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R RE G I ARERX
KERBEL T oA MENEER

REEREEIETFEMATA RS54V ERDER
AR D53 F- Y R BARE F O AL B R D5
BIZHRESHEBL, SRR H R E O &R D
HorE R, SEMEERBOIEMLZZE, THROTH,
BIEA T ) VR EICRILENT WS, 7251,
ANDr 7 DERT, R =27 20—, RO
Mo ES L ZEHOBHELMEESITFREN TS,

BIZTFTZHCTHWONR TV A FF 4 »1iE, 2003
FICNHEREFE TR SN TEEFIRAECET
LHARTA Y] THDHN, LRLX) nBEEEE
D RBALIHENT LA A B4 ER O LEE
MWHEL. 22T, HARFRPTEZ L), BIKE
10 25, MEHOKA F5A4 V2HTH 295
Z L CHARKFRHES % & O Jolk i TR rF s
EfToTnb 5 %R0ONRE, SHICHREICLD, #
HA KF4 MERTEEH 2009 4EITHER S iz 20
BOZ L O ERT, 202011 4E 2 12, HARER
2 [EHICBIT 2 BIRFWHA - BRICHT 274 F
FA V] PMER SN BIZES T

COHREERFZRSBMLIF LA P4 >
DaArt7 M, LZLOBHEMOWBLELL L) %D
DT, FMEBRLHRRE L Vo KIS
VA HEOTA K94 VRERT A2 L2
oTWnh.

Z I T, HAREBRFAED, #SEFHRERLEI %
7o TR EEFEICH Z 00, ZORERED .
& ) EREEEETBWAA T4 AMERERS
KL, BEMREOBARVER IR U7, [ B 9
BFBWATA R4 2] ZAE L7, 20X ki
THEREINTWEOT, HRESS [ERICBIT 58

1) BARTRE:BEAETRBE A
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1. B FEMOBNEERER

BEE RS B TRIZ 2R ORI EIT R E
V. BIETBEINEERICE 5T, SHICIRTERD
WEhzaThHsr)BEICL-TEDL I ITHEDL, &
Wr LRI BNWTED L) L ERD D 5 00 % WIS
LCRICHERETH L. L AHEOBERIERD
S ORDTL 5594, FHRINDFERBET 24
WS 27201208, IR, BEFHEMEE L OV o Hik
PUETH 5.

BART-BWIC L DR & ZORMITEE I b Z &
&0, ZoEEICHET ZEIRCEIRRE, P’ b
W, WA Lo L, BIRICETAEREE, £
COERBEERPRMTE S, S50 5 7 il
FoHRs, WlgEHE, IR TER R L, BrBlm R A
VEINDODOHBBEMREEFREDEATETVS. &
TRBICE o T, ZROMENCE DX, WO,
BRIREEAERE, B9 2 RUBTEDE W 722 &Pl 23
HRZLELH 5.

RIEREDOBIZTFZW 24T B L TIE, BEA~NO
T GRHEMPLETH Y, WHERRZOKR L/ T
T8N, ERIZOWTOT5R ML RERE DR
JERHEEE S, EAR T2 WA T 2B L oL iE
ZRIZTRETH Y, BEHEITI 2 H MR 2 5068
EAEBRVED, BH\BHEITIT L8R T )
VITERITIRETE RV, FHERBEIZOVWTOEES
v e ) V7 ERIIB W TRE R M E AR AR 1B
bbbz lid, BEOMBZEVIMIEIZE > TEHETH
5.

BIZTFZWNIHIzo T, BHBRAICZOHW, #5
NoHEmE COHMAME, BFRZ EIZOWTH7 %3N
ATV, PfEAR G BT, BE O HHEE L EE L,
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BEE R BRIZTBWAA 74 AR RS

AV TH—ALF -ty  NEBTITIRETH .
B L0 B ATE BRI BRTRBEHOXNR & &
0, EENIRE, EEL 2L TERS2v. B5FH
Wic & 0 372158 MSICFRBHONRTH L. i
ETBHOBEICOVTIE, BHEIEIL, o
RSN ERE RIS O R E LT, 7
OB
EERRMERICE LTk, HAERZESEE SR
BDYE e B, 7272 UEREEE O HIW I (B 7 21X
%, FRMABORIR, BB E BARHIIEME ST
T5IEHWEELRZ &AL AT ORI
LTI, ASFPHRoAL ST, HWAGREELR Y
RATNHIE L, 2ot pyEEk - IS LTH
WidsZEDEETHL., WEMBHICBNTIE, K
R MR oA 53, i ARE, HrERB R, Y
AR, AR & OBE R EENEETH 5.

2. A1V74—=LF-3VEYH

A7 F%—4LF - arky MI—KICEEDPERD»
IR &% [Talcms ahiz) 2 CHE] 75
ZEERL, EHMASBEOHENEZERL CAS D
DEE 2T TEREIT) L DRV E I LTSN
TV, EEREBEOBEEZTFEWEZITIHEDAL ¥
TA—ALFK -3ty Ve LTROEAPEETH 5.

QLB T 2 X TR M 2T HE I, 3
WlCA Y7+ —AF-arkey F2ERTEES A
W,

Q@1 7+—ALF-a by NEHBLIBIE, K
Frgic BT 20 B, ik, FHINLERS
EWZDOWTHAE )\ F 5 BERRIES TR TE 5
IO RTLHHL L TN RO %W,

QL ITEMEBEOBZTFZIICE L TIE, #AT
ZWHCE S £ ToMFE TR R OBIZCEIRZ WA
HHWICHETH L7720, BREMEMENIL > 7+ — L4
F-arer b2/ E0ET LW,

@ E LTSI OFERAEIL B E OB E IR T S
NN EbH DD, 1KY B DSR2 ihH 5
TS REME DB B 2 & T 5

@F I Y725 Tk, HESXETTAHBL, &
B EEMOMCTREEZ/ER L, XE2 BRI T.

@ B A% Z T G0 E, ez 5 H
HOHHBERICER SV TIREI N ITE R SR,
Fo, BmAEZTTH, BRCTHIEZP LIS Z & A
TE5.

