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g2 o4 ®

F 33 & &

B B 21 e RGP FR LR Z —, Bl TERZSRMRE, ZHLDK.
HPNGTHIHMR, TR ARBENAKPI R KuiEsh TEENERRE, FBERURG.
R . B . KRR . BRESEZPORMIBIG, R TR MR, Bk, E¥
BFEE A EEH TP H—TEER R,

AERBMEITR, BANBARTTEROER., E5RHEREEET PO LA
BERIE L BB AR BIRGOE A, FEEXNHARBERAHRMNIAR, FFxts
e R E ARSI HAEENTERERLN T #.

HK, @xtREREERRN LR, FRETHRESREESIBRBEIRPE
BAL, URSES:EZBOERTER, EOREAR. o0 TR. BEEBHBHE, DNA E4
BARBIHE ., ZE2HE . ZRIGT, FHIRARERAHNE#EHAREEZNER EHER
fER.

g @ A
L A aRigtemr EAMLAR?

2. BRI R E A R R e 7
3. BEBIEFN R RITB G T

B AMAE LR

 BEYIR (BfdkEl DNA) BUEBTS R MRMHRRER. CRFARERR (LA2R
wHhEABE. B, XESBHE. BYE, YESIM mDNA ) . SERKR., akEMN

AaEpRier (FE) %,

P

CBERFEERBREADERR, XEF: O—HHARKBEREREN; O128RHA
RBFE=RPEEBEIE; @—HHERAZRMERLEREREN; OBfFHR. %
K FILEEAMERILER T NEERRAE, miXeXHEAREEMK; OFRR
JLHE 174 ~ 173 BrBER N G IER XMER; OBRABEPBA 20% ~25% N BE
fhififess, HPEFEC. BNER. BERR. BHRSERER; OFR4ABER+H
EHMEABRARABNEERR; @F NMETEREWMAOERE, HERBABTH
RERNRK2.2%, Hih 13 L EABERR; OABFTERERHAME —ERBER

W, FHEIASE S~ MEERER, WREAGE, EERTER, AEmEARA
1
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BERIRRER .
BRI, BERN R EA RN R EY, DIAENR,

- BB AR HRRHR AL R BT A AR K PR, IVRBIR AR, X
marFARFERE, WRBID TR, B PHE TS, mEHNE, —ER—Fg
FURFMFEAR, WIOLRARR (FISH) . REBEER M (PCR). H4 DNA HiAR %,
AHRALENHTT A HIES TEFE S TERENRE,

A—ITH, HNEKFEREKEORRE, BEEFRHIAERIBREREAFTHA

HE5HAT, BIBBRERIRE T RIFHN®RE.
(F &)



BN o T

F 39 & &

BEMERBETENEMRAR . RAMAKEEEEFEMIEE—R— G LEFE
AREHR? EREIMAREN. ARANBER? BEENES2FNEE, EALER
PR R B AR, A3 A EREARER R EPRERKATH RS
Wi, TRAXEREREFBEMER, HASERRGT AKMREERR, EBAK
B 5 REME

BRE RGO BB, FEHEERNAEY S, HABERE DR B AL A 2
W, HRWBEETRMERLZSFERSERBUNFR. 2 IREE—/DY
HYEE, MRERTRAXBHSERMRIEDHR—ERN,

R RE—B DNA K By, &5 BBRI777E DNA 4 FRORBEHEFURFE 2, DNA 4+ F %
SEORS FHEAURERNERFETRBAKRE T, SAREAIBRUE, BHL
REOFEFHBERRAE S HRMIREE, RakRaRMmREy RurEl
Ko

19254F, E.B.Wikon ¥#iti: “S8MNEYW¥EENBRABR, LFNERFIR", #A
MR R Virchow 18t : “— VIR K B MW", BHit, BETHEAKKRENLE
F, MRABBRERHRENE, FRVBARBEROTE, AREHBERHRE, 5
ENTHREHMIBMSFEMIFE,

ABEX MM PA 46 £Yeelk (2n=46), EHMAK (BT) PH 23 £PEHE (n=
23), REKRERNEE, —MIREMAR (BF) FPHASH2BREARKRI - §E
&4 (chromosome set), F FATA K STMERKI—NEEEA (genome),

