHICE S A EBRES.
http://www.mext.go.jp/unesco/009/005/004.pdf
JEEA 4 T4 —AF - Tty bOLEY FICHT B SHEE. 1995

http://www.umin.ac.jp/inf-consent.htm
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AQ7.

A08.

A09.

Al0.
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Al2.

Al3.

Al4.

Alb5.

Alb6.
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SCERREEAE, JREGTEE, WEUESES e N A - BIRTTITZEC BT B A B
fagt. 2004

http://www.mext.go.jp/b_menu/houdou/17/01/05012101/001.htm

http://www.mhlw.go.jp/shingi/2002/11/s1127-2h.html

http://www.mhlw.go.jp/topics/bukyoku/seisaku/kojin/dl/161228genomu.pdf

http://www.meti.go.jp/policy/bio/Cartagena/seimei-rinri/files/ethics_guideline_

050629revised.pdf

JEA G © BEHE - S EBARFEE I BT 2 AR O @Y 2 PRk D 7zd D I A
FZ 4 . 2004

http://www.mhlw.go.jp/houdou/2004/12/h1227-6.html

http://www.mhlw.go.jp/houdou/2004/12/d1/h1227-6a.pdf

TR © RS H O 9 B NBIETE#RE V72 H 38582810 28 AT

IRETA F T4 ». 2004

http://www.meti.go.jp/policy/bio/Cartagena/seimei-rinri/files/keisanshoguide-

line.pdf

HABE G2 85 IR iy i BEAR G 4% [EAR 1R & MR 1122w T o

2002

http://jshg.jp/resources/data/jma.pdf

W #— L LTOA Y7+ —AF - avby bOZo#A. KEASE, B
RS - ROMMB—I =4, HARERRMERS 134 %, 2006, pp.18-19

Beachamp TL, Childress JF:Principles of biomedical ethics. 6th ed. Oxford

University Press, New York, 2009

HAZER: FaA L E—Fxvh, YA AL F FIVFLRAE/KEEE, VAR
KEEER AR AR (O 3R, Hiscas, WL, 1997

HARNEG#EZ AR, BABETFZHES, BARREEY Y V&) v 7es, HAER

Bs, HARERAMETEYS, BAAMNEGEESSS, HAERE AR, HA
NARZ ) ==Y 7Es, HRBRMAREY &, SRMEGI7E S GRIRE2BE
10 42%) © BIZFIREICHET 544 K94 >~ 2003

http://www.congre.co.jp/gene/guideline.html

H ARG AR A2 - AERNICAT b B MidE B L OB B3 2 W, 2007

http://www.jsog.or.jp/about_us/view/html/kaikoku/H19_4_shusseimae.html
HASAEMAER S © b MEETREZIEICH S 2 M. 2001

http://www.jrcla.or.jp/info/info/dna.pdf

FEMNR E R 2 T B s o i -2 9 AR I S 9 s 7 v & Y
¥ 7B X USERGRIA TR o fast. 2002 SLET

http://genetopia.md.shinshu-u.ac.jp/genetopia/guideline/guideline.htm

American Society of Human Genetics and American College of Medical Genetics :

Points to consider : ethical, legal, and psychosocial implications of genetic testing in
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Als.

Al9.

A20.
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International Conference on Harmonisation of Technical Requirements for
Registration of Pharmaceutical for Human Use:ICH Harmonised Tripartite
Guideline. E11 Clinical Investigation of Medical Products in the Pediatric Population.
2000

http://www.ich.org/LOB/media/MEDIA487.pdf
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testing for adult-onset disorders. 1995

http://www.nsgc.org/about/position.cfm

Ross LF : Ethical and policy issues in Pediatric genetics. Am J Med Genet Part C
(Semin Med Genet) 148C : 1-7, 2008

FREIEE  BAEDOHAEIEL 77 OH ) Ji. BAEREAEFHERE 16 © 1149-1154,
2005

E BRAEES—8

BO1.

BO2.

BO3.

B04.

BO05.

Bennett RL, Steinhaus KA, Ulrich SB, et al: Recommendations for Standardized
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HAGRER - IR AF, EHIFHR - b b OFRNEREDEELEDOIRE. Jpn ]
Hum Gene 41 : 269-274, 1996
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3%, 2003
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Scriver CR and Sly WS : The Metabolic and Molecular Bases of Inherited Diseases.
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E S g A= ZROBEREY A R

COL.

Co2.

C03.

HUGO Gene Nomenclature Committee (HGNC) :
http://www.genenames.org/index.html

Online Mendelian Inheritance in Man (OMIM) :
http://www.ncbinlm.nih.gov/sites/entrez?db=0OMIM
GeneReviews :

http://www.genereviews.org/
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C05.

Co06.

Co7.

Co08.

C09.

C10.

Cl1.

Clz.

Cl3.

Cl4.

Cls.

Cl6.

C F—IR—ARUBEERRT b 119

et ke 2 Ao 725 ¢
http://wwwl6.ocn.ne.jp/ chr.abn/
MITOMAP (human mitochondrial genome database) :
http://www.mitomap.org/
LRI PIAVRYTH ) AERT—F R—A
S B NI R BL [T RN A FFERT (GiB) /BB iR B AR HE (JST) -
http://mtsnp.tmig.or.jp/mtsnp/index.shtml
Prion Protein/CJD database :
http://www.mad-cow.org/ tom/prion_point_mutations.html
Human Genome Variation Society (HGVS) :
http://www.hgvs.org/
The Human Gene Mutation Database (HGMD) at the Institute of Medical Genetics
in Cardiff:
http://www.hgmd.cf.ac.uk/ac/index.php
Mutation Database (Integrated database) :
http://gwas.lifesciencedb.jp/
GeneTests:
http://www.genetests.org/
EuroGentest :
http://www.eurogentest.org/
WTASRY b
http://www.kuhp.kyoto-u.ac.jp/idennet/w/
t b Germline 15 ¥ - Ffafhkiidrt > 74 v 77— RX—2
Neuromuscular Disease Center, Washington University, St. Louis, MO USA :
http://neuromuscular.wustl.edu/
JEA G ARG - AR AT ZEREE ] MY A b a7 4 — OB IR SRR it A A 5
W23 B IRk
http://www.pmdrinsho.jp/
Wit > ¥ —
http://www.nanbyou.or.jp/

W ZEHE

http://www.nanbyou.or.jp/kenkyuhan/

TRV PR R DS IR 78 5 S R B A IE 72 7 v — TR
http://www.nanbyou.or.jp/kenkyuhan/
13. 7V F VIR ORI A 0V ARG B3 5 WFgEEE
http://prion.umin.jp/
14, SEERFRE B 5 2 TS O BRI (2B 5 2 WF SR 9E
http://neurol.med.tottori-u.ac.jp/scd/
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15, fiREAs PR S B 9 2 S A SE Bt
http://plaza.umin.ac.jp/neuro/

19. 94V V=25 (777 —#EkEt) IClMT 3
http://www.japan-lsd-mhlw.jp/

=

Wi 2L FEHE

C17. International Classification of Diseases (ICD)
http://www.who.int/classifications/icd/en/
RSB - [9W, B35 R OSBRI 735
http://www.mhlw.go.jp/toukei/sippei/
ICDI10 [R5 73405 10 hie (2003 4EEET)
http://www.dis.h.u-tokyo.ac.jp/byomei/icd10/

E & imix BRI B E Xk
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339-346, 2007

D08. 4 Ho/NEI#ERS (55 14 D). BE¥EBE, Hat, 2008

D09. JEAEGTEE KR R RS R Te g2 IR R E A I T A v R YR AR ZEE - 2
Ay 7x)b b Y aThEEHEY =27V (BETH). 2002

D10. Liu J, Aoki M, Illa I, et al: Dysferlin, a novel skeletal muscle gene, is mutated in

Miyoshi myopathy and limb girdle muscular dystrophy. Nature Genet 20 : 31-36,
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D19.

D20.

D21.

D HEmERFBRISEXE 121

Nishino I, Noguchi S, Murayama K, et al : Distal myopathy with rimmed vacuoles is
allelic to hereditary inclusion body myopathy. Neurology 59 : 1689-1693, 2002
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TIlEE A, R HE, AVLAC, Ml RIS I B AR R o R o B R
—JASPAC —R7 ¥/ — M X 0. A7 @) Fh2A 0 78 8wl B & i VA RO IR
e g3k EH IR IS 2 AR 7RI PR 18 4R #FE - - fHIF 78 it
2007, pp. 101-103
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BEHT &Y 2T genetic counseling

BHEEREOBRE - RIKF 23 ZOWEEOSH LN (7 54 2 M LT, EFHEEE
FoERE | S OFETHELITHTE % &) BRERFHZE 21T, BEARHIENCSE
DEWY HERERIEL, XETHIEFTHTH L, Bz 7R X 7IZBVWTE7 7
Ay bEeRIEAT ) LT L O R LEEBRICESE, SF8Fha3Iaz
F—varyiMrbih, ZOBEBETLENEMNENSZSNE, Bi5hY &) ¥ 7k
L T— 2B RE R AL 72T TR o

EIEFE - RIFEIHMERES  genotype-phenotype correlation

B BB BT 5 EEF R (genotype) & FIHH (phenotype) & DX IHIZ DWW T W
Jo BIZTEROMME RO D2EL, LTFLLMERESA—DERTEF
EFRRRME L ZGENRD Do N F ¥ M UIHEO X ) IRERSE & R L oRICH
MEzRomabH L, AIBEAEYA M7 4 =0 X ) ICERLHE L OIS FRD 5
N3, HEDE-E) LEWVWb DT T, XFEFTTH5S,

BIEFEEE gene frequency

X 3T AT FHEEE (allele frequency) D Z & UEDDBEIEFIEIZHN LT, BEOX T E
BF BT A4, ENENOMNBIETOEFPICB T 2 5%, Fiaf Loz T
&, LRI & 2 ORI EIEF2 20T, EFHPOEMEEROEE TR Z JE L TE
SVEET L OBEDP HHERTE B MUBIETH 1 HEELAFELZVEAE, 20
xR T OB L 1.0(100%) TH %o

BIERIEEM  genetic heterogeneity

LB R T (allelic) & FExF L@ {5 TPk (non-allelic) ® 2 fiAdh 5. miElE, F—#fx
TFHDOR G 2 BMIET LD REAMES ). PlE L TR T2y = Y XBF IR b u
T4 =Ry H—WFHTA T 4 =, BEETVF IR EPBTONDL, BEE,
MM (locus heterogeneity) & b b, £k ZEMOBETICE ) FE—F 213D
FHM 2 BT 256459 FRUNMGES) LA, Bl A ba 74— ERBTH
N5,

SEBMZH  susceptibility diagnosis

JEZVEBWIE vy, LR (SNP) 2 L2 W TE N THRBOTIEY X 7, FEHK
SR EE TS 5. ZRTEBICHEMRBT 28R T2, REROREVIREOIRIENZ
Wre e, 728 ZBHEEVIRREIEONTY, RUETRIET S LIRS T, Li%HR
BOLRDRTEINDILITEL V. HRAEZHIIARERE LTINS, &
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B, R, B &% b L LRI E IO RET, BROYTDE
ML D BRI R R b DTH %o

127 4—LFK--7H&>2 b informed assent

ALY Y FEF (2000 D 25 FICBWT, [RIEEEHED L) SHENITARIDI W
EHROLNDWEREDS, MRBIMIOVTOREIIEE LR T LI LB TELLEITIE, W
EHIL, ENLEERODLZRBEADPLOFEEDIIY, SHICKEEZFORE (T ME
"D RETL SN DNREBEBRIZBWT, BEDOEBRSINC L COER R
A7) DIIREZELZOLENLERDODH HRBEANTH 50, WEHE L 2 H/NRIL, FEPH
FREEIIB U2 T E =T, TOBREERIHEMN LTS TV,

127 +—LK -3t b informed consent

[ L FEE oMo HARGERDHKA LN T BB TR, HRHB ¥ A5 £
72 13WEEE IC S — b b, PRy, FIWree)), BELERDEZHT 2 BEAN
B, BEEEREDN O T adi 22, B L2 BT, BHS o BENHIE THRA - BHS
DEFATHBIZOWVWTORIE, BN, HEIOWTHWL, AEL2LE25Z L, HPARE
FENEICOWTHET, HREEAL L HIEEEZKRT. REERTRATHERD %
RATWBEAIE, REBVPERNAM D - THWT 5. REEICBWTIE, BBIICHS
THKIZA Y7+ —AF - Ty M REET S,

XEHLMIBIE  X-linked recessive inheritance

X Jeffk LA E T 285 FIC L ) XM SN AHHEET, SR (sex-linked re-
cessive disorder) & HIFIEN T W7z, X FfRIZBETIAR, KUET2ARKTHY, X Gt
R ECHIES 8T 1%, BUETIRIER 22 38%, EcRIER, REE, ZEons
Nt b, XX BHLSERBEOYE, ToRETVIBRICEESNL I LE% L,
LRI LTREEL 25, REZOFBLLB R EmESNL, 2B, X Jethibix
PEI A V3 et R & X X & 7R S s

9542+ client

AT HE M RICHRI R B EIEE DO Z & 2 EKRT 5, BEEHFICELTE 2L, #fz
B ) VTR T EEOICZETANILTLIREETERVWDIL, 2794
BHBHVIEA T ) —(counselee) &\ o HAEFETIIRHEE, KiALLLbVI,

4/ L genome
BT HHWIEEEWE (DNA) O—#l. 74 25— (Winkler, H) 12 & D, 1920 4F



126 FE

2, BB ORMAO—HEBERT 250D E LT, EIET Gen & ik Chromosom
£ ) 3535 L7z Genom D, & N T, 22 RoH ke gtk (X, Y) 2543 5,

IFPIVFYTDNATADEI NIV NYTTY I LAEZEATEICLL DS, ¥/ 4D
75 & BERE % RT3 % 22 MR% % 77/ X v 7 A (genomics) £ 59 o

BEF@ A E  enzyme replacement therapy

S RV B RHERE, 4512 T — ¥ = 9% (Gaucher disease), 7 7 7"V % (Fabry disease),
AR ¥ X5 (Pompe disease), & ILHHRELR EDT AV —LRIZBWT, RELTWAS
BEAEHE LTERA» L5352 L1080, MBMICRIEBEZEZITL, 94V Y —
LAWIZERL T2 WHE OGS 5 5k, BMEOFIRIK G X %0 FEROED, &
HESMFES N, RERGRIC I VRO T D WEEE 250 2008 45 (P 20 4E) > & PrERIX
WEhTwz,

JE—HZER copy number variation

HLEMOTTIMES) DI —BMEAANMTREZ 7 ) AOFEBROZ L 2 I —
B2 (copy number variation ; CNV) & 9o 9 b a V¥ —HERIIBETOEMH, KIED
FELBELTBY, Yy va—-3U— - by —RFIIBIT D PMP22 EIZT OEBED
RFEM, EHECNVIZE M7 20 1L LD E S 2R E LI b, KR
Bz, BHARZUREEED, ¢ POREOEIESEGLTW LIRSz D 5.

=iEEKIEECS] triplet repeat

WHHOERE DS B, BFEO=HIE(M) 7Ly MOBYELENES ). O IE
LRSS EFIHELTEBICEL D%, MY TLy P E—=-1HES 9. CAG,
CGG, GCC, CTG, GAADY ¥ — MEPRFIIMEL TRHETAEEI MO TS,

RERTMEIEF  susceptibility gene
Wt E L3RR Y, EERERZ L OZRTREIS FSTFLB/ETRT
ERERTFIHAGDEDL LI THRETHEEZLN TS, ZNOLDFRIEICHD
B EIE T2 RERZEEET vy, ZRERP) 227 % 13/ 5w ETFS X9 %l
Wi B 2L, IEWICHAEAET 5 —HIEL A (SNP) 2 LUK TH 5,

H4ERIZHT  prenatal diagnosis

JRFEICIE, BB E A, MRIBAZ &b T, BREZHEBTE, MESH (cho-
rionic villus sampling ; CVS) F 7213 327K 2231 (amniocentesis) 12 & - TH 5 N7z EHMNE,
FARMME, FAKEEEZHCT, BROBMLREERN L 723 RMRREEFIIOWT, b
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BT, BErE, MRPIREZ EICX - THNT 52 Lo MEBEMILIT
Ok 10 BLLRELZ, FKRZERNIEGR 15 BUFEICWRETH 0 JalBi e s JeAlk 7z & 2 3R L
THRET L2505 5.

SFRBERFE  the duty of confidentiality

T 134 S THFMBEBICOVTED LN TV S, EB LAY 2 -HREMISTES S 20w
EEFLHEBOZLT, EHivHEL T - ERBOREE, BAERZ M
D9 BUBIHLIMETHRHRINSREFHTH Y, ELRHHL WP A 2 7-0%
O LA I3 RLEONR E %5, EHRAVICET 2 IEL28 ML 1E, £ 06
EARVECBIRT 2 HR, EFR EMAOEGOGRICHE L 254253, EY7% MK
A VHAICIZEHSIC BT, SR D RE IR TV 5,

BELEEEMEE  autosomal dominant inheritance

WK PIBIA TR AR OBIETFORFICIZEED S B, WS IZTORFTHPRE
e e AR (Aa) F 72030 77 2558 2 R (AA) 23%9E L, aa KO RIEFR Y6 0#is
X TH D, B—BEFHEBTAON, XV FLVOBEOHEANID . BERIIKET S
A, BrREZEOYEG, T3 50% O TREREZTEZZIIHNTED, HEoMHAIZ
b7z ) BEZRALND,

BEEEAHMEE  autosomal recessive inheritance

HHOAR LICEIE T M 2 FOBIZTFORFEICIZ2EED S B, WV BEFOW AR
WA (aa) THEIW L, Aa $7213 AA AR TIHEREZBO L WEZEANTH 5, BRI
PETHRYE, Aa EEIZREBEFORRATH Y 77X TOMNL T YRR OGS IE
WD 50% TH DY, WEIZIEFOEEIRI-N TS, B—@mEBTALN, X VT
VOBAZOEANIHE D o WL Aa BERDYGE, 25% OESET aa RO 1234 F WAEHE
T 5

S BWVTWLBHEF right not to know

[HIS SNGWHEF] 12 &L S HAFRER S NS, IEREZE L Ty, SERE L FBE
FTAHMEEOH S, §bLT v b - YA (at risk) DBAICBWT, BEFHEZHAL D
LTI b bRIERTEEFZIIC L - T), BEM) A7 OFREYLNICTHI LR
BIRL2WTBLHEMN, v =27 A5 —(Wexler, N) i, Ny F ¥ bV IHOBEETZIICHE
# T, “the choice not to know now” & W) KT, NI F Y MHOT v b - YRS
HMEHEIIBNT, BETEMCrPDEIFIELOHANEELZERELT, H5%HEMD
Hhy ) VORI, MEEZTFLINSEMSLVTEBL P OBINE T RE LR
7oo BALVLEMADVAGHEOBHE - AGICH L THONAERIZOWT, EHEAIC
LT, BREHFEZLZVIRRS, BEFOEMRTZHZERT 20E2ITBNTE, [H
HOMFOBEPSZR I N TV S,
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B

FZHEF right to know

E#ICBWTiE, BEVPHSHSORK - AL CHONERE NS, DF VIR
BEPOMYNCHRENDIRETH D LT HHEM. CNE[TRTEAS LR TR ELR
WlEW) T EEBERLE V. ARO[ S SN WHEF] &[5 2 MR NI S 2 HeR)
THhHN, TOHWHRE %50, LEIE, HEzRozRATHE, BISHS
DYE - AT A2 RENZHEZ HSIT)RNETHL L) HOREMDBEEIZEE
<6

HERRZE  de novo mutation

BEF B VIZRAARD RO L, B Z DB LE o TV v, TOEILICEN
FERNARD R CER Y, il 2 VI FRICRARES NS, BIZTRORRER ORI
L oTY ) KRB, R RIHRER, BIZTRIRERLZEDVD S,

BREZE penetrance

Fl—OBEFRZLATLEMICENT, BEFRISHIE L 72RBE 2 29 2 @Ko H)
o AEPEBA L B UIL, BEEFRIT 10(100%) TH b. BFEORIM 2 8 S o fEfk
ML, BEFEN L0 W2 0EE, AERREL V) o BREIEREFTETSH 2
B, BB IR IR R (R LT RETH LD, FEiKAERERE SIS
WL v,

275449 splicing

BIETFOESEY (RNA) X, 58, RNA 7oty ¥ ¥ 7 LN 51630 2 Y1,
BhiZe &AM ST, mRNA, tRNA, rRNA & LCRIRSICH SN, 28T %
RNA 78ty ¥ v ZOKDPA SN TS, RE MWL D OH, RNA QYR - kA K
K BARATIA VYT THDE, TNIZED, BEINLFTEORED RNAIZHFAZH
Twb A4 ¥ +a > (intron) & FHIN 2 ANEER T 05bR L SN b HIbRIAE L TG S hiz
RNA QY - FRAEIC L 2 M TIcH#HD 2 —HOLF S TH 5. RNA Futy ¥ v

ST T2 A L 7288550 F (RNA) OFEFNIH IS % 77/ & DNA ORFIER s 7 ) &
(exon) EM:EN 5,

AJEMHRZRS] germline

YT, SRMINE, K5, ABHINE, FoEkEn S oItk % A, R o s T,
B2 R L T2 2HINH ko R oMK, RETEREEZ A S 2R R5]
(somatic cell line) ] &3 LTHW SN S,

S HRIEOMER] the four moral principles in biomedical ethics
¥ — 9 ¥ A (Beaucham, T. L.) & F ) F L & (Childress, J. F.) %%, 1978 4E %I ® “Princi-
ples in Biomedical Ethics (EfEFME) "I2B W T, E#HOMGIHBRIEOELARE 4 2 5HH] &L
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LTEEDUTD4 DD AT 6 B)ICHBWTH ZORHNZIIRE 2EEIT %
Vo JEK, AMEEMHOMEEZBREFICELT, £40FENEREFICERETRET, FIC
[AAEE T A REICOVWTOMRE - BRI N TS,
1. HAZHE (respect for autonomy) : EHRIEFH IZEENH O BERETE % &) fFHE
et - FWIL, ZORELXEET 5,
2. {"Hi(beneficence) : BEHICEL o THRERZ EZ1TH 0
3. MEf5# (nonmaleficence) : BENDEEZ#IT 5,
4. 1EF% (justice) @ AEMIEFR(RON/KFEO LM TEZEZ ATV ), EHOUNE,
MM OBE, IGRNIEEFEEN5,
B, TOX)RFEUMONTHIE, LFLIMIWLME—-DLDTIEARL, FIZIE F
ARV, AMEZTHHICL TIRFENRFEE & 5 2 F0EsstE (vulnerability) °
5, A (solidarity) D EHIZSH T IMZ ST 2,

BlAERIR  founder effect

B OB DO — ADH T B EFBIRTHTFHREFTIILDS L 2 Lo MO &ML %
hro 7BIAMREEERIC BV OR I 2, RIEET 304 FEE= 2 —a/8F — 3R &
REARIL D —FBIZH DS, FtHo— NITA U2 Z2RAERIC X DR Z 5 7R B T HROEFIC
RS 5 727D TH Do HEATHD-0, BRERLEI LBRTFORLOBIETH S
WiZ DNA £~ — A — L Il b O FHRITED Y, RRER @R N T T Y
4 7 (haplotype) 2SiZE 3, AliAE GHEE) T oy L L Fbh b,

XE5%E  surrogate decision maker

B F223EMED, FAERNIEASRVWEEZZONDYAC, BT 2I3EMEARAN
Wb T, HEL, £ 74— F-artr 252568 Thb, MERIZES R
WG EIE, RBUEOSE L, RN TERRESE, MiEE, RstERs, RBAaEXEo
I, BRUREEIPT TR SNAHETH D, REGEEE, AHOFE R
ML BIER 25 T, BEF IR EOREOFIEEZNY 5 ZARBELALTILEHNT
E5HT, RBE WMAOTF, LBk Wik, #, R, FEOBIKE: ELBiE I8k
T2, BMH, RGN, BERRHEICBT2BAN, REN, #Bh#E R &5
LEZOLNTWD (5,

XIEEF  allele

[l — D BARTHEAL (locus) ISAZTE L5 F 7 % BIR 1o I, —X o3 BB 24H
L, ZOMAGbE%EEZETE (genotype) E V9o 3TEL EOX L BIZTF 2 d HBE
1, #ExFLE ST (multiple alleles) & V9 o IR TF Tld R WEM O ILFLSI R, HEREHAL
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W

IR VEEFSELRSQERLFET) OIFAITH L T allele Z#EH T 5720, *iiE
BT ORFEEFDLT, TLLVRT YV RELEFRLMbNLS, b &t allelomorph & %4
(1902 4F) S 7278, B allele (1928 4F) 23lib %o

%%  polymorphism

7+ — F(Ford, E. B) 2%, [F—#&H M IZEEMIZR R 2 ZEMOHEESLAF T 584
2, EE9% T (genetic polymorphism) & 40720038 & Th b, BlL, HHOK T
BIRTHS, RRAR L HRERE OV THR SN LU EOBETHRET 6L SN,
BIRFRBNCBEISEDAED D 2G5 T PIHEZ 00l LT EER LN LD T, —i#KkiZ
001 L LOFEOBEBOMN VBETHEFEL TS L EZIILZRNE W), FELHHL
T, NVBEFEF2DEDE ZIZEEIE V) 2B D5,

ABO ML,  FoOREWLRLHTHS, DNALR L LT, —HEEBRIZLS
— ¥4 (single nucleotide polymorphism ; SNP), Ffi % Oty KAERHNC & A LA &
Vb, HBEICE, CAVE=IRCAGVE—-IL2EDTYa -+ ryFAYE—|
(short tandem repeat ; STR)IZ& 5~ A 7 0@ 4% 5 5 £ b (microsatellite), -1k
DOHARHNC L S I =% 7 F 1 b (minisatellite) /VNTR (variable number of tandem re-
peat), 737 —HBIZT DL IZH kb L EOHMEIICE 2 0TI ¥ —FERITHS
HENLDHDRENDH D,

B—@&ZF&RHE monogenic disorder

W—DBIEFOERDPEG T HHE. X Y FIVBEEERB L bV Hit R EE s
PRI, WAROARSTEREERE, XSS RRRE L E0h 5. LT BIRTERE
WX B HEE. YefRBEE, I PV FUTIHRE XY %,

ERRIZH  preimplantation diagnosis

RSN T HDHEOBRITH D, KILZHE - BB (in vitro fertilization-embryo trans-
fer ; IVF-ET) 7 & Ol Bh A Bl 9% (assisted reproductive technology ; ART) D12 & b
WHE & 2o 70 HRAVZREIC X D15 5722 H00 (6-8 MigIiR) 5~ A4 s ux =¥ al —
=% HNT 12 HOHEMBAIY L, BEFRECIVIFECOEBRTRELET S
MEIDPERARDLZ L, ERBOZHEINIZFO T THEZHEL, HETRENZVEGE
RBTELZRINO A E R TENICBIT 5. ThDLREEOBIZTREZH I RVEZH
JHOAEEN LT, HRER.SEHZ 2 HAMICIT)

FE2ZAZE nonsense mutation
73IJEBoaFryefKila F ¥ (stop codon) 12T AZEE, DNA 754K X N7z mRNA
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&, U HENT B 72008 L 4 LRGN ¥ (start codon) 2 S #&IET F Y TD
B L2 Ol SNSRI ESATYS, 20— FHEBNO T I/ BRI
T 5t v A3 NV (@RS 2R % 3EIEES]) 2SFIROMEHE KOG % 5] &2 2 3k
I NVIEDLSTZHEIL, TNEF VRV RAEREIES, IEELRY U7 BITAH I N%
W,

REEBAV T —

WML Y YT —Id, HAANBEEER E HABES Y ) ¥ AR h3t Tl
ELTVRERTH Y, HRREEEME L EEE L 220 5 HORWERRERERZ R4t L,
BRI MBI 7 94 Y P22 L B2, ZOMMZFLHEMETDH
bo TOEBIIMAE, 8 DDORFFM LR (BMIMKEE, JLERY, BROKKTFKRE,
THRE, NREREALRY, RS, TRy, B LOREKFERRSE) Tirbh
THD, 2008 4F (FHK 20 4F) BEF TIZ 40 A E STV bo

HAERTZ2HT  presymptomatic diagnosis

R, FFEORBIRET AN EIDEZRET HHNIHEETFRAICI ) DL Z L,
FEFRNIEI R & 7% DIRB DR ERDNTIZT100% TH D Z EPUBELRFTH L, —fIiE
T QA B AR O R FENE ORATIE) DB R % 5 T 035w, FEBEL, s
PRATHDZ L, FRANBEEZOBIEFREVHEINTVDL I L, ZESLEEME
b, SEIFEMHN - EN - HAMWMELERLAES720, TORERAY IR v
7 ELHERAHOD L TOARF I NDEZREFETDH 5,

FRIE  phenotype

BIETOVERIC X > THN L EEKROILE (trait, character) 2\ 9 o BT O X 3&EE
TR X %0 BIETRNPRL > T CTRARDNFE U6, B TR U CTRBERANED
Babdrb. WHORBOBREDENH D ENDHY, Thik KB (expressivity) &
Jo KIHANL, PUEO XS ICEMETFRICHIE LB ZBRT 540, MS520E
(F23—HOWHE) X 2R LBELZERT 256D 5.