O RLAEL L L, HHBRIZESWTIEEZLT) 2
ENRTERVEEICE, AND > TREDEEZ
Kitid 5 EDTEHEDEH /5.

b, BEPRERNEHET 2 REEFZOLEE, K
ANDFELLEET S,

3. EIEF (DNA) BREOFREROEFREZ DHA

BIEFREICDOVLTOERE
HIZF (DNA) MeflE, SHEZEEEZR L, R
HHMED &b TEW. BREIIERMEFIRILAH W S
N5 EDB—KWT, BugtEA (=F1L Y7 I N
k% (EDTA) ) D A - 73104 CHRIML L, 4211 C 5~10
mL FEEE ) THRADEETH 5. BRIMASH HE 2
B R TTER DS W IS 2 e 5. BRI A
oAk, AR JoE R, PCR-RFLP i, SSCP
%, array CGH {7 &Mk 4 LTS 553, AR K
ZIELSRL, @YK 2179 7201213, Bk
DOFHPBRAZHML TBL I EPRETH 5.
BB IZ B 2N & % 5 AR % IR R
(mutation) \ZIXMZERER, RE - TFALREYRD 5.
DNA O3FREHN I — L BRI L 2 HERER
(point mutation) 2B &, FDEGD 3 DDHHEILOH
AEbE (M) FL v b :triplet) THBEIF Y (co-
don) TRESNDT I JBHIBOT I/ rEa—F
TALEE I ALY AER, BILa FYIEDLYH
Bl ABRENA, HRERE, R
AE, MREZRE FARZAE, FAIEIEZR &8 T &F 2l mM
RERBORKE 2 oT05h. —F, #BfzTicidsF
EF %% M (polymorphism) 2FFEL TH Y, MR
gk (V=27 v RfE) BETI ALy ABRR
FESN/zE LTHENHDLT LHHRAEDFHN & X
LRVOTHEENLETH L. MBERERNRAT T4
AP BIDEATIAARELEETILLH
B, MFEVER R RE A BECIE, —HIEERICX AHED
ATTAAREVPRE BT LERO 8K Lx L
O, AGEAFE Hounder effect) EEZ SN TW5A.
REZIGBIZFZOHDH DV IE—HORED D
b, AFNVIT3WHITEOHEARTHINL 2D, 3
DRERUSNOIFEIER D - AZHARE (7L —2) 28
FTHTLESH. Tha 7L —2437 b (frame shift) &
REWFD, 04, TREMLTREYELT F >
(premature termination codon) #4: U%. K& - ffiA
&, AT BEBEERRE TS ADNRS.
BIETAREVEAR &R, BEREETFOTTE
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RO BIZFBWAA ¥ I4 > GBI

A7) == 7 LT, HEREREZEETH I LI
WK%FHFNEEST B0, BEFRENIZEDEET
DM LENPE D) D REGKRT 2 LD L. KE
Freilo) EIIZBETREN S ETNL Y, Ot
BT REZRORD FI % 554, @WK EITS
BUNIEZWT 52 &2 X ) EHHED TR A3 18 % 35
&, Qe TR—RIBMOMBE LA LN LEERT, M
R B PO E, ARSI YA I3
WHICATY RETH A, T X2, MisTFHAED#E
BrPRET HI21E, FRBOBKRER, B8, BT
T oEFE BB L 7R M E O HI T1T b
NHERETH 5.
BIEFREREROFER

BRI, REDEKNTH LT ) LOERZTD
BOEHRBLEIIETELDTHLDT, EinTHt
12T, HWETRHREDENE 2 5ZRZ2 b Nk [H
ETHZ ETENL, B (false negative) 7 0%
ETEDY, EBIZIE, BEROBHERZRTF»D S, W
HFHOBAMN 2 RS, RO EETF AR E
DML ), BIZTZW OMERIE 60~70% FEHET
HEOVFEETH L. BIETFZMNIIHIzo T, O
ETREICL > THRIHESNAGZERDSILT LOHETD
LIERE N L, OMALEORT 7 &% HfE LT
BLIEDVHETDHSD., MEMKE LTHEE R S8
RPN E S NS EZ G 5N B8, HEHE L
LB BETHBHES N> 72546 TD, —Hic?
Wiz B2 2 L Ta LW,
ERIFRNEREAT 5055 VIIEFLETH
BWEDPIIOVTE, HWENEROHEAIN TS
B OZERTH D 0h, EROME, ZROMEH,
P (RBAD) & oL aE o B, — BRI T O
KPR ZFHL 9 287 O EZBRNIEHOE 2 L% 5
ZIZ LT, YHEBICOWTEHIRMIC D S
ALTO2EDPHMTLRETH L.
BIEFIREREROHA
BARBONEDAZHHT 20 TIE %, B B
BRE) OB, JHREL OBRE BRI HEE OR
WCBWTHHT A EDPEETH L. HIETIIHEEY
PE S B/NALT, —X (7)) THIEL, £09H b
D—FBENPLTIeb s L, BEAELETOAEY
T, EETOARMKIZ [DNA] &) ¥WE T, DNA
2, A, T, G Crw) 4008k L 7-8T4
MG O3 EBEMPIHFEEAIN TS, »whbid
[ROEEIRKITHH L, ZLT, HEETHREIZL-

THLPIZ R o T2 BIEFOERDPZORBIIBNTYE
DL BEREFEOPEDLI )R TLHHT 5.
PVENIR UC, I B 2@ a1 1 - RBUUAR,
B EICET A2, ANIRNE, BEoR
BEOTIRIN—F, R EZOWTOHEHNZTD
CEHDHAETHA.

4. ElhovteU2vo

BIZAYT ) Y7L, [HERROBIDEEDOFE
JERFERED ) A 7 ICBH L 72 Ao EZKS 23 2
==Y arvOBEl THbH ZoOREAMEDDL LI
EBOBZH T ) Y 7IIBWTIE, DO SNH
FHEINLIRETH 5.

1. BEMZEES Y VX)) ¥ 7 ORI  BIErR
BICHEARANOFRICI YV HBINS.

2. N BEIY Y V& EZTHH
HizZehs.,

3. TRt : 2 947 v b (FHEKE) 25b
DRI CHMTELLHITER 2.

4. {BonERoEeRHR  FEHIlE LTeTy
FA4T7 Y MIWRT 5.

5. R A T ) VT — I 2 Al 8 2
LT Tt s 2ew.,

6. LRI : 254 7 ¥ P OMARAREIIE 2
5.

7. SPRLEEE C BERHMOMRICEIV 2547 Vb
PAMREWD Z LD VE ) ITHEET 5.

8. MMM OMEE : 7 54 7 v bHE e B
RS L LD, HEVPZTFANLNE O TRIT
Xz 670,

NSO~ REEAT V) Y ICBT A EE
REZE LW, BREREB X ORERSHICBT
BIEEZ W D720 DOBARTFHWF I BIZH Y &
V7B TE, ERREMEORESIKRENT &
EEHIETHHWw. oF ), REEBICET S 0%
e dtix, 2w, B PRSI EY O+
HDOTHRLTRZRSLT, HEOHMUEPILIEL SN
5. o MO, MolmtiFET S £
72, DBY R — MOV TR BESHICB W CEE
RYBAR TR B2 5 BB ORI T4 70 KR & O R
R, SHITHERBDECHABIZOL L) FERHER
DFFHRNEZ BN LT % B ERHEME S & 2> T
TIRETH 5. EFHEBOAMIZLY, DV
RREEBRFIOHE L2 DB WA v 75TI2 &
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=1 ECHECE RREFEREST

sl
SRR —filagerin
ML RSN — steroid sulfatase
IKIBBLSER I BB RARALEZAE —keratin 1, 10, 2e

