e,

RILT7 « U REERE
FiERIL7 « U RKBEE

ALAD R¥EMFRIVT ¢ U U IE

ALA dehydratase deficiency porphyria

FERMRILT7 « U REEE

479

Key words : BMRE N7 1 1) ViE, ALAD KIBHFRNL 7 1Y) V4E (ADP), ALA

K (ALAD), 6-73 7 L7 v (6-ALA), BF 1Y I,
FrAlasE=
LB - o | —FVIA, NLE— 16, RELE, T
- = — Bl OAIHE SN, FRENALAD EiZ

ALAD RIBMRNV 7 4 1) VIE(ADP) 1, ALAD
BIETOERICERT 5 ¥ e kS EREE
BT, ALARIKEESE (ALAD) (EC 4.2.1.24]®
EHETICL VEBED -7 ) LT ) Vg
(O-ALA) 2MEPICBENICER T 2 E, ho
BURVT 4 ) VEGEBRRERV T4 Y ¥
5E (AIP), ZRME(RED RV T 1) ViE(VP),
EBiEEaFoRVT 2 ) YEMHCP)) & FiED
SHNEHRRIELRET 2. #EERLV Y
AV VEDHTHIBDODTEINLIKEMTHY,
1979 FEDE—FIHELLR, hFTICHATS
FERADPHREZINTVAIZT LW, RIOH

EENZH A, ‘Doss porphyria’ & HIEIIN 5.

2. & Z
RAET TICHRATEH(F A 36,

A7 L

*®1 ‘_hi Tiuiﬁﬂ‘—é hiz ALAD A?ﬂﬁﬁ)b7 al U /ij‘fﬁﬁ]@iﬁfx%ﬁ?#ﬁ

FOERIPHERINTHE T (E]L). Witk
HURIET, ALAD BETFERDP—H O LE
ZTORIHFET AT OEERTIEERE
Liw, ZThITHEIHAERILOHEER
WS, ATz —FUTREBEEED2%IIATO
BAEEREFALNB EEINTEYY, EEICI
BAENCH 29 LAERRAB S —EHEET
LU Rtk DH 5.

3. RE LR

ALAD GNAERRBOE 22Ty 7, T4
bbb, 250FD-ALA» S 15 FORNVELEY
v (PBG) ~Of & FUG & il 5 5 BERETH
5 (BIRE ‘GBI REELT7 2 ) ViE(AIP) B 1
ZH). ALAD BNLAEGBROEEEEZTH 5
ALA A KBS (ALAS) 18 U CTHF T ARG

case No. natxonahty ~sex age exon/ mtron mqt;apeon: sequence modxﬂcauon references
1 Germany M 15 exon 10/ 11 | missense R24OW/A274T 2,8)
2 Germany M 15 exon 6/11 missense/ | V153M/818delCT 2,9)
deletion (273£s21X; stop at 294)
3 Sweden M 3 exon 6/11 | missense G133R/V275M 3,7)
4 Belgium M 63 eoxn 6 missense G133R(heterozygous) 4,10)
5 Germany M 17 intron 3/3 | splicing IVS3AS-11:C—~A/T 5)
6 America M 14 exon 5/5 missense E89K/C132R 6)
Naoto Maeda: Division of Medicine and Clinical Science, Tottori University Faculty of Medicine BEUKZEERZEL

FREEWIE AR

0047-1852/13/%60/H/JCOPY

— 141 —

7
i
23
D
£
w®



480 B BARERAR  HrEUIRPIERRE S ) — X No. 21

D 10045 & Bz, ALAD #EfzTo~Ta
BAEERAKRTEIBREEAIERE A D 50 % FEE
DETICEEFY, FIREATH S 0-ALADB
FIEAIGEZSTEFEADPE LTHET S
EldBmwv, ZTRICHL, FEBEAERMAEDLLL
BEEANTFOBEEERKCIIBRGEEIEFA
D % Kl EF TET LTWwA 72012 -ALA
OBFEREPFEL, BURELRELLTVIR
L2 HTONLEROET, BLUEY
BEREF M7 O—AP-450 DIEBITHED ~
LEBEQOWRIE, AFT4TT74—FNy 7

%A LT ALA B3R (ALAS-1) 2 & L,

ZORER O-ALADEIBREIZELE SN ADP 3
JEICED.