KHBIEE  phenocopy

T—)V F¥ 2 3 v b (Goldschmidt, R. B)IZ X 1), 1935 4E, & % Ein T D2RE R
Lo THALAEHA L [ UIRREDS, ZRICISTFREERICL > TEULEAITHL, #
BNz, BB L B HRREHELR E25, ¢ bOERBOBILE LTHEITFLNS,
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KRIA(BEHR anticipation

BAAMER B TRER S LR BUE AL, oMKy EEILLTLI L, MY
Ly M) E— MR (EHEERERYOHZS ) TEH SMBBLRT, P 7Ly P E—
T, BRICE DAL ER S VLBIZT O/ EUBHIAHMT % 2 & BE L Tw»
%o ZOHBIIHHRBIZF L2 HHETHHEITEF LW &y, BHORETHMSh
TWwbe JE—= MUENOERIZOWTIEIANTSH 2%, Bz OBREREIIE T A%
EEDG L Twb e &N, FICHTFORBGEE THEMBOSEI MY ERINLZ L L
DBEDHEE SN T 5,

ZL—ALY7 b~ frame shift

3OS OBOEIEDTFA, REZE > THROFEAR OB —F ) —F 1 ¥
77 L— A, openreading frame ; ORF) 253N T L £ 9 22RE R, ZOIHIELIT OEF|H
TNTLEH 72D, I FVORFINKRELZILTLEY, HIDO Y Y7 HIZEHR S
e 72, ZOHEEFERPOIFUAFRPNEIET FAEBILLTLE ) 2EDE 0,

AT O#EAH  heterozygote

HBMEARDT 7 A &R L TS EDORN M BETOMASDOEPEL LS, ZOM
HENTOREGHRES ). BARGKRLDE ). REOKRRKE 52 ERE2HT 5 -IZFIC
BT, BRRETHZCHEBOR G 0585 2 ER 2 RES NI AL 72) k%,
Rz A~ T 241K (compound heterozygote) & Bid %,

072 X3— heteroplasmy
I M3 FY 7 DNA (mtDNA) Z2FEOREHO V& 2T, IEH mtDNA & HERZ#FD
# mtDNA 25RAE L TV AIREEZ R T, 2% mtDNA OEENH 5 MEZ @2 7296
WCHERERZSHH T 2L EZ 25N Twah, LA L, m3243A>GEROYA, BR
mtDNA 2% 50% i T MELAS Z5IES 58125, 80% FEAFTE L T H BAEROH] B
%o [l—® mtDNA 2% 100% DA A E 75 X I — (homoplasmy) &\ 9,

i

B
Eay

ZR variation

bedbe, BRI, WH—-AYHERNTOREOBEDAERDOZ LT, b b TIIMHEAR
DSE ST RRHOAERZEIRL, BEEWEHSLBEEWER (B 25 WITBETE)ICL 5 BE
D% BIRZ T (genetic variation) &\ 9 o —#%IZ, BIEWERPBIENER (B 5 Vi
BIZFEN ZOS ODERS GO L, BIZFWIT, HAFGFOLRITERER & RIRER
(mutation) DMFIMH SN B, 22RER I, EEWE (H 2 VIFEIERY) O (a ¥ —
B OEMETR), MG RAOZITH S 2 HETH 5%, 2L A Uiz mE (b
WA OZRZO S DI LT Hw LR, 2512, WKRERFAICBW T,
BB EDOE - EBRIOZALZ ) ZBRITF L THW S Z D% 0,

BIEWHE (B 2 VIR OZ RIS T TR 00D Y, FOERBORETH S
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BEUK (aneuploidy) %, ¥z (translocation), ¥ (inversion), K2&(deletion), %A (in-
sertion), E# (duplication, multiplication), & (substitution) 7 & Ok 72\ LB D
ZALH D %o BIFIE, 1HEL XV SEBERGTTHRNINE DI THAH S,

BRI R BEREHAL, §72bH 0 & D OBIET (AL ICBR T 5 R R % R IRAE R
L), MZERAERE 1B 1 2w LEBBERORE - AR E OB AR LR 2R
THWLZ Db %W,

BIEWHE (B 25 VIR ORI, BTRELZFISEZ T, H25WIEISER R
BNZZAL % 72§ LIRS v EAR T OREREETH O F 0 1 A ERIIZE A LMD
HELTIERI IV, ZDX) RERIIHVH (neutral) L b NS,

REE carrier

BRBIZFEALEND, TOERICILZEBALZESIZWEKES ). —#kIZ, EH
BIZTEUBERONTUESERTH 50 HROAELERETROBEOMBR X HEH
HIRBRROBUBZE OB OLENZOBIT, REEFIIIHRL 2. RIERE (KRN)
X0, RRNZETHDZ EDMEELRYE, HxHRKZE (obligate carrier) & 59 . X #HEHS M
BETIE, WERRET, BE(Z o6, BUER X VEE) $25m608H0, v=
T AT 4 Y7 F v T — (manifesting carrier) £ § 9. WHRBMAKETKREIIBVWTY,
BREFLGVPORBIETHD2HEICHE L THWOLNTWDS Z LHE v, F B
BlZBWT, RBIENT 2SR (asymptomatic heterozygote) #, PS5 v A3 v ¥ —
(transmitter ; fRE#H) LD FI T L WH b,

REEZMW carrier diagnosis

RHEOBIZTEELZ VTN —HOMVBIZFITH LTV LA L) & #BIaFHAIC X
DIRRDZ L, WHIIFRANREEE CHE S N8BT RE 2 E R iEEsA L Tw5
NEIDEBWT L. HESETIE X PR (2L 23Ty 2 Y XA/FPF I A b
74 =% ENHT B RERRE OB 283 2 E 03B WAS, R et R MR AT
LTHHEIEEND. MNBRIEOD ) FHHIRE (7oL 21X 7 7 7 VW% &) TR, FIERTZ
Wr & MFEM L BEREVEZROZ LD D 5,

FRE&EIE  maternal inheritance

FEBIRE BREN TV L, A VT UVERERTHREERZO ) BRBOI Fa v F
1) 7 DNA DADBFIBE I NS BIZERNE VI, ZoFEE LT, DIMIIICAZ KT
OIPIYFYTRIZIPMIEO I P32 F) 7RIS OBRTEZ RIS RV, 2)KT 03
My FY 7RIS A 225, £k PR 2 ISR AT 5 7% EORRE
MHEESINT VDD, ilt, BEHEOWTZLFFT 2 HONTn5,

KEESE homozygote
HHMERDT 7 L K L TV A EDON VG T OMAEDEDFE UE, ok
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TRERGHRES ). MBZAEHRELE )

KUJIVZ I polyglutamine disease

XA D R LRSI O FEMRIC X D F80 9 2 H—B(Z Mo b T, BRI AL E
T5CAGYE— MREMETHIHRAZIFICRY IV I VHERTLI L VDL, #l
B CTHR LA CAGY ¥—MI, EFIMELLZIVFI VYV E—- G0y V%0
IZHIRI N5,

BIERE}L coding region

mMRNA TRIATIA VYV ITRIBICE o TOLREELENTZT T Y Y OFIRTH 1 Hfk
MICHERES % & o 3 7 BUCEIIR & M A KIS, =7 v ¥ OIS TXTHRE NS bl
TlE% <, 5 #EE 3 HEBUEIERREIAAE T 5 BREBUIRG T P XD 1E
o C, 3P OTAIY FlZilo THRES N, LT FAITHRDLL, —BRICHEKKD
F =7 =547 7L —254(0RF) VHFRETH %,

IZXEZAER missense mutation

IR YHNOBIEDOZAL T 72T EHIC LY, AKRAZRELDLIIHNDOT I 7 BHIEH S
N7zRYRTF RHIZAY, BE S 87 HOES NS 22RAER, % 1X DNA o 1 3%
MBOWEIEICERL, HWOZ V87 HIZGHE v,

X 2T IVDER] Mendel's laws

A V7V (Mendel, G. J)IZ & D 1866 FFiCHE I N727%, EHINT, 1900 FICH%
RENTBIRFOREARDB [5r#Eo B (5 1 3:00) 1 & Mz o 300 (5 2 3:00) 1o 2 &%
HI, F23CNMESOEZMZ-3 e LT, BEFEOL TS, ffkid—
HOBETFEAL, WITNPVLEOPRBMTFEZBELTHFIMEAONDLEV) TEHRDE
BRFEETH 5,

A Y FVOFERN, 1910 12— Y ¥ (Bateson, W.) & 7¥% v I (Punnett, R. C) 12 &
D FEH S N7z (linkage s D &b & O AARFEFUIEBE ), 1953 4E127 bV » (Watson,
1.D)&EZ ) v 7 (Crick, F.H.C)IZ X W RSN/ DNA O EIB €7V, 1958 4127
) v 7 (Crick, F. H. C)IZ X D #2/8 S L7z T A& o .0 #3% (The central dogma of
molecular biology) & & 12, ERFDE S EARWZREH] - FHTH S,
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BRREGEME

AARANFEEFREAREEI Y V) ¥ ZEEAPEETHRE L TV LHEMET, 34
B OB O # IR RER & HERB 2 T- TRET 5. TXTOBHER»LOT H NV
T—a inl, #URBREREFITTA L E BT, FEFEEICBVWTHRET S S
EVTFRINS B - BIETICHRLAMEORIEZIES EMT, DTORIEZET %,
1) EEEZEIZOWTORH RS M Z o T b, 2) BAISER MM 0 b 5 5% 8
2DV, B - B - BREIT) S EDTE D, BEAIT VRV 7EITH S
EVTE Do H)BEFHREIIOWTHHRAGERHRE A L Tnb, 5)BEREENED
TaREREALTBY, BIERFREEZITIENTE S,

FiEHIH 1 4> X anticipatory guidance

PREAVER R 2 EURITE - TPRHIEO 2 WERATER EORIERTMAENZ R SN LK, £ <
DEREIRLBUTH D I LA LIV EVIRHL TREZALELTWALZ DS
Vo TD X9 R TREFERD G TH o 255121%, s OMEIE LR TVOT,
WA TR IR ORGSR TE 5 72 & EOFFFE OEAL, B B IR 7 0 Ik % B,
MBAHFICEZ TBV TV LEND L. MAERKESHETSH - 7206, BI OB
TholHEOHTARHIIBE B2 EEBEMMRAFERMATNICEZ TB LHITRET L 2
ERTFMNTA F v ALV,
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accumulation 2(NBIA2)

138 EKBEGCT =5
HR BETF ik
RRE . MM EfERR | ReHE | EEFRS BEFH MM
B EREE
T73IOA F7YF¥AR"F—- 7304 F—Y A
Amyloidosis VI(Cerebroarterial | #105150 1 AD 20pll2 : CST3 | Cystatin C 1 %604312 | Proc Natl Acad Sci 83 : 2974-2978, 1986
amyloidosis, Icelandic type) | | | | | Acta Neurol Scand 76 :102-114, 1987
1 1 1 1 1 FEBS Let 216 : 229-233, 1987
Amyloidosis VII(Leptomeningeal | #105210 | AD  |18qll2-ql21!  TTR | Transthyretin(prealbumin, | +176300 | Neurology 47 : 1562-1567, 1996
amyloidosis) | | | i amyloidosis type I) | Am J Path 148 : 361-366, 1996
Hereditary cerebral hemorrhage with | #609065 | AD  |21¢21.3-2205.  APP | Amyloid beta(A4) precursor | ¥104760 | Science 248 : 1124-1126, 1990
amyloidosis, Dutch type (HCHWAD) | 1 1 | protein 1
AR IH
Hemophilia A (HEMA) | +306700 | XR Xq28 F8 1 Coagulation factor VIII, | +306700 | Nature 315 : 427-430, 1985
| | | | procoagulant component | New Engl ] Med 313 : 842-848, 1985
Hemophilia B(HEMB) | #306900 1 XR |Xq27.1-q27.2) F9 ! Coagulation factor IX | %300746 | Nature 303 :181-182, 1983
von Willebrand disease (VWD) 1 +193400 1 AD 12p133 1 VWF 1 von Willebrand factor 1 +193400 | J Clin Invest 79 : 1459-1465, 1987
Factor V deficiency | #227400 1 AR 1q23 ! F5 ! Coagulatio factor V (proaccelerin, | *612309 | Nature 369 : 64-67, 1994
| ! ! | labile factor) !
Hereditary thrombophilia due to protein | #176860 | AD 2ql3-ql4 | PROC | Protein C(inactivator of coagulation | 612283 | Proc Natl Acad Sci 84 : 2829-2832, 1987
C deficiency, autosomal dominant ‘ ‘ ‘ ‘ factors Va and VIIla) ‘
Hereditary thrombophilia due to protein ' #612336 | AD 3plll-qll2: PROSI | Protein S(alpha) 1 176880 | Blood 73 : 479-483, 1989
S deficiency, autosomal dominant | | | | |
Plasminogen deficiency, type T | #217090 1 AR 6q26 | PLG | Plasminogen | %173350 | Proc Natl Acad Sci 88:115-119, 1991
Plaminogen activator inhibitor 1(PAI1) | 173360 ' AD | 7q21.3-q22 | SERPINEI ' Serpin peptidase inhibitor, clade E | #173360 | New Engl J Med 327 :1729-1733, 1992
deficiency . . . . (nexin, plasminogen activator |
| | | | inhibitor type 1), member 1 |
Antithromnin IIT deficiency | 4107300« AD 1423-q25 | SERPINCI | Serpin peptidase inhibitor, clade C | +107300 | J Biol Chem 261 : 1174-1176, 1986
; ; ; | (antithrombin), member 1 ; Nucleic Acids Res 14 : 2408, 1986
I 5
Cerebral cavernous malformations 1(CCM1); #116860 |  AD 7qll2-q21 | KRIT1 | KRITI, ankyrin repeat containing | *604214 | Nat Genet 23 :189-193, 1999
Cerebral cavernous malformations 2(CCM2)! #603284 | AD 7pl3 \ CCM2 | Cerebral cavernous | %607929 | Am J Hum Genet 73 :1459-1464, 2003
i | 1 | malformations 2 1
Cerebral cavernous malformations 3(CCM3): #603285 | AD 3p261 | PDCDIO | Programmed cell death 10 | %609118 | Am ] Hum Genet 76 42-51, 2005
CADASIL - Z 0 fiit
Brain small vessel disease with L #607595 ¢ AD 1334 ' COL4AI ' Collagen, type IV, alpha-1 1 %120130 | New Engl J Med 354 :1489-1496, 2006
hemorrhage | | 1 1 1
Hereditary angiopathy with nephropathy, | #611773 | AD 13g34 | COL4AI | Collagen, type IV, alpha-1 | %120130 | New Engl J Med 357 : 26872695, 2007
aneurysms, and muscle cramps ‘ ‘ ‘ ‘ ‘
(HANAC) | ! ! ! i
Cerebral arteriopathy, autosomal | #125310 | AD 19p132-pl3.1. NOTHC3 | Notch homolog 3(Drosophila) | %600276 | Nature 383 : 707-710, 1996
dominant, with subcortical infarcts and
leukoencephalopathy (CADASIL) ! ! ! ! !
Cerebral autosomal recessive | #600142 | AR 10925.3-926.2, HTRAI | HtrA serine peptidase 1 | *602194 | New Engl J Med 360 : 1729-1739, 2009
arteriopathy with subcortical infarcts | 1 1 1 |
and leukoencephalopathy (CARASIL) 1 1 1 1 1
ARERE
Alzheimer disease 1(AD1) | #104300 | AD  |21¢21.3-22.05; APP . Amyloid beta (A4) precursor 1 104760 | Nature 349 : 704-706, 1991
| | | | protein |
Alzheimer disease 3(AD3) | #607822 1 AD 149243 |+ PSENI | Presenilin 1 1 +104311 | Nature 375 : 754760, 1995
Alzheimer disease 4(AD4) | #606889 | AD 1q31-q42 | PSEN2 ' Presenelin 2(Alzheimer disease 4) | +600759 | Science 269 : 973-977, 1995
| | | | | Nature 376 : 775-778, 1995
Frontotemporal dementia(FTD) | #600274 | AD 17q21.1 |  MAPT | Microtubule-associated protein | +157140 | Nature 393 : 702-705, 1998
1 1 1 | tau 1 Proc Natl Acad Sci 95 :7737-7741, 1998
| | | | | Ann Neurol 43 : 815-825, 1998
Frontotemporal lobar degenetation with | #607485 | AD 17q2132 | GRN 1 Granulin | *138945 | Nature 442 : 916-919,920-924, 2006
ubiquitin-positive inclusions (FTLDU) | | | | |
Frontotemporal dementia, chromosome | #600795 | AD 3qll2 | CHMP2B | Chromatin-modifying protein 2B | +609512 | Nat Genet 37 : 806-808, 2005
3-linked (FTD3) : : : : :
Encephalopathy, familial, with | #604218 | AD 3q26 | SERPINII | Serpin peptidase inhibitor, clade I | #602445 | Nature 401 : 376-379, 1999
neuroserpin inclusion bodies (FENIB) | 1 | ! (neuroserpin), member 1 1
Familial British dementia (FBD) ‘ #176500 ‘ AD 13q14 ‘ ITM2B ‘ Integral membrane protein 2B ‘ *603904 | Nature 399 : 776-781, 1999
Prion diseases ! ! ! ! !
Familial Creutzfeldt-Jakob disease (CJD) | #123400 |  AD 20pter-pl2 | PRNP | Prion protein | 176640 | Lancet 1:51-52, 1989
Gerstmann-Striussler disease (GSD) | #137440 | AD 20pter-pl2 | PRNP | Prion protein | *176640 | Nature 338 : 342-345, 1989
Huntington disease-like 1(HDL1) | #603218 | AD | 20pter-pl2 | PRNP ! Prion protein | *176640 | Am ] Hum Genet 69 : 13851388, 2001
| | | | | Brain 122 : 2375-2386, 1999
Familial fatal insomnia (FFI) | #600072 | AD 20pter-pl2 | PRNP | Prion protein | %176640 | New Engl J Med 326 : 444-449, 1992
Opticoacoustic nerve atrophy with | #311150 1 XR Xq22 | TIMMSA | Traslocase of inner mitochindrial | %*300356 | Am J Hum Genet 61 (suppl.): A349, 1997
dementia (Jensen syndrome) 1 1 1 ! membrane 8 homolog A (yeast) '
SRS R
Huntington disease (HD) | +143100 | AD 4p163 | HTT | Huntingtin | +143100 | Cell 72:971-983, 1993
Huntington disease-like 2(HDL2) | #606438 | AD 16¢243 | JPH3 | Junctophilin 3 | #605268 | Nat Genet 29 : 377-378, 2001
1 1 1 1 1 Ann Neurol 50 : 373-380, 2001
Benign hereditary chorea (BHC) | #118700 1 AD 14913 | NKX2-1 | NK2 homeobox 1 | %600635 | Hum Mol Genet 11:971-979, 2002
! ! ! ! ! J Clin Invvest 109 : 475-480, 2002
Choreoacanthocytosis (CHAC) | #200150 | AR 9q21 | VPSI3A | Vacuolar protein sorting 13 | %605978 | Nat Genet 28 : 119-120, 2001
| | \ | homolog A (S. cerecisiae) \ Nat Genet 28 :121-122, 2001
Adult-onset basal ganglia disease | #606159 | AD 19133 | FTL | Ferritin, light polypeptide | #134790 | Nat Genet 28 : 350-354, 2001
(neuroferritinopathy) ! ! ! ! !
Striatonigral degeneration, infantile | #271930 | AR 19q1332-q1331, NUP62 | Nucleoporin 62kDa | *605815 | Ann Newurol 60 : 214-222, 2006
(SNDI) : : : : :
Neurodegeneratin with brain iron | #231200 1 AR | 20p13-pl23 | PANKZ | Pantothenate kinase 2 | #606157 | Nat Genet 28 : 345-349, 2001
accumulation 1(NMIAT ; Hallervorden- | . . . .
Spatz disease) | | | ! !
Hypoprebetalipoproteinemia, | #607236 ¢ AR 20p13-pl23 | PANKZ2 | Pantothenate kinase 2 | *606157 | Neurology 58 :1673-1674, 2002
acatntocytosis, retinitis pigmentosa, and ‘ ‘ ‘ ‘ ‘
pallidal degeneration (HARP ! ! ! ! !
syndrome) 1 1 1 1 1
Neuroaxonal dystrophy, infantile INAD1) | #256600 | AR 22q131 | PLA2G6 | Phospholipase A2, group VI | %603604 | Nat Genet 38 : 752-754, 2006
i ; ; ; (cytosplic, calcium-independent) ;
Neurodegeneration with brain iron | #610217 1 AR 22q131 | PLA2G6 | Phospholipase A2, group VI 1 #603604 | Nat Genet 38 : 752-754, 2006