F—YfReadk E_ENEEN, REAEAREARERYHESCHEEREREZ
—o NRREXREHRINPREELEHRABEEN ., BB, ERPHRCAEHEHFR
R kg, WARKIERLNATICHEE, BN ERaEAmT IKE (¢ MEY
(p)o WHIAIRAE AL, 7EIDRE LR RO F AR,

RIBHFLRERCK EHNEARR, AXBREEKSIIPRELPBREEK, TrhEH2bY
k., EMELR R AR SFEE, Denver AHINIRKBEMBELRE, WAKEKHAKS
46 ZFEik R 233, 7N (A~GH). HP 1~2 SHBLr3tE, HREREHE; X,
Y Rk, ERTEBRNY 46, XX; EXBHEBEENY 6, XY, BH—ERAOZRA
RFZMERBR,

ERpERNEEEESH, M THEAE. NARERNRERBEEN. AERESH
H, REERET —RINE RGN, BREIBNEEHE: ORFERGENKLSNS
BRARTREAKEMEMNBEERY, ATREREENSE, BARHARRRN T4

M, EFaR+TRRAENRERCAPH—RPEE, IR, THARTREOEKHERED
3



T—¥, BHSHPRIEROEKNNE, BREEIBENAMEFEER ., OFFEREKKS
i, JEAHSRH BRI AR ALE BT RER 4 i B, X R QIR FIBHIR R (R 2 ] R i
EP R H:, XFASHAT Rk FEYE—RORELEEY, BREXEMEREN
MMFHEA, BT REROKZ BRI BEYRNCHR, ¥ T FRMNFrHEEE, O
FFEEEEI BRI, EFRERGEEIHSHEAANRKFHAR EHAM), XERE
¥ AR ERM, B TIERBREEBHHEHEARRKMATAR, NifnT
AFHARAFE, REFRBEROEKZARAERELENERT, 2 ReakaBm 22 =4
ARG IR H R AT 3 MR EEFTE R 2° = 8 AR F S Gk AR A R IR ; LA
B, ATTTER 27 = 8388608 R A [ (A (R4 AR A AN . IR S 3PPk Z M KA T
BB, USHMEFARPREEARNER . X—SIERAHERSE P L3 H ¥k
IR 7RI AR A FER

R EMEHEEYEO SRR, BEALEARTE DNA, EHEH2 HLHF R
kb, MIEEELS DNA MBREEHES I Y E 2 H B H /N B2, BREA
f1 i) DNA FF3IRI 4y 85— 751 DNA FIE & 751 DNA B KA, K Z 5B O R MBELa
FEEBPEMEEAE (structural gene) HHE—FF3 DNA,

HREBBABEYOSEWERIENEN (split gene)o BINEFARHERBEARN
DNA FFIARESEHED), PRIGARESWBEAFIIRI. EEHERTD, HKBEEKLK DNA
TR B F (exon); ARIBELE. MFEIMEFH DNA FFIHRHAAEF (inton), tH
FRIEIBEF3 (intervening sequence, IVS),

HERERANS FARRIERRE:

1.GT-AG B Xt FAE TR, 5 MBMEIF SR GT FFih, 3 WmB BTN LA AG
R, EXFEKIB AR GT-AG IEM .

2. M%) (flanking sequence) TEFNEMEEE MBS —ITIE FIMIK—B
A RNERBX, ERERNFEERS, GFEF. HARTF. KILT%,

ERRAEW. FR. 8%, A8, RESHE¥I6E. EEMEH (replication) 2L
DNA Z#I REalM . DNA & Fillid A RE G RERER (BEERFH) AEN DNA 2F
i85 F DNA 2+ F. EZLMK DNA B FHAEX, HAEIMEMERR. ARERHASD
ABE 1 ANERHTF, SMEHFAE3 A ~307 bp, BRARS, BELS. DNA EHR
AR ERBAMMEAEZTHERS (SREM),