KBRS R EEBFRALAE EREBYFSET) —transglutaminase 1, ABCA12, ALOX12B, ALOXES3. NIPAL4, CYP4F22

BEEkE&EE — ABCA12
T REE
Netherton JEI&Ef — SPINKS
Sjoegren-Larson fEf#E —FALDH
Rud fEf&EE — KA1
Refsum fE&AE —PHYH
KID fE{#Ef —connexin 26
Dorfman-Chanarin fEf&E — ABHDS
SIEALAE
Voerner &l —keratin 9
Uuna-Thost ! —keratin 1
Greither J#§—connexin 317
keratosis paomoplantaris striata [ —desmoglein 1
keratosis paomoplantaris striata I —desmoplakin 1, 2

pachyonychia congenita, type 1 . Jadassohn-Lewandowsky type—keratin 6a, 16
pachyonychia congenita, type 2 . Jackson-Lawler type—keratin 6b, 17
non-epidermolytic palmoplantar keratoderma—Keratins 6 and 16

Vohwinkel fiEf&&%, mutilating keratoderma—Iloricrin, connexin 26

keratoderma, palmoplantar, with deafness—connexin 26

Papillon- Lefevre fiEf&#F —cathepsin C
Haim-Munk fiE{&#% —cathepsin C
Naxos J&—plakoglobin
Richner-Hanhart fE{### —tyrosine aminotransferase
Meleda f&—SLURP-1
ZDfth
Darier f/s—ATP2A2
FFLABEIE — R
FIPEAEZIE —connexin 30.2, loricrin

Qji V, et al. J Am Acad Dermatol. 2010 : 63 : 607-41. HSELIEETL,

LhY ) Y ZRBFRTNER SR, ZLT,
VENE UCONEREE, #Em ARHE, WRHE, Bz
WCHELWEER, SHIZEArE) Y ZICELVWEE
fii, OHEEZREMDY, FoakiEL B ELE
HThH5.

=

=

1. EiCHALE

-

=8

FRMFRZ LY, ATRS LFERADL 2 X
D, &8dH 5 —EOREOMLIEE &4 L LR
TR B, FUBREETE, REBREICME D SR (FUhEE
FEMERE), HEPEAALAE, Darier i, ALMAALIE, KLBEA
BREZ WS, ThERBISHgbsns. &
RKIPZAEL S b0 (RRIEMEHEZ &) 3&Thkw
(FD.

(1) frismEey

EHERITREA 7 LAV DA LR DA S N B A
THb. ROBHEEICALNS DL L THFE ML
W (EARITEROAEERE I NI MEEE
), WZH DN DS VEA SR (REE SRR A
Hb. TOMBHIIASNLbDE LT, LRUEMEE
WERRALEZREA D D, AR Z LD B ORAERI S R A f %
WERRALRZIE ), A 2 P o 2o W I (BRI Y e R £
WERRALEZ i), FLBEAYE < KA OB % 4 U % (F2IK
), X AVIROIEF IR EZN 2 b D8 GE b
MO 2555 ORERLIIZE A &HvE Qi B
HIZ).

FE AL O M S, AL OMILE & 2o
NI OFFT HiEE D 5 I A MR H g B I 5
LTw3, ZLO5FORIETRE (BR) 2L
WRISHE LB, FRODF VS EELT, 7457
Yy, A7uAL vz ry—¥, ¥5521,55F
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#F 2 KREKMBE (epidermolysis bullosa, EB) M%%& (Fine et al., J Am Acad Dermatol (2008) Hh'55|/H)

EB subtypes
(%)

Maijor EB type
(KXH%8)

Targeted proteins
(IRE

EBS, localized FRiZEY
EBS, Dowling-Meara

OIS
EB simplex EBS, generalized other
(EBS) ZDDNFEEY
[==F it

EBS with muscular dystrophy
YA SOT 1« —H"6HE

EBS with pyloric atresia
HUPIEASHS 8y

Keratin 5 (& =>F>5), Keratin 14 (&F>F> 14)
Keratin 5 (& =>F>5), Keratin 14 (F>F> 14)

Keratin 5 (&=>F>5), Keratin 14 (&F>F> 14)
Plectin (ZLoF>)
Plectin (ZLoF>)

JEB, Herlitz
ANV w YA
JEB, non-Herlitz
FENILY w A

Junctional EB

Laminin-332 (== 332)

Type M collagen(17 2 35—4">), Laminin-332(Z == 332)

EaEp
JEB with pyloric atresia aBB4 integrin (aBp4 1 2T T UY)
PIEAR A (Y
%o?inant DEB Type VI collagen (7 2135—%5"2)
e
?SEE{?D“'C EB Recessive DEB, severe generalized Type VI collagen (7 235 —4"2)
e HEEENFT

Recessive DEB, generalized other
Pk, TN FEEY

Type VI collagen (7 #135—4">)

Kindler syndrome
* RS —fEfRE

Kindlin-1 (£ FU~-1)

> 10, r 7 F ¥ 2e, transglutaminase 1, ATP-binding
cassette transporter subfamily A member 12 (ABCA
12), ichthyin (NIPAL4), arachidonate 12-lipoxygenase
R type (ALOX 12B), arachidonate lipoxygenase 3
(ALOXE3), CYP4F22 % &5 %.

(2) FAEEEIRE

Netherton FEfERE  (HIHT LRI £ 72 (2 FUBHIE R
FLRFERE D, MR TE 7 FE—FKK),
Sjoegren-Larsson JEMHE (GERUEMBHEE, PO ERR
FLHIREE), Refsum REMERE (FUBbEE, @3RN
9%, ARRREZE, ARG &), KID hefiht (FLEEIE
ARAAL G, B8, S0, M), BEREREE, M),
Dorfman-Chanarin i (5858, JF - e - -
B - b 7 END neutral lipid i£#5) % E03E F
n5.

SPINKb5, FALDH, PHYH, connexin 26, ABHD5
HREDOREIRIBE NS, KID JEMREM T G ih B
P, MRS RIS E & 5.

(3) EEAILE

EWOMEE T/ ETHREN LU TS, A
ILORERLHERII A TH Y, FF ORISRV LEERE
PRS2 0 FREO RIS A, BRI % EOR
RERICL D IIET HLEZONT WA,

FEPICRFT 50 F A0 AL E R THRER, S

TR TTE

(EREN SRR A R vy WSl N

795 1,9 6A, 6B, 16,17, desmoplakin 1, 2 con-
nexin 26, loricrin, £V ~ tRNA #{%7¥, cathepsin C,
plakoglobin, tyrosine aminotransferase, secreted Ly-
6/uPAR related protein 1 (SLURP-1) 7% & DZE R A3[H]

EENTWAS.
(4) ZDthDEE

Darier %, LML, FLBEABAE 2 £1d, &1

22T 5.