(cytosplic, calcium-independent) |
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s BETF ik
RBE L MM EERR | RedE | EEFRS BEFR . MM
Karak syndrome | #608395 AR 22q131 | PLA2G6 | Phospholipase A2, group VI | %603604 | Nat Genet 38 : 752-754, 2006
3 3 3 3 (cytosplic, calcium-independent) 3
Torsion dystonia 1, autosomal domonant ' #128100 | AD 9q34 ! TORIA | torsin family 1, member A (torsin A) | 605204 | Nat Genet 17 : 40-48, 1997
(DYT1, Dystonia musculorum | | | | |
deformans 1) 1 1 1 . 1
Myoclonic dystonia(DYT11) | #159900 | AD 7921 | SGCE | Sarcoglycan, epsilon | %604149 | Nat Genet 29 66-69, 2001
Dystonia 12(DYT12) | #128235, AD 19q12-q132 ' ATPIA3 ' ATPase, Na /K ‘transporting, ! *182350 | Neuron 43:169-175, 2004
| | | | alpha 3 polypeptide |
Myoclonus-dystonia syndrome | #159900 1 AD 11231 | DRD2 | Dopamine receptor D2 | *126450 | Proc Natl Acad Sci 96 : 5173-5176, 1999
Torsion dystonia 3, X-linked (DYT3) 1 #314250 1 XR Xql3 1 TAFI 1 TAF1 RNA polymerase II, TATA 1 *313650 | Am J Hum Genet 80 : 393-406, 2007
! ! ! | box binding protein (TBP)- !
| | | | associated factor, 250kDa |
Dystonia 16(DYT16) | #612067 | AR 2q313 | PRKRA | Protein kinase, interferon- | %603424 | Lancet Neurol 7 : 207-215, 2008
; ; ; ! inducible double stranded DNA |
| | | ' dependent activator |
Dystonia 18(DYT18) | #612126 | AD 1p35-p31.3 | SLC2A1 | Solute carrier family 2(facilitated | *138140 | J Clin Invvest 118 2157-2168, 2008
1 1 1 | glucose transporter), memberl |
Juvenile-onset dystonia 3 #607371 3 AD Tp22-pl2 3 ACTB 3 actin, beta 3 %102630 | Ann Neurol 52 : 465-476, 2002
McLeod syndrome | 4314850 1 XR Xp21.2-p2L.1! XK ! X-linked Kx blood group (McLeod ! +314850 | Cell 77 : 869-880, 1994
i i i | syndrome) |
Mohr-Tranebjaerg syndrome (MTS) | #304700 1 XR Xq22 | TIMMSA | Traslocase of inner mitochindrial | *300356 | Nat Genet 14 : 177-180, 1996
3 ‘ ‘ ‘ membrane 8 homolog A (yeast) ‘
Hypogonadism, alopetia, daibetes mellitus, | #241080 | AR 2q22.3-q35 | C207f37 | Chromosome 2 open reading | #612515 | Am J Hum Genet 83 : 681-691, 2008
mental retardation, and extrapyramidal | | | | frame 37 |
syndrome (Woodhouse-Sakati syndrome) | 1 i i i
Paroxysmal nonkinesigenic dyskinesia 1 ; #118800 ; AD 2q35 ; PNKD ; Paroxymal nonkinesigenic : 609023 | Hum Mol Genet 13 : 3161-3170, 2004
(PNKDI1) ! ! ! . dyskinesia; Myofibrillogenesis |
1 1 i | regulator 1(MR1;KIAAL184) |
Gilles de la Tourette syndrome ‘ #137580 ‘ AD 13q31 ‘ SLITRKI1 ‘ SLIT and NTRK-like family, ‘ *609678 | Science 310 : 317-320, 2005
I I I ' member 1 I
Familial Parkinson disease type 1 | #168601 ©  AD 4q21 ' SNCA ' Synuclein, alpha(non A4 component ' ¥163890 | Science 276 : 2045-2047, 1997
(PARK]1, PD1) | | | . of amyloid precursor) |
Familial Parkinson disease type 4 | #605543 1 AD 4q21 I SNCA | Synuclein, alpha(non A4 component | %163890 | Science 302 : 841, 2003
(PARK4, PD4) ‘ ‘ ‘ ‘ of amyloid precursor) ‘
Parkinson disease 2, autosomal recessive | #600116 | AR 6a252-q27 | PARKZ | Parkinson disease (autosomal 1 %602544 | Nature 392 :605-608, 1998
juvenile(PARK2) | | | | recessive, juvenile)2, parkin |
Parkinson disease 5(PARKS5) | 4191342 1 AD 4pl4 | UCHLI | Ubiquitin carboxyl-terminal | +191342 | Nature 395 : 451-452, 1998
3 w w w esterase L1 (ubiquitin w
! ! ! ' thiolesterase) !
Parkinson disease 6, autosomal recessive | #605909 | AR 1p36.2 | PINKI | PTEN induced putative kinase 1 | *#608309 | Science 304 : 1158-1160, 2004
early-onset (PARK6) 1 1 1 1 |
Parkinson disease 7, autosomal recessive 3 *606324 3 AR 1p36 3 PARK7 3 Parkinson disease (autosomal 3 *602533 | Science 299 : 256-259, 2003
early-onset (PARK7) ! ! ! | recessive, early onset)7 !
Parkinson disease 8 (PARKS) | #607060 | AD 12q12 | LRRK2 | Leucine-rich repeat kinase | #609007 | Neuron 44 : 595-600, 2004
Kufor-Rakeb syndrome (PARK9) | %606693 | AR 1p36 | ATP13A2 | ATPase type 13A2 | #610513 | Nat Genet 38 :1184-1191, 2006
Parkinson disease 13(PARK13) | %610207 | AD 2pl2 | HTRA2 | HtrA serine peptidase 2 | %606441 | Hum Mol Genet 14: 2099-2111, 2005
B e AV A ) 2
Spinocerebellar ataxia 1(SCA1) | #164400 | AD 6p23 . ATXNI | Ataxin 1 1 *601556 | Nat Genet 4: 221-226, 1993
Spinocerebellar ataxia 2(SCA2) | #183090 | AD 12924 | ATXNZ2 | Ataxin 2 | 601517 | Nat Genet 14 : 269-276, 1996
i i i i 1 Nat Genet 14 : 277-284, 1996
; ; ; ; ; Nat Genet 14:285-291, 1996
Machado-Joseph disease (M]D, | #109150 | AD 14¢321 | ATXN3 | Ataxin 3 | #607047 | Nat Genet 8 : 221-228, 1994
Spinocerebellar ataxia 3, SCA3) . ! ! ! |
Spinocerebellar ataxia 5(SCA5) | #600224 | AD 11q13 | SPTBNZ2 | Spectrin, beta, nonerythrocytic, 2 | *604985 | Nat Genet 38 : 184-190, 2006
Spinocerebellar ataxia 6(SCA6) | #183086 | AD 19p13 | CACNAIA | Calcium channel, voltage-dependent, | #601011 | Nat Genet 15 : 62-69, 1997
! ! ! 1 P/Q type, alpha 1A subunit !
Spinocerebellar ataxia 7(SCAT7) | #164500 | AD 3p21.1-pl2 | ATXN7 | Ataxin 7 | #607640 | Nat Genet 17 : 65-70, 1997
Spinocerebellar ataxia 8(SCA8) 3 #608768 3 AD 13q21 3 ATXN8SOS 3 ATXNS8 opposite strand (non- 3 *603680 | Nat Genet 21 : 379-384, 1999
i i i i coding) '
Spinocerebellar ataxia 10(SCA10) | #603516 1 AD | 22ql3-qter | ATXNIO | Ataxin 10 | %611150 | Nat Genet 26:191-194, 2000
Spinocerebellar ataxia 11(SCA11) | #604432 | AD 15¢q152 | TTBKZ2 | Tau tubulin kinase 2 | *611695 | Nat Genet 39 : 1434-1436, 2007
Spinocerebellar ataxia 12(SCA12) | #604326 ¢ AD 5q31-g33 |« PPP2R2ZB | Protein phosphatase 2(formerly | #604325 | Nat Genet 23 : 391-392, 1999
3 ‘ ‘ ‘ 2A), regulatory subunit B, beta ‘
! ! ! | isoform !
Spinocerebellar ataxia 13(SCA13) | #605259 | AD 19q13.3-q134; KCNC3 | Potassium voltage-gated channel, | ¥176264 | Nat Genet 38 : 447-45, 2006
| | | | Slhaw-related subfamily, |
i i i i member 3 i
Spinocerebellar ataxia 14 (SCA14) | #605361 | AD 19q134 | PRKCG ! Protein kinase C, gamma 1 176980 | Am J Hum Genet 73 : 839-849, 2003
Spinocerebellar ataxia 15(SCA15) | #606658 | AD 3p26-p25 | ITPRI | Inositol 1, 4, 5-triphosphate | 147265 | PL0oS Genet 3 : €108, 2007
| | 1 | receptor, type 1 |
Spinocerebellar ataxia 17 (SCA17) #607136 AD 6q27 TBP TATA box binding protein *600075 | Hum Mol Genet 8:2047-2053, 1999
| | | | | Eur ] Hum Genet 9:150-164, 2001
i i i | | Hum Mol Genet 10 : 1441-1448, 2001
| | | | 1 Brain 124 :1939-1947, 2001
Spinocerebellar ataxia 27 (SCA27) ‘ #609307 ‘ AD 13g34 ‘ FGFI14 ‘ Fibroblast growth factor 14 ‘ 601515 | Am J Hum Genet 72:191-199, 2003
Dentatorubral-pallidoluysian atrophy | #125370 | AD 12p1331 |  ATNI | Atrophin 1 | %607462 | Nat Genet 6:9-13, 1994
(DRPLA) i 1 1 1 1 Nat Genet 6:14-18, 1994
Cerebellar atrophy, ataxia, and mental | %600702 | AD 12q13 | SCN8A | Sodium channel, voltage gated, | *600702 | J Med Genet 43 : 527-530, 2006
retardation i i i i type VIII, alpha subunit i
Hi At PR S5 Y Bl S B %
Friedreich ataxia(FRDA) | #229300 1 AR 9q13 | FXN ! Frataxin | #606829 | Science 271 : 1423-1427, 1996
Ataxia, early-onset, with oculomotor | #208920 | AR 9p133 | APTX | Aprataxin | *606350 | Nat Genet 29 : 184-188, 2001
apraxia and hypoalbunemia(EAOH) | i i i i 2
Spinocerebellar ataxia, autosomal | #606002 1 AR 9434 | SETX ' Senataxin | #608465 | Nat Genet 36 : 205-312, 2004
recessive 1(SCARI ; Ataxia- ! ! ! ! !
oculomotor apraxia 2, AOA2) | | | | |
Spinocerebellar ataxia, autosomal | #610743 | AR 6q25 | SYNEI | Spectrin repeat containong, | %608441 | Nat Genet 39 : 80-85, 2007
recessive 8(SCARS) ! ! ! | nuclear envelope 1 !
Spinocerebellar ataxia, autosomal | #612016 | AR 1q422 | CABCI | Chaperone, ABCI activity of bel | 696980 | Am J Hum Genet 82:623-630, 2008
recessive 9(SCAR9) ! ! ! ! complex homolog(S. pombe) ! Am ] Hum Genet 82 : 661-672, 2008
Ataxia-telangiectasia (AT, Louis-Bar | #208900 | AR 11223 | ATM | Ataxia telangiectasia mutated | *607585 | Science 268 : 1749-1753, 1995
syndrome) 1 1 1 1 !
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Ataxia-telangiectasia-like disorder (ATLD) | #604391 . AR 11g21 | MREIIA | MRE1l meiotic recombination 11 | 600814 | Cell 99 : 577-587, 1999
3 3 3 3 homolog A (S. cerevisiae) 3
Spinocerebellar ataxia, autosomal recessive, | #607250 | AR 14931-q32 | TDPI1 | Tyrosyl-DNA phosphodiesterase 1 | *607198 | Nat Genet 32 : 267-272, 2002
with axonal neuropathy (SCAN1) | | | | |
Cerebellar ataxia, Cayman type ‘ #601238 ‘ AR 19p13.3 ‘ ATCAY ‘ Ataxia, cerebellar, Cayman type ‘ *608179 | Nat Genet 35 : 264-269, 2003
(ATCAY) ! ! ! . (caytaxin) !
Marinesco-Sjégren syndrome (MSS) | #248800 | AR 5q31 | SIL1 | SIL1 homolog, endoplasmic | *608005 | Nat Genet 37 : 1309-1311, 2005
| | | | reticulum chaperone (S. | Nat Genet 37 : 1312-1314, 2005
3 3 3 3 cerevisiae) 3
¥y 3 - IR
Familial isolated deficiency of vitamin E | #277460 | AR 8ql31-q133, TTPA | Tocopherol(alpha)transfer | #600415 | Nat Genet 9 : 56-62, 1995
(VED) | | ! | protein |
Abetalipoproteinemia (ABL ; Bassen— | #200100 1 AR 4q22-q24 . MTTP | Microsomal triglyceride transfer | *157147 | Nature 365 : 65-69, 1993
Kornzweig syndrome) 1 1 1 1 protein 1 Hum Mol Genet 2:2109-2116, 1993
Hypobetalipoproteinemia, 1 +107730 ¢ AD 2p24 . APOB ' Apolipoprotein Blincluding Ag ' +107730 | Biochem Biophys Res Commun 148 :279-285,
normotriglyceridemic ! ! ! . (x)antigen) ! 1987
Hereditary megaloblastic anaemia 1 | #261100 . AR 10pl21 | CUBN | Cubilin(intrinsic factor-cobalamin | #602997 | Nat Genet 21 : 309-313, 1999
(MGAL) ! ! ! | receptor) !
Hereditary megaloblastic anaemia 1 | #261100 | AR 14932 | AMN | Amnionless homolog(mouse) | *605799 | Nat Genet 33 : 426-429, 2003
(MGAL) | | | | |
Transcobalamin II deficiency | 4275350 | AR 22ql1.2-qter | TCN2 | Transcobalamin II; macrocytic | +275350 | Biochem Buophys Res Commun 204 : 1111-1118,
1 1 1 | anemia 1 1994
; ; ; ; ; Hum Mol Genet 3:1835-1840, 1994
Zofl
Fragile X tremor/ataxia syndrome | #300623 1 XR Xa273 | FMRI ! Fragile X mental retardation 1 1 #309550 | Neurology 57 : 127-130, 2001
(FXTAS) 1 1 | | .
ARTS syndrome | #301835 1 XR Xq22-g24 | PRPSI | Phosphoribosylpyrophosphate | 311850 | Am J Hum Genet 81 : 507-518, 2007
. . . . synthetase 1 .
SERMERIR
Nystagmus 1, Congenital, X-linked (NYS) ' #310700 | XD | Xq262-q27 | FRMD7 | FERM domain ontaining 7 © #300628 | Nat Genet 38:1242-1244, 2006
RGN AR
Spastic paraplegia 1, X-linked (SPG1) | #303350 ¢ XR Xq28 . LICAM LI cell adhesion molecule 1 308840 | Nat Genet 7:402-407, 1994
Spastic paraplegia 2, X-linked (SPG2) | #312920 | XR Xq22 . PLPI | Proteolipid protein 1 | *300401 | Nat Genet 6 : 257-262, 1994
Spastic paraplegia 3A, autosomal | #182600 1 AD 14ql1-q21 © ATLI | Atlastin GTPase 1 | %606439 | Nat Genet 29 : 326-331, 2001
dominant (SPG3A) | | | | |
Spastic paraplegia 4, autosomal dominant | #182601 |  AD 2p22-p21 | SPAST | Spastin 1 #604277 | Nat Genet 23 : 296-303, 1999
(SPG4) 1 1 1 1 1
Spastic paraplegia 5A, autosomal | #270800 1 AR 8q21.3 | CYP7B1 | Cytochrome P450, family 7. | +603711 | Am J Hum Genet 82 :510-515, 2008
recessive (SPG5A) ‘ ‘ ‘ ‘ subfamily B, polypeptide 1 ‘
Spastic paraplegia 6, autosomal dominant | #600363 |  AD 15q1l.1 | NIPAI | Non imprinted in Prader-Willi/ | %608145 | Am J Hum Genet 73 :967-961, 2003
(SPG6) | | | | Angelman syndrome 1 |
Spastic paraplegia 7, autosomal recessive | #607259 | AR 16q243 | SPG7 | Spastic paraplegia 7 (pure and | %602783 | Cell 93 : 973-983, 1998
(SPG7) ; ; ; ; complicated autosomal ;
! ! ! | recessive) !
Spastic paraplegia 8, autosomal dominant | #603563 | AD 8q24.13 | KIAA0I196 | KIAA0196 | %610657 | Am J Hum Genet 80 :152-161, 2007
(SPG8) | | | | |
Spastic paraplegia 10, autosomal dominant | #604187 | AD 12q13 | KIF5A | Kinesin family member 5A | %602821 | Am J Hum Genet T1: 11891194, 2002
(SPG10) | | | | 1
Spastic paraplegia 11, autosomal recessive | #604360 | AR 15q21.1 | SPGI11 | Spastic paraplegia 11 (autosomal | *610844 | Nat Genet 39 : 366-372, 2007
(SPG11) ; ; ; | recessive) ;
Spastic paraplegia 13, autosomal dominant | #605280 ' AD 2q24 . HSPDI | Heat shock 60kDa protein 1 1 *118190 | Am J Hum Genet 70 : 1328-1332, 2002
(SPG13) | | | . (chaperonin) |
Spastic paraplegia 15, autosomal recessive | #270700 | AR 14q24.1 | ZFYVEZ26 | Zinc finger, FYVE domain | %612012 | Am J Hum Genet 82 :992-1002, 2008
(SPG15) ; : ; ! containing 26 :
Spastic paraplegia 17 (Silver syndrome) | #270685 |  AD 11ql2-q14 | BSCL2 | Bernardinelli-Seip congenital | #606158 | Nat Genet 36 : 271-276, 2004
| | | i lipodystrophy 2(seipin) |
Spastic paraplegia 20, autosomal recessive | #275900 | AR 13q123 1 SPG20 | Spatic paraplegia 20, spastin | #607111 | Nat Genet 31 : 347-348, 2002
(SPG20 ; Troyer syndrome) ‘ ‘ ‘ ‘ (Troyer syndrome) ‘
Mast syndrome (Spastic paraplegia 21, | #248000 1 AR 15q21-q22 | SPG2I | Spastic paraplegia 21 (autosomal ' *608181 | Am J Hum Genet 73 :1147-1156, 2003
autosomal recessive ; SPG21) | | | | recessive, Mast syndrome) |
Allan-Herndon-Dudley syndrome | #300523 1 XD Xql32 | SLCI6A2 | Solute carrier family 16, member 2 | *300095 | Thyroid 13 : 672, 2003
(Spastic paraplegia 22, X-linked ; | | | ! (monocarboxylic acid | Lancet 364 1435-1437, 2004
SPG22) ! ! ! | transporter 8) ! Am ] Hum Genet T4:168-175, 2004
Spastic paraplegia 31, autosomal dominant | #610250 |  AD 2pll2 | REEPI | Receptor accessory protein 1 1 *609139 | Am J Hum Genet 79 : 365-369, 2006
(SPG31) 1 1 1 1 i
Spastic paraplegia 33, autosomal dominant | #610244 | AD 10242 | ZFYVE27 ' Zinc finger FYVE domain | %610243 | Am J Hum Genet 79: 351-357, 2006
(SPG33) ! ! ! | containing protein 27 !
Spastic paraplegia 39, autosomal recessive | #612020 | AR 19p133 | PNPLA6 | Patatin-like phospholipase | #603197 | Am J Hum Genet 82 : 780-785, 2008
(SPG39) ‘ ‘ ‘ ‘ domain containing 6 ‘
Spastic paraplegia 42, autosomal dominant | #612539 ' AD 3q2531 | SLC33A1 | Solute carrier family 33 (acetyl- 1 %603690 | Am J Hum Genet 83 : 752-759, 2008
(SPG42) | | | i CoA transporter), member 1 |
Infantile-onset ascending hereditary | #607225 | AR 2q33 | ALS2 | Amyotrophic lateral sclerosis 2 | 606352 | Am J Hum Genet 71 :518-527, 2002
spastic paralysis (IAHSP) 3 3 3 3 (juvenile) 3
Spastic ataxia, Charlevoix-Saguenay type | #270550 '@ AR 13q12 ! SACS ! Spastic ataxia of Charlevoix- 1 *604490 | Nat Genet 24 :120-125, 2000
(SACS) | | ! | Saguenay (sacsin) |
Sjégren-Larsson syndrome (SLS) | #270200 1 AR 17pl12 | ALDH3A2 | Aldehyde dehydrogenase 3 | %609523 | Nat Genet 12 :52-57, 1996
1 1 1 1 family, member A2 1
EiH= 2 — O RS
FR B A M 12 B SR AR L
Amyotrophic lateral sclerosis 1(ALS1) | #105400 |  AD 21g221 | SODI1 | Superoxide dismutase 1, soluble | *147450 | Nature 362 :59-62, 1993
Amyotrophic lateral sclerosis 2, juvenile | #205100 | AR 2q33 | ALS2 | Amyotrophic lateral sclerosis 2 | #606352 | Nat Genet 29 : 160-165, 2001
(ALS2) 1 1 1 I (juvenile) 1 Nat Genet 29 :166-173, 2001
Amyotrophic lateral sclerosis 4, juvenile | #602433 | AD 934 | SETX ' Senataxin | #608465 | Am ] Hum Genet 74 1128-1135, 2004
(ALS4) | | | | |
Amyotrophic lateral sclerosis 6(ALS6) | %608030 |  AD 16q112 | FUS | Fusion(involved in t(12 ; 16)in | *137070 | Science 323 : 1205-1208, 2009
! ! i | malignant liposarcoma) 1 Science 323 :1208-1211, 2009
Amyotrophic lateral sclerosis 8 (ALS8) ; #608627 ; AD 20q13.3 ; VAPB ; VAMP (vesicle-associated : 605704 | Am J Hum Genet 75 : 822-831, 2004
Incl. Spinal muscular atrophy, proximal, | #182980 ! | ! membrane protein)-associated !
adult, autosomal (Finkel type) | | | | protein B and C !
Amyotrophic lateral sclerosis 9(ALS9) 1 #611895 1 AD 14q11.2 1 ANG 1 Angiogenin, ribonuclease, RNase 1 *105850 | Nat Genet 38:411-413, 2006
' ' ' A family, 5 '
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Amyotrophic lateral sclerosis 10(ALS10) | #612069 | AD 1p362 | TARDBP | TAR DNA binding protein | %605078 | Science 319 1668-1672, 2008
; ; ; ; ; Nat Genet 40 : 572-574, 2008
FRBVE RS EAE - EARER = 2 — 1 ) 8 F—/= 2 n N F—
Spinal muscular atrophy ! ! ! ! ! Cell 80:155-165, 1995
i i i i i Nat Genet 11 :335-337, 1995
i i i i 1 Lancet 346 : 316-317, 1995
Spinal muscular atrophy, type I(SMAL | #253300 | AR |5ql22-q133 ' SMNI ! Survival of motor neuron 1, | #600354
Werdnig-Hoffmann disease) ! ! | ! telomeric !
Spinal muscular atrophy, type 1T | #253550 | AR 5ql22-q133 | SMNI | Survival of motor neuron 1, | 600354
(SMAZ, Intermediate type) 1 1 : | telomeric 1
Spinal muscular atrophy, type TIT | #253400 | AR |5ql22-q133! SMNI ' Survival of motor neuron 1, | %600354
(SMAS3, Kugelberg-Welander | | | | telomeric |
syndrome) | | | | |
Spinal muscular atrophy, type IV | #271150 | AR |5q122-q1331 SMNI | Survival of motor neuron 1, | #600354
(SMA4) ! ! ! ' telomeric !
Spinal and bulbar muscular atrophy, X- | #313200 | XR Xqll-ql2 | AR | Androgen receptor | *313700 | Nature 352:77-79, 1991
linked 1(SMAXI1, SBMA) i i i | |
Spinal muscular atrophy, distal, autosomal | #604320 ' AR |11q132-q134! /GHMBP2 ' Immunoglobulin mu binding | %600502 | Nat Genet 29:75-77, 2001
recessive, 1 (DSMAL ; SMARD1; | | | . protein 2 |
HMNG6) 1 1 1 1 1
Spinal muscular atrophy, distal, autosomal 1 #611067 1 AR 1p36 1 PLEKHGS 1 Pleckstrin homology domain 1 *611101 | Am J Hum Genet 8 :67-76, 2007
reseccive, 4(DSMA4) . . . . containing, family G (with !
| | | i RhoGef domain) member 5 |
Neuronopathy, distal hereditary motor, | #158590 |  AD 12q243 | HSPB8 | Heat shock 22kDa protein 8 | *608014 | Nat Genet 36 : 597-601, 2004
type IIA (HMN2A) } } } } }
Neuronopathy, distal hereditary motor, | #600794 ' AD 7pl5 ! GARS | Glycyl-tRNA synthetase 1 *%600287 | Am J Hum Genet 72:1293-1299, 2003
type V(HMN5; DSMAV) i i i i 1
Neuronopathy, distal hereditary motor, | #607641 . AD 2pl3 | DCTNI | Dynactin 1(p150, glued homolog, | #601143 | Nat Genet 33 : 455-456, 2003
type VIIB(HMN7B) 1 1 1 | Drosophila) 1
R 2 —ONF—
SEARPEEB) &L = 2 — 1 /3F — (Charcot-Marie-Tooth #%)
Charcot-Marie-Tooth disease, | #118220 ¢ AD 17p112 | PMP22 | Peripheral myelin protein 22 1 #601097 | Cell 66 : 219-232, 1991
demyelinating, type 1A (CMT1A) | | | | |
Charcot-Marie-Tooth disease, | #118200 1 AD 1q22-q23 | MPZ | Myelin protein zero | 159440 | Nat Genet 5:31-34, 1993
demyelinating, type 1B(CMT1B) ; ; ; ; ;
Charcot-Marie-Tooth disease, | #601098 | AD 16p13.3-pl2 | LITAF | Lipopolysaccaride-induced 1 #603795 | Neurology 60 : 22-26, 2003
demyelinating, type 1C(CMTIC) | | | | tumor necrosis factor-alpha |
i i i | factor i
Charcot-Marie-Tooth disease, 1 #607678 1 AD 10q2L1-q2213 EGR2 1 Early growth response 2 1 *129010 | Nat Genet 18 :53-55, 1998
demyelinating, type 1D(CMTID) ! ! ! ! !
Charcot-Marie-Tooth disease and | #118300 | AD 17pll2 | PMPZ22 | Peripheral myelin protein 22 1 *601097 | Am J Hum Genet 64 : 1580-1593, 1999
deafness (CMTIE) 1 1 1 1 1
Charcot-Marie-Tooth disease, | #607731 1 AD 8p21 | NEFL ' Neurofilament, light chain | %162280 | Brain 126 : 590-597, 2003
demyelinating, type 1F (CMT1F) ! ! ! ! !
Peripheral demyelinating neuropathy, | #609136 | AD 22q13 | SOXI10 | SRY (sex-determining region Y)- | 602229 | Ann Neurol 46 : 313-318, 1999
central dysmyelination, Waardenburg | | | | box 10 |
syndrome, and Hirschsprung disease 3 3 3 3 3
(PCWH) i i 1 1 1
Charcot-Marie-Tooth disease, X-linked, 1 | #302800 | XR Xql3l | GJBI | Gap junction protein, beta 1, | #304040 | Science 262 : 2039-2042, 1993
(CMTX1) 1 1 i | 32kDa i
Charcot-Marie-Tooth disease, X-linked | #311070 |  XR Xq22-q24 | PRPSI ' Phosphoribosylpyrophosphate | *311850 | Am J Hum Genet 81:552-558, 2007
recessive, 5(CMTX5) | | | ! synthetase 1 |
Charcot-Marie-Tooth disease, dominant | #606482 |  AD 19p12-p132 | DNM2 | Dynamin 2 | %602378 | Nat Genet 37 : 289-294, 2005
intermediate B(CMTDIB; DI-CMTB ; | : : : |
CMTDID) : : : : :
Charcot-Marie-Tooth disease, dominant | #608323 | AD 1p35 | YARS | Tyrosyl-tRNA synthetase | %603623 | Nat Genet 38 : 197-202, 2006
intermediate C(CMTDIC ; DI-CMTC) | 1 1 1 1
Charcot-Marie-Tooth disease, dominant | #607791 | AD 1922-q23 | MPZ | Myelin protein zero | %159440 | J Neurol Neurosurg Psychiat 67 :174-179, 1999
intermediate D(CMTDID) : : : : :
Charcot-Marie-Tooth disease, recessive | #608340 | AR 8q21 . GDAPI | Ganglioside-induced | *606598 | Neurology 59 : 1865-1872, 2002
intermediate A(CMTRIA ; RI-CMTA) | 1 1 | differentiation-associated 1
3 3 3 3 protein 1 3
Charcot-Marie-Tooth disease, axonal, | #118210 ' AD 1p362 | KIFIB | Kinesin family member 1B 1 %605995 | Cell 105 : 587-597, 2001
type 2A1(CMT2A1) 1 1 1 1 1
Charcot-Marie-Tooth disease, axonal, | #609260 | AD 1p36.2 | MFN2 | Mitofusion 2 | %608507 | Nat Genet 36 : 449-451, 2004
type 2A2(CMT2A2) : : : : :
Charcot-Marie-Tooth disease, axonal, | #600882 ' AD 3q21 ! RAB7 | RAB7, member RAS oncogene ' %602298 | Am | Hum Genet 72:722-727, 2003
type 2B(CMT2B) : : i . family !
Charcot-Marie-Tooth disease, axonal, | #605588 | AR 1q21.1 | LMNA | Lamin A/C | 150330 | Am J Hum Genet 70 : 726-736, 2002
type 2B1(CMT2B1) ; ; ; ; ;
Charcot-Marie-Tooth disease, axonal, | #601472 |  AD 715 | GARS | Glycyl-tRNA synthetase | 4600287 | Am J Hum Genet 72:1293-1299, 2003
type 2D (CMT2D) ! ! ! ! !
Charcot-Marie-Tooth disease, axonal, | #607084 | AD 8p21 | NEFL | Neurofilament, light chain | %162280 | Am J Hum Genet 67 : 37-46, 2000
type 2E(CMT2E) : : : : :
Charcot-Marie-Tooth disease, axonal, | #606595 1 AD 7qll-q21 ' HSPBI | Heat-shock 27-kD protein 1 1 %602195 | Nat Genet 36 : 602-606, 2004
type 2F (CMT2F) . . . . .
Charcot-Marie-Tooth disease, axonal, | #607677 | AD 1q22-q23 | MPZ | Myelin protein zero | %159440 | Neurology 50 : 1397-1401, 1998
type 21(CMT2D) } } } } }
Charcot-Marie-Tooth disease, axonal, | #607736 1 AD 1g22-q23 | MPZ | Myelin protein zero 1 %159440 | Brain 122 :281-290, 1999
type 2J (CMT2]) | | | | !
Charcot-Marie-Tooth disease, axonal, | #607831 | AR 8q21 | GDAPI1 | Ganglioside-induced | %606598 | Arch Neurol 60 :598-604, 2003
type 2K (CMT2K) ; ; ; ; differentiation-associated ;
! ! ! ! protein 1 !
Charcot-Marie-Tooth disease, axonal, | #608673 | AD 12¢q243 | HSPBS8 | Heat shock 22kDa protein 8 | *608014 | Hum Genet 116 : 222-224, 2005
type 2L(CMT2L) 1 1 1 1 !
Hypertrophic neuropathy of Dejerine- ‘ #145900 ‘ AD 17pl1.2 ‘ PMP22 ‘ Peripheral myelin protein 22 ‘ 601097 | Nat Genet 5:269-273, 1993
Sottas (HMSN3) ! ! ! ! !
Hypertrophic neuropathy of Dejerine- | #145900 |  AD 1q22 | MPZ | Myelin protein zero(Charcot- | *159440 | Nat Genet 5 : 266-268, 1993
Sottas (HMSN3) i i i | Marie-Tooth neuropathy 1B) |
Hypertrophic neuropathy of Dejerine- | #145900 ' AR |19q1313-132]  PRX ' Periaxin | %605725 | Am ] Hum Genet 68 : 325-333, 2001
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Hypertrophic neuropathy of Dejerine- | #145900 |  AD  |10q21.1-q2211 EGRZ2 | Early growth response 2 | %129010 | Neurology 52 :1827-1832, 1999
Sottas (HMSN3) : : : : :
Charcot-Marie-Tooth disease, type 4A | #214400 | AR 8q21 . GDAPI | Ganglioside-induced 1 *606598 | Nat Genet 30 : 21-22, 2002
(CMT4A) i i i | differentiation-associated i
! ! ! | protein 1 !
Charcot-Marie-Tooth disease, type 4Bl | #601382 | AR 1122 | MTMR2 | Myotubularin related protein 2 | #603557 | Nat Genet 25: 17-19, 2000
(CMT4B1) ! | | | ;
Charcot-Marie-Tooth disease, type 4B2 | *604563 | AR 11p15 | SBF2 | SET binding factor 2 | *607697 | Am J Hum Genet 72:1141-1153, 2003
(CMT4B2) | | | | | Hum Mol Genet 12 : 349-356, 2003
Charcot-Marie-Tooth disease, type 4C | #601506 | AR 5q32 | SH3TC2 | SH3 domain and tetratricopeptide | ¥608206 | Am J Hum Genet 73:1106-1119, 2003
(CMT4C) ! ! ! ! repeats 2 !
Charcot-Marie-Tooth disease, type 4D | #601455 | AR 8q243 | NDRGI | N-myc downstream regulated 1 | *605262 | Am J Hum Genet 67 : 47-58, 2000
(CMT4D ; Hereditary motor and i i i i !
sensory neuropathy, Lom type) ; ; ; ; ;
Charcot-Marie-Tooth disease, type 4F | #145900 | AR 19q13.13-132; PRX ! Periaxin 1 #%605725 | Hum Mol Genet 10 :415-421, 2001
(CMT4F) : : | . .
Charcot-Marie-Tooth disease, type 4H | #609311 . AR 12p112 | FGD4 | FYVE, RhoGEF, and PH doamin- | #611104 | Am J Hum Genet 81:1-16 & 158-164, 2007
(CMT4H) 3 3 3 3 containing protein 4 3
Charcot-Marie-Tooth disease, type 4] | #611228 ¢ AR 6g21 | FIG4 ! FIG4 homolog (S. cerevisiae) 1 #609390 | Nature 448 : 68-72, 2007
(CMT4]) i i 1 1 1
Slowed nerve conduction velocity, | #608236 1 AD 8p23 | ARHGEFI0 | RHO guanine nucleotide | %608136 | Am J Hum Genet 73 :926-932, 2003
autosomal dominant 1 1 1 1 exchange factor (GEF) 10 1
Neuropathy, congenital hypomyelinating | #605253 | AD 1q22-¢23 | MPZ ! Myelin protein zero | *159440 | Neuron 17 : 451-460, 1996
(CHN) ; : ; ; 1
Neuropathy, congenital hypomyelinating | #605253 | AR |10q21.1-q22.11 EGRZ2 | Early growth response 2 | %129010 | Nat Genet 18 :53-55, 1998
(CHN) : 1 1 1 !
Giant axonal neuropathy 1(GAN1) | #256850 1 AR 16¢241 ' GAN ' Gigaxonin | %605379 | Nat Genet 26 : 370-374, 2000
46, XY gonadal dysgenesis, complete or | #233420 | AR 129131 | DHH | Desert hedgehog homolog | *605423 | Am J Hum Genet 67 : 1302-1305, 2000
partial, DHH-related 1 1 1 ' (Drosophila) 1
Hereditary neuropathy with liability to | #162500 | AD 17p112 | PMP22 | Peripheral myelin protein 22 | %601097 | Cell 72:143-151, 1993
pressure palsies (HNPP) . . . . .
Peripheral neuropathy and sensorineural | . AD 1p351 | GJB3 | Gap junction protein, beta 3, | +603324 | Hum Mol Genet 10 : 947-952
hearing impairment ! ! | | 3lkDa(connexin 31) |
Congenital cataracts facial dysmorphism | #604168 ' AR | 18q23-qter | CTDPI | CTD(carboxy-terminal domain, | #604927 | Nat Genet 35 :185-189, 2003
neuropathy syndrome (CCFDN) ! ! ! ' RNA polymerase II, polypeptide !
i i i | A)phosphatase, subunit 1 |
Navajo neurohepatopathy (NN) | #256810 | AR 2p23-p21 | MPVI7 | MpV17 mitochondrial inner | %137960 | Nat Genet 38 : 570-575, 2006
3 3 3 3 membrane protein 3
Indifference to pain, congenital, autosomal | #243000 | AR 2q24 ! SCN9A | Sodium channel, voltage-gated, | *603415 | Nature 444 : 894-898, 2006
recessive | | ! . type IX, alpha subunit !
Paroxysmal extreme pain disorder | #167400 | AR 2q24 | SCN9A | Sodium channel, voltage-gated, | *603415 | Neuron 52 :767-774, 2006
3 3 3 3 type IX, alpha subunit 3
ERPERSE - FHRE = 2 — 13—
Neuropathy, hereditary sensory and | #162400 1 AD 9q22 ! SPTLCI | Serine palmitoyltransferase, long | *605712 | Nat Genet 27 : 261-262, 2001
autonomic, type I(HSANI ; HSN1) | | | | chain base subunit 1 |
Neuropathy, hereditary sensory and | #201300 1 AR 12p1333 | WNKI | WNK lysine deficient protein | %605232 | Am J Hum Genet 74:1064-1073, 2004
autonomic, type I(HSAN2 ; HSN2) : : © kinase 1 :
Neuropathy, hereditary sensory and | #223900 1 AR 9q31 \ IKBKAP | Inhibitor of kappa light chain | %603722 | Am J Hum Genet 68 : 598-605, 2001
autonomic, type III(HSAN3; Riley-Day | | | | polypeptide gene enhancer in |
syndrome, DYS) i i \ | B-cells, kinase complex- \
i ; ; ; associated protein ;
Insensitivity to pain, congenital, with | #256800 | AR 1q21-q22 | NTRKI | Neurotrophic tyrosine kinase, 1 191315 | Nat Genet 13 : 485-488, 1996
anhidrosis (CIPA ; HSAN4) ! ! ! | receptor, type 1 |
Neuropathy, hereditary sensory and | #608654 | AR 1pl31 | NGF | Nerve growth factor (beta | %162030 | Hum Mol Genet 13:799-805, 2004
autonomic, type V(HSAN5) 1 1 1 | polypeptide) 1
T3IUAF - =a—asF—
Amyloidosis T | +176300 |  AD  |18qll2-ql21; TTR | Transthyretin(prealbumin, | +176300 | Biochem Biophy Res Commun 123:921-928,
| | | | amyloidosis type I) | 1984
Amyloid polyneuropathy-nephropathy, | *107680 |  AD 11q23 |« APOAI | Apolipoprotein A-1, | %107680 | Genomics 8 : 318-323, 1990
Towa type (Amyloidosis, van Allen type, 3 3 3 3 3
Amyloidosis IV, formerly) | | | | |
Amyloidosis, Finnish type (Amyloidosis V, | #105120 | AD 9q34 | GSN | Gelsolin (amyloidosis, Finnish | *137350 | New Engl ] Med 325 :1780-1785, 1991
Lattice corneal dystrophy, type II) i \ | | type) |
Amyloidosis, primary cutaneous | #105250 . AD 5pl31 | OSMR | Oncostatin M receptor | #601743 | Am ] Hum Genet 82:73-80, 2008
Z0fi
Amyotrophy, hereditary neuralgic (HNA) | #162100 ' AD 17425 | SEPT9 ! Septin 9 604061 | Nat Genet 37 : 1044-1046, 2005
RS
YA b a7 4 — Bl
Muscular dystrophy, Duchenne types | #310200 1 XR Xp2l2 ! DMD ! Dystrophin 1 *300377 | Nature 323 : 646-650, 1986
(DMD) ; ; | . .
Muscular dystrophy, Becker type(BMD) | #300376 +  XR Xp2l2 | DMD | Dystrophin | *300377
Muscular dystrophy, limb-girdle, type 1A | #159000 | AD 5q31 | MYOT ' Myotilin | %604103 | Hum Mol Genet 9: 2141-2147, 2000
(LGMD1A) ! ! ! ! !
Muscular dystrophy, limb-girdle, type 1B | #159001 |  AD 1g212 | LMNA | Lamin A/C | 150330 | Hum Mol Genet 9 : 1453-1459, 2000
(LGMDIB) ' ' ' ' :
Muscular dystrophy, limb-girdle, type 1C | #607801 |  AD 3p25 | CAV3 | Caveolin3 | %601253 | Nature Genet 18 365-368, 1998
(LGMDIC) ! ! ! | | Hum Mol Genet 7:871-877, 1998
Muscular dystrophy, limb-girdle, type 2A | #253600 . AR 15q15.1-q21.1)  CAPN3 | Calpain 3,(p94) | *114240 | Cell 81 : 27-40, 1995
(LGMD2A) : : : : 1
Muscular dystrophy, limb-girdle, type 2B | #253601 ' AR | 2pl33-pl31| DYSF ' Dysferlin, limb girdle muscular | %603009 | Nat Genet 20 : 37-42, 1998
(LGMD2B) ! ! ! i dystrophy 2B (autosomal !
1 i i | recessive) |
Muscular dystrophy, limb-girdle, type 2C ‘ #253700 ‘ AR 13q12 ‘ SGCG ‘ Sarcoglycan, gamma (35kDa ‘ *608896 | Science 270 : 819-821, 1995
(LGMD2C) ! ! ! 1 dystrophin-associated !
| | | ! glycoprotein) |
Muscular dystrophy, limb-girdle, type 2D | #608099 | AR 17q12-q21.331  SGCA | Sarcoglycan, alpha (50kDa | #600119 | Cell 78 : 625-633, 1994
(LGMD2D) i i i i dystrophin-associated i
! ! ! ' glycoprotein) |
Muscular dystrophy, limb-girdle, type 2E | #604286 | AR 4ql12 . SGCB | Sarcoglycan, beta(43kDa | *600900 | Nat Genet 11 : 257-265, 1995
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Muscular dystrophy, limb-girdle, type 2F | #601287 | AR 5q33 | SGCD | Sarcoglycan, delta(35kDa | %601411 | Nat Genet 14 :195-198, 1996
(LGMD2F) 3 3 3 3 dystrophin-associated 3
! ! ! ! glycoprotein) .
Muscular dystrophy, limb-girdle, type 2G | #601954 | AR 17q12 | TCAP | Titin—cap (telethonin) | *604488 | Nat Genet 24 : 163-166, 2000
(LGMD2G) 1 1 1 1 i
Muscular dystrophy, limb-girdle, type 2H 3 #254110 3 AR 9q31-q34.1 3 TRIM32 3 Tripartite motof-containong 32 3 602290 | Am J Hum Genet 70 : 663-672, 2002
(LGMD2H) ! ! ! ! !
Muscular dystrophy, limb-girdle, type 2I | #607155 | AR 19q133 | FKRP | Fukutin-related protein | *606596 | Hum Mol Genet 10 : 2851-2859, 2001
(LGMD2D) ' ' ' ' |
Muscular dystrophy, limb-girdle, type 2] #608807 AR 2q31 TTN Titin +188840 | Am J Hum Genet 71 : 492-500, 2002
(LGMDZ]) ! ! i . :
Muscular dystrophy, limb-girdle, type 2K | #609308 | AR 9q34.1 | POMTI | Protein-O-mannosyltransferase 1 | #607423 | Neuromusc Disord 15 : 271-275, 2005
(LGMD2K) : : : : |
Muscular dystrophy, limb-girdle, type 2M | #611588 | AR 9q31 | FCMD ' Fukutin 1 #607440 | Ann Neurol 60 : 603-610, 2006
(LGMD2M) ; ; ; ; ;
Miyoshi (= #f) myopathy (MM) | #254130 | AR 2pl33-pl31! DYSF | Dysferlin, limb girdle muscular | #603009 | Nat Genet 20 : 31-36, 1998
! ! ! | dystrophy 2B (autosomal !
recessive)
Oculopharyngeal muscular dystrophy | #164300 ,  AD 14ql12-q13 | PABPNI | Poly (A) binding protein, nuclear 1 1 %602279 | Nat Genet 18 :164-167, 1998
(OPMD) i i i i i
Emery-Dreifuss muscular dystrophy, X- | #310300 | XR Xq28 \ EMD | Emerin | #300384 | Nat Genet 8 : 323-327, 1994
linked (EDMD) 1 1 | | |
Emery-Dreifuss muscular dystrophy, | #181350 | AD | 1q212-q213 | LMNA ' Lamin A/C | %150330 | Nat Genet 21: 285-288, 1999
autosomal dominant (EDMD2) ! ! ! ! !
Emery-Dreifuss muscular dystrophy, | #604929 . AR 1q21.2-q21.3 LMNA | Lamin A/C 1 *150330 | Am J Hum Genet 66 : 1407-1412, 2000
autosomal recessive (EDMD3) i i i i i
Epidermolysis bullosa simplex and limb- | #226670 | AR 8424 | PLECI ! Plectin 1, intermediate filament | 601282 Nat Genet 13:450-457, 1996
girdle muscular dystrophy (MD-EBS) | | | ! binding protein, 500kDa | Hum Mol Genet 5 :1539-1546, 1996
Facioscapulohumeral muscular dystrophy | #158900 |  AD 4935 | D474 | (DUX4 ; Double homeobox | 606009 | Nat Genet 2 : 26-30, 1992
1A (FSHMD1A) i . | | protein 4) i Hum Mol Genet 3:1287-1295, 1994
Muscular dystrophy, congenital merosin- | #607855 | AR 6422-q23 | LAMA2 ' Laminin, alpha 2 | %156225 | Nat Genet 11:216-218, 1995
deficient, 1A (MDC1A) | | | | |
Muscular dystrophy, congenital, 1C | #606612 | AR 19¢133 | FKRP | Fukutin-related protein | *606596 | Am J Hum Genet 69 :1198-1209, 2001
(MDCIC) ' ' ' ' 1
Muscular dystrophy, congenital, type 1D | #608840 ' AR |22q123-q131' LARGE ' Like-glycosyltransferase | %603590 | Hum Mol Genet 12 : 2853-2861, 2003
(MDCI1D) . . . . .
Rigid spine muscular dystrophy 1 | #602771 | AR 1p36.13 | SEPNI | Selenoprotein N, 1 | *606210 | Nat Genet 29 : 17-18, 2001
(RSMD1) 1 1 1 1 i
Fukuyama (§#1ll) congenital muscular | #253800 | AR 9431 | FCMD ' Fukutin | %607440 | Nature 394 : 388-392, 1998
dystrophy (FCMD) ! ! ! ! i
Walker-Warburg syndrome (WWS) | #236670 | AR 9g341 | POMTI | Protein-O-mannosyltransferase 1 | 607423 | Am J Hum Genet 71 :1033-1043, 2002
Muscle-eye-brain disease (MEB) | #253280 1 AR 1p32-p33 | POMGNTI | Protein O-mannose beta-1, 2-N- | 606822 | Dev Cell 1:7171-724, 2001
acetylglucosamyltransferase
Hereditary rippling muscle disease | #606072 | AD 3p25 '\ CAV3 ! Caveolin 3 | +601253 | Nat Genet 28 : 218-219, 2001
(RMD) i i i i i
Tibial muscular dystrophy, tardive | #600334 | AD 29243 | TTN | Titin | +188840 | Am J Hum Genet T1 : 492-500, 2002
(TMD) : : : : :
FRE F8F— - ZOMO I F8F—
Muscle hypertrophy | +601788 | AD 29321 | MSTN | Myostatin | +601788 | New Engl ] Med 350 : 2682-2688, 2004
Congenital myopathy 1 . AR 12q13 | ITGA7 | Integrin, alpha 7 | #600536 | Nat Genet 19:94-97, 1998
Bethlem myopathy | #158810 | AD 21q223 | COL6AI | Collagen, type VI, alpha 1 | %120220 | Nat Genet 14 :113-115, 1996
Bethlem myopathy | #158810 | AD 21q223 | COLG6A2 ! Collagen, type VI, alpha 2 | %120240 | Nat Genet 14:113-115, 1996
Bethlem myopathy | #158810 1 AD 2q37 .\ COL6A3 | Collagen, type VI, alpha 3 1 %120250 | Hum Mol Genet 7:807-812, 1998
Ullrich congenital muscular dystrophy | #254090 | AR 219223 | COL6AI1 | Collagen, type VI, alpha 1 | *120220 | Am J Hum Genet 73 : 355-369, 2003
(UCMD) 1 1 1 1 1
Ullrich congenital muscular dystrophy ‘ #254090 ‘ AR 21q22.3 ‘ COL6A2 ‘ Collagen, type VI, alpha 2 ‘ *120240 | Proc Natl Acd Sci 98 : 7516-7521, 2001
(UCMD) ! ! ! ! ! Ann Neurol 50 : 261-265, 2001
Ullrich congenital muscular dystrophy | #254090 | AR 2q37 . COL6A3 | Collagen, type VI, alpha 3 1 *120250 | Am J Hum Genet 70 : 1446-1458, 2002
(UCMD) i i i i i
Barth syndrome (BTHS) | #302060 1 XR Xq28 | TAZ | Tafazzin(cardiomyopathy, dilated | ¥300394 | Nat Genet 13 :385-399, 1996
! ! ! ! 3A(X-linked); endocardial !
| | | | fibloelastosis 2 ; Barth syndrome) |
Nemaline myopathy, 1(NEM1) | #609284 1 AD 1q22-q23 | TPM3 | Toropmyosin 3 | %191030 | Nat Genet 9:75-79, 1995
Nemaline myopathy, 2(NEM2) | #256030 1 AR 2922 | NEB Nebulin 1 %161650 | Proc Natl Acd Sci 96 : 2305-2310, 1999
Nemaline myopathy, 3(NEM3) | #161800 |  AD 1q421 | ACTAI | Actin, alpha 1, skeletal muscle 1 +102610 | Nat Genet 23 : 208-212, 1999
Nemaline myopathy, 4(NEM4, CAP | #609285 |  AD 9pl132-pl131 ! TPMZ2 | Tropomyosin 2(beta) 1 *190990 | Neuromusc Disord 12:151-158, 2002
myopathy) 1 1 1 1 |
Nemaline myopathy, 5(NEM5) | #605355 | AR 19q134 | TNNTI ' Troponin T1(skeletal, slow) | #191041 | Am J Hum Genet 67 : 814-821, 2000
Nemaline myopathy, 7(NEM7) | #610687 | AR 14ql2 | CFL2 | Cofilin 2(muscle) | %601443 | Am ] Hum Genet 80:162-167, 2007
Myopathy, congenital, with fiber-type | #255310 | AR 1g42.1 | ACTAI | Actin, alpha 1, skeletal muscle | +102610 | Ann Neurol 56 : 639-694, 2004
disproportion (CFTD) | I AR 1p36.13 | SEPNI | Selenoprotein N, 1 | #606210 | Ann Neurol 59 : 546-552, 2006
Central core disease of muscle (CCD) 3 #117000 3 AD 19q13.1 3 RYRI 3 Ryanodine receptor 1 (skeletal) 3 180901 | Nat Genet 5 : 46-50, 1993
! ! ! ! ! Nat Genet 5:51-55, 1993
Myotubular myopathy 1(MTM1) | #310400 | XR Xq28 | MTMI | Myotubularin 1 | *310415 | Nat Genet 13:175-182, 1996
Myopathy, centronuclear, autosomal | #160150 | AD 19p132 | DNMZ2 | Dynamin 2 | #602378 | Nat Genet 37 : 1207-1209, 2005
dominant 1 1 | | i
Myopathy, centronuclar, autosomal | #255200 1 AR 2q14 | BINI ' Bridging Integrator 1 | %601248 | Nat Genet 39 :1134-1139, 2007
recessive ! ! ! . (Amphiphysin 2) !
Myopathy, myofibrillar, desmin-related | #601419 | AD/AR 2q35 | DES | Desmin | *125660 | Nat Genet 19 : 402-403, 1998
Alpha-b crystallinopathy | #601419 ¢ AD 11q22.3-q231° CRYAB | Crystallin, alpha B | +123590 | Nat Genet 20 : 92-95, 1998
Filaminopathy, autosomal dominant | #609524 1 AD 7q321 | FLNC ' Filamin C 1 %102565 | Am ] Hum Genet 77 : 297-304, 2005
Myoneurogastrointestinal | #603041 | AR 22q13 ! TYMP | thymidine phosphorylase | 131222 | Science 283 : 689-692, 1999
encephalomyopathy syndrome ! ! ! ! !
(MNGIE) i i i i i
Hereditary inclusion body myopathy 2 | #600737 | AR 9p12-pl3 | GNE | Glucosamine (UDP-N-acetyl)-2- | #603824 | Nat Genet 29 :83-87, 2001
(IBM2) ! ! ! | epimerase/N- !
| | | | acetylmannosamine kinase |
Inclusion body myopathy 3, autosomal | #605637 | AD 17p131 | MYH2 | Myosin, heavy chain 2, skeletal | 160740 | Proc Natl Acad Sci 97 : 14614-14619, 2000
dominant (IBM3) ‘ ‘ ‘ ‘ muscle, adult ‘
Inclusion body myopathy with early- | #167320 | AD 9p21.1-pl2 | VCcP ! Valosin-containing protein | %601023 | Nat Genet 36 : 377-381, 2004
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Myopathy, myosin storage | #608358 | AD 14q12 | MYH7  Myosin, heavy polypeptide 7, ' +160760 | Ann Neurol 54 : 494-500, 2003
; ; ; | cardiac muscle, beta ; Neurology 61:1519-1523, 2003
N B A
Malignant hyperthermia susceptibility 1 | #145600 | AD 19q131 | RYRI ! Ryanodine receptor 1(skeletal) | *180901 | Genomics 11:751-755,1 991
(MHS1) i i i i i
Malignant hyperthermia susceptibility 5 | #601887 | AD 1q32 | CACNAIS | Calcium channel, voltage-dependent, | ¥114208 | Am J Hum Genet 60 : 1316-1325, 1997
(MHS5) : : : ! L type, alpha 1S subunit .
BRI (3 7 b =—) PR - 2 oft
Dystrophia myotonica (DM, Steinert | #160900 1 AD 19q132-q133. DMPK ' Dystrophia myotonica-protein 1 *605377 | Nature 355 : 545-546, 1992
disease) ! ! ! . kinase . Nature 355 : 547-548, 1992
i i i i i Nature 355 : 548-551, 1992
3 3 ; ; | Science 255 : 1256-1258, 1992
; ; ; ; ; Cell 68:799-808, 1992
Myotonic dystrophy type 2(DM2) | #602668 | AD 3ql33-q24 | CNBP | CCHC-type zinc finger, nucleic | #116955 | Science 293 : 864-867, 2001
| | | | acid binding protein |
Autosomal dominant myotonia congenita | #160800 | AD 7035 | CLCNI ' Chloride channel 1, skeletal | 118425 | Nat Genet 3 :305-309, 1993
(Thomsen’s disease) ; ; ; ! muscle(Thomsen disease, ;
! ! ! ' autosomal dominant) !
Autosomal recessive myotonia congenita | #255700 | AR 7435 | CLCNI | Chloride channel 1, skeletal | *118425 | Science 257 : 797-800, 1992
(MCR, Becker disease, Generalized . i ! muscle(Thomsen disease, :
myotonia) 3 3 3 3 autosomal dominant) 3
Paramyotonia congenita of von Eulenburg | #168300 |  AD 17¢231-q253)  SCN4A | Sodium channel, voltage-gated, | +603967 | Nat Genet 2:148-152, 1992
(PMC) | | | | type IV, alpha polypeptide |
Schwartz-Jampel syndrome, type 1(SJS1, | #255800 | AR 1p36.1-p35 «  HSPGZ2 | Heparan sulfate proteoglycan 2 | *142461 | Nat Genet 26 : 480-483, 2000
chondrodystrophic myotonia) 1 1 1 1 (perlecan) 1
Schwartz-Jampel syndrome, type 2 | #601559 | AR 5pl3l | LIFR ! Leukemia inhibitory factor | 151443 | J Hum Genet 74 : 298-305, 2004
(S]S2) /Stitve-Wiedermann syndrome | | | | receptor alpha |
(SWS) 1 1 1 1 1
Crisponi syndrome | #601378 | AR 19p12 | CRLFI | Cytokine receptor-like factor 1 | #604237 | Am J Hum Genet 80 : 971-981, 2007
S5 RAEF3 6 J0HE
Slow-channel congenital myasthenic | #601462 1 AD 2q24-q32 | CHRNAI | Cholinergic receptor, nicotinic, 1 *100690 | Newuron 15 : 229-239, 1995
syndrome (SCCMG, Cingenital | | | . alpha polypeptide 1(muscle) |
myasthenic syndrome, type II) 1 1 1 1 |
Slow-channel congenital myasthenic | #601462 | AD | 17pl2-pll | CHRNBI ' Cholinergic receptor, nicotinic, | *100710 | Amn Newrol 39:712-723, 1996
syndrome (SCCMG, Cingenital ! ! ! ! beta polypeptide 1(muscle) ! Hum Mol Genet 5:1217-1227, 1996
myasthenic syndrome, type II) | | | | |
Slow-channel congenital mysthenic | #601462 | AR 2q33-q34 | CHRND | Cholinergic receptor, nicotinic, | 100720 | Ann Neurol 51 :102-112, 2002
syndrome (SCCMS) 3 3 3 3 delta polypeptide 3
Slow-channel congenital myasthenic | #601462 ;.  AD 17p13-p12 ' CHRNE | Cholinergic receptor, nicotinic, 1 *100725 | Proc Natl Acad Sci 92:758-762, 1995
syndrome (SCCMG, Cingenital | | | | epsilon polypeptide |
myasthenic syndrome, type II) | | | | |
Fast-channel myasthenic syndrome and | #608930 | AR 2q33-q34 | CHRND | Cholinergic receptor, nicotinic, | *100720 | J Clin Invest 108 : 125-130. 2001
arthrogryposis multiplex congenita 3 3 3 3 delta polypeptide 3
Endplate acetylcholinesterase deficiency | #603034 | AR 3p242 | COLQ | Collagen-like tail subunit(single | *603033| Am J Hum Genet 63:967-975, 1998
(EAD, Congenital myasthenic | | | | strand of homotrimer)of |
syndrome, type Ic) ! ! ! | asymmetric acethylcholinesterase |
Congenital myasthenic syndrome caused | +603967 © AR/AD |17231-253! SCN4A | Sodium channel, voltage-gated, ' +603967 | Proc Natl Acad Sci 100: 7377-7382, 2003
by sodium channel SCN4A | | | ! type IV, alpha subunit |
Congenital myasthenic syndrome | #608931 | AR 9931.3-g32 |  MUSK | Muscle, skeletal, receptor tyrosine | #601296 | Hum Mol Genet 13 : 3229-3240, 2004
1 1 : ! kinase :
Myasthenia, limb-girdle, familial | #254300 1 AR 4pl62 | DOK7 ' Docking protein 7 | #610285 | Science 313 :1975-1978, 2006
HiY5 3 o 78 F — - WG IR
Congenital fibrosis of the extraocular | #135700 . AD 12¢q12 | KIF21A | Kinesin family member 21A 1 #608283 | Nat Genet 35 : 318-321,2003
muscles typel (CFEOM1) 1 1 1 1 i
Congenital fibrosis of the extraocular ‘ #602078 ‘ AR 11q132 ‘ PHOX2A ‘ Paired-like (aristaless) homeobox ‘ *602753 | Nat Genet 29 : 315-320, 2001
muscles type 2(CFEOM2) ! ! ! 1 2a !
Progressive external ophthalmoplegia | #609286 |  AD 10q24 . ClIOorf2 | Chromosome 10 open reading | *606075 | Nat Genet 28 : 223-231, 2001
(PEO) : : | | frame 2 |
Progressive external ophthalmoplegia ' #157640 | AD, AR 15424 | POLG | Polymerase(DNA directed), | *174763 | Nat Genet 28 : 211-212, 2001
(PEO) ! ! ! | gamma !
Duane-radial ray syndrome (DRRS, | #607323 | AD 20q13.13-q132! SALL4 | Sal-like 4(Drosophila) | %607343 | Am J Hum Genet T1:1195-1199, 2002
Okihiro syndrome) : : : : : Hum Mol Genet 11: 2079-2987, 2002
SefFiE - BAIERR
R S D P
Periodic paralysis I (Hypokalemic periodic | #170400 |  AD 1q32 i\ CACNAIS | Calcium channel, voltage- 1 %114208 | Cell 77 : 863-868, 1994
paralysis, HOKPP) | | | . dependent, L type, alpha 1S |
' ' ' I subunit :
Hypokalrmic periodic paralysis(HOKPP) | #170400 | AD | 1lql3-ql4 | KCNE3 ' Potassium voltage-gated channel, | #604433 | Cell 104:217-231, 2001
| | | | Isk-related family, member 3 |
Hypokalemic periodic paralysis type 2 | #170400 | AD  |17q231-q2531 SCN4A | Sodium channel, voltage-gated, | +603967 | Neurology 53 :1932-1936, 1999
3 1 1 1 type IV, alpha subunit 1
Periodic paralysis II(Hyperkalemic | #170500 1 AD 17¢231-q253. SCN4A | Sodium channel, voltage-gated, | +603967 | Cell 67 : 1021-1027, 1991
periodic paralysis, HYPP, Gamstorp | | | | type IV, alpha subunit | Nature 354 : 387-389, 1991
disease) ' ' ' ' '
Andersen’s syndrome | #170390 | AD 17423 | KCNJ2 | Potassium inwardly-rectifying | *600681 | Cel/ 105:511-519, 2001
| | | | channel, subfamily J, number 2 |
Alternating hemiplegia of childhood | #104290 1 AD 1q21-q23 | ATPIA2 | ATPase, Na /K" transporting, | %182340 | Ann Neurol 55 : 884-887, 2004
1 1 1 ' alpha 2(+) polypeptide 1
(1) S5t
Familial hemiplegic migraine 1 (FHM1, ! #141500 ' AD 19p13 1 CACNAIA ' Calcium channel, voltage— 1 #601011 | Cell 87 : 543-552, 1996
MHPI1) ! ! ! | dependent, P/Q type, alpha 1A |
1 1 1 ! subunit 1
Familial hemiplegic migraine 2(FHM2) | #602481 | AD 1q21-q23 | ATPIA2 | ATPase, Na'/K ' transporting, | *182340 | Nat Genet 33:192-196, 2003
i ! ! | alpha 2(+) polypeptide !
Familial hemiplegic migraine 3(FHM3) | #609634 . AD 2q24 | SCNIA | Sodium channel, voltage-gated, | *182389 | Lancet 366 : 371-377, 2005
| | | ' type L alpha subunit '
S (1) SR RE
Episodic ataxia, type 2(EA2) #108500 AD 19p13 | CACNAIA | Calcium channel, voltage- #601011 | Cell 87 : 543-552, 1996