HHRA (gene mutation) SEFEEREELH b & A BN 41 B HE P IF 9k 2, 243
B (DNA #) h—Pek— B, FRASRE (point mutation) . HHRLRFTHH™
ERMER, BHEREREFHBARENARREHR, ARBERYREERLHER 1071
~10° S/ THANM . BRI, BHEE. ISR E AN

HERERFBALBRERO—FFWERRETRE, M XEEERFE T KHH
B REFTBHIBRIER

BICENCR—FBAERS . FRMIINEEESFROF Pk ER], HREYE
MRS RAFARE, XFFRRFRMBIZEIIC (genetic imprinting) , MR AEFEHENC (ge-
nomic imprinting) o RBHFREKEFENICRTE, X RAKFMEREIRAKEREN
ic; MBXHREARFEICKRTE, BAFRENSMERSHRIMRLRDS. #IZENDS
—BREAEWIIYNE TSRS, FERTUXHY, EAR—MRE, BARKAME
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fto Prader-Willi ZZ & 1E (PWS) H Angelman & 1E (AS) R f5ENCARIE B 7GR % BE
FEHBEROHAMPOMEERIE, H5, BEEICT LB ERN R R d =,

2!

—. BiVRE

NN
CHEY AR
3. Al
4. X Jeta ik
5. MBS ek

. %kEE

. BRI EIS AR

A BRRABES, RAEREEORE
&

B. it BEM, RAHZEHNRE
53

C. BB BEM, BAHZEHNLRE
i

D. WIEMLBER, BAHREENLRA
il

E. et BEMR, BOBEHRFEHENLR
Bk

N

—

2. AEHBHERT, AAHMENRE
R
A. RE 2R ek
B. thse 2 fufa ik
C. EpFRRAE
D. ESmELRIREE (R Y Refalk)
E.Y $e ik

3. ABAYEWERFHRII BT ESHET
BB ERSE, WE TSR

e
A. 5’AC-++GT 3’
B. 5'GT-+++-AG 3’

C. 5'AG:--+ CT 3’

A

6. L& DNA
7. BISCEW
8. FERH
9. REH
10. RS RAR

D. 5'GT:++--+ AC %
E. 5’AG---+-- GT 3’

4. BRFIXN, BEFEENEER I M
=
A. RNA—>DNA—>E& 1R
B. hnRNA—~>mRNA—7& H /it
C. DNA—mRNA—>& [ /&
D. DNA—>tRNA—~E 5 &
E. DNA->rRNA—~ZE /R

5. WINREEE RN SRR
A. EH—>hnRNA—>BY 2. 1R —>mRNA
B. ZH—~>hnRNA—>BY#E . B IE—>mRNA
C. ZHA—hnRNA—>RIE . JME—~>mRNA
D. #H—~>hnRNA—>B8Y 82, ®IE. MWE—~
mRNA
E. #H—mRNA

6. MEFBRPHBREEBR LU LT
43 F 8 5'—3'J7 [ B = Bk ik Rk
A. DNA
B. RNA
C. tRNA
D. rRNA
E. mRNA



W N -

=, E™

AR B =FRRZ B AR EwE 2R Ak LR ARBRSEAFES]?
. T Lyon RUEAIE S,
. DNA £#lat, H1F DNA B4 & R EEAEILET DNA 854 5’3 01347, 1 DNA SURAERIRE

FREERRETATH), XS RAETE 3577 1M BB EE LT R, 87 5'—>3 Tk
EitsE R HRERHITH?

. 9] RNA 488 R H B X,

SRUP B 2

CBME: RPGBRIERGHEN, B/MEE SHAED (KA. BB, H;, H, A1 H,) M

200 MRS DNA 20 FAHMR, SFRCFNMEZRFTHT. AEEPH BA, H,B,

Hy. H &FASFERARE, 2140 MR DNA 5 T2 A BASMELE 1 3 B, 19
BBIMERIB LI, % 60 1 IREEXT§) DNA 4 FHI BB O BRI U B KBRS e B
DERIEA AR H A RWEAES. EHAER LA — B/ B —% DVA
ATEBER, BR—ABBRNGTE, WREFTE, ©HEETARYREHKN—
GH