%P, ALAD BETOERLIERRIIC, =
WIS ALAD EHOIRT T 2HEEE LT BF
0¥ VIMES X P ERDITONS. BEENE
EFu Y VIMEI (HT-1) 1%, 792 v
FEO—DOTHDH7YNVTE MEEEEL FI—+¥
(FAH) D RBRBIZE o T7< ) VT % Mk
B2 DONREY TH LI 2 VoV T b A
HERCARICERL, FEE TRUEREY

FIERZTFRARDBOTINLRETHS.

Fr V7 Vid ALAD OEME BEARIC
HET 5720, HT-1BEOHK 40 % TERERV
7 4) VIEMREKREET S —F, $#IZALAD
O SH EICHA L CHEKFAE ICHREE LM
ET L0, BUHTFETIII-ALAOBRHE
MDA L, ADPELOWIBMBERZ FET %
ZeWHBH TNCHEELT, ALAD BIETA
FUESERATIIERHEESIEE ADK S50
BIETLTWAERZD, L) LhwErETHidp
BERIELI A LAME IR TVHEY,

4. F B o

AR AP 2.
ADP ORI MAMICITHEERD 5 Wi

ARIICALNEY, ZRLUBETORED H 5.

SRR EE B L L, BRNICE MO
BHRVT 4 ) VEERSOP V. OB
BRVT 4V VEERUL, SHEREERICIZE
IR, BIUEZ & O BBHEIERD A ON, B

DBENCABY) 7 IEHIT XD BRPREE L2 -0 553 R
FHEL D 5. BEICI o TR LETROBH K
TABMLOBINS L. B ETEMREEIBGE
& %%, AIP L[E U< ADP T BRERZ R
<. T —IRICEMEA LR

5. B L& =

ADP TIZR 6-ALA BSFIEDORR S B L
TEHET I, ~NaER~y 7 (GFE AP K1
SRS LHEMEIND L HIZ, PBG DR~
DY A SRV, O ETHOEN R
VT4 EEERRZY. Rbpara Ry
4 YBIURMEF T MRV T 41) OB
MBASNEL, FORFEAHTHA. il
Bkrb ALAD 15X IEH @ 10 % R T LT
W5 EPE. RIMLFKFOHESE T MR 7
4 ¥ (Zn-PP; PP HEHICHWEAMEZ D
O)DHIMT B, BEFORLVT 4 ) RO
iz v,

M EBWT 1S ALAD SR F O SHHTH
Z)S—ll).

ADPIZBOTENLHRBTH Y, FEEFE-
LHEIELTEEESF O Y VIES L O
FEEOENE LTBLENH L. shihdEs
OTHNIMASREZWET 130, AF L
v, M runxFlLy, TREXRVEULRE
M EMHED ALAD FHEWM B OS2 HE L THL.

6. BEL TR

FRETOBRE, KBOZVa—AWHB L
URHEERELZ Y, BBEVT7 4 ) VEELTO
MEZAT9. 72721, ADP TREBIIKIET 5
BEZ)THRWENED D, NAT VY= VEHE
WX BEERDFAFHRE SN TS, HREE
OHMBFZINETIHD 225, BRERSE
IEZEFRICH L TEE WZ BTy 3%
LRTwRW, BEMRICIIERERY 4 Ty
hROBRE, FREH, Sk LOREFRERE
B85 & ) AEREZAT).

I TOHEF TIZADP O BERZR T
A2 THY, ERBEBLRCIHEBERTIEED
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MRAERS (B 2R 1 481

FHRITHFET V. Doss 521k o TRAICH
BENZFA Y ANDE2 NG ZOREE R 5E
2L, EHIHRAMEFTRELTWS —F

AT =T v OBREPTIRERT hOHEE
HEHEOBMERIEELMYEL, 6RFICHIFZM
R THERIZRPRPUE L AL D DOORF 5~

ALABEERMNIFRL, 9 Ti&Ic L D3ET
LTw3® F/;, RAMBEONLVE— AR
WYL, BERET AL IMAED ADP OFIRICH S
LRI 2L 0m, B EMIRE
BTREELTHEYY i3 ADPOTFHEADE
BIITHTH 5.