dependent, P/Q type, alpha 1A
subunit
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Myokymia with periodic ataxia(Episodic | #160120 | ~ AD 12p13 | KCNAI | Porassium voltage-gated channel, | ¥176260 | Nat Genet 8 :136-140, 1994
ataxia type 1, EA1) | | | | shaker-related subfamily, |
| | | | member 1 (episodic ataxia with |
1 1 1 | myokymia) 1
bt
Kok disease (hyperekplexia ; startle | #149400 ¢ AD 5q32 ! GLRAI | Glycine receptor, alpha 1 | *138491 | Nat Genet 5 : 351-358, 1993
disease) | | | i i
Hyperkplexia | #149400 1 AD 49313 | GLRB | Glycine receptor, beta | %138492 | Hum Mol Genet 11 : 853-860, 2002
Hyperekplexia, hereditary | #149400 1 AD  |11pl52-pl51i SLC6A5 ! Solute carrier family 6, member 5 | 604159 | Nat Genet 38 : 801-806, 2006
TADA
Nocturnal frontal lobe epilepsy, type 1 | #600513 ' AD 20q132-q13.3; CHRNA4 | Cholinergic receptor, nicotinic, 1 *118504 | Nat Genet 11 :201-203, 1995
(ENFL1) | | 1 . alpha4 |
Autosomal dominant nocturnal frontal | #605375 | AD 1p21 | CHRNB2 | Cholinergic receptor, nicotinic, | 118507 | Nat Genet 26 : 275-276, 2000
lobe epilepsy type 3(ENFL3) ‘ ‘ ‘ ‘ bata 2(neuronal) ‘
Benign neonatal epilepsy 1(EBN1) | #121200 1 AD 20g133 | KCNQ2 ! Potassium voltage-gated channel, | 602235 | Science 279 : 403-406, 1998
| | | | KQT-like subfamily, member 2 | Nat Genet 18 : 25-29, 1998
Benign neonatal epilepsy 2(EBN2) | #121201 ¢ AD 8q24 | KCNQ3 | Potassium voltage-gated channel, | #602232 | Nat Genet 18 :53-55, 1998
| | | | KQT-like subfamily, member 3 |
Familial febrile convulsions 4 (FEB4) | #604352 1 AD 5ql4 ' GPRY8 | G protein-coupled receptor 98 1 #602851 | Ann Neurol 52 : 654-657, 2002
Myokymia and neonatal epilepsy | #606437 |  AD 20g133 | KCNQZ2 | Potassium voltage-gated channel, | ¥602235 | Proc Natl Acad Sci 98 : 12272-12277, 2001
1 | | | KQT-like subfamily, member 2 |
Generalized epilepsy with febrile seizures 3 #604233 3 AD 19q13 3 SCNIB 3 Sodium channel, voltage-gated, 3 *600235 | Nat Genet 19 : 366-370, 1998
plus(GEFS*) . . . . type I, beta !
Generalized epilepsy with febrile seizures | #604233 | AD 2q24 | SCNIA | Sodium channel, voltage-gated, | *182389 | Nat Genet 24 : 343-456, 2000
plus, type 2(GEFSP2) | | | | type I, alpha subunit |
Generalized epilepsy with febrile seizures | #604233 | AD 5034 | GABRG2 | Gamma-aminobutylic acid | #137164 | Nat Genet 28:46-48, 2001
plus (GEFS “type 3)/Childhood absence ! ! ! ' (GABA)A receptor, gamma 2 | Nat Genet 28 : 49-52, 2001
epilepsy and febrile seizures | | | | |
Febrile seizures associated with afebrile | #607745 |  AD 2q22-q23 | SCN2AI1 | Sodium channel, voltage-gated, | %182390 | Proc Natl Acad Sci 98 : 6384-6389, 2001
seizures | | | | type II, alpha 1 polypeptide |
Autosomal dominant partial epilepsy with | #600512 | AD 10g24 | LGI | Leucine-rich, glioma inactivated 1 ' *604619 | Nat Genet 30 : 335-341, 2002
auditory features | | | | | Hum Mol Genet 11 :1119-1128, 2002
Epilepsy, childhood absence, 1(ECA1) 1 %600131 | AD 8q24 | | |
Epilepsy, juvenile absence, 1(JCA1) 3 #607631 3 AD 3 3 3
Epilepsy, juvenile myoclonic (JME) | #606904 . AD 3q26-gter | CLCN2 | Chloride channel 2 1 %600570 | (Nat Genet 33 :527-532, 2003 (retracted)
Epilepsy with grand mal seizures on | #607628 | AD 3q26-qter | CLCN2 | Chloride channel 2 | #600570 | | Nat Genet 41 : 954-955, 2009
awakening (EGMA) | | | | |
Generalized epilepsy and paroxysmal 3 #609446 3 AD 10g22.3 3 KCNMAI1 3 Potassium channel, calcium— 3 *600150 | Nat Genet 37 : 733-738, 2005
dyskinesia | | | | activated, large conductance, |
| | | | subfamily M, alpha member 1 |
Amish infantile epilepsy syndrome | #609056 | AR 2p1l2 | SIATY | Sialyltransferase 9 | %604402 | Nat Genet 36 : 1225-1229, 2004
Epileptic encephalopathy, early infantile, 1 | #308350 | XR Xp2213 | ARX ' Aristaless related homeobox | %300382 | Nat Genet 30 : 441-445, 2002
| | | | | Hum Mol Genet 11 :981-991, 2002
1 1 1 1 | Neurology 59 : 348-356, 2002
Myoclonus epilepsy of Unverricht and | #254800 | AR 21g223 |« CSTB ' Cystatin B(stefin B) | %601145 | Science 271 : 1731-1734, 1996
Lundborg (EPM1) : : : : :
Progressive myoclonus epilepsy 2 | #254780 ¢ AR 6q24 . EPM2A | Epilepsy, progressive myoclonus | #607566 | Nat Genet 20 : 358-361, 1998
(EPM2A, Lafora disease) i i i | 2, Lafora disease (laforin) i
Lafora disease | #254780 © AR 6p223 | NHLRCI | NHL repeat containing 1 | %608072 | Nat Genet 35:125-127, 2003
Epilepsy. progressive myoclonic (EPM3) ' #611726 | AR 7q1121 | KCTD7 ! Potassium channel | %611725 | Ann Neurol 61 : 579-586, 2007
| | | | tetramerisation domain |
1 1 ! | containing 7 !
Myoclonic epilepsy, juvenile, 1 (EJM1) ‘ #254770 ‘ AR 6pl2-pll ‘ EFHCI ‘ EF hand domain (C-terminal) - ‘ *608815 | Nat Genet 36 : 842-849, 2004
' ' ' ' containing 1 '
Juvenile myoclonic epilepsy | #606904 | AD 2422-q23 | CACNB4 ' Calcium channel, voltage- 14601949 | Am ] Hum Genet 66 :1531-1639, 2000
| | | | dependent, beta 4 subunit |
Juvenile myoclonic epilepsy | #606904 | AD 5q34-q35 | GABRAI | Gamma-aminobutyric acid | *137160 | Nat Genet 31 : 184-189, 2002
. . . ! (GABA) A receptor, alpha 1 .
Z i
Familial Mediterranean fever (MEFV) | #249100 | AR 16p13 | MEFV | Mediterranean fever | *608107 | Cell 90 :797-807, 1997
1 1 1 1 1 Nat Genet 17 : 25-31, 1997
1R TR - BEMRES - ERES
Wolfram syndrome (WFS, Diabetes | #222300 1 AR 4pl6.l | WFSI | Wolfram syndrome 1(wolframin) | #606201 | Nat Genet 20 : 143-148, 1998
inspidus and mellitus with optic | | | | | Hum Mol Genet T : 2021-2028, 1998
atrophy and deafness) i 1 1 1 |
Wolfram syndrome 2 | #604928 | AR 4q22-q24 | CISD2 | CDGSH iron sulfur domain protein | #611507 | Am J Hum Genet 81 :673-684, 2007
1 1 1 P2 1
Kallmann syndrome 1(KAL1) | +308700 |  XR Xp223 | KALI | Kallmann syndrome 1 sequence | +308700 | New Engl ] Med 326 : 1752-1755, 1992
| | 1 1 1 Proc Nat Acad Sci 89 : 8190-8194, 1992
Kallmann syndrome 2(KAL2) | #147950 1 AD | 8pll2-plll: FGFRI | Fibroblast growth factor receptor | ¥136350 | Nat Genet 33 :463-465, 2003
! ! ! i 1(fms-related tyrosine kinase 2, |
! ! ! | Pfeiffer syndrome) |
Familial advanced sleep phase syndrome | #604348 | AD 29373 | PER2 | Period homolog 2(Drosophila) | %603426 | Science 291 : 1040-1043, 2001
(FASPS) ; ; ; | [KIAA0347] ; Am ] Hum Genet 68 : 753-758, 2001
Congenital failure of autonomic control | #209880 ' AR  |20q132-q133; EDN3 ' Endothelin 3 1 *131242 | Nat Genet 13 : 395-396, 1996
(Ondine cruse, Congenital central | | | | |
hypoventilation syndrome, CCHS) 1 1 1 1 |
Congenital failure of autonomic control #209880 AR 10q11.2 RET Ret proto-oncogene +164761 | Am J Hum Genet 62 :715-717, 1998
(Ondine cruse ; Congenital central ! ! ! ! !
hypoventilation syndrome, CCHS) | | | | |
Congenital failure of autonomic control | #209880 | AR 5pl31-pl2 | GDNF | Glial cell derived neurotrophic | %600837 | Am J Hum Genet 62:715-717, 1998
(Ondine cruse ; Congenital central | | ! | factor !
hypoventilation syndrome, CCHS) ‘ ‘ ‘ ‘ ‘
Congenital central hypoventilation | #209880 | de novo 4pl2 | PHOXZ2B | Paired-like homeobox 2B | %603851 | Nat Genet 33 :459-461, 2003
syndrome ! ! ! ! !
Pitt-Hopkins Syndrome | #610954 | AR 18q21.1 | TCF4 | Transcription Factor 4 1 #602272 | Am ] Hum Genet 80 : 983-993, 2007
| | | | | Am ] Hum Genet 80: 994-1001, 2007
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Nat Genet 36 : 636-641, 2004