CER ek BEBAGES, ABEAKTEH 46 RPGEE, EHRENELNMVE, 0

233, 7ML (A~G4), B 1~2 3R BLiits, ek,

B —MRANSERAKRDHREAER, EXTHEBRREE: 46, XX; EXFH

&ﬂgﬁs: 46; XYo

CXPEF, EHTENEBARE P RWEEEA%, 4 lam R/ADRERUME, XFR Bar

/MAEE X /ME, XRH—& X REAKREHT R,

FRREAk: KN, BE. Sl EHREN—XTREER RXTHREE—REE, —

K B BHE,

. TE DNA: XFRBiE{k DNA, 215 DNA 7E8 Ik (CsCl) HEMER.LHP, K# 45 DNA K

Wi, HTESHEER DNA K GCFBAT AT, HEERFFIN GC 5 ATHILHRFE
Rut, TJ7E DNA TH3EE R T2 DNA if, XM EEEIFFIHRATE DNA, TLE DNA
HRELRH Y REAKBE IHRRAFR, EARBEAEMNRNA, FEYERSSE
M@ kKRR, BREMEERNERFTESBESRLIBFHRFEREANERS

FxXo

ExgH . REESFIRAFIMRNEFSI7E—%& DNA 8 EREHS,

8. HEM. EEFENENRARAILFHRANBERF, BRENEPE—RREHKE,

R R o R — S B R PR N E BB

CBER: WHRHMER. REESBEERE D, RERARTEFIENERYHENR.

6



WRMS v R&R.
10. R 7E DNA SRNUF A BB R — D BULMREST (HAR 375 3 MFE0,

ERX—OL B R — RV RE R EBNER.
Z., %BE
1.B 2.D 3.B 4.C 5.D 6.E
=. [E%E

1 BUNEROE ERGERR, PRELNREERE LN TREKIS 1/2~5/8 4,
PR KERF NS, UPELNROEE LN TRAKNG /8 ~7/84, HERESH
BKEMEE; DRELRRaRE 2N TRAKIR7/8~ K, KESEEHEER
Ko
LA LR REARNRIGHREA, - RNA BRFENCE.

2. (1) MHWIASIYEARANE &K X REKRHEERN, H—Kk XREKERL LR
RIGHY, 7RI PRI 2 R B4R H X RO,

(2) RIEREERERR (NS 16 KX)o EILIBTFA AT X REKKZAFE
e ’

(3) X RakpRIERBENA, RESN X R aRmT Lk 5 RMAT Ik ERE, HE,
—BR—RENARAR— X REEKKRTE, Rad ARSI TAE TR
NSRRI RERR, WERELEHN X REAERE, WHTFHMKREH
X RAEGKBRIREK. Bk, REREVLN, BR, REER,

3. (1) BRAET OF BB R HIAEXTRE o
(2) REBEYMEZHAEKER,
(3) AZ2HREF¥=ZRERBU T HR¥EMAIERE, AEERTRFERIRTE
HETTH

4. DNA HHIRERHELER H . DNA BHRMNEHRELFFHTUNEH A, BT DNA KRG
HABAE{LET DNA 853 5’3 F T8, BIHE 3'—5'8itkeE b, DNA fTH#y 5'—3' 751
EEEY, EHEERDR, TREFRE, RVSE; US>3yER#ESEN 3I—~5'E
AeE, ek '3 H T, HMOFEMB) RVNA BEH, L DNA A8, —B
K4 10bp B9 RNA, EEASIWMER, BKRZK “SI% RNA”. §—514% RNA Rissh&
B—/ DNA F B, RENKIEH B, XHE—B—BAEEE R, B FESBHNE
E¥E, eRERE%, RYGHE, EEEEYT, KA BKY 100 ~200bp, =—4
AN E BRA RS, 5I8IIER, &6 EAHRK DNA F B, BJ/5H DNA ZEMKER B
BEERTRN—&GHE, 7€ DNA ZHiet, ATSEMEHREZEN, SHEBNEHER

e3> 40

5. RNA i8R —F 5 RNA B R[EIK RNA I LB, REBCREMGR YR HBIE, BT
7



B A A mRNA 2 FERBXMFFIARETE K DNA BRFS . B FlHRE_ERER™
& RNA Wit Bl R G R4, BIE RNA K P ERAER, BFRZ N mRNA 4%,
$3 mRNA M =FIER: OUWIMABBIER; @CU. A-G I G-A RIHE; OC-
G. G-C B U-A BB BB
RNA B EXT 2 FHEYE P OENR— N EEA T, RNA HE N ZHIE 2R K i
mRNA Wi F R 8. £id%8 K mRNA BA BEE .