REDFAE M GBI TFE2=0)
EBEEIEAEDREDN S BE 2 Bz L &3,

KIEHE, FIEME, KB oSk, ALEE, J

BRPZMCHE RGO D 5.
BT 725 T,

EREYm R ECTRET L2251,
5% a— F§AEIETICOWTERREZIT.

HEz &5k 1122 (3), 561573, 2012 (PR 24)

FicArB L Rbo, MkEE
HIROEEALZRT bD, MRBEZORFEZ/RT b
O, Wrig () AEREZRT S0, U ORER (O
EDRFERE) 2RTHORE, KL EEND. HH

B LIS DIER DH W7 &
WZOWTEHM M LETH 5. F-RUH O
ZD7zOREHEREM
I & % FRIRINZ I & BB s AT RTH 5. Ein
ZWr - ERIZW  Ped 7z TR
BHEMZTY, BDNLEBIZEKRT LS V712D
5=y etz
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ERED & ITEEMEAILEICIIRES  DBIA T
HUERLTWEDT, 75 AGRIETRERITER
B3\,

2. REDKFRLE

L KHGE (epidermolysis bullosa) 1%, ¥ Z417
XD RIS - OV S A% AT Sl ntER A
DIMTH 5. WAEOEHHFAOMELRIL Y, 11 DJE
HLOER A3 E S 7z, ANEL, B ALK
AT S5 BRI lamina lucida I2TBE S L 5 8
A 7, lamina densa D FIZTEHK S 5 K ER E
B, ¥ FI—EEHO ABICKRE pHENS (£
2).

FREEIGF

BB, HAMB DL & EETERERE BRI Y
BRI, HAMMO—38, AR, HH%
FEEER F VN7 RGOS EEZE
Lb. ZLOMMMOKEI N ) 7145 AV POR
HWRNI T AEY = 2O LICES . WEE T I
F V5, 14 #MisT, BB R TV 7 F Vs REICER
T 5. WA, FTIELRAILVY v Y RL R REE
AV B MBS T S s, KIEIX
lamina lucida (2382423 525, AV Y v Y B KIEIZ
laminalucida \CH 57 v H ) ¥ 77452V O
WAL B EEZON, 732V 332 DBIZTOE
BRRNTH B, —H, FEANY v v ROKBEIEA I
TFTAEY—LFET v h) YT T 45X O
AREZLDEEZON, ZORKRE LTINS DK
EHTHAXVIIHas -4, 53I=033205#EE
FEREMPFEESIN TS, MMASEAIEIZ, o6 1 >
FUNYHBVEPA VT T VRET OB RCRE
T, REREEMTIE, B HEML, REHTHE
ORI STH D VII AT =7 OERTHET S,
F 28T —EBEHOFREETIEF Y B V1 T
TH5s.

BRARAEIR

BRARRE IR 1Z, DU ARAN 2 KBS 72 & 044 T) & S0
RFTVERALIS, BMAAIIC XL D KERT LA AT
B. KK - S AL, HUGREAL & BEESREERE R TI
IR PIIRI L, R, HATENIRER  BM 2
MBI S DS, BERER SRR 2 %Y. 5
TR & Pk SRR E R TR - U5 A — RIS HEG
ThY, HRLHGIEGHATIREERE, &5
PERFEREER TR ZRT. ~v ) v VAT ER

PAEDINIZIEC T 5 2 & 0% v, F72, BR U OE
RELT, WMMEBERH YA a7 1 —%2803 5%
1 76H5.
BIGFEMDIED TS
JERBIET2511 2D T, P HRAL HITTA
TORETEMBET LI LI3EYTIER V., R EHE
T & &d, AR L 72k A RO BMR L & g,
FRARIEIR R BIZE A 2 SIS 28 TH D, £
72, BRZBW O OICBFEORBBIREILERI LD
b KIZ, REERZITC, BFEBED L VIEE
TEFEIENE 7 > X 7 (20§ B HOLPURIC X B K9E L~ ov
DYV, F R LRVOBIRRKBERET
HIENLETHD., ZDOL) BT, HDHREENR
R RN 8 125 LAZ S 7z 0 Tl s T2 W5 ] ik
b, REKEIEOYE, &y M ARy oG
FTLBL, ZLOYLERIETOTRTOLIY v LT
A a Yy DBEROMENLE %S,

3. BCteRERIE

(1) R BB K (oculocutaneous albinism ;

OCA)
REBLR

TRMICEHOOFEMIBIBIT 5 X T = faRKEHK
DRBRLET, HDHWVIIRAT /Y —2OMMBNE%ER
AN 5 REMIE~ND AT )Y — 2 DZFPE LI
BEE S 7O THARETH S (£3).

BRIRAEIR

ATHRI ) EFOAMBER, Ha»r S5kt ETo
GHEZ, WCROEOMKT, R SHHEOHNEEZ R
T5. ZlBE KL eV, ERRRREETE
FINZEY, ATV HREREORZIIRLRY, 20
FR L L CERERICIE 2R ) OENH L. AF=
AN X BIREIRD A 3 2 JERE R E I R R 1%
JiE (non-syndromic type) & LC, AL LTS
= KBS X B BECRERICN A, i R R
FEIR, HVEVEM 28, RIERE Z GO 256035 % (i
R B2 R B2 E, syndromic type). #HEE & L CIEHi
HHH 80~90% & HD B,

ERIBWIE LT, 7227 b VIRIERD TSNS
A, EERREMIGEER, TADPARESALN, i
RPFWEFEEZ2RITZEDPLEN TE S, Cross-
McKusick-Breen JEEH#E 1L H O 8, FHEREZ R 7.
FRRE&EEF