HR BETF i
RBE L MM EERR | RedE | EEFRS BEFR . MM
Hirschsprung disease associated with | #235730 | de novo 2q22 . SIPI | Survival of motor neuron protein | #602595 | Nat Genet 27 : 369-370, 2001
microcephaly, mental retardation, 3 3 3 3 interracting protein 1 3
hypertelorism, subcutaneous cleft | | | | |
palate and short stature (Mowat— | | | | |
Wilson syndrome) 1 1 1 1 1
Triple A syndrome | #231550 | AR 12q13 | AAAS | AAAS gene | %605378 | Poc Natl Acd Sei 103 : 2298-2303, 2006
X-linked chronic idiopathic intestinal | #300048 | XR Xq28 | FLNA | Filamin A | *300017 | Am J Hum Genet 80 : 751-758, 2007
pseudo-obstruction with central 1 1 1 1 :
nervous system involvement 1 1 1 1 1
PIRMERORERT - FH
Pituitary anomalies and | #610829 | AD 2ql4 ' GLI2 | GLI-Kruppel family member GLI2 | #¥165230 | Pro Natl Acad Sci 100 : 13424-13429, 2003
holoprosencephaly-like features | | | | 1
(HPE9) | . . . 1
Polymicrogyria, bilateral frontoparietal ; #606854 ; AR 16q13 ; GPR56 ; G protein-coupled receptor 56 : *604110 | Science 303 : 2033-2036, 2004
Schizencephaly 1 #269160 | de novo/AD 10g26.1 | EMXZ2 | empty spiracle(Drosophila) 1 %600035 | Nat Genet 12 :94-96, 1996
| | | | homolog 2 |
Holoprosencephaly 2, alobar or semilobar | #157170 | de novo/AD 2p21 | SIX3 | sine oculis homeobox (Drosophila) | ¥603714 | Nat Genet 22:196-198, 1999
(HPE2) : : : ! homolog 3 ;
Holoprosencephaly 3(HPE3) | #142945 ¢ AD 7q36 ! SHH ! sonic hedgehog(Drosophila) 1 *#600725 | Nat Genet 14 : 353-356, 1996
1 1 1 | homolog 1 Nat Genet 14 : 357-360, 1996
Holoprosencephaly 4 (HPE4) | #142946 | de novo 18p1l3 | TGIF | TGFB-induced factor (TALE | %602630 | Nat Genet 25 : 205-208, 2000
3 : : : family homeobox) ;
Holoprosencephaly 5(HPE5) | #609637 | AD 13432 | ZIC2 ' Zic family member 2(odd-paired ' *603073 | Nat Genet 20 : 180-183, 1998
! ! ! ! Drosophila homolog) |
Miller-Dieker lissencephaly syndrome | #247200 | AR 17p133 | PAFAHIBI | Platelet-activating factor | %601545 | Nature 364 : 717-721, 1993
(MDLS) ; ; ; ! acetylhydrolase, isoform Th, | Nature 370 : 216-218, 1994
. . . . alpha subunit 45kD !
Norman-Roberts type lissencephaly | #257320 | AR 7q22 | RELN | Reelin | *600514 | Nat Genet 26 : 93-96, 2000
syndrome | | | | |
Lissencephaly, X-linked, 2(LISX2) w #300215 w XR Xp22.13 w ARX w Aristaless related homeobax w *300382 | Nat Genet 32 : 359-369, 2002
Corpus callosum, agenesis of, with | #300004 '+ XR Xp2213 |  ARX | Aristaless related homeobax 1 *300382 | Hum Mutat 23 : 147-159, 2004
abnormal genitalia | | | | |
X-linked lissencephaly/Double cortex | #300067 1 XD Xq223-q23 | DCX | Doublecortex, lissencephaly, X- | *300121 | Cell 92:51-61, 1998
syndrome linked (doublecortin) Cell 92:63-72, 1998
Familial porencephaly | #175780 ,  AD 13q34 i COL4AI1 | Collagen, type IV, alpha-1 1 *120130 | Science 308 : 1167-1171, 2005
Autosomal recessive periventricular | #608097 | AR 20q1313 | ARFGEFZ2 | ADP-ribosylation factor guanine | *605371 | Nat Genet 36 : 69-76, 2004
heterotopia with microcephaly | | | | nucleotide-exchange factor 2 |
; ; ; I (brefeldin A-inhibited) ;
Periventricular heterotopia | #300049 ;XD Xq@28 | FLNA | Filamin A, alpha(actin-binding ' %300017 | Nexron 21 : 1315-1325, 1998
! ! ! ! protein-280) !
Heterotopia, periventricular, autosomal | #608097 | AR 20q13.13 | ARFGEF2 | ADP-ribosylation factor guanine | *605371 | Nat Genet 36 : 69-76, 2004
recessive nucleotide exchange factor 2
Cortical dysplasia-focal epilepsy | #610042 ;AR 7q35-g36 | CNTNAPZ2 | Contactin-associater protein-like 2 | *604569 | New Engl J Med 354 :1370-1377, 2006
syndrome | | | | |
Hydrocephalus due to congenital stenosis | #307000 |  XR Xq28 I LICAM L1 cell adhesion molecule | %308840 | Nat Genet 2:107-112, 1992
of aqueduct of Sylvius (HSAS1) 3 3 3 3 3
Knobloch syndrome (KNO) | #267750 | AR 21q223 ' COLISAI ' Collagen, type XVIII, alpha 1 1 *120328 | Hum Mol Genet 9 : 2051-2058, 2000
Sotos syndrome | #117550 | Sporadic 5035 . NSDI ! Nuclear receptor binding SET | %606681 | Nat Genet 30 : 365-366, 2002
| | | | domain protein 1 |
Primary autosomal recessive | #251200 1 AR 8p23 | MCPHI | Microcephaly, primary autosomal | *607117 | Am J Hum Genet T1:136-142, 2002
microcephaly 1(MCPHI) : : : ! recessive 1 :
Primary autosomal recessive | #608716 | AR 1g31 . ASPM | Asp(abnormal spindle)-like, | #605481 | Nat Genet 32 : 316-320, 2002
microcephaly 5(MCPH5) | | | | microcephaly associated |
3 ‘ ‘ ‘ (Drosophila) ‘
Seckel syndrome (SCKL1) | #210600 1 AR 3q221-q24 ¢ ATR : Ataxia telangiectasia and Rad3 ' #601215 | Nat Genet 33 : 497-501, 2003
| | | . related |
Bosley-Salih-Alorainy syndrome | #601536 | AR 7p153 | HOXAI | Homeobox Al | *142955 | Nat Genet 37 :1035-1037, 2005
Joubert syndrome 3 | #608629 | AR 6q233 | AHII | Abelson helper integration site 1 | %608894 | Nat Genet 36 : 1008-1013, 2004
Joubert syndrome 5 | #610188 | AR 124213 | CEP290 ' Centrosomal Protein, 290-kD | #610142 | Nat Genet 38 : 623-625, 2006
| | | | | Nat Genet 38 : 671-684, 2006
Joubert syndrome 7 | #611560 | AR 16q122 | RPGRIPIL | RPGRIP1-Like | *610937 | Nat Genet 39 : 875-881, 2007
i i i i i Nat Genet 39 : 882-888, 2007
Pontocerebellar hypoplasia, type 6 #611523 AR 6q16.1 RARS2 Arginyl-tRNA synthetase 2 611524 | Am | Hum Genet 81 : 857-862, 2007
Dandy-Walker syndrome | #220200 | de novo 3q24 | ZIC1 | Zinc finger protein of cerebellum, 1 | #600470 | Nat Genet 36 : 1053-1055, 2004
Dandy-Walker syndrome | #220200 | de novo 3q24 | ZIC4 | Zinc finger protein of cerebellum, 4 | *608948 | Nat Genet 36 : 1053-1055, 2004
Diabetes mellitus, permanent neonatal, | #609069 | AR 10p13-pl21 |  PTFIA | Pancreas transcription factor 1, | %607194 | Nat Genet 36 : 1301-1305, 2004
with cerebellar agenesis 3 3 3 3 alpha subunit 3
Warburg Micro syndrome 1 | #600118 | AR 2q21.3 | RAB3GAP | RAB3 GTPase-activating protein | *602536 | Nat Genet 37 : 221-223, 2005
Feingold syndrome | #164280 | AD 2q241 | MYCN | v-myc avian myelocytomatosis | *164840 | Nat Genet 37 : 465-467, 2005
| | 1 | viral-related oncogene, 1
neuroblastoma-derived
Cerebral dysgenesis, neuropathy, | #609528 ¢ AR 22q112 | SNAP29 | Synaptosomal-associated protein, | *604202| Am J Hum Genet 77 : 242-251, 2005
ichthyosis, and palmoplantar | | | I 29-kD |
keratoderma syndrome | | | | |
Meckel syndrome, type 3 | #607361 | AR |8q2113-q221! TMEM67 | Transmembrane Protein 67 | %609884 | Nat Genet 38:191-196, 2006
Meckel syndrome, type 5 | #611561 | AR 16q122 | RPGRIPIL | RPGRIP1-Like | #610937 | Nat Genet 39 : 875-881, 2007
Opitz-Kaveggia syndrome | #305450 | XR Xql2-q2131) MEDI2 | Mediator of RNA polymerase II | *300188 | Nat Genet 39 : 451-453, 2007
! ! ! | transcription, subunit 12, S. !
3 3 3 3 Cerevisiae, homolog of 3
$HE - BAE - HAE - TOMOMRRR
Johanson-Blizzard syndrome | #243800 1 AR 15q15-q21.1 ! UBRI1 ! Ubiquitin-protein ligase E3 | #605981 | Nat Genet 37 :1345-1350, 2005
| | | | component N-recognin 1 |
Noonan syndrome 4 | #610733 1 AD 2p22-p21 | SOSI | son of sevenless, Drosophila, | %182530 | Nat Genet 39 : 70-74, 2007
| | | ! homolog 1 | Nat Genet 39:75-79, 2007
Costello syndrome | #218040 1 AD 11pl55 | HRAS | v-HS-ras harvey rat sarcoma 1 *190020 | Nat Genet 37 :1038-1040, 2005
| | | | viral oncogene homolog |
Cardio-facio-cutaneous syndrome | #115150 | AD 7q34 | BRAF | v-raf murine sarcoma viral | *%164757 | Nat Genet 38 : 294-296, 2006
! ! ! | oncogene homolog Bl !
Cardio-facio-cutaneous syndrome | #115150 | AD 12p121 | KRAS2 | v-Kl-ras2 Kirsten rat sarcoma 2 | 190070 | Nat Genet 38 : 294-296, 2006
| | | | viral oncogene homolog |
Cornelia de Lange syndrome | #122470 | AD 5pl3.1 | NIPBL | Nippled-B-like | *608667 | Nat Genet 36 : 631-635, 2004
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Cornelia de Lange syndrome, X-linked | #300590 | XR Xpl122-pl121,  SMCIA | Structural maintenance of | %300040 | Nat Genet 38 : 528-530, 2006
3 3 3 3 chromosomes 1A 3
Microphthalmia with associated | #300166 | XD Xpll4-p21.2° BCOR ' BCL-6-interacting corepressor ' *300485| Nat Genet 36 :411-416, 2004
anomalies 2 | | | | 1
Oculofaciocardiodental syndrome | #300166 XD Xpll4d | BCOR | BCL-6-interacting corepressor  *300485 | Nat Genet 36 :411-416, 2004
Vertical talus, congenital | #192950 1 AD 2q31-q32 | HOXDIO | Homeobox D10 | +142984 | Am ] Hum Genet T5:92-96.2004
Loeys-Dietz syndrome | #609192 1 AD 3q22 ! TGFBRZ2 | Transforming growth factor-beta | +190182 | Nat Genet 37 : 275-281, 2005
| | | | receptor, type 2 |
Loeys-Dietz syndrome | #609192 | AD 9q33-q34 | TGFBRI | Transforming growth factor-beta : ¥190181 | Nat Genet 37 : 275-281, 2005
3 1 1 1 receptor, type 1 1
Hydrolethalus syndrome | #236680 | AR 11g23-q25 | HYLSI | Hydrolethalus syndrome 1 | *610693 | Hum Mol Genet 14:1475-1488, 2005
Cleidocranial dysplasia(CCD) | #119600 | AD 6p21 | RUNXZ2 | Runt-related transcription factor 2 | #600211 | Cell 89 :773-779, 1997
Crouzon syndrome (Craniofacial | #123500 1 AD 10g26 | FGFR2 | Fibroblast growth factor receptor 2 | *176943 | Nat Genet 8 : 98-103, 1994
dysostosis type I, CFD1) ‘ ‘ ‘ ‘ ‘
Jackson-Weiss syndrome | #123150 . AD 10g26 | FGFRZ2 | Fibroblast growth factor receptor 2 | #176943 | Nat Genet 8 : 275-279, 1994
Apert syndrome (Acrocephalosyndactyly, | #101200 | AD 10q26 | FGFR2 | Fibroblast growth factor receptor 2 | ¥176943 | Nat Genet 9:165-172, 1995
type I, ACS1) 1 1 1 1 1
Saethre-Chotzen syndrome (SCS, | #101400 1 AD 7p21 | TWIST | twist homolog 1(Drosophila) | %601622 | Nat Genet 15 : 36-41, 1997
Acrocephalosyndactyly, type III, ACS3)! | | | |
Saethre-Chotzen syndrome (SCS, | #101400 | AD 10q26 | FGFR2 | Fibroblast growth factor receptor 2 | *176943 | Am J Hum Genet 62 :1370-1380, 1998
Acrocephalosyndactyly, type III, ACS3): | | | |
Pfeiffer syndrome (Acrocephalosyndactyly, | #101600 ' AD | 8pl12-plll | FGFRI ' Fibroblast growth factor receptor 1 | 136350 | Nat Genet 8:269-274, 1994
type V, ACS5) ! ! ! ! !
Pfeiffer syndrome (Acrocephalosyndactyly, | #101600 |  AD 10426 | FGFR2 | Fibroblast growth factor receptor 2 | *176943 | Nat Genet 9:173-176, 1995
type V, ACS5) 1 1 1 1 1
Antley-Bixler syndrome | #207410 1 AR 7q112 | POR | P450(cytochrome)oxidorecuctase | *124015 | Nat Genet 36 : 228-230, 2004
Beare-Stevenson cutis gyrata syndrome | #123790 | AD 10g26 | FGFRZ2 | Fibroblast growth factor receptor 2 | #176943 | Nat Genet 13 : 492-494, 1996
Greig cephalopolysyndactyly syndrome | #175700 | AD 7p13 | GLI3 | GLI-Kruppel family member GLI3 | *165240 | Hum Genet 87 : 452-456, 1991
(GCPS) i i i | (Greig cephalosyndactyly 1
3 3 3 3 syndrome) 3
Formina parietalia permagna (Parietal | #168500 ¢ AD 5q34-g35 ' MSX2 ' msh(Drosophila)homeo box 1 #123101 | Nat Genet 24 : 387-390, 2000
foramina 1) (FPP/PFM1) | | | | homolog 2 | Hum Mol Genet 9:1251-1255, 2000
Symmetric parietal foramina (PFM2) | #609597 «  AD 11pll-pl2 | ALX4 | Aristaless-like homeobox 4 | %605420 | Nat Genet 27 :17-18, 2001
Rubinstein syndrome (Rubinstein-Taybi | #180849 | AD 16p133 ' CREBBP ' CREB binding protein | #600140 | Nature 376 : 348-351, 1995
syndrome) ! | ! ! (Rubinstein-Taybi syndrome) !
Sacral agenesis syndrome (Currarino | #176450 | AD 7436 | HLXB9 | Homeo box HB9 | %142994 | Nat Genet 20 : 358-361, 1998
triad, SCRA1) 1 1 1 | i
Opitz syndrome (X-linked Opitz G/BBB ' #300000 | XR Xp22 ©  MIDI  Midline 1(Opitz/BBB syndrome) ' *300552 | Nat Genet 17 : 285-291, 1997
syndrome) ! ! ! ! !
Pelger-Huét anomaly (PHA) | #169400 |  AD 1q42.1 | LBR | Lamin B receptor | *600024 | Nat Genet 31 :410-414, 2002
Hypoparathyroidism-retardation- | #241410 1 AR 1q42-q43 | TBCE | Tubulin-specific chaperone e | %604934 | Nat Genet 32 : 448-452, 2002
dysmorphism syndrome (HRD, Sanjad- 3 3 3 3 3
Sakati syndorme) ! ! ! ! !
Kenny-Caffey syndrome type 1(AR-KC) | #244460 | AR 1q42-g43 | TBCE | Tubulin-specific chaperone e | %604934 | Nat Genet 32 : 448-452, 2002
Fraser syndrome (cryptophthalmos with | #219000 1 AR 4q21 | FRASI | Fraser syndrome 1 | 607830 | Nat Genet 34 : 203-208, 2003
other malformayions)
Oculodentodigital dysplasia(ODDD) | #164200 1 AD 6q21-q232 | GJAI ' Gap junction protein, alpha 1, 1 *121014 | Am J Hum Genet 72 : 408-418, 2003
i i i | 43kDa(connexin 43) i
Dyggve-Melchior-Clausen dysplasia | #223800 1 AR 189211 | DYM | dymeclin | %607461 | Am J Hum Genet 72 :419-428, 2003
(DMC) 1 1 1 1 1
Smith-McCort dysplasia (SMC) | #607326 AR 1821 | DYM | dymeclin | 4607461 | Am ] Hum Genet 72: 419-428, 2003
Macrocephaly, multiple lipomas, and hem- | #153480 | AD 10¢233 | PTEN | Phosphate and tensin homolog | *601728 | Cancer Res 58 : 2724-2726, 1998
angiomata(Bannayan-Zonana syndrome, | 1 i | (mutated in multiple advanced |
Bannayan-Riley-Ruvalcaba syndrome) ‘ ‘ ‘ ‘ cancers 1) ‘
Proteus syndrome 1 %176920 | de novo 10233 | PTEN | Phosphate and tensin homolog | #601728 | J Med Genet 39 : 937-940, 2002
| | | | (mutated in multiple advanced |
1 1 1 | cancers 1) '
VACTERL association with | #276950 | AR 10233 | PTEN ' Phosphate and tensin homolog | #601728| ] Med Genet 38 :820-823, 2001
hydrocephalus . . . . (mutated in multiple advanced |
i i i | cancers 1) |
Multiple pterygium syndrome, Escobar | #265000 . AR 2q33-q34 | CHRNG | Cholinergic receptor, nicotinic, 1 %100730 | Am J Hum Genet 79 : 303-312, 2006
variant ‘ ‘ ‘ ‘ gamma polypeptide ‘
Peters—plus syndrome | #261540 1 AR 13q123 | BSGALTL ' UDP-GAL:beta-GlcNAc beta-1, ' #610308 | Am J Hum Genet 79 : 562-566, 2006
| | | | 3-galactosyltransferase-like |
Microphthalmia, syndromic 7(MCOPS7) | #309801 |  XR Xp22 | HCCS | Holocytochrome c synthase | %300056 | Am J Hum Genet 79 : 878-889, 2006
i ; ; ; (cytochrome ¢ heme-lyase) ;
Chromosome 22q13.3 deletion syndrome | #606232 | AD 22q133 | SHANK3 | SH3 and multiple ankyrin repeat | *606230 | Nat Genet 39 : 25-27, 2007
| ! ! | domain 3 !
Donnai-Barrow syndrome | #222448 | AR 2q24-q31 | LRP2 | Low density lipoprotein receptor- | *600073 | Nat Genet 39 : 957-959, 2007
1 1 1 I related protein 2 1
EHHE
Neurofibromatosis, type I(NF1) | +162200 | AD 17q112 | NFI ! Neurofibromin 1 (neurofibromatosis, | +162200 | Cell 62 : 599-608, 1990
| | | | von Recklinghausen disease, | Science 249 : 181-186, 1990
| Watson disease)
Neurofibromatosis, type 1-like syndrome | #611431 ' AD 15q132 | SPREDI ' Sprouty-related EVHI domain- ' *609291 | Nat Genet 39 :1120-1126, 2007
1 ! ! | containing protein 1 .
Neurpfibromatosis, type 11(NF2) | #101000 1 AD 22q122 1 NF2 Neurofibromin 2(bilateral | #607379 | Nature 363 : 515-521, 1993
' acoustic neuroma)
Tuberous sclerosis 1(TSC1) | #191100 | AD 9q34 | TSC1 | Tuberous sclerosis 1 | *605284 | Science 277 : 805-808, 1997
Tuberous sclerosis 2(TSC2) | #191100 1 AD 16p133 | TSC2 | Tuberous sclerosis 2 | %191092 | Cell 75:1305-1315, 1993
von Hippel-Lindau syndrome | #193300 1 AD 3p253 VHL ' von Hippel-Lindau syndrome | %608537 | Science 260 : 1317-1320, 1993
1E% - BERIE
Pallister-Hall syndrome (PHS) | #146510 | AD 7pl3 | GLI3 | GLI-Kruppel family member GLI3 | #165240 | Nat Genet 15 : 266-268, 1997
| | | | (Greig cephalosyndactyly |
i i i | syndrome) i
Glioblastoma multiforme | #137800 10025.3-q261' DMBTI ' Deleted in malignant brain tumors 1 1 *601969 | Nat Genet 17 : 32-39, 1997
Glioblastoma multiforme | #137800 | 10g233 | PTEN | Phosphate and tensin homolog | *601728 | Science 275 :1943-1947, 1997
| | | | (mutated in multiple advanced | Nat Genet 15 : 356-362, 1997
3 ‘ ‘ ‘ cancers 1) ‘
Cowden disease (CD) /Lhermitte-Duclos | #158350 ' AD 109233 ' PTEN ' Phosphate and tensin homolog ' *601728 | Nat Genet 16 : 64-67, 1997
syndrome | | | | (mutated in multiple advanced |
! cancers 1)
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Medulloblastoma | #155255 | | SUFU | Suppressor of fused homolog | %607035 | Nat Genet 31 : 306-310, 2002
3 3 3 3 (Drosophila) 3
Neuroblastoma | #256700 ! ' NBLI | Neuroblastoma, suppression of | *600613 | Oncogene 9:2785-2791, 1994
| | | | tumorigenecity 1 |
Neuroblastoma | #256700 | | PHOXZ2B | Paired-like homeobox 2B | %603851 | Am J Hum Genet T4 : 761-764, 2004
Familial nonchromaffin paragangliomas 1 1 #168000 |~ AD ! SDHD | Succinate dehydrogenase 1 #602690 | Science 287 : 848-851, 2000
(Familial glomus tumors 1) (PGL1) ! ! ! ! complex, subunit D, integral |
| | | | membrane protein |
Familial nonchromaffin paragangliomas 3 | #605373 | AD | SDHC | Succinate dehydrogenase | *602413 | Nat Genet 26 : 268-270, 2000
(Familial glomus tumors 3) (PGL3) 1 1 1 | complex, subunit C, integral i
3 3 3 3 membrane protein, 15-KD 3
Familial Schwannomatosis | #162091 | AD | SMARCBI1 | SWI/SNF-related, matrix- 1 #%601607 | Am J Hum Genet 80 : 805-810, 2007
| | | | associated, actin-dependent |
1 1 1 | regulator of chromatin, i
1 1 1 | subfamily B, member 1 1
BHREER - BEE
Autosomal recessive mental retardation | #249500 | AR PRSSI2 | Protease, serine, 12(neurotrypsin, | *606709 | Science 298 :1779-1781, 2002
| | | motopsin) |
Mental Retardation, Autosomal reseccive 6 | #611092 | AR GRIK2 | Glutamate receptor, ionotropic, | *138244 | Am J Hum Genet 81 : 792-798, 2007
: : | kainate 2 :
Bardet-Bied! syndrome type 1(BBS1) ‘ #209900 ‘ AR BBSI1 ‘ Bardet-Biedl syndrome 1 ‘ *209901 | Nat Genet 31 :435-438, 2002
Bardet-Bied! syndrome type 2(BBS2) | #209900 | AR BBS2 | Bardet-Biedl syndrome 2 | #606151 | Hum Mol Genet 10 : 865-874, 2001
Bardet-Biedl syndrome 3 | #209900 1 AR ARL6 | ADP-ribosylation factor-like 6 | *608845 | Nat Genet 36 : 989-993, 2004
Bardet-Bied! syndrome 5 | #209900 | AR BBS5 | Bardet-Biedl syndrome 5 | #603650 | Cell 117:19-31, 2004
Bardet-Biedl syndrome type 7(BBS7) | #209900 | AR BBS7 | Bardet-Biedl syndrome 7 1 %607590 | Am J Hum Genet 72 : 650-658, 2003
Bardet-Bied! syndrome type 8 (BBS8) | #209900 | AR TTC8 | Tetratricopeptide repeat domain | *#608132 | Nature 425 : 628-633, 2003
Bardet-Bield Syndrome 9 1 #209900 1 AR BBS9 1 Bardet-Biedl syndrome 9 1 *607968 | Am J Hum Genet 77 :1021-1033, 2005
Bardet-Bied! syndrome 10 | #209900 | AR BBSI10 | Bardet-Bied! syndrome 10 1 *610148 | Nat Genet 38 : 521-524, 2006
Bardet-Biedl syndrome 11 | #209900 | AR TRIM32 | Tripartite motif-containing | #602290 | Proc Natl Acad Sci 103 : 6287-6292, 2006
1 1 | protein 32 1
Berdet-Bied! Syndrome 12 | #209900 1 AR BBS12 | Bardet-Biedl syndrome 12 | #610683 | Am J Hum Genet 80:1-11, 2007
Cohen syndrome | #216550 ; AR COHI1 | Cohen syndrome 1 1 *607817 | Am J Hum Genet 72:1359-1369, 2003
Timothy syndrome | #601005 |  AD CACNAIC | Calcium channel, voltage— | 114205 | Cell 119:19-31, 2004
| | | dependent, L type, alpha-1C |
3 1 1 subunit 1
Martsolf syndrome | #212720 ¢ AR RAB3GAP2 | RAB3 GTPase-activating protein, | *609275 | Am J Hum Genet 78 :702-707, 2006
| | | noncatalytic subunit |
Autism, X-linked, susceptibility to, 1 | #300425 | XR NLGN3 | Neuroligin 3 | 300336 | Nat Genet 34 : 27-29, 2003
Autism, X-linked, susceptibility to, 2 | #300495 © XR NLGN4 ' Neuroligin 4 | 300427 | Am J Hum Genet 74 : 552-557, 2004
Coffin-Lowry syndrome (CLS) 3 #303600 3 XD RPS6KA3 3 Ribosomal protein S6 kinase, 3 *300075 | Nature 384 : 567-570, 1996
| | | 90kD, polypeptide 3 |
X-linked non-specific mental retardation | *300075 |  XR RPS6KA3 | Ribosomal protein S6 kinase, 1 *#300075 | Nat Genet 22 :13-14, 1999
(MRX19) ; : I 90kD, polypeptide 3 |
Mental retardation, X-linked 59 | #300630 ;  XR API1S2 | Adaptor-related protein complex | *300629 | Am J Hum Genet 79:1119-1124, 2006
| | 1, sigma-2 subunit |
X-linked nonspecific mental retardation | . XR VCex | Variable charge, X chromosome | %300229 | Am J Hum Genet 67 : 563-573, 2000
(MRX) i i i i
X-linked non-specific mental retardation | #300143 | XR | Xp221-p21.3| ILIRAPLI ' Interleukin 1 receptor accessory | %300206 | Nat Genet 23: 25-31, 1999
(MRX34) ! ! | protein-like 1 !
Mental retardation, X-linked, with or | #300419 1 XR ARX | Aristaless related homeobax | *300382 | Hum Mol Genet 11 :981-991, 2002
without seizures, ARX-related ' ' ' '
(MRXARA) : : : :
Partington X-linked mental retardation | #309510 |  XR ARX | Aristaless related homeobax 1 *300382 | Nat Genet 30 : 441-445, 2002
syndrome (PRTS) | | | |
Mental Retardation, X-linked, 93 | #300659 ¢« XR BRWD3 | Bromodomain-and WD repeat | %300553 | Am J Hum Genet 8 : 367-374, 2007
3 ‘ ‘ domain-containing protein 3 ‘
Monoamine oxidase A deficiency | +309850 | XR MAOA | Monoamine oxidase A | +309850 | Science 262 : 578-580, 1993
(Brunner syndrome) i i : :
Renpenning syndrome 1(RENS1) | #309500 ¢ XR PQBPI | Polyglutamine binding protein 1 | +300463| Nat Genet 35 : 313-315, 2003
Mental retardation, X-linked 9(MRX9) ‘ #309549 ‘ XR FTSJ1 ‘ FTS] homolog 1 ‘ *300499 | Am J Hum Genet 75 : 305-309, 2004
Mental retardation, X-linked, JARIDIC- | #300534 | XR KDM5C | lysine (K)-specific demethylase | *314690 | Am J Hum Genet 76 : 227-236, 2005
related | | . 5C 1
Mental retardation, X-linked 92 | +300573 1 XR ZNF674 | Zinc finger protein 674 1 +300573| Am J Hum Genet 78 : 265-278, 2006
X-linked nonspecific mental retardation | #300210 | XR TM4SF2 | Transmembrane 4 superfamily | *300096 | Nat Genet 241 167-170, 2000
58 (MRX58) ! ! | member 2 !
X-linked non-specific mental retardation | #300486 | XR OPHNI | Oligophrenin 1 | *300127 | Nature 392 :923-926, 1998
60 (MRX60) 1 1 i i
X-linked alpha-thalassemia/mental ; #301040 ; XR ATRX ; Alpha thalassemia/mental ; *300032 | Cell 80 : 837-845, 1995
retardation syndrome (ATRX) | | | retardation syndrome, X-linked |
| | . (RAD54 homolog, S. cerevixiae) |
X-linked mental retardation with growth | #309580 | XR ATRX | Alpha thalassemia/mental 1 ¥300032 | Nat Genet 12 : 385-360, 1996
retardation, deafness, and retardation syndrome, X-linked
microgenitalism (Juberg-Marsidi ! ! ! (RAD54 homolog, S. cerevixiae) |
syndrome, JMS) | | | 1
Mental retardation, X-linked | +300189 1 XR DLG3 | Discs large, drosophila, homolog 1 +300189 | Am J Hum Genet 75 : 318-324, 2004
nonsyndromic, DLG3-related w w w of, 3 w
X-linked non-specific mental retardation | #300558 ' XR PAK3 | p21(CDKN1A)-activated kinase 3 | #300142 | Nat Genet 20 : 25-30, 1998
(MRX30) : : | '
Nonsyndromic X-linked mental ‘ +300034 ‘ XR AGTR2 ‘ Angiotensin II receptor, type 2 ‘ +300034 | Science 296 : 2401-2403, 2002
retardation ' ' ' '
Nonsyndromic X-linked mental | #300387 | XR ACSL4 | Acyl-CoA synthetase long-chain | *300157 | Nat Genet 30 : 436-440, 2002
retardation (MRX63) i i | member 4 i
Mental retardation, X-linked, syndromic, | *312180 |  XR UBE2A | Ubiquitin-conjugating enzyme | *312180 | Am J Hum Genet 79 : 549-555, 2006
UBE2A-related i i i i
Mental Retardation, X-linked, syndromic | #300676 ' XR UPF3B | UPF3, yeast, homolog of, B 1 %300298 | Nat Genet 39 :1127-1133, 2007
14 1 1 1 1
X-linked nonspecific mental retardation | #300436 | XR ARHGEF6 | Rac/Cdc42 guanine exchange | %300267 | Nat Genet 26 : 247-250, 2000
(MRX46) : : ! factor (GEF)6 |
Borjeson-Forssman-Lehmann syndrome ' #301900 | XR PHF6 | PHD finger protein 6 1 %300414 | Nat Genet 32 : 661-665, 2002
Mental retardation, X-linked, ZDHH9- | +300646 | XR ZDHHC9 | Zinc finger, DHHC-type | +300646 | Am J Hum Genet 80 : 982-987, 2007
related | | | containing 9 |
Lujan-Fryns syndrome | #309520 | XR MEDI2 | Mediator complex subunit 12 | %300188 | J Med Genet 44: 472-477, 2007
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X-linked mental retardation with isolated | #300123 \  XR Xq263 | SOX3 | SRY(sex determining region Y)-  *313430 | Am J Hum Genet 71 :1450-1455, 2002
growth hormone deficiency (MRGH) 3 3 3 3 box 3 3