- Bk
1) Anderson KE, et al: Disorders of heme biosynthesis: X-linked sideroblastic anemia and the
porphyrias. In: Metabolic and Molecular Bases of Inherited Disease, 8th ed(ed by Scriver CR,
et al), p2991-3062, McGraw Hill, New York, 2001.
2) Doss M, et al: New type of hepatic porphyria with porphobilinogen synthase defect and inter-
mittent acute clinical manifestation. Klin Wochenschr 57: 1123-1127, 1979.
3) Thunell S, et al: Aminolaevulinate dehydratase porphyria in infancy. A clinical and biochemical
study. J Clin Chem Clin Biochem 25: 5-14, 1987.
4) Hassoun A, et al: Biochemical diagnosis of an hereditary aminolaevulinate dehydratase defi-
ciency in a 63—year—old man. J Clin Chem Clin Biochem 27: 781-786, 1989.
5) Doss MO, et al: The third case of Doss porphyria(delta—amino~levulinic acid dehydratase
deficiency) in Germany. J Inherit Metab Dis 27: 529-536, 2004.
6) Akagi R, et al: delta—Aminolevulinate dehydratase (ALAD) porphyria: the first case in North
America with two novel ALAD mutations. Mol Genet Metab 87: 329-336, 2006.
7) Plewinska M, et al: d—Aminolevulinate dehydratase deficient porphyria: identification of the
molecular lesions in a severely affected homozygote. Am J Hum Genet 49: 167-174, 1991.
8) Ishida N, et al: Cloning and expression of the defective genes from a patient with d—aminolevu-
linate dehydratase porphyria. J Clin Invest 89: 1431-1437, 1992.
9) Akagi R, et al: Novel molecular defects of the delta—aminolevulinate dehydratase gene in a
patient with inherited acute hepatic porphyria. Hepatology 31: 704-708, 2000.
10) Akagi R, et al: Molecular analysis of delta—aminolevulinate dehydratase deficiency in a patient
with an unusual late —onset porphyria. Blood 96: 3618-3623, 2000.
11) Jaffe EK, Stith L: ALAD porphyria is a conformational disease. Am J Hum Genet 80: 329—
337, 2007.
12) Doss M, et al: Lead poisoning in inherited delta~aminolevulinic acid dehydratase deficiency.
Int Arch Occup Environ Health 54: 55-63, 1984.
13) Dyer ], et al: Plumboporphyria(ALAD deficiency) in a lead worker: a scenario for potential
diagnostic confusion. Br J Ind Med 50: 1119-1121, 1993.
14) Sassa S: ALAD porphyria. Semin Liver Dis 18: 95-101, 1998.
15) Thunell S, et al: Liver transplantation in a boy with acute porphyria due to aminolaevulinate
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BInF2thE RERE

[ZE B] HENSEEOELTF2IMOTEE E’]Ii*"lﬁﬁﬁ@@ BTN - BN TROEETHD.
BONCERDBEIREREEELTVDD EDHZHET DIeHICIEFRFZNTDOAMHEE
THD. BEOEEIREECEENEECEFVESE, T8
D55, BLFEWIIRERSIURKEEDETGEIVAEY, B8ET0 ~MRILT «
U AEDFRERIZHICHBEDBRE SIE > TS,

FE Bl Gk

HE T FETEN R

1. BUBKE

WA, RREETAHE L RIEEEEER O
TOERY IR, BIETBEOIFANS O EZHEMESH
X3 hoTEL LA L, BETIHEEMNIC
ToTWARRIZELZRONTVEDPBKRTH 5.
RETIIREEEFRELNR L LBRTFEOM
BeRyLLdll, ERIIBONILHEROMRETE
UARBBEEICOWTH R THRIZ

2 EETFEHOEN

Jﬁﬁ?:&ﬁif (gene diagnosis) & i %%‘é HWITFEE
OB OB EMBL, ENOBETHZVIEED
BEEEYOEERENZREL, WE L Lo TWEEER
FERZRAETAHILTHS. KEFREBCIHLTE
EFEHZ4T) BREKEL 3220 bhb.