INFECIBEREMET & LTI6MEI S I
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* 3 IREEEREZZY 2EBDRREGTICKDDE

FEER BEETTF MIM BRPRIIFEY
1. FEERMREEHENRA (non-syndromic type)
OCAT 8 FOVF—T TAR: FOVF—F TYR #203100 REXSZVDERIEHDIEL.
B TEER pe4EY
1BE  HEEER TYR #606952 DIENEASZVERZERDDICD, TE
BEEETD.
TMP 2! R/\@B5RE TYR BAZICOIFh(ICBRERERD.
1TS 8 D RERSME | TYR PO RimER (C R Z 26D D.
OCA 28 : P #203200 BILEFEECKDBRERIIZSH THD.
P &= FESEE
OCA 384 : TYRP1 #203290 CNFETICHARANTDRSEFEWVD, B
FOVFT—LEEEH 1 HNFEEIND.
BT REhER
OCA 4 84 : SLC45A2 #606574 B FEERCKDBKRERIFIZHE THD.
SLC45A2 EinTREs
2. EEMIRFEBRAE (syndromic type)
Hermansky-Pudlak fE | HPS1 HPS1 (Pale *604982 ASZVEMEA, HIMER), hERELIE
&8 (HPS) ear {8E&{ET) [CRAE MR, HANFERZEETD.
HPS2 AP3B1 #608233 BMZEHITHENDD.
HPS3 HPS3 (Cocoa *606118 HEENBEZEY 5.
HHENEET)
HPS4 HPS4 (Light *B606682 HPS 1 BIkDHENIERZZT 5.
ear {HEHE(ET)
HPS5 HPS5 (Ruby- *607521 HENBEZEY S.
eye-2 iHHEIE &
)
HPS6 HPS6E (Ruby- *607522 HENEEZEY 5.
eye tBENEGF)
HPS7 DTNBP1 *607145
HPS8 BLOC1S3 *609762
((ZhédiéaK—HigaShi fEREE LYST #214500 RRALDICHIIRNZREDIRT .
CHS
Griscelli fEf&EE (GS) GS1 MYO5A #214450 FRFERZEHT 5.
GS2 RAB27A #607624 R AEZEEHT D.
BS8 MLPH #609227 AFFEZRDIEL).
3. ®HiE
HoTETWS (F3). wIind AL tHEET T, ®TORKBETHRREMENICHBET S &1

H5b.
BRARMILIZIC BT DEICFEMMDEER

BRARAEIR 2> S 1R KB R T oIz L <, #ET
BWIC X VREEBKIS NS, T2, FEMBEMEILE
FECBWTRBRMAZGIIELZE) DOV D 5.
Hermansky-Pudlak JEM#E (HPS) Tl W41 LI 1
HVERMi %%, Chédiak-Higashi fEf&#E (CHS) Tld 4 T HE
X 0 IR OMIRVEM %5, Griscelli SEBERE (GS) Tl
FRERZ BT 2 2 B EhTnd. L
Ao T, FRITHEBPER B FIREHE % 58 9 FEFIIZ BT
VLRI E ST S X B BOEM A DRE 33 5 R
RHMENEEIC > TL A, LeALEETREMEL

WY T <, F MG O B MEER,
T H USRI E O 70 LRV R 1B
BOPEETH Y, THICEDOZBET BRI
Thb. FAEFHENDR 20% T, f#FERTFR
WZHART0% L AT = v ERIEEO v —3 L% R
(single nucleotide polymorphysm : SNP) %SHE ¥ ) &
B 2 RID NI T CTH B P EIETITA LN, B
WL I8 IR E L BRI S 2 2 e dh b, 20k
BB EFOREEALIISEL. Lo
T, FPEEEREMEIC X 2 IE L < @Y % BRS
Wi - BRI S BAE T WS> TITb A RETH
5.
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(2 EcxflteRERE (Dyschromatosis
Symmetrica Hereditaria, DSH)

BRI & DU A S (23R R 2 29 B R AL

RNA MRS TAERIC L D FIET 5. ARMICIE
SERERIZ R CERERDO A2 BT 5. WERE A
HTH5.
BRPRAEAR

BATH S INBERR R 2, T & BT IR Rt B &
Wit SRBEATRAE S 2 45 e BARIEIR 2 25 5. 0
BRHZESEZPOE L2ENWAREMIEZELTED,
—HHEBEAHMNZTEE LTwab, EHLIESHLT
A5 R EAERASH L, 10 % F CIERIFEKR L, Uik
FZEALL .
REETTF

Ji A & {= T & Adenosine Deaminase Acting on
RNA 1 #fx T (ADARI : chrlq2l.3), ‘&4t B &
EURETH 5.
ERRRALBIC BT DBLFERDR
%%%»ﬁ%%k%%%ﬁ?é%%kbf,@%ﬁ
WZRZNE, MRS o e A e (LA), B EPER g Tk
FRRERESED D 5. R EIE OB AL R WIS
LI & D ORCE L R A L E T 5D
LC, AEBITE R ERIVEE Lk, 20720
BIZFRZWNC & > THWHEET 5 2 & ORI ERIE
K&, o 2REOTAIE, e L CERRMERI A
LW Edhs. WMEBRE D ICHEKREBRTF RN
EINTVRWD, REBEIIERBET R LS.
L7:%%-C, DSH Wi D72 DT Mu&%ﬂm
MERIC & 2Rl 28 2 R— b3 5 1 DOFEIC
9%,

(3) FZSEE (piebaldism)
RERLR

FaA, MRESEHRORX T ) T A NS, BHOK
JECREENS 5 B LB LB A FORFIT L ) dEkRE
WHEL, ZOFRELTRAT ) TIANPRETEL
WEBICIZHBEZ AU 5.

BRPRAEAR

FeAa e RPE VS BRI AT AEER,  MOREER, DU FIBEDS A
bN5b. FABHIAETRE DAL, FARITIZENE
D120 TEDHAINY — VL L v, FABEIdES
R % 25 5.
REETTF

%  DFEBNZ BT 4 Fetafh (Chrdql2) ISFFFET

5cMTﬁﬁ%ﬁmwm)£%#m%#K&ofw
5. —HOEFICBVTIE, HFEEANRER T TH
% SNAI2 i#&fz¥ (Chr.8qll, *602150) ERIZIAZE
PG SN TV S, Wb G A M =
ThHas.

RRMIIZIC BT D ECFEMDER

KIREE O, FEB0 72 B AT O A BEOAELEIS
L0, BRI E AT E?Zci;z/‘ﬁ)%%w L L—%
T, MEAD DY, ERGIESEEABER O EE
fﬂﬁf& &L o ’ﬁFE"TZ) ZebhbH FOLIHL

&, BETZWIIHEZHZ b 25365 TET
&)Z).

(4) Waardenburg JfEfRE (WS)

AT 7 HA NOFRE - LR 2GR T 0
RTRECE > TRIET 5. OREFIE & KT VEHEE
S (4.

BRIRAEIR

ONHR A BEE, @B oILA, @MHE TN A,
@RISR O AT, WM REE, O KR
F 23R, 2 SRR % # 5 . Hirschsprung % 72
EOEPHEOAIZEY, 4BIGHEIATWDE (&
2). W% TH HM (cochlea) ZHERLT ZAMMMLEED 1

MRS B, Z o BRI S A AR
POBBLTELAT /H AL FTHY, WENOBN
RELVEDTCOICMHDOEH R L TS, £D7:
BDIZAT A FOFAE - AR E DRI 5 LER
ELTHEEAIIES 5. wHIIC, X7 794 MaAE
T B0, AT VEREEICLY AT = kA LR
B 7 R A B E TP b 2,