MASA (mental retardation, aphasia, | #303350 ;.  XR Xq28 . LICAM | L1 cell adhesion molecule | *308840 | Nat Genet 7:402-407, 1994
shuffling gait, and adducted thumbs) | | | | [(hydrocephalus, stenosis of | Nat Genet 7:408-413, 1994
syndrome ‘ ‘ ‘ ‘ aqueduct of Sylvius 1, MASA ‘

! ! ! . (mental retardation, aphasia,
| | | . shuffling gait and adduced |
H I I | thumbs)syndrome, spastic I
3 3 3 3 paraplegia 1] 3

Fragile X syndrome (Martin-Bell | #300624 @ XR Xq273 | FMRI | Fragile X mental retardation 1 | *309550 | Science 252:1179-1181, 1991

syndrome) ! ! ! | . Science 252 :1097-1102, 1991
1 1 1 1 1 Cell 67 :1047-1058, 1991

X-linked mental retardation associated | +309548 | XR Xq28 | FMR2 | Fragile X mental retardation 2 | +309548 | Cell 74:127-134, 1993
with fragile site FRAXE ! ! ! ! !

X-linked non-specific mental retardation | +300104 |  XR Xq28 | GDI1 | GDP dissociation inhibitor 1 | +300104 | Nat Genet 19:134-139, 1998
(MRX41, MRX48) : : : : ;

Rett syndrome (RTT) | #312750 1 XD Xq28 | MECP2 | Methyl-CpG-binding protein 2 | *300005 | Nat Genet 23:185-188, 1999

! ! ! ' (Rett syndrome) |

X-linked mental retardation and | . XR Xq28 | MECP2 | Methyl-CpG-binding protein 2 | #300005 | Am J Hum Genet 67 : 982-985, 2000
progressive spasticity 1 1 1 | (Rett syndrome) 1

Mental retardation with psychosis, ‘ #300055 ‘ XR Xq28 ‘ MECP2 ‘ Methyl CpG binding protein 2 ‘ *300005 | Am J Hum Genet 70 : 1034-1037, 2002
pyramidal sign and macroorchidism | | | | |
(PPM-X syndrome) | | | | |

Rett syndrome, atypical, CDKL5-related #312750 de novo Xp22 CDKLS5 Cyclin-dependent kinase-like 5 *300203 | Am J Hum Genet 75:1079-1093, 2004

! ! ! ! ! Am ] Hum Genet 75:1149-1154, 2004
X-linked mental retardation with seizures | #300352 | XR Xq28 | SLC6A8 | Solute carrier family 6 | *300036 | Am J Hum Genet 70 : 1349-1356, 2002

| | | i (neurotransmitter transporter, |

3 ‘ ‘ ‘ creatine), member 8 ‘

SERERT

Speech and language disorder (Develop- | #602081 | AD 7q31 | FOXP2 | Forkhead box P2 | *605317 | Nature 413 : 519-523, 2001

mental verbal dyspraxia, SPCH1) | | | |

KBRE

I - A S

Fructose-1, 6-bisphosphatse deficiency | #229700 | AR 9q222- | FBPI ! Fructose-1, 6-bisphosphatase 1 | *611570 | Biochem Biophys Res Commun 210 :797-804,

: : q223 | 1 i 1995

Glycogen storage disease II(Pompe | #232300 1 AR 17q252- | GAA | Glucosidase, alpha; acid(Pompe | *606800 | Biochem J 272 : 493-497, 1990

disease) ‘ ‘ q25.3 ‘ ‘ disease, glycogen storage ‘
i i ' . disease type IT) :

Glycogen storage disease III(Cori | #232400 | AR 1p21 | AGL | Amylo-1, 6-glucosidase, 4-alpha- | *610860 | J Clin Invest 98 : 352-357, 1996

disease) | | | i glucotransferase | Biochem Biophys Res Commun 224 : 493-499,
: : : : : 1996

Glycogen storage disease V(McArdle's | #232600 1 AR | 11q12-q132 | PYGM ' Phophorylase, glycogen; muscle ' #608455 | New Engl J Med 329 : 241-245, 1993
disease) | | | . (McArdle syndrome, glycogen |

| | 1 | storage disease type V) |

Glycogen storage disease VII[Tarui(ft #232800 AR 12q133 PFKM Phosphofructokinase, muscle #610681 | J Biol Chem 265 : 9392-9395, 1990
) disease) . . . . .

Deficiency of M subunit of | #261670 | AR 7pl3-pl23 | PGAMZ2 | Phosphoglycerate mutase 2 | %612931 | Am J Hum Genet 52:472-477, 1993
phosphoglycerate mutase (Glycogen | | | | (muscle) |
storage disease X) 1 1 1 1 1

Glycogen storage disease XII(GSD13) | #612932 1 AR | 17pter-pl2 | ENO3 ' Enolase 3,(beta, muscle) | %131370 | Ann Neurol 50 : 202-207, 2001

Phosphoglycerate kinase 1 deficiency | #300653 | XR Xql3 . PGKI | Phosphoglycerate kinase 1 | *311800 | Blood 79 : 1582-1585, 1992

| | | | | Blood 77 :1348-1352, 1991

Glycogen storage disease XI (GSD11; ‘ #612933 ‘ AR 11p154 ‘ LDHA ‘ Lactate dehydrogenase A ‘ *150000 | Biochem Biophys Res Commun 168 :677-682,
Lactate dehydrogenase A deficiency) ! ! ! ! ! 1990

Autosomal recessive phosphorylase | #261750 | AR 16ql2-q13 | PHKB | Phosphorylase kinase, beta | %172490 | Hum Mol Genet 6 :1109-1115, 1997
kinase deficiency of liver and muscle | | | | |

Pyruvate dehydrogenase E2 deficiency | #245348 | AR 11g231 | DLAT ' Dihydrolipoamide S- | %608770 | Ann Neurol 58 : 234-241, 2005

3 ‘ ‘ ‘ acetyltransferase ‘

Pyruvate dehydrogenase E3-binding | #245349 1 AR 11pl13 | PDHX | Pyruvare dehydrogenase | *608769 | Am J Hum Genet 61 : 1318-1326, 1997
protein deficiency | | | | complex, component X |

Pyruvare carboxylase deficiency (Leigh | #266150 « AR 11q134-q135: PC | Pyruvate carboxylase | %608786 | Am J Hum Genet 62:1312-1319, 1998
necrotizing encephalopathy) 3 3 3 3 3

Pyruvate dehydrogenase deficiency | #312170 ;. XR Xp222-p22.1' PDHAI | Pyruvate dehydrogenase 1 %300502 | Am J Hum Genet 44 : 358-364, 1989

! ! ! | (lipoamide) alpha 1 |

Succinic semialdehyde dehydrogenase | #271980 | AR 6p22 | ALDH5A1 | Aldehyde dehydrogenase 5 | %610045 | Am J Hum Genet 63 : 399-408, 1998
deficiency 1 1 1 1 family, member Al 1

T W €8S AR

Phenylketonuria (PKU) | #261600 , AR 12q241 PAH ! Phenyalanine hydroxylase 1 %612349 | Biochemistry 25 : 743-749, 1986

Phenylketonuria I1(PKU2) | #261630 | AR 4p1531 | QDPR | Quinoid dihydropteridine | #612676 | Am J Hum Genet 47 : 279-285, 1990

1 1 1 | reductase 1
Phenylketonuria I | #261640 | AR |11q223-q232]  PTS | 6-Pyruvoyltetrahydropterin | #612719 | Am ] Hum Genet 54:782-792, 1994
! ! ! : synthase !

Hyperphenylalaninemia with | #264070 | AR 10g22 . PCBDI | 6-Pyruvoyl-tetrahydropterin | *126090 | Am J Hum Genet 53 : 768-774, 1993

primapterinuria \ \ \ | synthase/dimerization cofactor |
3 ‘ ‘ ‘ of hepatocyte nuclear factor 1 ‘
' ' ' . alpha(TCF1) !

GTP cyclohydolase I deficiency | #233910 | AR |14q22.1-q222) GCHI | GTP cyclohydrolase 1 | %600225 | J Pediat 126 : 401-405, 1995
(Hyperphenylalanemia with neopterin | ! ! ! ! J Biol Chem 270 :10062-10071, 1995
deficiency)

DOPA-responsive dystonia(DRD, #fi/Il9%) | #128230 | AD  |14q221-q222, GCHI | GTP cyclohydrolase 1 | #600225 | Nat Genet 8 236-242, 1994

Segawa syndrome, autosomal recessive | #605407 | AR 11pl55 | TH | tyrosine hydroxylase | *191290 | Hum Genet 95:123-125, 1995

Dystonia, DOPA-responsive, due to | +182125 1 AR 2pld-pl2 | SPR | Sepiapterin reductase (7, 8- | +182125| Am J Hum Genet 69 : 269-277, 2001
sepiapterin reductase deficiency ‘ ‘ ‘ ‘ dihydrobiopterin : NADP + ‘

! ! ! . oxidoreductase) !

Dopamine beta-hydroxylase deficiency, | #223360 | AR 9q34 | DBH | Dopamine beta-hydroxylase | *609312 | Am J Med Genet 108 : 140-147, 2002

