a5
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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
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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



=T 127

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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