FRRE&EEF

KATRT EHIT, HHE#BETF L LT, PAX3,
MITF, END3, ENDRB, SOX10 &1n¥ 7 &% & 7
WZRoTWwad., IhbO@EfIE, 725D KE
2T TH5 c-KIT BIzTORBUZHH L TV L5
WY, HBVIEAT A FOFsA - 5Licilb % H
ZFTH 5B, TNE TORIFHEHA50 1 & OHi %
RRTHD. %L DF A TIHGtaRErERE B %
EBH, —HIC %%@ﬁg%lﬁlﬁfﬁj"% 54 T7LH 5.
BSRIAIZIC BT HEGCTFEEH DR

o % BLHE & R TR I o AR ;UW?J R 7%
D, T FENICBWTHEEORE iam?&‘é L
7eho T, ETIEH R, R NERN mEENEL
ZFLTCHBROZEMRIZL 2ZBEPLETHL. £

568 ARz 4k 1122 (3), 561573, 2012 (PR 24)



FRHEEBEIET BT 542 6B 1R

# 4 Waardenburg fEf®E (WS) D548
REY REETF BRI MIM BRPRBFES
WS1 PAX3 (203b) AD #193500 WS FRBRARAARALZED.
ws2 WS2A MITF (3p14.1-p12.3) AD #193510 WS2 FRERAAIARIZRL.
WSs2B ? (1p21-p13.3) AD %600193
Ws2C ? (8p23) AD %60662
Ws2D SNAI2 (8a11) AD #608890
WS2E SOX10 (22913) AD #611584 IR, MR ERSZED.
WS3 PAX3 (2035) AD #148820 WS [CINA T LEREDOHFEZHD.
ws4 WS4A EDNRB (13g22) AR, AD @mAD#HRED D #277580 WS4 (& Hirschsprung /5.
Wws4B EDN3 (20g13) AR, AD @HD#HEDD #613265
WSs4C SOXI10 (22913) AD #613266 FHIREIR, BHREERESZHED.
AD : BABKENERE, AR BRBHRLIEESR
=5 BRURZFEDERELTEZDRKRE S U I(CHEFHIFE
BRERIER AR EVREIE
B BZREAEIR
TR REETTF ROMFEGE
. BBk IR UDS (%) B4 (Do)
FHRBEE | (BCC #I%) (J/m3)
RS
A XPA 9q34.1 (31kD) +++ 9.7 ++ <5 04
B XPB/ERCC3 2021 (89kD) ++ + —~++ 3~7
C XPC 3025 (106kD) ++ 14.0 - 10~20 1.0
D XPD/ERCC2 19q13.2 (87kD) ++ 38.0 —~++ 20 ~50 0.77
E DDB2 11g12-p11.2 (48kD) + 38.3 40 ~ 60 22~24
F XPF 16p13.13 (126kD) + 43.7 - 10~20 1.7~22
G ERCC5 13033 (133kD) + 32 + <5 0.6
\ POLH 6p21.1-6p12 (83kD) + 415 — 75~100 24~45
UDS : unscheduled DNA Synthesis AEE] DNA &RLEE

DI 2T, MIRMIZEEDND & 4 T ORETZW AT
9. BIZFBENIC X ) BRFERDPYS LRI,

W2 ZO T L OPDERE —TCHIERT X 5.
4. BRMEEIE (XP)

FEHBUC XD AT % DNA HEOBEIZREDODH 5
RS R R E T, BARTOHREEIL 22000
ANZ—ANESINS.

RREEF

R & % 5 BETICE D A~GHRE (X7 LA F FER
FABERAER) LNy 7 2 MR (R D B 2GR
) @ 8 ODMHEMENSH SN T WD (£5).
BRPRAEAR

KB EIREHC X ) fEH AN L3RR o 72 OS2 7R

HARANXPEZD50% iZ ABETHS. A, B D, F,
GHETIREFITHRCALET R ALN L. iR O HE

BB XD FEWH R PEVERLRE, AR E & 729, AL
BHOY—7 83 H,H 4 HEISEBEL, 7~10 Higk
I AHIEHLw. EBRMDTOARBTAIIND
ZENL ., ERASEYI T bR T IUE, R
LS5 T A, C, B, VEETIZERV HEETOK
I A DN VAS, BRI L - HE D 5 ik
RSB D . BRI L2 B ER T YT B
MEHIC 2 5 107K BV ETIZEAI PN HEN L
A5, BICERO B HE O FEAE N HGFR TR RS LA
WELT2LALNEHLL V. XPTALNLEHE
BEIABAN 2RO KN DO EERARIEL, BHIA
¥—ThbHTHOBIERREREOBNTT E R L. K
JEOHREL ALNS.

AR (A-B-D - GH#E) IZ&o TIHETHETS
B ieEiRE o . EEMTH L ABETIE, BITH
B OREORNYA SN, RINIEIBITIRLE
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&6 KENILT 1Y VEDREERRETF

JREY

REETCFEY =iz

SERUBBEERIL D « U fE
BEETO MILT 4« UEE
ERRIL T« UVE

BEUHITORILT « U
MEFMEERIL T« U E
RS8RV D « UV fE

DORILT « U/ =5V EREER
JIvo5—t
TORRILT 4 U /=T VB R
70T« U /=0 ViR
DaOmIL T 4 U /=5 U iR R RS
ORIV T« U/ =T R ER SR

3 3F 3F IF IF 3
K E OB R R W

2%, BRefUPNESL B8 BRefMENmEr

THERORT V., SiEEOENSH OIS, 7
MO ANBL, FEPREI A REE L )
BESETT 5. HREERFEICIZ2TFROBLE, HE
EEDALND. BHEMIEZOHKT L KRO
TeOBATARRL 5. HWETREDASLNS. MRI Tl
KB, B, MO THEMT 5. AEY DNA 415K
& (unscheduled DNA synthesis UDS) D&, 444
HEHEEROETRERSNE, X7 LI F FBREBHEK
HAl (A~G#) XP OWEEMATE bd TR,
BIEFREDEREFRNEE

EOITRTED, MBI, OGO EE A SEE
EDBHRIERIZEBL TV B 00, FHKEETIX
QHHH V), MFHEREZIED ¥4 T LDy 4 7,
SRR BOEIR DS ERER & BHERIA D D, T, AR
BENR)DboTL 5DT, RMOBETZW T
W, ZOBROBIIC L BREVBATIETH 2 ED 5 E
FIKE ., BETFZBEICEL L, EERHEMEC
X B ERARIER O R 72 Bi5E, 70 & ONCHENL S IS 12
L0, BUTE2BETEDHONLDKYIAAL LT,
HEROBOBIEZ T2 OREEZ LTV ZENEETH
5.