1) EErOEE

RGERAEIRASIE B | L 72 2 D OB L - BIC B
W, FNENES 5 BEEBRETFFAE S hTeiug,
BEFSHC Lo TREFRANTE 2. Flxid, &E
PEALEE 58 S LB AR SE R YA BB R 5 O
BRIEP] & Siemens FIAIEHE A BHE L % BRIRI9ICIX B
THZERFECEETHS. WTHOKRD BLE
P MEBHETH ), MR CIEN R B 57
EREETFIHZRIrSF Y 150X 10 EEFT
Y, —h BRERTTF Y 2BET LHEETR L
TVWBOTREFBIIC L o TENT 22 L FTRET
Hoo.

2) EEMPEOHERE

BIETFZWIC L > CREE RS SN EROFE
PERANTARL ZLIC L o TREERFHS 212 %
D, AEPFESNLIRTFOBENTFRIEERCER 2
HEIBONG., EREAESHEEEREDES,
BmEDT ) 5 DNA OBERBEFICXEBELENIC
HET2HWWEEZRAETENE, RECKIEADE
FRFREERICHEET A LATERTHS. TOE
FBHFHOERESRARTERTZE 2179 B
ERLRERTFD. BROAREERECEREDORS
EEBRL RNEREZET 2MEM47100% BIET S &
BELZW, WhWwBRER (penetrance) DHIFEDS
HBHDOT, FHREBIIRBENT—52dLITDES
ERLVEAYD L. BHNEE, BERMENERE
HHEEREEREECHIBHE T MRV T 4 Y ¥
EIZBWT, BEEBEFORNERICNAT, BEL
HETLREZNERTFHEL 2R Y, EHETFERE
BEITVWES L) kol (Bih).

3) BRNTEOEE

FEREET EOEEOMEIX, ZhiZXo THKRE
ROBEEVRLRDZLBDHD00, BREEOEEW
RAVAY MIBRIATCONIGENH D, BEDOER
DERETVPRETRHET 2 &EEHREOERE, &z
FEROMNEIPBEROHEEICEIBELE X501
Lo THRERIET S, BHET2 IRV T 1Y
VEREREAEEEEEEORN T 4 Y VETH
D, "NAEBRRORMER T PRV T 4 VIT8k

HE£&8E 0 122 (8), 20572063, 2012 (FHE 24) 45 2057
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FE Al

AFYEFV=- P BRINEMET 57207 75—
¥# 32— F¥¥%FECH BEFOERIIIVRET
BY RIEISEBTH 5 HBBIE MR TH% IR
AT LOMELBH BRSNS, BRE

HEBEESELLI BT VLY ABRRREEREDIE

AN, TI/BEBRFELLIRAEVAERIDOLIF
BEZAFLLTVWERCH L Z EFRELEATY
59, i, BRUEREKEENG B, VIR IS5
VEBEFOERICL - TA L 2 REEERREKEE
DHEUBIERTREW VIR DS —F U 5F24EL S

EREP2ETLHEEDIEIID, I ALVAEROHEAE

HETHRE L TWAEEICEST, X ) EEREMIC
HBHIEDPHRESNTVEY, 2751, D) REE
FREBERER: OMR GEETFE-RBRHEK
genotype-phenotype correlation) (ZiZBIFtd A SN

B ORETES bR F 5% ERICENT 201

CERIZIZEELY. #oT, 95 LA-BEREHELAICT
5720123, BIEEEFBEBEICOWTIITRERREY &
EFSW 4T TIEREZERTHULENDHA .