congenital | | | | (dopamine beta— |
3 : : : monooxygenase) ;
Aromatic L-amino acid decarboxylase | #608643 1 AR 7pll | DDC ' Dopa decarboxylase (aromatic L- | 107930 | J Inherit Metab Dis 21 : 4, 1998
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Homocystinuria due to deficiency N(5, | #236250 1 AR 1p36.3 | MTHFR |5, 10-methylenetetrahydroforate | %607093 | Nat Genet 7 : 195-200, 1994
10) -methylenetetrahydrofolate 3 3 3 3 reductase (NADPH) 3
reductase activity (MTHFR deficiency) | ! ! ! !
Sulfocysteinuria | #272300 | AR 12¢1313 | SUOX | Sulfite oxidase | *606887 | Cell 91 : 973-983, 1997
Methionine adenosyl transferase | #250850 | AD, AR 10g22 | MATIA | Methionine adenosyltransferase I, | #610550 | J Clin Invest 95:1943-1947, 1995
deficiency alpha
Tyrosinemia, type 1 | +276700 ¢ AR 15q23-q25 ! FAH ! Fumarylacetoacetate hydrolase | +276700 | J Clin Invest 90 : 1185-1192, 1992
i i i | (fumarylacetoacetase) 1
Tyrosine transaminase deficiency | 4276600 ¢ AR |16¢22.1-q22.3 TAT | Tyrosine aminotransferase | +276600 | Hum Genet 77 : 352-358, 1987
(Tyrosinemia, type 1)
Homocystinuria | 4236200 1 AR 21q223 | CBS | Cystathionine-beta-synthase | +236200 | Hum Mutat 1:113-123, 1992
Methylmalonic aciduria and | #277400 | AR 1p34.1 | MMACHC | Methylmalonic aciduria | *609831 | Nat Genet 38 : 93-100, 2006
homocystinuria, cblC type | | | i (cobalamin deficiency) vbIC |
3 ‘ ‘ ‘ type, with homocystinuria ‘
Methylmalonic aciduria and | #277410 | AR 2q232 | MMADHC | Methylmalonic aciduria 1 *%611935 | New Engl J Med 358 : 1454-1464, 2008
homocystinuria, cblD type | | | | (cobalamin deficiency) vblD |
| | | | type, with homocystinuria |
Methylcobalamin deficiency, cbl E type ' #236270 © AR | 5pl53-pl52! MTRR ! 5-methyltetrahydrofolate- | %602568 | Proc Nat Acad Sci 95 : 30593064, 1998
| | | ! homocysteine |
! ! !  methyltransferase reductase |
Methylcobalamin deficiency, cbl G type | #250940 | AR 1q43 | MTR | 5-methyltetrahydrofolate- | %156570 | Hum Mol Genet 5:1867-1874, 1996
: : : ! homocysteine : Hum Mol Genet 5:1859-1865, 1996
| | | ' methyltransferase |
Isolated nonketotic hyperglycemia, type I | #605899 | AR 9p22 ! GLDC | Glycine dehydrogenase | %238300 | Biochem Biophys Res Commun 174 :1176-1182,
! ! | ' (carboxylating ; glycine 1 1991
| | | ! decarboxylase, glycine cleavage | Mol Biol Med 8:65-79, 1991
| | | ! system protein P) |
Isolated nonketotic hyperglycemia, type | #605899 | AR 3p21.2-p21.1 | AMT | Aminomethyltransferase (glycine | %238310 | Hum Genet 93 : 655-658, 1994
i i i | cleavage system protein T) i
Nonketotic hyperglycenemia(NKH)/ | #605899 | 16024 | GCSH | Glycine cleavage system protein | *238330 | Am J Hum Genet 48 : 351-361, 1991
Glycine encephalopathy (GCE) ! ! ! ! H(aminomethyl carrier) !
Transient neonatal hyperglicinemia | #605899 | AD 9q22 | GLDC | Glycine dehydrogenase | *238300 | Ann Neurol 52 : 643-646, 2002
(TNH) w w w w (decarboxylating, glycine w
! ! ! 1 decarboxylase, glycine cleavage |
! ! ! ! system protein P) !
Transient neonatal hyperglycinemia | . AD 16g24 | GCSH | Glycine cleavage system protein | %238330 | Ann Neurol 52 : 643-646, 2002
(TNH) | | | | H(aminomethyl carrier) 1
Dimethylglycine dehydrogenase | #605850 | AR |5ql22-q123' DMGDH | Dimethylglycine dehydrogenase | 605849 | Am J Hum Genet 68:839-847, 2001
deficiency (DMGDHD) ! ! ! ! precursor !
Hyperammonemia due to | #237300 | AR 2935 | CPSI | Carbamoyl-phosphate synthetase | %608307 | J Clin Invest 91 : 1884-1887, 1993
carbamoylphosphate synthetase T 1 1 1 | 1, mitochondrial 1
(CPS1) deficiency ; ; ; ; ;
Phosphoglycerate dehydrogenase | #601815 | AR 1gl2 | PHGDH | Phosphoglycerate dehydrogenase | *606879 | Am J Hum Genet 67 : 1389-1399, 2000
deficiency i i i i :
Hyperammonemia due to ornithine #311250 XR Xp2l.1 orc Ornithine carbamoyltransferase *300461 | / Clin Invest 82:1353-1358, 1988
transcarbamylase deficiency (OTC) . . . .
Argininosuccinic aciduria | #207900 | AR 7cen—qll.2 | ASL | Argininosuccinate lyase | *608310 | Proc Natl Acad Sci 87 : 9625-96259, 1990
| | ! ! ! Am J Hum Genet 47 (suppl.): A169, 1990
Argininemia L #207800 1 AR 6q23 | ARGI | Arginase liver ' #608313| 7 Clin Invest 86 : 347-350, 1990
Arginine : glycine amidinotransferase | #612718 | AR 159153 | GATM | Glycine amidinotransferase (L- 1 %602360 | Am J Hum Genet 69 :1127-1133, 2001
deficiency | | | | arginine : glycine |
1 1 1 | amidinotransferase) 1
N-acetylglutamate synthase deficiency ‘ #237310 ‘ AR 17q21.31 ‘ (NAGS) ‘ N-acetylglutamate synthase ‘ *608300 | Ann Neurol 52 : 845-849, 2002
Maple syrup urine disease, type IA | #248600 | AR 19q131-q132! BCKDHA | Branched chain keto acid 1 %608348 | J Clin Invest 83 :1425-1429, 1989
(MSUD IA) . . . . dehydrogenase El, alpha .
| | | | polypeptide (maple syrup urine |
; ; ; © disease) ;
Maple syrup urine disease, type 1B | #248600 | AR 6p22-p21 | BCKDHB | Branched chain keto acid | %248611 | J Clin Invest 87 : 1862-1866, 1991
(MSUD IB) | | | i dehydrogenase E1, beta !
1 1 1 | polypeptide (maple syrup urin |
: : : | disease) :
Maple syrup urine disease, type IT | #248600 1 AR 1p31 ! DBT ' Dihydrolipoamide branched chain | 248610 | Biochem Biophys Res Commun 174 :804-809,
(MSUD, type II) | | | | transacylase E2 | 1991
1 1 i i i J Clin Invest 87 :1207-1211, 1991
Lactic acidosis due to lipoamide 3 #248600 3 AR 7q31-q32 3 DLD 3 Dihydrolipoamide dehydrogenase 3 #238331 | Proc Natl Acd Sci 90 : 5186-5190, 1999
dehydrogenase deficiency (Maple syrup ! | | | |
urine disease, type IIT) ! ! ! ! !
Isovaleric acidemia(IVA) | #243500 1 AR 15q14-q15 1VD ' Isovaleryl Coenzyme A | %607036 | Am J Hum Genet 49 :147-157, 1991
dehydrogenase
Propionic acidemia, type I(Ketotic | #606054 | AR 13q32 . PCCA ! Propionyl Coenzyme A 1 *232000 | Hum Genet 101 : 93-96, 1997
hyperglycinemia, type I) | | | | carboxylase, alpha polypeptide |
Propionic acidemia, type II(Ketotic | #606054 | AR 3q21-g22 . PCCB | Propionyl Coenzyme A | %232050 | Genomics 8:249-254, 1990
hyperglycinemia, type 1I) ‘ ‘ ‘ ‘ carboxylase, beta polypeptide ‘
Methylmalonic aciduria due to | #251000 1 AR 6p21 ! MUT ! Methylmalonyl Coenzyme A 1 %609058 | Proc Natl Acad Sci 87 : 3147-3150, 1990
methylmalonic CoA mutase deficiency | | 1 | mutase |
Methylmalonyl-CoA epimerase ‘ #251120 ‘ AR 2p133 ‘ MCEE ‘ Methylmalonyl CoA epimerase ‘ 608419 | Hum Mutat 27 : 640-643, 2006
deficiency I I I | 1
3-Methylerotonylglycinuria T | #210200 | AR 3q25-27 | MCCCI ' Methylcrotonyl-Coenzyme A ' %609010 | Am J Hum Genet 68 :334-346, 2001
(complementation group A) | | 1 | carboxylase 1(alpha) | Hum Mol Genet 10 : 1299-1306, 2001
| | i i i J Clin Invest 107 : 495-504, 2001
3-Methylcrotonylglycinuria IT | #210210 1 AR 5q12-ql3 | MCCCZ2 ' Methylcrotonyl-Coenzyme A ' #609014 | Am ] Hum Genet 68 : 334-346, 2001
(complementation group B) ! ! ! ! carboxylase 2(beta) ! Hum Mol Genet 10 : 1299-1306, 2001
1 1 1 | | J Clin Invest 107 : 495-504, 2001
3-Methylglutaconic aciduria, type I | #250950 | AR 9q22 | AUH | AU RNA binding protein/enoyl- | 600529 | Am J Hum Genet 71 :1463-1466, 2002
3 ‘ ‘ ‘ Coenzyme A hydratase ‘
Familial hyperlysinemia | #238700 1 AR 7q3l3 | AASS | Alpha-aminoadipic semialdehyde | *605133| Am J Hum Genet 66 : 1736-1743, 2000
| ! ! | synthetase !
Congenital glutamine deficiency | #610015 1 AR 1g31 | GLUL | Glutamate-ammonia ligase | 138290 | New Engl J Med 353 :1926-1933, 2005
Pyroglutamic aciduria (5-Oxoprolinuria) | #266130 | AR 20112 | GSS ! Glutathione synthetase | %601002 | Nat Genet 14: 361-365, 1996
Malonyl-CoA carboxylase (MLYCD) | #248360 ¢ AR 1624 ! MLYCD ' Malonyl-Coenzyme A 1 #606761 | Am J Hum Genet 65 : 318-326, 1999
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Holocarboxylase synthetase deficiency | #253270 + AR 21q221 | HLCS | Holocarboxylase synthetase | %609018 | Nat Genet 8 : 122-128, 1994
3 3 3 3 (biotin-[proprionyl-Coenzyme 3
! ! ! . A-carboxylase (ATP- !
| | | | hydrolysing) Jligase) !
Biotinidase deficiency (Late-onset | #253260 1 AR 3p25 | BTD | Biotinidase | %609019 | Nat Genet 11 :96-98, 1995
multiple carboxylase deficiency) 1 1 1 1 1
AR ACH
Encephalopathy, ethylmalonic | #602473 1 AR 1991332 | ETHEI | ETHEI gene | *608451 | Am J Hum Genet 74 : 239-252, 2004
3-Hydroxy-3-methylglutaryl-coenzyme | +246450 | AR Ipter-p33 | HMGCL | 3-hydroxymethyl-3- | 4246450 | Am J Hum Genet 51 (suppl.): A173, 1992
A lyase deficiency | | | | methylglutaryl-Coenzyme A |
3 3 3 3 lyase (hydroxymethylglutaric 3
! ! ! ! aciduria) !
Glutaric acidemia I(Glutaryl-CoA | #231670 | AR 19p132 | GCDH | Glutaryl-Coenzyme A | 608801 | Am J Hum Genet 51 (suppl.): A165, 1992
dehydrogenase deficiency) | | | | dehydrogenase |
AMACR deficiency | +604489 | AR 5p132- | AMACR | Alpha-methylacyl-CoA racemase | +604489 | Nat Genet 24: 188-191, 2000
1 1 qlll | 1 1
Alpha-methylacetoacetic aciduria | #203750 | AR 11922.3-q23.11 ACATI | Acetyl-Coenzyme A | %607809 | Biochem Biophys Res Commun 179 :124-129,
(Mitochondrial acetoacetyl-CoA | | | | acetyltransferase 1(acetoacetyl | 1991
thiolase deficiency) ; ; ; ! Coenzyme A thiolase) ;
Short chain acyl-CoA dehydrogenase | #201470 | AR 12q22-qter | ACADS | Acyl-Coenzyme A | *606885 | Am J Hum Genet 45 (suppl.): A208, 1989
(SCADH) deficiency \ \ \ | dehydrogenase, C-2 to C-3 |
; ; 1 I short chain i
Medium-chain acyl-CoA dehydrogenase : #201450 : AR 1p31 : ACADM EAcyl-Coenzyme A 1 *607008 | Biochem Biophys Res Commun 171 :498-506,
(MCADH) deficiency ! ! ! ! dehydrogenase, C-4 to C12 ! 1990
| | | | straight chain |
Deficiency of long chain acyl-CoA : #201460 : AR 2q34-q35 : ACADL : Acyl-Coenzyme A : *609576 | Proc Natl Acad Sci 92 : 841-845, 1995
dehydrogenease (LCAD) ! ! ! . dehydrogenase, long chain '
Trifunctional protein deficiency, type 1 | #609015 | AR 2p23 | HADHA | Hydroxyacyl-Coenzyme A | *600890 | Biochem Biophys Acta 1215 : 347-350, 1994
(Long-chain 3-hydroxyacyl-CoA 1 1 1 | dehydrogenase/3-ketoacyl- 1
dehydrogenase (LCHAD) deficiency) : : : : Coenzyme A thiolase/enoyl- :
! ! ! i Coenzyme A hydratase !
| | | i (trifunctional protein), alpha |
i i i | subunit 1
Trifunctional protein deficiency, type 2 i #609015 i AR 2p23 i HADHB i Hydroxyacyl-Coenzyme A i #143450 | Am J Hum Genet 58 : 979-988, 1996
(Long-chain 3-hydroxyacyl-CoA ! ! ! ! dehydrogenase/3-ketoacyl- !
dehydrogenase (LCHAD) deficiency) | | | . Coenzyme A thiolase/enoyl- |
1 1 1 | Coenzyme A hydratase i
3 ‘ ‘ ‘ (trifunctional protein), beta ‘
! ! ! ! subunit !
Peroxisomal acyl-CoA oxidase deficiency | #264470 | AR 17q25 . ACOX1 | Acyl-Coenzyme A oxidase 1, | *609751 | J Clin Invest 94 : 526-531, 1994
! ! ! | palmitoyl !
Carnitine palmytoyltransferase I | #255120 1 AR 1113 | CPTIA | Carnitine palmytoyltransferase | #600528 | J Clin Invest 102:527-531, 1998
deficiency . . . . 1A(liver) .
Carnitine palmitoyltransferase II(CPT II) | #255110 | AR 1p32 | CPT2 | Carnitine palmytoyltransferase II | %600650 | Poc Natl Acad Sci 89 : 8429-8433, 1992
deficiency 1 1 1 ! !
Carnitine-acylearnitine translocase | 4212138 1 AR 3p2131 | SLC25A20 | Solute carrier family 25 (carnitine/ | +212138 | Am J Hum Genet 61:1239-1245, 1997
(CACT) deficiency ! ! ! | acylcarnitine translocase), !
1 1 1 | member 20 |
Refsum disease (Heredopathia atactica | #266500 . AR 10pter-pl12 PHYH | Phytanoyl-CoA hydroxylase | %602026 | Nat Genet 17 : 185-189, 1997
polyneuritiformis) : : : | (Refsum disease) : Nat Genet 17 :190-193, 1997
Mg - A7 o —)v - A7 A4 FUEERE
2-Methylbutyrylglycinuria | #610006 | AR 10925-q26 | ACADSB | Acyl-Coenzyme A 1 %600301 | Am J Hum Genet 67 :1095-1103, 2000
| | | | dehydrogenase, short/ | Pediat Res 47 : 830-833, 2000
1 1 1 i branched chain 1
Deficiency of very long chain acyl-CoA | #201475 © AR |17pl12-pl113; ACADVL | Acyl-Coenzyme A 1 #609575 | Proc Natl Acad Sci 92:10496-10500, 1995
dehydrogenease (VLCAD) | | | i dehydrogenase, very long chain | Am J Hum Genet 57 : 273-283, 1995
Cerebrotendinous xanthomatosis (CTX) | #213700 | AR 2q33-qter | CYP27A1 | Cytochrome P450, subfamily 1 %606530 | J Biol Chem 266 : 7779-7783, 1991
i i i | XXVIIA (stroid 27— i
3 : : : hydroxylase, cebrotendinous ;
! ! ! | xanthomatosis), polypeptide 1 |
Smith-Lemli-Opitz syndrome (SLOS) | #270400 | AR 11q12-q13 | DHCR7 | 7-dehydrocholesterol reductase | *602858 | Am J Hum Genet 63 :55-62, 1998
! ! ! ! ! Am ] Hum Genet 63 : 329-338, 1998
Lathosterolosis #607330 AR 11¢233 SC5DL Sterol-C5-desaturase (ERG3 602286 | Am J Hum Genet 71 :952-958, 2002
! ! ! i delta-5-desaturase homolog, !
i ! ! | fungal)-like !
Peroxisomal D-bifunctional protein | #261515 1 AR 5q2 | HSD17B4 | Hydroxysteroid (17-beta) | 601860 | Am J Hum Genet 61:1153-1162, 1997
deficiency 1 1 1 1 dehydrogenase 4 1
RERRACH R
Lesch-Nyhan syndrome (LNS) | #300322 1 XR Xq26-q27.2 | HPRTI1 | Hypoxanthine 1 308000 | J Clin Invest 72:767-772, 1983
| | | i phosphoribosyltransferase 1 |
Adenylosuccinate lyase (ADSL)deficiency | #103050 | AR 22q131 | ADSL | Adenylosuccinate lyase | %608222 | Nat Genet 1:59-63, 1992
Myopathy due to myoadenylate | +102770 | AD 1p21-p13 | AMPDI ' Adnosine monophosphate 1 +102770 | Proc Natl Acad Sci 89 : 6457-6461, 1992
deaminase deficiency | | | | deaminase 1(isoform M) |
Dihydropyrimidinase deficiency | 4222748 | AR 8q22 | DPYS | Dihydropyrimidinase | +222748 | Am J Hum Genet 63 : 717-726, 1998
Beta-ureidopropionase deficiency | +606673 | AR 22q112 | UPBI | Beta-ureidopropionase | +606673 | Hum Mol Genet 13: 2793-2801, 2004
Kv749)7
Acute intermittent porphyria (AIP) | #176000 1 AD 11q232-qter| HMBS | Hydrosymethylbilane synthase | *609806 | Nucleic Acids Res 17 : 6637-6647, 1989
Porphyria variegata | #176200 |  AD 1q22 . PPOX | Protoporphyrinogen oxidase | *600923 | Hum Mol Genet 5 :407-410, 1996
i i 1 1 1 Nat Genet 13:95-97, 1996
Coproporphyria | #121300 1 AD 3q12 | CPOX | Coproporphyrinogen oxidase ' 612732 Hum Mol Genet 3:477-480, 1994
! ! ! ! ! Hum Mol Genet 3:1325-1330, 1994
1 1 ! ! | Hum Mol Genet 3:1807-1810, 1994
Delta-aminolevulinate dehydratase | #612740 | AR 9934 | ALAD | Aminolevulinate, delta-, | %125270 | Biochem Biophys Res Commun 172 :237-242,
(ALAD) deficiency 1 1 1 1 dehydratase 1 1990
SeIm AR B
Aceruloplasminemia | #604290 | AR 3q23-q24 ! CcpP . Ceruloplasmin (ferroxidase) 1 *117700 | Biochem Biophys Res Cimmun 217 : 89-95, 1995
i i i i i Nat Genet 9:267-272, 1995
1 1 1 1 1 Proc Natl Acad Sci 92 : 2539-2543, 1995
Sulfocysteinuria (Sulfite oxidase | #272300 1 AR 12q1313 | SUOX ' Sulfite oxidase | #606887 | Cell 91 :973-983, 1997
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Molybdenum cofactor deficiency | #252150 1 AR 6p21.3 | MOCSI | Molybdenum cofactor synthesis 1 | #603707 | Nat Genet 20 : 51-53, 1998
(MOCOD) : : : : :
Molybdenum cofactor deficiency type C | #252150 | AR 144233 ' GPHN ' Gephyrin | #603930 | Am J Hum Genet 68 : 208-213.2001
b Y AR= S —REE
Hypomagnesemia, secondary | #602014 1 AR 9ql2 . TRPM6 | Transient receptor potential 1 *#607009 | Nat Genet 31 :166-170, 2002
hypocalcemia (HOMG) | | | | cation channel, subfamily M, | Nat Genet 31:171-174, 2002
1 1 1 | member 6 1
Brody myopathy | #601003 1 AR 16p121 ' ATP2AI ' ATPase, Ca'" transporting, | %108730 | Nat Genet 14:461-464, 1996
| | | i cardiac muscle, fast twitch 1~ !
Menkes syndrome | #309400 | XR Xql2-q13 | ATP7A | ATPase, Cu'" transporting, alpha | *300011 | Nat Genet 3:7-13, 1993
i i i | polypeptide (Menkes 1 Nat Genet 3:14-19, 1993
| | | ! syndrome) | Nat Genet 3:20-25,1993
Occipital horn syndrome | #304150 ¢ XR Xql2-q13 ' ATP7A ' ATPase, Cu'" transporting, alpha ' *300011 | Nat Genet 8:195-202, 1993
1 1 i | polypeptide (Menkes !
| | | | syndrome) |
Wilson disease | #277900 | AR |13q143-2111 ATP7B | ATPase, Cu™ transporting, beta | *606882| Nat Genet 5:327-337, 1993
| | | | polypeptide | Nat Genet 5 344-350, 1993
Kufor-Rakeb syndrome | #606693 | AR 1p36 | ATPI3A2 | ATPase, type 13A2 | *610513 | Nat Genet 38 : 1184-1191, 2006
Tangier disease(HDLDTI, high density | #205400 | AR 9q22-q31 | ABCAI | ATP-binding cassette, sub-family | #600046 | Nat Genet 22 : 336-345, 1999
lipoprotein deficiency, Tangier type 1) 3 3 3 3 A(ABC1), member 1 3 Nat Genet 22 : 347-351, 1999
| | | | | Nat Genet 22 : 352-355, 1999
Sideroblastic anemia and spinocerebellar | #301310 |  XR Xql3 . ABCB7 | ATP-binding cassette, sub-family | %300135 | Hum Mol Genet 8:743-749, 1999
ataxia (ASAT, XLSA/A) : : : | B(MDR/TAP), member 7
Adrenoleukodystrophy (ALD) 1 #300100 '+ XR Xq28 '\ ABCDI : ATP-binding cassette, sub-family | *300371 | Nature 361 : 726-730, 1993
| | | .\ D(ALD), member 1 |
Glucose transport defect, blood-brain | #606777 | AD 1p35-p31.3 | SLC2A1 | Solute carrier family 2(facilitated | *138140 | Nat Genet 18 :188-191, 1998
barrier 3 3 3 3 glucose transporter), memberl 3
Fanconii-Bickel syndrome (FBK) | #227810 1 AR 3¢36.1-q263 1 SLC2A2 | Solute carrier family 2(facilitated ' *138160 | Diabetologia 37 : 420-427, 1994
| | | i glucose transporter), member 2 |
Hartnup disorder | #234500 1 AR 5pl5 | SLC6AI9 | Solute carrier family 6 | %608893 | Nat Genet 36 :999-1002, 2004
: : : I (Neurotransmitter : Nat Genet 36:1003-1007, 2004
! ! ! ! transporter), member 19 !
Lysinuric protein intolerance (LPI) | #222700 | AR 14ql12 | SLC7A7 | Solute carrier family 7(cationic | *603593 | Nat Genet 21 : 293-296, 1999
! ! ! | amino acid transporter, y i Nat Genet 21 :297-301, 1999
3 w w w system), member 7 w
Agenesis of corpus callosum with | #218000 ;AR 15q13-ql4 | SLCI2A6 | Solute carrier family 12 | %604878 | Nat Genet 32 : 384-392, 2002
neuropathy (ACCPN, Charlevoix | | 1 . (potassium/chloride |
disease) | | | | transporters), member 6 1
Sialic acid storage diseases (SASD) ; | AR 6qld-ql5 | SLCI7A5 ' Solute carrier family 17 (anion/ | #604322| Nat Genet 23 : 462-465, 1999
| | | | sugar transporter), member 5 |
Infantile sialic acid storage disease | #269920 | | 1 1
(ISSD) 1 1 1 1 1
Salla disease (sialuria, Finish type) | #604369 | ; ; ;
Basal ganglia disease, biotin-responsive | #607483 | AR 2q363 | SLCI9A3 | Solute carrier family 19, member 3 | #606152 | Am J Hum Genet 77 : 16-26, 2005
Amish type microcephaly (MCPHA) | #607196 | AR 179253 | SLC25A19 | Solute carrier family 25 | %606521 | Nat Genet 32:175-179, 2002
3 3 3 3 (mitochondrial deoxynucleotide 3
! ! ! | carrier), member 19 !
Primary systemic carnitine deficiency | #212140 | AR 5¢31 I SLC22A5 | Solute carrier family 22 (organic | *603377 | Nat Genet 21 : 91-94, 1999
(SCD/CDSP) | | | | cation transporter), member 5 | Hum Mol Genet 8 : 655-660, 1999
Adult-onset type II citrullinemia w #603471 w AR 7q21.3 w SLC25A13 w Solute carrier family 25, member w #603859 | Nat Genet 22:159-163, 1999
(CTLN2) ! . ! . 13(citrin) .
Hyperornithinaemia-hyperammonaemia- | #238970 | AR 13q14 | SLC25A15 | Solute carrier family 25 | *603861 | Nat Genet 22:151-158, 1999
homocitrullinuria(HHH) syndrome | | | ! (mitochondrial carrier, |
3 ‘ ‘ ‘ ornithine transporter), member ‘
1 1 1 ] 1
X-linked creatine deficiency | #300352 | XR Xa28 | SLC6A8 | Solute carrier family 6 | *300036 | Am J Hum Genet 68 :1497-1500, 2001
| | | i (neurotransmitter transporter, |
1 1 1 | creatine), member 8 1
3 b2 R TREE - R V¥ — AU
ACAD 9 deficiency | #611126 | de novo 3q26 | ACAD9 | Acyl-CoA dehydrogenase family, | *611103 | Am J Hum Genet 81 : 87-103, 2007
1 1 | | member 9 |
Coenzyme Q10 deficiency | #607426 1 AR 10121 | PDSSI | Prenyl diphosphate synthase, | *607429 | J Clin Invest 117 : 765-772, 2007
! ! ! ' subunit 1 !
Coenzyme Q10 deficiency | #607426 1 AR 6q21 | PDSS2 ! Prenyl diphosphate synthase, | 610564 | Am J Hum Genet 79 1125-1129, 2006
| | | | subunit 2 !
Leigh syndrome, French-Canadian type } #220111 } AR 2p21 } LRPPRC } Leucine-rich PPR-motif } #607544 | Pro Natl Acad Sci 100 : 605-610, 2003
! ! ! ' containing !
Combined oxidative phosphorylation | #609060 | AR 3q25 | GFMI1 | Mitochondrial elongation factor | *#606639 | N Engl J Med 351 : 2080-2086, 2004
deficiency \ \ \ I Gl \
Combined oxidative phosphorylation w #610678 w AR 16p11.2 w TUFM w Tu translation elongation factor, w 602389 | Am J Hum Genet 80 : 44-58, 2007
deficiency 4 ! ! ! i mitochondrial !
Leukoencephalopathy with brain stem | #611105 | AR 1¢25.1 | DARS2 | Aspartyl-tRNA synthetase, | %610956 | Nat Genet 39 : 534-539, 2007
and spinal cord involvement and | | | | mitochondrial |
Lactate elevation 3 3 3 3 3
Mitochondrial DNA-depletion syndrome ' #251880 | AR 2pl3 ' DGUOK ' Deoxyguanosine kinase 1 #%601465 | Nat Genet 29 :337-341, 2001
(MDS) ! ! : ; :
Mitochondrial DNA depletion myopathy | #609560 AR 16q22 | TK2 | Thymidine kinase-2, | %188250 | Nat Genet 29 : 342-344, 2001
3 ‘ ‘ ‘ mitochondrial ‘
Lactic acidosis, fatal infantile | #245400 | AR 2pll3 | SUCLGI | Succinate-CoA ligase, alpha | #%611224 | Am J Hum Genet 81 : 383-387, 2007
: i ! | subunit .
Mitochondrial DNA depletion syndrome, | #612073 | AR 13q122-ql3 | SUCLAZ2 | Succinate-CoA ligase, ADP- | %603921 | Am J Hum Genet 76 : 108-1086, 2005
encephalopathic form, with ‘ ‘ ‘ ‘ forming, beta subunit ‘
methylmalonic aciduria | | | | |
Glutaric aciduria ITA (Deficiency of | #231680 | AR 15q23-q25 | ETFA | Electron-transfer-flavoprotein, | 608503 | Am J Hum Genet 49 : 575-580, 1991
electron transfer flavoprotein, alpha w w w w alpha polypeptide (glutaric w
polypeptide) ! ! ! . aciduria IT) !
Glutaric aciduria IIB (Deficiency of | #231680 | AR 19q133-q134, ETFB | Electron-transfer-flavoprotein, | #130410 | Hum Mol Genet 3 :429-435, 1994
electron transfer flavoprotein, beta | | | | beta polypeptide |
polypeptide)
Glutaric aciduria IIC (Electron transfer ! #231680 ' AR 4932-q35 ETFDH ! Electron-trasferring-flavoprotein ! 231675 | Clin Res 41:271A, 1993
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Mitochondrial complex I deficiency | #252010 1 AR 11q13 | NDUFVI1 | NADH dehydrogenase | %161015 | Nat Genet 21 :260-261, 1999
3 3 3 3 (ubiquinone) flavoprotein 1, 3
: : : | 51kD :
Complex I deficiency with | #252010 | AR 1q23 | NDUFS2 | NADH dehydrogenase | %602985 | Ann Neurol 49 :195-201, 2001
cardiomyopathy and | | | | (ubiquinone) Fe-S protein 2, |
encephalomyopathy 3 3 3 3 49kD (NADH-coenzyme Q 3
! ! ! ' reductase) !
Mitochondrial complex I deficiency | #252010 | AR 5qll.1 | NDUFS4 | NADH dehydrogenase | *602694 | Am J Hum Genet 62 : 262-268, 1998
1 1 1 | (ubiguinone) Fe-S protein 4, |
: : : | 18kD(NADH-coenzyme Q |
. . . . reductase) !
Leigh syndrome due to complex T | #256000 | AR 19p13 | NDUFS7 | NADH dehydrogenase | *601825 | Am J Hum Genet 64 :1505-1510, 1999
deficiency | | | i (ubiquinone) Fe-S protein 7, |
; ; ; | 20kD(NADH-coenzyme Q
! ! ! ' reductase) !
Leigh syndrome due to complex I | #256000 | AR 11q13 | NDUFS8 | NADH dehydrogenase | *602141 | Am J Hum Genet 63 : 1598-1608, 1998
deficiency 1 1 1 | (ubiquinone) Fe-S protein 8, |
3 3 3 3 23kD (NADH-coenzyme Q 3
' ' ' ' reductase) .
Leigh syndrome due to complex IT | #256000 | AR 5pl5 | SDHA | Succinate dehydrogenase | *600857 | Nat Genet 11 : 144-149, 1995
deficiency | | | | complex, subunit A, |
! ! | ! flavoprotein (Fp) i
Complex TII deficiency with tubulopathy, | #124000 | AR 2933 | BCSIL ' BCSl-like(yeast) | %603647 | Nat Genet 29:57-60, 2001
encephalopathy and liver failure | | | | |
Cytochrome c oxidase deficiency with | #220110 | AR 17p131 | SCOI | SCO(cytochrome oxidase | %603644 | Am J Hum Genet 67 : 1104-1109, 2000
neonatal-onset hepatic failure and ‘ ‘ ‘ ‘ deficient, yeast) homolog 1 ‘
encephalopathy ! ! ! ! !
Cardioencephalomyopathy, fatal infantile, | #604377 | AR 22q13 | SCO2 | SCO(cytochrome oxidase | #604272 | Nat Genet 23 : 333-337, 1999
due to cytochrome c oxidase deficiency | | | | deficient, yeast) homolog 2 |
Leigh syndrome due to cytochrome ¢ 1 #256000 | AR 933-q34 | SURFI | Surfeit 1 | 185620 | Nat Genet 20: 337-343, 1998
oxidase deficiency | | | | | Am ] Hum Genet 63:1609-1621, 1998
Isolated leukodystrophy ! . AR 9g33-g34 | SURFI | Surfeit 1 1 *185620 | Ann Neurol 49 : 797-800, 2001
Deficiency of mitochindrial respiratory | #220110 | AR 17pl2 | COX10 | COXI10(yeast)homolog, | 602125 | Hum Mol Genet 9 :1245-1249, 2000
chain complex IV (Cytochrome ¢ 1 1 1 | cytochrome ¢ oxidase assembly |
oxidase deficiency) 3 3 3 3 protein (heme A : 3
| | | | farnesyltransferase) |
Leber optic atrophy and dystonia | #500001 | mtDNA | MTND6 | Complex I, subunit ND6 | *516006 | Proc Natl Acad Sci 91 : 62066210, 1994
1 1 mtDNA | MTND4 | Complex I, subunit ND4 | %516003 | Am J Hum Genet 58 :703-711, 1996
: : mtDNA ' MTNDI ' Complex L subunit ND1 1 %516000 | Arch Neurol 64 890-893, 2007
| | | | | Neurogenetics 4 :199-205, 2003
Cytochrome ¢ oxidase 11 deficiency | | mtDNA | MTCO2 | Complex IV, cytochrome ¢ | #516040 | Am J Hum Genet 65 :1030-1039, 1999
i i 1 | oxidase subunit IT |
Cytochrome ¢ oxidase deficiency 1 516050 | mDNA | MTCO3 ' Complex IV, eytochrome ¢ 1 %516050 | Nat Genet 12: 410-416, 1996
| | | ! oxidase subunit IIT |
Leigh syndrome due to ATP synthase | +516060 | mtDNA | MTATP6 | ATP synthase FO subunit 6 | *516060 | Am J Hum Genet 46 : 428-422, 1990
(complex V)6 deficinecy/ 1 i i i :
Neuronal muscle weakness, ataxia and #551500
retinitis pigmentosa(NARP) . . . . .
Mitochondrial myopathy, encephalopathy, | #540000 | mtDNA | MTTLI | tRNA leucine 1(UUA/G) | %590050 | Nature 348 : 651-653, 1990
lactic acidosis, and stroke-like episodes | | | | | Biochem Biophys Res Commun 173:816-822,
(MELAS) : : : : : 1990
Myoclonic epilepsy associated with | #545000 | mtDNA ' MTTK | tRNA lysine 1 590060 | Cell 61 : 931-937, 1990
ragged-red fibers(MERRF) ! ! ! | | Biochem Int 21 :789-796, 1990
| #545000 | mtDNA | MTTLI | tRNA leucine 1{UUA/G) 1 %590050 | J Clin Invest 92 : 2006-2915, 1993
Mitochondrial encephalomyopathy due to | | mtDNA | MTCYB ' Cytochrome b of complex Il ' %516020 | Am J Hum Genet 67 : 1400-1410, 2000
complex III deficiency ! ! ! ! !
Kearns-Sayre syndrome (KSS), Chronic | #530000 | mtDNA | | | Lancet 1: 885, 1988
progressive ophthalmoplegia(CPEO) | | | | !
with myopathy . . . . .
NNV F T — LS
AT
Zellweger syndrome | #214100 | ! ! !
Infantile Refsum disease | #266510 | i i :
Neonatal adrenoleukodystrophy | #202370 | 1 1 |
Peroxisome biogenesis disorder +602136 AR 7q21.2 PEX1 Peroxisome biogenesis factor 1 +602136 | Nat Genet 17 : 445-448, 1997
complementation group 1[E] . . . . . Nat Genet 17 : 449-452, 1997
Peroxisome biogenesis disorder | #601539 | AR 12p133 | PEX5 | peroxisomal biogenesis factor 5 | *600414 | Nat Genet 9:115-125, 1995
complementation group 2 1 1 1 1 |
Peroxisome biogenesis disorder 3 +601758 3 AR 17q21.1 3 PEX12 3 Peroxisome biogenesis factor 12 3 +601758 | Nat Genet 15 : 385-388, 1997
complementation group 3 ! ! ! ! !
Peroxisome biogenesis disorder | 4601498 | AR 6p21.1 | PEX6 | Peroxisomal biogenesis factor 6 | +601498 | Am J Hum Genet 59 : 1210-1220, 1996
complementation group 4[C] i i i i i EMBO J 15:2914-2923, 1996
Peroxisome biogenesis disorder | +602859 1 AR 1p3632 | PEXI0 | Peroxisome biogenesis factor 10 | +602859 | Am ] Hum Genet 63:1622-1630, 1998
complementation group 7[B] 3 3 3 3 3
Peroxisome biogenesis disorder | 4603360 | AR 11p | PEXI16 | Peroxisome biogenesis factor 16 | +603360 | Am J Hum Genet 63 :1622-1630, 1998
complementation group 9[D] | | | | |
Peroxisome biogenesis disorder | 4170993 1 AR 8q21.1 | PXMP3 | Peroxisomal membrane protein 3, | +170993 | Science 255 : 1132-1134, 1992
complementation group 10[F] : : : : 35kD (Zellweger syndrome) :
Peroxisome biogenesis disorder, | #214100 | AR 6q23-q24 | PEX3 | Peroxisome biogenesis factor 3 | *603164 | Hum Mol Genet 9 :1995-1999, 2000
complementation group G | | | | !
(Zellweger syndrome, ' ' ' ' | Am ] Hum Genet 67 : 967-975, 2000
complementation group G) 1 1 1 1 1 Am ] Hum Genet 67 : 976-981, 2000
B#
Rhizomeric chondrodysplasia punctata | #215100 | AR 6q22-q24 | PEX7 | Peroxisomal biogenesis factor 7 | #601757
type 1(RCDP1) | | | | 1
Peroxisome biogenesis disorder | 4601757 | AR 6q22-q24 | PEX7 | Peroxisomal biogenesis factor 7 | +601757 | Nat Genet 15 : 369-376, 1997
complementation group 11 3 3 3 3 3 Nat Genet 15 : 377-380, 1997
! ! ! ! ! Nat Genet 15 : 381-384, 1997
Refsum disease | #266500 | AR 6q22-q24 | PEX7 | Peroxisome biogenesis factor 7 | *601757 | Am J Hum Genet 72:471-477, 2003
YE F—Y 2 | #266500 | AR 10p13 | PHYH | phytanoyl-CoA 2-hydroxylase | #602026 | Nat Genet 17 :190-193, 1997
Gaucher disease, type I | #230800 1 AR 1g2l | GBA ! Glucosidase, beta;acid(including | 606463 | New Engl J Med 316 :570-575, 1987