5. ML« UVEE

RNVT74) HERANEZFTEYRF by O — L OH]
X CTan N2 % 5T 5 —HORHREICRD S
BMEHOVCTNLOWEEKTIC LT, Kv7 1Y >
HER YD ER-T 220 L RBREETD
5. INHDHBEEREE CEETZHONR L 2
D135 HDIRERICEIF-6 WA THD (£6). Thbd
OFRTIRERN T FELVT 1) ViE (EPP) 5% T
HY, BERLVT 49 VhE (VP) 252U, BR
PFFEERL 7 4 ) VIEZFOMDOERERLVT 1) ¥
JEZXDOTENTH A, BBEEEERVT 4 ViIE
(PCT) RNV T 4 VIERKRD %0 Tldh b G
DLV, KSEBRELEZ SN TWE. wih

DR D IR E SN TR ER I %
V. BYEBITIIH S OHGBIR Z R & IEHE L v
CEbdHDH. T WIS X o TR E kR &
RS A, 3 LD EREE Y OFERA D DU
Tlrawicw, BURBIPATEZEIES TRV L
BdHb. (toT, BIETEMNPEDLOTEETHS.
BUE, & COWBTRIZFZWATREIC % o TV 75,
RIHTIX EPP & VP IZOWTHlR 5.

(1) B0 RRILT « U VEE (erythropoietic
protoporphyria, EPP)

EPPIZ7u bRV T4 ) YIZBAF T E2F L — |
S, NAERHT AR T 0TI —EEa—F
$ % FECH Bz T OZERIZL Y IIET 5. B % DR
THEEOIFEE % & CBIEN 256055 % RHIRTY
WCEDOTHEREYET 5. REITHEROAREREEE
PEREMRBE ShNTE . RRANICHS 2 ICER
EHETHLEEZONDDHBHRLWEE, Thbb
EEEF Y ) 7O LIELITRRO ON/Z720TH L. 2
9 L7z B a3 & %08 100% Ko gEM#Eiz s b
W) ZENTESL. BERIBIZTEREYAET 5 MHME
D)L, FIEL TV LEOEG L EHFRINLDS, I —
0 v N EPPIESIOBIZ T, BREATLH L
2 SN B MEERDRKRE T IFIEE T, REFRIL 10% FEEE
ERFED ONTE BUETRZERERMR O
FHWPT L0 TEEFA D Z XL L% T
W%, FECH #fzT D4 v bu v 3il#fsz %Al
IVS3AT>C HBHFERET L E AT I4 ¥ v FRE %
UBHENEST Y, HREELTPTCE2EL S0, +
vk v 2EAFE A v 2 v Y v — RNA 4 (NMD) (2
X o C FECH mRNA #&2MX T35 Z E2SHBH L Tw»
%(X1). 2%, EPP It FECH #fzTDO—}HDT Y
VOBZRTEEZHO 2K T S5 &) Zhitfn TAR
iz, 39 —FHOoT7 ) NVOBEET LR IVS348C %
PREREOZ LIZE o THET S (M2). 2D IVS348
CELAEOBBEICII AL D Y, FORANIZH~EARA
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1 IVS3-48CELFHFRERTSAVVIRE

Gouya et al. Nature Genet. 30 ; 27-8: 2002. —ZB4Z.
E¥aIS1004

PR
~-
,
.
’

#
-

TOPAB e oy, I9J4
— )
‘\\ attgagtagAAAACATTTCTCAGGCTGCIAS
b PTC
ol IVS3-48T>C
Lol b B G

NMDIZ kD Ayt S —RNAD 7 fiF

2 |IVS3-48C EGFZECTHRENHRESND EPP %
M:ZE, T:IVS3-48T, C:IVS3-48C,

W BpEAl
W | (w w)|(m
T)E T)|I\C

TIXIVS348C O 7 ) VHHEEDS 4 i, HE> T, AF
T3 EPP OREFDVHK I D BnEEZ 5N 5.

EPP @ {=F# W Tl b HE % RUXBTER EPP f#
BEERRTE5Z L THAH. EPPIER, ST
BRI A E LS X910k b. 200, BEL
TV EHISTIZL O HGITHER SN D &V
WREGERD AR 5, BUNFAEEZ KL LIEICES G
Witkdid 5. HE- T, EPP Ll S - KR Tld#ifz

ZW ATV, FRIS, JGRREE RITRS v HRo
BIZFRZREL, ET 2RO EZ S A2
LTBLIEDBTHOHPLBEDOTEETH 5.
(2) BEBIKILT « U VEE (variegate porphyria,
VP)

VP i3 EPP IZDWCTHIE D Z W, W de R S
RHEDOEERLVT 4) VETHS. 7 MELT 1Y
J =7 U b##EE 32— K9 5 PPOX Bz T 0% R
WX DRIET 5. AREIRBADPRTEBY, BIRE

ROFEEFMTHY, BVERMRERLVT 1) VEL
PCT L ORAR LEMNIT SN TS, VP IZFHAE
B oMl ez a5 L9220, o, HEER
ERLAHGEDDH D720, BIZTERMRBIL > THD
T e SNBIER b FNTldzv. F72, EPP
RPCT  EMOEEERENL 7 4) ViER - THREE
#D 59 HIZ, PPOX BIZTFOERFEIZL >TVP
DBWINN T2 2B S B 57280, EIETBWEIT) Z
EVEHEMTH .

6. TR EIEIREF

(1) von Recklinghausen & (f4#RERIEIEAE 1 8Y)

von Recklinghausen % (NF1) (%, 3o
MENER S 7 = F LB EMHIEN A FDBER DA LN
Bt ARME R R TH B AL 10 HAN72Y
30~40 ADEIETHAET 5.

FEEETF

8517 FYetfhot > b o X TAHHE (17q11.2) 2SR
95 NF1 #{5F T, ras ¥ v N\7E&EIZHHET 5.
NF1&EHIZ, 2818 7 I /WMo b 7 v 0 &%
I—FL, 5 T®EH250kDaD=2—a7 1703
LB ENTWAS. $350kb, 60 D27 Y VIZ X DK
5.

BRPRAEIR

NF1 2B 2B IR oML o 2
HThbH 72, H—OBMEFERIZIZERETHS
WZH2hb 6T, FERIEFA—DORKRANIZBVTHE4
DEZIZL > TREBMEIALNS.

A7 A VB 95% ICAFET HREIRT, E TR X D
AL, AAY OHRHRHEE O & & I W DI B
FHBWNCEETH S, ELE 10~30 mm KO A 72
A7 LV, BMEREIROBER (D Reckling-
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hausen H) 2 # RARERHENE |2 PE > TAH LN L KD
RN D 5.

O F AVERERAENE (X 5 A S UM, B
10% FLEE. FPRERHENE 12 EAEM B 2 I A O #1H]
(16~30 %) X > T LOTHAET 52595% DFEH
THALNS.