3. ﬁ%ﬁ%

ﬁ%k&é%*i&@kﬁ%f%%ﬁ?éﬁﬁﬁ&

W0LERERED I B, EREERTFIVRCEAZESNT
WEHDOTHAH, BREEREEERTHY, RERED
BEFIHORTRBICEML CEERERERREED
ZRpS, EHFRBO—FMEL LTHBEEREAET
5777 —KEIT, EDOTEROEENFEGETS
Hoxgezhigs. BEREEFIHLPICR STV
TWERBRIRENS L L 2BEZFVILAHTH D, Lk
BETBHONRIER ) BRVE, BIEL VTR
HEZTORAL BRI ENILETHS. T, B
HEGFIHBEL VT, EEORBENEL 2w
REBIE—BYICREONR L L 5T, BRZH T
TEEZOBEEHTITVAY PRI TWS,
HHERE 1 HoOEREEFEFE—2—274703I V%
a— R4 5 NF] BIZFTH 55, BEDPCRELZH
W HEIC L 2 EROBRBEMEV0, BRIZTFZH
BEERICITbhTuiy, —F, BEEORVER
HEBDBETEHONRL D205 5. RERM
YRR % ) MIRFRE BB CIIRE R RE B3RO
DNAWKY SFV1HAWIZI0DERIRHETE S
ﬁ%ﬁ&é.:@&%ﬁﬁk@ﬁF%&ﬁ%DNAk
SRS ET MBRASE DNA CZEBA R C L 2 AT
i, 20X REFITFHRBOEYA 7 THE I LA

EEHTE, BEESS DL FRERREIER S -

LHTED.
4 IRREHIOERN

Eﬁ? %@%ﬁk%tofi ﬁ%$%®m%”
WA EHIC S h SN TRRBROBRETY 105
BVEABIIK I AINT VA ZLPRAITHS.
A THART O % QU #BRICKEIAET, HiE

- BRYETOTEREREKBE;EEDNLS, £

HEPEZBETFENTRELTILW] 2w ) KHEIC
LTk, FREZEGETFZHBRELARICERET S
EDEL. 7o ERERERERRREREDZHRTIC
i, A% L HREMARENICRETRETHL L
HHERTE, WHRELME) EFHEMEIC L 5 REHRED
v UIETEEE, &5 widsehiffkic k2 VIIEI o
G OREBRBEELLETIEALNLEHE ) %
BELTBLZEPET LW, 29 L7mEEks
BT RZ IR L 7-BRIRZ B & LI, 118 o= s v~
EETAVIEIS -V BRETFOERRELIT) F
B - BEIIER D) A 7 3N E L v, B
AILECORABOZ EFHTETY, BAHIEEN
CRROPED B, BE, WF, NROBLOFE,
MREN L ENEROFE, REEL 2 FMICAR
7o) A CHRFEHEHI2BEREL TBLEYND
5. WERPHELZHFLIERLTHBL L, BLEET
EREPHR SN, EETREERAMEOBRE NS
LZEBCHEICHEATHSD, ERIEIXMEEMLCD
PFL b HFICHRRAPREREIN TR EEER R
WZENLIELIETH S, EI3EZ, ZICLHEDRE
DEPTENLBEERBOBRKSH 2RET LI &
BENBEESTIERL, L CBEPELIAER
ERTELBRENSRONSG. #oT, EXOFHBMR
TRIERZHIHETE R2WERTDH, BELZEDL
REORAEIB LN TV 2 HEIMBREL BB
ZIFTARLTW S

5. ﬁﬁ@ﬂm

BIZTFE %%ﬁm?étbki%%%ka%bﬂ
fa, WMPZL ZMmHEE» LRI L7257/ &5 DNA DS E
TH5. —AEDEOHEBEPLHRM L2 DTHHRE
BIETH 575, EERFUEER & LTEDTA A5
ZoBRIE R % 5 ml BERM L7223 55 DNA
EWMBEL TS, FERLZ EHHEORMLATE 2N
BAER Iml IR WETHIMIIITZ 5. sk

2058 ©» HEz&EE 122 (8), 20572063, 2012 (FH 24)

— 145 —



BIRTFBW L ERER

mlvii%i%é%%}i?%%ﬁﬁ%i LR, WEREHREL 18
BN THNIZIDNA O, BEL D ICHELRW EEOD
BEICE->TIE, L2 ERXT54 Vv 7B (aber-

rant splicing) PEEENLEEIE X v kY Ve —

RNA OREE L BT 2 LBEIVE LH L. BB E
RRBIZMEFIV T 4 ) VHER EARRMEAMERT b F3
LTCWBEETFOEETHNI, LR 5 ml DRILD
5% 1ml % RNA FIIC4 T T RNA 23 L, 47

FEDLND (ZOHE, KMMOBHMMAE %

5L RNADNENFRAEDTHEEZETS). LIL,
F5FU1HsrVRIBaSs—FrREENETRER
RPEECERWICEBRLTWS Ay Y Y+ —RNA
FRRL7-HI12E, HROMGE, 5 ERNA 2HHT
BURENDH L. WERCEEFEERRLRET 525
&1, RBEROHEILT 2 MAEFRIE KL 5 D03 &
WEBbNRB.