(% *&)



B=m RN

F I R K

BIEN=ABENBREABNESEM, NRAGERBEM, SFHRERRIEETK.
FERBRANERAEELAENERASN, FENEBRERLET, EATHRERRKE LXK
SEEHTHRRBEE. BHIN T ERREE N — 8RN, 0883 A0 00 R A3 B,
Beyes AR E B2 I RA RN BMEZ AL, HAREER,

-, MERERER

BENEFEREEXHH P EREIIL, BEATEXERER, NAKFKAGE
. UTARtR%*2%.

L aEER AEANRERN, REROEIE, TR ERDHIEEENEEL
SMUERBIE, EARFRNEHAM, FrERENERFEEXRERFE—1. i
ARG AP B AR KR

2. HHASR ERMMBERN, MTARRAE EHARERZEEHHE, B
SrREFIEFER A BRI BEYLA S HAR TR 3 B4 5 R e FE 5.

3. I HE MTR-REEENARZERFHAESF, EA MR8 —&
EJE A%, RAES, BERFEREERSS THEMAELXHRFERF B, WHZEHxX

R, NmEERPIAEREZE G RBFTOHS

=, RERBREHELHRS

1 BB (locus) —FKPEEENEENE. BMERELFERFENER, £
T EHMRMRIRR A EHERKAE ERARFREREE,

2, BAUEA (allde) AEFFRBREENFE-ZREELHARBAKNER, EMNER
Bl —2KA, {H7=AEARRRFREBN, -

3. HEMEE (multiple alleles)  7ERHAS H—PNEFE ERFMERBER =1H=
UL ERTBERR A R LR

4. HER (genotype) — M MARIBIEEAMEER, —MIgREERE E IS B

B
5. %%l (phenotype) EEEALEMARERENIERTREN. fE6% B R B 15 1

Ko

6. 43 F (homozypote) —NEEEMEE FHIWMHFEMEMEFNARAERE, WixEN
FERP RS S, AN MEMNESF,

7. %8 F (heterozygote) —MEEE EWHANEAEERRAHERE, 2R ERK

BH, XEHMEMRE T
9




8. 5T (hemizygote) HBHAMA X Pafk EHERFRBEMNFERN, BN X
EMBEERYE, BHEANEST

9. B (dominant) —MFMEHEERGREFTATLREWR, Wb x—%672EEEHF
RER), ERETH R R BHER,

10. fatk (recessive) — MR—MEFMERAZRSRET AT UREMRER, WX —FAE
B FT a2 AR 2 R '

1. Fi&ath M EAREEROXRRAEXR TR AHTREHLH R, Rif
NMAFEERAERNSTRRNIARNEXERR AR FERERRERB I ERE
BT AR IEWTE R WA R A AR R AR, R BR RiE ST

12. Gk #% (proband) ERHRRFRH, BRRATRIRRLREANE—EE,

=, RERBERPNEEREAR

AN BURERF RN ERR, XREMBREFEEHRIEREN, HBRER
PR EMBRAYE, AT4LIF LR,

(—) Bk BHERE (autosomal dominance, AD) &

FWERVTERCKL, E5EFHSNEEERKE FRATSEMERK, R
BB RR W e bk B RSN

AD R RIEBAUTRA: OBREXPGEZ—EERABE, MBWELRK, FL—HKE
AERK. BFHERAREITSBLRENEETERTLNEL. OBRENTLE 121
RS, QB LRWICELEF, OhLIESE R LEZILAEBEZRE, XAHE
WA ELERIEHIBER,

AD FRHARFAEHL

(1) 5E2B¥ (complete dominance): A FRERAUMBHAS FRLHRIKERER,

(2) A2 BY (incomplete dominance): HAUE B, REFHRBNTEBHAS TR
EXHBESEFZES,

(3) AAMBYE (irregular dominance) : HHBURBHERMNNE T, ZHRABEEAER
FHEBRROEWE R RIANER, WA NEAERILHENORIE. RifPTHRRAREN
AR

S5 (penetrance) R4H— &% B B M MATEREE MFFIE P TE AR R B LB, —
BEAEAE (%) . ADRIIBREE 100% I BES; 5HBIRERE 100%FHK
HINBATES

(4) 3t8B# (codominance): REAREMNEFZMBHE BHENRBENLR, ERETF
PR ERFTREMERBER > TR E.