' glucosylceramidase)
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Gaucher disease, type IT | #230900 ¢ AR 1g21 | GBA | Glucosidase, beta ; acid (including | *606463
3 3 3 3 glucosylceramidase) 3
Gaucher disease, type IIT | #231000 1 AR 1q21 ! GBA . Glucosidase, beta ; acid (including | *#606463
1 1 | . glucosylceramidase) !
Niemann-Pick disease, types A, Band E | #257200 | AR 11p154-pl51.  NPCI | Sphingomyelin phosphodiesterase | ¥607623 | Proc Natl Acad Sci 88 : 3748-3752, 1991
(Sphigomyelin lipidosis) | | | I 1, acid lysosomal (acid | Biochem Biophys Res Commun 179 :1187-1191,
. . . . sphingomyelinase) . 1991
! ! ! ! ! J Clin Invwst 88 : 806-810, 1991
Niemann-Pick disease, type C1(NPC1) | #257220 | AR 18qll-ql2 | NPCI | Niemann-Pick disease, type C1 | *607623 | Science 277 : 228-231, 1997
Niemann-Pick disease, type C2(NPC2) | #607625 | AR 149243 | NPC2 | Niemann-Pick disease, type C2 | #601015 | Science 290 : 2298-2301, 2000
Frontal lobe atrophy due to a mutauon in 3 #607625 3 AR 14q24.3 3 NPC2 3 Niemann-Pick disease, type C2 3 #601015 | Ann Neurol 52 : 743-749, 2002
NPC2 | | | | |
Fabry disease (Angiokeratoma corporis | #301500 |  XR Xq2l3-q22 | GLA | Galactosidase, alpha | *300644 | J Clin Invest 83:1390-1399, 1989
diffusum) : : : : :
Beata-galactosidase-1(GLBI) deficiency | #230500 | AR 3p2133 | GLBI ' Galactosidase, beta 1 | #611458 | Am J Hum Genet 49 :566-574, 1991
| | | | | Am ] Hum Genet 49 : 435-442, 1991
i i i i i Am ] Hum Genet 49 :1091-1093, 1991
GM1 gangliosidosis, type I | #230500 | | !
Morquio syndrome B ; #253010 ; ; ; ;
GMI1 gangliosidosis, type IT | #230600 | | | |
GM1 gangliosidosis, type IIT | #230650 | | | |
Tay-Sachs disease (TSD ; GM2 | #272800 1 AR 15g241 | HEXA | Hexosaminidase A (alpha | %606869 | Scienece 232:1646-1648, 1986
gangliosisdosis type 1) 3 3 3 3 polypeptide) 3
Tay-Sachs disease, AB variant (GM2 | 4272750 | AR 5@31.3-q331 1  GM2A | GM2 ganglioside activator protein | +272750 | FEFS Lett 290 :1-3, 1991
gangliosidosis type AB) ! ! ! ! :
Sandhoff disease (GM2 gangliosidosis type | #268800 | AR 5q133 | HEXB | Hexosaminidase B(beta | %606873 | J Biol Chem 264 : 5155-5158, 1989
1) 1 1 : " polypeptide) : Hum Genet 81 : 287-288, 1989
FEYA a7 1 — - BREBE
Metachromatic leukodystrophy (MLD) | #250100 | AR 22q1331- | ARSA | Arylsulfatase A 1 %607574 | Proc Natl Acad Sci 86 : 9436-9440, 1989
! ! qter | | i
Metachromatic leukodystrophy due to | #249900 . AR 10g22.1 | PSAP | Prosaposin | *176801 | Proc Natl Acad Sci 87 : 2541-2544, 1990
saposin B deficiency 3 3 3 3 3
Krabbe disease (Globoid cell | #245200 1 AR 14¢31 ! GALC | Galactosylceramidase (Krabbe 1 606890 | Biochem Biophys Res Commun 198 :485-491,
leukodystrophy) | | | | disease) | 1994
Canavan disease | #271900 1 AR 17p133 | ASPA | Aspartoacylase (aminoacylase 2, | %608034 | Nat Genet 5:118-123, 1993
| | | ! Canavan disease) |
Alexander disease | #203450 | AR 17q21 | GFAP | Glial fibrillary acidic protein | #137780 | Nat Genet 27 :117-120, 2001
Pelizaeus-Merzbacher disease (PMD) | #312080 ¢ XR Xq22 . PLPI | Proteolipid protein 1 1 300401 | Am J Hum Genet 45 : 435-442, 1989
i i i i i Am ] Hum Genet 45(Suppl): A169, 1989
; ; ; ; ; Proc Natl Acad Sci 86 8128-8131, 1989
Leukoencephalopathy with vanishing | #603896 | AR 12243 | EIF2BI | Eukaryotic translation initiation | %606686 | Ann Neurol 51 : 264-270, 2002
white matter (VWM) | | | . factor 2B, subunit 1 alpha, 26kD |
Leukoencephalopathy with vanishing | #603896 | AR 149243 | EIF2B2 | Eukaryotic translation initiation | %606454 | Nat Genet 29: 383-388, 2001
white matter (VWM) : : : ! factor 2B, subunit 2 beta, 39kD |
Leukoencephalopathy with vanishing | #603896 | AR 1p34.1 | EIF2B3 | Eukaryotic translation initiation | #606273 | Ann Neurol 51 : 264-270, 2002
white matter (VWM) 1 1 1 | factor 2B, subunit 3 gamma |
Leukoencephalopathy with vanishing ‘ #603896 ‘ AR 2p233 ‘ EIF2B4 ‘ Eukaryotic translation initiation ‘ *606687 | Ann Neurol 51 : 264-270, 2002
white matter (VWM) ! ! ! ' factor 2B, subunit 4 delta !
Leukoencephalopathy with vanishing | #603896 | AR 39273 | EIF2B5 | Eukaryotic translation initiation | *603945 | Nat Genet 29 : 383-388, 2001
white matter (VWM) | | | | factor 2B, subunit 5 epsilon, |
| | | | 82D |
Cree leukoencephalopathy (CLE) | #603896 ' AR 3q273 | EIF2B5 | Eukaryotic translation initiation | *603945| Ann Neurol 52 :506-510, 2002
1 1 1 | factor 2B, subunit 5 epsilon, 1
1 1 1 I 82kDa 1
Megalencephalic leukoencephalopathy | #604004 | AR 22q1333 | MLCI ' Megalencephalic | %605908 | Am ] Hum Genet 68 : 831-838, 2001
with subcortical cysts (MLC) ! ! ! i leukoencephalopathy with !
| | | | subcortical cysts 1 |
Polycystic lipomembranous | #221770 1 AR 199131 | TYROBP | TYRO protein tyrosine kinase- | #604142 | Nat Genet 25 : 357361, 2000
osteodysplasia with sclerosing ‘ ‘ ‘ ‘ binding protein ‘
leukoencephalopathy (PLOSL) ! ! ! ! !
Ribose 5-phosphate isomerase deficiency | #608611 | AR 2pll2 | RPIA | Ribose 5-phosphate isomerase A | *180430 | Am J Hum Genet T4 : 745-751, 2004
| | | i (ribose 5-phospate epimerase) !
Leukodystrophy, demyelinating, adult- #169500 AD  |5q233-q31.1 LMNBI Lamin Bl *150340 | Nat Genet 38:1114-1123, 2006
onset, autosomal dominant | | | | |
Leukencephalopathy with dystonia and | #184755 | AR 1p32 | scr2 | Sterol carrier protein 2 | *184755 | Am J Hum Genet 78 : 1046-1052, 2006
motor neuropathy, SCPx-deficient i i i i i
Aicardi-Goutieres syndrome 1(AGS1) 3 #225750 3 AR 3p21.3-p21.2 3 TREX1 3 Three prime repair exonuclease 1 3 #606609 | Nat Genet 38 : 917-920, 2006
Ajcardi-Goutieres syndrome 2(AGS2) | #610181 | AR 13q14-q21 | RNASEHZB | Ribonuclease H2, subunit B 1 %610326 | Nat Genet 38 :910-916, 2006
Aicardi-Goutieres syndrome 3(AGS3) | #610329 | AR 11q132 | RNASEHZ2C | Ribonuclease H2, subunit C | #610330 | Nat Genet 38:910-916, 2006
Aicardi-Goutieres syndrome 4(AGS4) #610333 AR 19p13.13 ERNASEHZA Ribonuclease H2, subunit A #606034 | Nat Genet 38 :910-916, 2006
Aicardi-Goutieres syndrome 5(AGS5) | #610905 '+ AD 3p21.3-p212: TREXI ' Three prime repair exonuclease 1 | *606609 | Am J Hum Genet 80 : 811-815, 2007
Retinal vasculopathy with cerebral | #192315, AD 3p21.3-p21.2 | TREXI | Three prime repair exonuclease 1 | *606609 | Nat Genet 39 : 1068-1070, 2007
leukodystrophy 1 1 1 1 |
Leukodystrophy, dysmyelinating, and 3 #612443 3 AR 16923 3 FA2H 3 Fatty acid 2-hydroxylase 3 *611026 | Am J Hum Genet 83 : 643-648, 2008
spastic paraparesis with or without ! ! ! ! !
dystonia | | | | |
Leukodystrophy, hypomyelinating, 5 | #610532 1 AR 7p153 | FAMI26A | Family with sequence similarity | 610531 | Nat Genet 38 :1111-1113, 2006
j j j | 126, member A j
L3 EF=Y2Z0fM
Mucolipidosis IV (MLIV) | #252650 | AR |19p133-pl32] MCOLNI | Mucolipin 1 1 %605248 | Nat Genet 26:120-123, 2000
| | | | | Hum Mol Genet 9 : 2471-2478, 2000
1 1 1 1 1 Am ] Hum Genet 67 :1110-1120, 2000
Neuraminidase deficiency 3 #256550 3 AR 6p21 3 NEUI 3 Neuraminidase 1 (lysosomal 3 *608272 | Nat Genet 15 : 316-320, 1997
| | | | sialidase) |
Neuraminidase deficiency with beta— | 4256540 | AR 20q13.12 | CTSA | cathepsin A | +256540 | Proc Jpn Acad 66B : 217-222, 1990
galactosidase deficiency
Fucosidosis | #230000 ;. AR 1p34 ! FUCAI | Fucosidase, alpha-L-1, tissue 1 %612280 | J Mol Neurosci 1:177-180, 1989
Mannosidosis, alpha B, lysosomal | #248500 ¢ AR 19cen-q13.1 | MANZBI | Mannosidase, alpha, class 2B, | *609458 | Hum Mol Genet 6 :717-726, 1997
i 1 1 | member 1 i
Mannosidosis, beta A, lysosomal 3 #248510 3 AR 4q22-q25 3 MANBA 3 Mannosidase, beta A, lysosomal 3 #609489 | Hum Mol Genet T :75-83, 1998
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Aspartylglucosaminuria | +208400 1 AR 4q343 |+ AGA | Aspartylglucosaminidase 1 +208400 | Proc Natl Acad Sci 88 :11222-11226, 1991
; ; ; ; ; J Biol Chem 266 :12105-12113, 1991
| | | | | Genomics 11 :206-211, 1991
Schindler disease, type 1 3 #609241 3 AR 22q13-qgter 3 NAGA 3 N-acetylgalactosaminidase, 3 *104170 | J Clin Invest 86 :1752-1756, 1990
' ' ' alpha- '
B2 o S
Hurler syndrome | #607014 1 AR 4pl63 | IDUA | Iduronidase, alpha-L 1 %252800 | Hum Mutat 1:103-108, 1992
i i i i i Hum Mutat 1:333-339, 1992
Mucopolysaccharidosis type 1T 14309900 1 XR Xq27.3-q28 | IDS | Iduronate 2-sulfatase (Hunter | +309900 | Hum Genet 87 : 205-206, 1991
. . . | syndrome) .
Mucopolysaccharidosis type IIIA | #252000 | AR 174253 ' SGSH ' N-sulfoglucosamine | %605270 | Nat Genet 11: 465-467, 1995
| | | i sulfohydrolase (sulfamidase) |
copolysaccharidosis type IIIB | #252920 1 AR 17q11-q21 | NAGLU | N-acetylglucosaminidase, alpha~ | 609701 | Am J Hum Genet 57 (suppl): A185, 1995
| | | ! (Sanfilippo disease T1IB) : Proc Natl Acad Sci 93 :6101-6105, 1996.
Mucopolysaccharidosis type IIIC | #252930 1 AR 8plll | HGSNAT | Heparan-alpha-glucosaminide N- ! #610453 | Am J Hum Genet 79 : 738-744, 2006
| | | | acetyltransferase | Am ] Hum Genet 79 : 807-819, 2006
Morquio syndrome A | #253000 1 AR 16g243 | GALNS | Galactosamine (N-acetyl)-6- | %612222 | J Clin Invest 90 : 1049-1053, 1992
3 3 3 3 sulfate sulfatase (Morquio 3
! ! ! i syndrome, !
1 1 1 | mucopolysacchridosis IVA) |
Mucopolysaccharidosis type VI | #253200 1 AR 5qll-q13 | ARSB | Arylsulfatase B | %611542 | J Biol Chem 266 : 21386-21391, 1991
Mucopolysaccharidosis type VII | #253220 1 AR 7ql121 | GUSB ' Glucuronidase, beta | #611499 | Am ] Hum Genet 48:89-96, 1991
ryavl—va YR
Congenital disorder of glycosylation, type | #212065 | AR 16pl3 ' PMMZ2 ' Phosphomannomutase 2 1 #601785 | Nat Genet 15 : 88-92, 1997
Ta(CDG1A) 1 1 1 1 1
Congenital disorder of glycosylation, type | #602579 | AR 15q22-qter MPI | Mannose phosphate isomerase | #154550 | Am J Hum Genet 62 :1535-1539, 1998
1b(CDGI1B) : : : : : J Clin Invest 101 : 1414-1420, 1998
Congenital disorder of glycosylation, type | #603147 | AR 1p313 |  ALG6 | Asparagine-linked glycosylation | #604566 | Proc Natl Acad Sci 96 : 6982-6987, 1999
1c(CDGIC) ! ! ! | 6, alpha-1, 3- !
i i i | glucosyltransferase homolog(S. |
| | | | cerevisiae) :
| | | i [Dolichyl pyrophosphate Mans |
i i i ! GleNAc: al, 3- i
i i i i glucosyltransferase] i
Congenital disorder of glycosylation, type | #601110 ' AR 34273 | ALG3 | Asparagine-linked glycosylation 3 | *608750 | EMBO J 18 : 6816-6822, 1999
1d(CDGI1D) | | 1 | homolog (yeast, alpha-1, 3- .
| | | | mannosyltransferase) |
Congenital disorder of glycosylation, type | #608799 | AR 20q131 | DPMI ' Dolichyl-phosphate | %603503 | J Clin Invest 105:191-198, 2000
Ie (CDGIE) | | | ! mannosyltrasferase polypeptide ! J Clin Invest 105 : 223-239, 2000
1 1 1 | 1, catalytic subunit 1
Congenital disorder of glycosylation, type | #609180 | AR | 17pl31-pl2 | MPDUI | Mannose-P-dolichol utilization | *604041 | J Clin Invest 108:1613-1619, 2001
If(CDGIF) : : : | defect 1 : J Clin Invest 108 : 1687-1695, 2001
Congenital disorder of glycosylation, type | #608540 | AR 16p133 |  ALGI | Asparagine-linked glycosylation 1 | #605907 | Am J Hum Genet 74 : 472-481, 2004
1k (CDGI1K) ! ! ! | homolog (yeast, beta-1, 4- ! Am ] Hum Genet 74 : 545-551, 2004
1 1 1 | mannosyltransferase) 1 Hum Mol Genet 13 : 535-542, 2004
Congenital disorder of glycosylation, type : #212066 : AR 14q21 : MGAT2 : Mannosyl (alpha-1, 6-)- 1 602616 | Am J Hum Genet 59 : 810-817, 1996
Ta(CDG2A) ! ! | i glycoproyein beta-1, 2-N- !
! ! ! | acetylglucosaminyltransferase |
Congenital disorder of glycosylation, type | #606056 | AR 2p131 | MOGS | mannosyl-oligosaccharide 1 #601336 | Am ] Hum Genet 66 :1744-1756, 2000
1Ib(CDG2B) ! ! ! ' glucosidase !
Congenital disorder of glycosylation, type | #266265 | AR 11pll2 | SLC35CI | Solute carrier family 35, member | *605881 | Nat Genet 28 : 73-76, 2001
TIc (CDG2C) 1 1 1 e |
Congenital disorder of glycosylation, type | #607091 | AR 9p13 | B4GALTI | UDP-Gal:beta GleNAc beta 1, 4- | 137060 | J Clin Invest 109 :725-733, 2002
11d (CDG2D) . . . . galactosyltransferase, !
| | | | polypeptide 1 |
Congenital disorder of glycosylation, type | #611182 | AR 16q221 | COG8 | Component of oligomeric Golgi | %606979 | Hum Molec Genet 16 : 717-730, 2007
ITh (CDG2H) } } } | complex 8 : Hum Molec Genet 16 731-741, 2007
AR a4 K KT 2F v EHUE
Ceroid lipofuscinosis, neuronal, 1(CLN1) | #256730 | AR 1p32 ! PPTI | Palmytoyl-protein thioesterase 1 | *600722 | Nature 376 : 584-587, 1995
| | | i (ceroid-lipofuscinosis, neuronal |
i i 1 \ 1, infantile) 1
Ceroid lipofuscinosis, neuronal, 2(CLN2) | #204500 | AR 1pl5 | TPPI | Ceroid-lipofuscinosis, neuronal 2, | *607998 | Science 277 : 1802-1805, 1997
! ! ! . late infantile (Jansky- !
| | | ! Bielschowsky disease) |
Ceroid lipofuscinosis, neuronal, 3(CLN3) | #204200 | AR 16pl2 | CLN3 | Ceroid-lipofuscinosis, neuronal 3, | *607042| Cell 82:949-957, 1995
juvenile (Batten, Spielmeyer—
! ! ! 1 Vogt disease) !
Ceroid lipofuscinosis, neuronal, 5(CLN5) | #256731 | AR 13¢21.1-q32 ; CLN5 | Ceroid-lipofuscinosis, neuronal 5 | #276731 | Nat Genet 19 : 286-288, 1998
Ceroid lipofuscinosis, neuronal, 6(CLN6) | #601780 | AR 15¢23 | CLN6 | Ceroid-lipofuscinosis, neuronal, | 606725 | Am J Hum Genet 70 : 324-335, 2002
i i i | late infantile, variant i Am J Hum Genet 70 : 537-542, 2002
Ceroid lipofuscinosis, neuronal, 7(CLN7) | #610951 ' AR | 4q281-q282 ' MFSD8 ' Maijor facilitator superfamily | %611124 | Am J Hum Genet 81:136-146, 2007
| | | . domain-containing protein 8 |
Ceroid lipofuscinosis, neuronal, 8(CLN8) | #600143 | AR 8p23 | CLN8 | Ceroid-lipofuscinosis, neuronal 8 | *607837 | Nat Genet 23 : 233-236, 1999
| | | | (epilepsy, progressive, with i
i : : ; mental retardation) ;
DNA £k - sk
Xeroderma pigmentosum, #278700 AR 9q22.3 XPA Xeroderma pigmentosum, #611153 | Nature 348 : 73-76, 1990
complementation group A (XPA) compementation group A
Xeroderma pigmentosum, #610651 AD 2q21 ERCC3 Excision repair cross— *133510 | Cell 62:777-791, 1990
complementation group B(XPB) complementing rodent repair
deficiency, complementation
group 3(xeroderma
pigmentosum B
Xeroderma pigmentosum, #278730 AR |19q132-q133: ERCC2 ' Excision repair cross- *126340 | Nat Genet 7:189-194, 1994

complementation group D (XPD)

complementing rodent repair
deficiency, complementation

3 complementing)
| group 2 D)

Hum Mol Genet 3:1783-1788, 1994
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Xeroderma pigmentosum, | #278780 1 AR 13q22-q34 « ERCC5 | Excision repair cross— | %133530 | Hum Mol Genet 3 :963-967, 1994
complementation group G(XPG) 3 3 3 3 complementing rodent repair 3
! ! ! i deficiency, complementation !
| | | | group 5 pigmentosum, |
! ! ! | complementaion group G 1
3 ‘ ‘ ‘ (Cockayne syndrome) ‘
Cockayne syndrome, type A(CSA) | #216400 | AR 5ql2.1 . ERCC8 | Excision repair cross- 1 #609412 | Cell 82:555-564, 1995
| | | | complementing rodent repair |
| | | | deficiency, complementation |
| | | |_grows |
Cockayne syndrome, type B(CSB) | #133540 | AR 10q11 1 ERCC6 | Excision repair cross— | +609413 | Cell 71 :939-953, 1992
! ! !  complementing rodent repair |
| | i | deficiency, complementation |
| | | | group6 |
Nijmegen breakege syndrome (Ataxia- | #251260 ' AR 8q21-q24 NBN ' Nibrin | #602667 | Cell 93 : 467-476, 1998
telangiectasia variant VI) | | | | | Cell 93 : 477-486, 1998
i i 1 1 1 Nat Genet 19:179-181, 1998
Werner syndrome 3 #277700 3 AR 8pl2 3 WRN 3 Werner syndrome, RecQ helicase— 3 604611 | Science 272 : 258-262, 1996
: : : | like :
| | 1q22 i LMNA | Lamin A/C | *¥150330 | Lancet 362 : 416-417, 2003
Hutchinson-Gilford progeria syndrome | #176670 | AR 1q22 \ LMNA | Lamin A/C | %150330 | Nature 423 : 293-298, 2003.
(HGPS) 1 1 1 1 1
Z DAt
Chediak-Higashi syndrome (CHS1) | #214500 1 AR 1q421-q422 | LYST | Lysosomal trafficking regulator | *606897 | Nature 382 : 262-265, 1996
| | | | | Nat Genet 14 : 307-311, 1996
Chronic infantile neurological cutaneous | #607115 | AD/de novo 1q44 | NLRP3 | NLR family, pyrin domain | %606416 | Am J Hum Genet 71 :198-203, 2002
and articular (CINCA) syndrome : : : : containing 3 :
Trimethylaminuria (fish-odour | #602079 ;AR 1q243 | FMO3 | Flavin containing monooxygenase | *136132 | Nat Genet 17 : 491-494, 1997
syndrome) ! ! ! ! !
Cold-induced sweating syndrome (CISS) | #272430 | AR 19p12 | CRLFI | Cytokine receptor-like factor 1 | 604237 | Am J Hum Genet T2 : 375-383, 2003
Angioedema, hereditary (HAE) | #106100 1 AD 11q11-q13.1 | SERPING1 | Serpin peptidase inhibitor, clade G | 606860 | J Biol Chem 264 : 3066-3071, 1989
| | | ! (Cl inhibitor), member 1 ; J Clin Invest 83 : 1888-1893, 1989
Angioedema, hereditary, type II(HAE | #610618 | AD 5q33-qter | Fi12 | Coagulation factor XII(Hageman | *610619 | Biochem Biophys Res Commun 343 : 1286-1289,
1I1) i i i | factor) 1 2006
1 1 1 1 1 Am J Hum Genet 79 :1098-1104, 2006.
Incontinentia pigmenti, type I (IP2) | #308310 | XD Xq28 ' IKBKG ! Inhibitor of kappa light | %300248 | Nature 405 : 466-472, 2000
| | | | polypeptide gene enhancer in |
| | | | B-cells, kinase gamma |

#Heibgn BB I2EHI & LT Mendelian Inheritance in Man"I2 i, “Mendelian Inheritance in Man”i% Online Mendelian Inheritance in Man™ (OMIM ™) & L TABI & T 5 [C02] .
MIM : “Menderian Inheritance in Man" T O %5
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