6. BISELEROBR

1) IEBESIDRE

BUDICEHOREZEFOY VX7 EEa—-FLTw
LEROEERF % W5, ZNiZ¥/ 5 DNA &7
V7L — MILTPCR 21T\, ¥EIEIN/zPCREWY
DIEEEFNE S AV 7 P Y= TV AL Lo THRET
%. 754 < —0OmFI% PCR O&MFRIMEEZIIT
EBHD, MXELTARINTVSE T T4 < —DHF]
WZRECEIDPS L, T, T—IR—ARPES
NTWBHEGETFOEERFSBREHF L TVED
T, BEOF— 72D LCELVWEERNO TS 4
T—ERETHVENFLIZLIZEL S, ZOERETIX
YN BRI FTHEBOMINZRETEHD
T, TI/VBBERZPELLI ALV ALE (missense
mutation), FIEI FY2A LS+ ¥t AER (non-
sense mutation), 1 2%\ LEFOEHESHR/EAL
TWAEHR (deletion/insertion mutation) % MH T &
5. RE[BAEROSE, I FYOFEME(T V-4
frame) T % 3 DEHRMOBWESRE/HBAT S L
(4 ¥ 7 U — & R %/i% A inframe deletion/inser-
tion), 1AWLEEMBEOT IV BRE/MEAVELS.
NPSNDOEEBORE/FATEITROEARDT
N57-0(7 1V —253Y 7 MEE frame shift mutation),
BEE, FkofEa FroEL D) SEIICEREL o
F v (premature termination codon, PTC) 2 4 U 5.
TRV ABRPRE/FAEROGERZELL S ¥

Ny IR RETHH LB LALTHD
DT, TREMHHER L% CHIBEAZ VY, 3
RV AEROBEE, T3 BOBREAAED ¥ V%
s BFORBIEOBEREE T LT D0, KR
¥ VR ORBERN R T DR VIR R TH 2. W
BEETERIC, BETFORIIELSHoTHE
NPREL LTORBERERIL 205 EIL, €0
'z?g{miﬁ{i%é’vﬁﬁ (gene polymorphism) & RIS,
WBROBIZETEER (gene mutation) & K5I ST 5.
BETSBRAEREHAETHSLLERET O 1% B
LICFEETHEEZONS. EoT, BEIIHEOL
VI ALV ABEIMRIBENS AR, BEASA
(ZuEY—21004) BLED5 7 A DNA 2FRT,
RopbRiThEEn3ZBTE R RNEETHA
AEEZLD. FAVI P Y—Z IV RAEoTIIY
/A Ia Y OBEEHLAR, ATILAFF—55
WIEATSGART 7277 —1ZBEOELD N,
ATGAYVITDBIIL I Y VERAZy TE3NE D
(27 V¥ A% v ¥ exonskipping), Bl DEFIZ
F—HHVET 7Sy —LEBBLTRATIA VY
ThEfTbad, brviR{ e rELsY U TH
HZHRDEIICHRLTCLESY Y — FA IV — (read
through) ZB I THAOVWTNIrDATSLA I V7R
HEHRELBEEZONE, AT54 0 FRENER
BRI o TWwANEIPIE, AvEryYvy—RNALV
NIVTHEPOBNDEA, LROLB) UFEEETIRE
HLTw2 @AV IZMBEEZIRRL, v E>
Vx— RNA O—RIEEZ AL LENH B, 12721,
PTC 24U % k9 EEDEA, nonsense-mediated
RNA decay (NMD) 12 & o TERET U Vb DEEE
Y nBEINEZLPALNTBY, LTLIEEL
RNA B FEBRHBTE S LIZBES 2w,
BIETFEROBEFLEDLI R DDOTH-TD, %
NPEBEOERE 2o T3 I 2EMIT A0
3, RANTEROBFEERRTHAILVERTH 5.
FEharEEREEEREBRTRI L EORRATE
ELTWAEARRIBREE CRHESNLZEEZRF>Tw
AFTTHY, EEEZEL T RITUIEERDET
ThHb. 2%, AEINLEETOEIEIFEESIC
BRoTHIENS (segregate SN TW3) 3T TH
5. BmEOHATRIEFEERBNZITooMR, 73
JBEBEREE L 2FHOBEFEINE/LASFEE S h,
BEANT Y P o— 50 AZIZFE CEFIZELS RO
5707, ZRTELRIBRETHS w2 L