MREREIX D 2 BEALNL D, BEOREIELEIX
D,

HRRR AR R O SRR B IE, BRI, bR,
AREEE, BEBME, APRELHENE 2 JE A B BEE I 3%
DT &R, RGBS, #8F, BRENZEZR LD
PHREEDLAONL, BIZTZHNIO W TR A
IR 7 Tl ERERI D20, W DR EE X 70% F2
ETHBHDT, EilZdH 72> CTIIHEEZBE AL
(2) Pringle f7® (fEERE(LAE)

TADA, HBEREE, M RHENE DS 3 .
FRELF

v MG ER (9934) (TSCI), & 5516
T Yett AR4E N (16q13.3) (TSC2) @ —FEF O KN s T
WA, TSC2 FIEEIHEETFD 1 2EEZ 6N T
BY, ¥H55kb D cDNA 23— FL, ZOBETED
F198kDDF 2 XYY Y THb. TSCI 139q34 D
900 kb DFHIFIAFFEL, 23 =27V X DD, 86kb
@ cDNA % 2 — F L, TSCI #fxF ¥ i% 130 kDa
® hamartin TH 5.

5800 A2 1 ADHAERTHL LIEIN TN 5,

AIEFR D 60~T70% (EHKIEIEIL % <, B LW RRIRE
FIC K M5BT, EVCHRRRERFLIRT. BRE
# (penetrance) 1 95%. FKIKEATHIERIZNY =—
arvhdhab.

BEPRIEAR

EHOBBREEZ L T 5720, TOREIRD i p
Rk, KM, B, oD, M, IR, BAREIBIEERICbR
5.

W BE O i\ B2 RE IRV BE T O LA RRARE  (96% ) 12
DWW, JNPHBHENE (ungual fibroma) (88%) TH 5.

¥ % 77 — VB (shagreen patch) 138 80CTH 5
M, HEEHERGEE CHAR ISR 5 h s, mFEBE
BEZABREN A2 S BAEDINIC BT 5.

ML BARIE B %9 50% (A BNE. F50% TSR
OREHUHIEAAETNCHAE L, AR 4REH L
LCHEE #BIEFZWICELCERETFRELZ LB T
b, BRERICED, BRIIHKNAESTHY, iz
T BREICL > THT R L 25130 7% 0.

7. RERZMEILT

REKIEIED & 912, FEEETLEHINDH—il
{2F DOEFITER § 2 Bl F#Zm I L, R0 X
IS, FHEDO B KEE TIERZFE SN TV nas,
BRBSULR EAH AR 2 B O BRSS9 5 2
EDHEE SN DIE (ZRTFIRE) OFREIC R RK
FZ W U5 BT IS LTRG-S s Ak Bz
P& 5T (disease susceptibility gene) T 5. KATIZ,
BB A MET 5 2 LS RLEICIE, A
Witk E =T (disease resistance gene) DAHATH- 2.
5N5. R—F = v MF& HLA-B51 & OB (associa-
tion) TN X 12, Zo&IZ, HLA LEEED
MO EVOPTECHERELTEZLDOTHS. ABO
M D &5 LRI Z LAY — A —id, B#
TELfEEAMEOMOBEEDELBI LIS WD
2, ZRICEGEIE~Y—Hh—THLHLA L & L
Ho T, FERICBRLRL TR THLZ L %
FET DI LICAMELRBIEY— N —L VR 5.

FERBIRZFIIBT AW R L AR SN D EIZT
PEAMREZ LT, ZOEMAMEERE (random
mating) R TH 590 EPEN—T 4 =T Y XVT
?OFEH] (Hardy-Weinberg Law) 2 W THET 5 2 &
MHTEL. Tabb, IZLODO AAEEKOEEE p, aa
ftko#lEE qe35L, +HHRREZOEFMTH-
T, BHBEE L) LOKETHINITU R ptg=1
THU, AAxaa OFEEEALSLAEFNTL 28 11H
OTHOBIETR AA © Aa aa DEAIE p*: 2pq ¢ ¢
DEEC DT TH L. KA, BIEHE L HfE L
DEDODAVLPHEBICKEVD D THIUL, TORELE
FTHHEMMEEREOEFTIE LV GRS, SK S
EFRE) LIRkshs, MBI 2175 LT, kT
N=T A =T A VT O & 7RSSR
ThoPErEMELT, ROAT v TITHELLED
b, MEEARRERTRIFIUE, fEFHIRER & 454
BIZTHEZ L CHEERTH 5.
RERZMECTFOREDED S

BElC b o Twhiifi~— A —%2FH LT, ME:
THHEBIIHTIIDOT, BAEMLEEEFOMT, £
DB BELEBAONLENEPZ P REE S v X
WA TFHEE LCHAL, AEELHBOBS OB
ERAT) & T, PGSR BRI H %
MELTWL, 7 ME—RERRE, TOEREER
o BRI LEA AT, BEBEE V)
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S (RBIAD) LIREEL T AR~ — A — L oMo
$i (linkage) DAMERET 5 2 & THR AR EER
THREHEFRET LI ENTEL. ZLTC, HEdHLW
VLEGENT OFE R, METEN A BEIME O N 51,
BEADBAIR~ — 7 — 135 B AR T U3 BT
YEEIETF OBEREE L LTOMNZEETELD0TH
5. ZL T, HORBEZE I ZBLEd 58
RFE VR D721, WM 2l U CORESIEZ
FETXLZERHHLRTNE RO 2w, 2B, ]
TATH LR Z S OBFEFMEE TS, MBI
LESSTRD SN WEAICIE, NEE T OE R
ENHED W BIER R (genetic heterogeneity) (2
LB WMREOAEERET 2 LEVDH 5.

7ol Z0E, RIERERFEREOETH D A FEHE
TIE, AFIEBPUEIFERN IgE Pik 2 A LIHES
LI lhn, [ESnRBEZEEET2, AF
TER PUEURE 1Y TgE SR04 S0 12 D il 2 R
725 2 EMMELD O NG AITIE, REEREEET
Th b EFRIC, PUEFFRM IgE RERE L BT S
LWV ) ERIZBWT, HREISEEET (immune re-
sponse gene) & L COMMAMFIMENLDOTH S, §

bbb, RERERZWERET L FET 5 ICIZWME R R
Bz L CWALEND L.

BILTIE, & M AEATOTRBBIFER ORI, %
DNA #{2¥ (B2 AH LBz FbES) or Y
YA IurOMBIBEINDL Rl IEL T
(Single nucleotide polymorphism : SNP) %%, ¥ B I&5
WHEETZFAETZ7200Y— Ve LTHHShTw
5. BIEF VNV THFBIZFRICERD 50 IZH T
BHROLNLY, TOREMER (REFE, FIEE,
BT B BUSTEDEN T &) OF % SEI5 0
RS 2 S e HEL 2 .

RiZI(C

Llnl, KERERETZBHTA ¥4 AMERERS
WHLERYDZDOHTA FIA4 Y RER LA, D%
PHAREEHFEEDR—LR=VIZT vy Fu— ¥
n, ZLOHREZBHFERZZHOERD? S TEREZ W
RRE EHIZIVLDIITEREEVET. BEF
WZWRZRISHRESIIHEL TV EBbRED
T, Wk, ROFE2HERDVEE LD EEbLNET
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