(5) BB (delayed dominance): HHBWBHEEMNEFMEER AN REIAH
EKRRE, FALEN—EFERHKBA RN, BAITEBHE,

(Z) ®RakBrE#fs (autosomal recessive, AR) J%

BOREAMNTEREAHK L, REBGREENGSFARK, BRI REKRRERER,
HHBORERANKETASER, BAEBURERRGAER, HUREREARK. XM
R BHE ., T EBRMEER FL By lHENERR 2/3,

ARRAETRAHBNTRHA: ORANIE—BRARR, HRREBTE, OBREFWRE

10



MAE 1/4 RRATRE, BLRRNEH%. ORGP —MAEABESE LRI EL R EH
R, HHEABERY . ONLFEEETERRFREHEZHEE.

(Z) X-Eg Bty (X-linked dominant, XD) #%

HWERLT X REEL, FEBRERNNRETFMEER, ARSIEMRREM X%
BB YEBIER

ZX 8% (criss-cross inheritance) : 18§ H K X Pe@EAKRE T3, XK X RakEs
BCLIL, REESH-BHZEMNEE, X Jet ik &R E A XA B 2 [\ 5%
KA LG,

XDWAHUTEERR S OGP IHEEEMARETEN, BB ENRERBHE
B, OBHREWLEREE, NFE-MEY; MAHBREFNRBZ—RBE, OBHEE
W ILERRE, LFER; MLERENILTFALILBRERILEE N 12, @FiEPT
RELRIEHIAR.

() X-EEtEEE (X-linked recessive, XR) JF

WA X-EHBORERN T EE FALRK, RABRRRNG S TafEa T8
R, NXIERN X-E SRR ER.

XRAGHIEARES: OBHRRWTHEARE T, REFEHALEREE, ©
BHBENBREEXARIFENE R, QERNTFERAL CHBHEER. BHERKN
X ERRER, BEEREPTHARRBENAR. OLHBEHRE—ELBE,

1. RBE (expressivity) RIEEFFEERANBETRNOEWT, BFR—RERHAR
FMEEERRERORAEE LENER,

HE: RAEMSBENT XERF,

2. EEMZHHE (pleiotropy)  TH—NEETH SR AEYFRN

3. fEREYE (genetic heterogeneity)  JLFHHE BRI A B ] LA 38 30 K [l — #b s AR Bl i %
B, XARBMECTERNBARKNHRUBEREE. TR OFMNEERFHME: BR—
ERE FREMAFRRE, ER—EROFARNRRRRTERRRBYREYE, QHFEER
R fEREERFIREREE LR HERNRENARSEMAL . KEEBIERAFER
R,

4. WPERIE (sex-conditioned inheritance) R FH Rtk EMEFERRMEINE A
FMREBEMBRETA, NTERB LRI LEHER,

5. BRY¥ERIE (sex-limited inheritance) — RIFH Rtk EWEE RE—MHER P RE, T
ER—MHRIRERRE, K GRHASHFEE ENESAX,

6. 23 (anticipation) —BEGRAEHRKRFRIE FFFAELRRFERZHBATS K E

BEMERES, HIRH.
M. AR RER MR AR5

R IR ATR 2 RERER RN ERERE M TR —FMREE L,

HREFEROEREMTARORGE B, MXRMERMERRESEHAGHE,
B ENI% 8 IMEMSL . EAMERKTRE T#E, Lz ARNIRE RN g R &
HERA G RERBEE,

HRENFRERMRAGEREN FR—ROE BN, XA EREEETSENR
11