HEz&Rk 1 122 (8), 2057-2063, 2012 (AL 24) & 2059
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PE Al

81 Ay rOVEERICYRRDYSII Y IRE

LTd, BOTHEDERWSETH L WREIFETE
hizwv., it T, BEERERBORETERRTZ
THHER, FRADTE B720%  DEMFICONT
BEOFEZRANDLLENH 5.

2) HIRERIMERZE (Restriction frag-
ment length polymorphism, RFLP) £

BERY— 72y b —OREPELLAMELTS
D, WEEFIABRICRETES LI ho772D,
FRNTEEREOHELZRALHE TCLEROMGET
ZOWT Y =7 TV RARITHITENEVY, BhbH
BECERZHALLE) PBEROBEENIVEL R
50T, RELP T b L T 5. RBIEHEEFZE
B2 & o THIRBRRRBAIEEIND, HD VI
P CHEBREEPEL A LERE LD OT,
GEBZHBIILEL L2WEDEKIRAMNTHY, &
FEOFIBRIERD & ) IR FREI B D 55HE1
BERTH5.

3) ERIEEENENSS ORI

BEREEFEZEELTEEBTZ2IToTHLTLD
EEFPFEETELVWHENH L. BERHERTFOETO
IV VBIPIIY /Ay u v BERBERRT
LEEPROPOLRVEBAIITUE—F —HR DR
T5h, 2L, TuE—F—ElEAETAVARALL A
VIERETENTAZ LIEHEENCIELY. BEO

BECEESAEON DL VEA BN I NE bTH

ET ALYV VELATORE (exonal deletion) &

Bbhs. FIZIBFEOTZ VYV, —HFDOT IV
BWTA v bo UEBICEIRT S (break point) 23T
TRELZSA, BEOPCR TRIEFOT YV SIE
HEOPCREMHFBIEINLOT, FOY—F L/ A%
FATH R EEEFZWEHESAS (B, &
DYy, TR PCR %475 L BETREL TV AT

IV VDA —HHPREETEI 20 THLDIIHLT

BETEnICARS. 29 LEERIHRA RBERETHS
nNTBY, BEE T bPRLVT 4 ) VETIHERNO
0% BEIZALNE LWH? s T, BEOPCR
N L7 Tu—FTEEPRAETELVWEEE, =
IV VBNTORREERTNETHA). ZOBW
THELHENWTWAEZ 7Y Ya ¥ —HEEEIZ
MLPAB:TH 5. bbHA, BEOEERFRETER
BRODP L WHEEIRRSH P EREEZTOBEE %
BTL%EbH5.

7. FHR=2

—BOBEHERB L FRICEREEEREREZED %
4 T % The National Center for Biotechnology Infor-
mation (NCBI) PJ® Nucleotide % Online Mendelian
Inheritance in Man (OMIM®) 1348/ & 5. NCBI
LA o 3 4 b Tid The Human Gene Mutation Deta-
base (HGMD®) »EH<H 5 (http://www.hgmd.cf
acuk). KA MIEROBFEFTHTHHETE 5.
g5 v B H#ET 55412 Human Intermediate fila-
ment Database 23FFHIZ & { BH I N TWTFHHEED
&\ (http//www.interfilorg). BEFEEORREKIC

2060 7¢ HEE&EE 122 (8), 2057-2063, 2012 (PR 24)
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BIE TR L RRE

B e RAAISE DEB | MEFRMIC K SBERRORE

RHR1

ERYBEY | LRYBED

BAR/BAT | BERL/BHER

ER/HED

B33 % E B # % 1 Human Genome Variation Society
M @ Guidelines for human gene nomenclature 12 #£ 4
BRENTEY, WXRBOBICZONAL FIF4 VI
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