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HARFASZIBEL . RE(RIITEIENTES,

ERCHIZBEFIRE - ZUCRTEHARI1> (BAREFR2022
o) | EEFHIRERZCRETMIEEN (AREEREMRR2022
o) GEEFRBEOERGCEIZE (BAGERTFHBR. BANE
BFER BAMRER. BANEREFSR 2016) | BABRORECE
IHEMR ER-NEREGEEE LS BEANBROBEDEROOHDH 1
VR (BEFHBE2017)  BBFEEDBFOSSENEEBREAVERE
DEHCHBIBENBIRRES R > REBEIFRERNZELLE (The
Genetic Information. Nondiscrimination Act of 2008: GINA) . RE
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2012)

HBREIRRL, RIKCRIITEIEN'TES.

SYBEDTARN, SYBELL, IRSI AR, EHEOER, BBIEEE (BIhEE) 8
B ($HME(R) . Hardy-Weinberg ¥, Bz, EEF. FFERIE(E
FEREET, TUI PV EERE, RIRA, )\TO51T PLILIAT.
REES ATOES, MANTOES AIES, TUES B E

BREARBEE (BIEEE)  Aa2EN BN BERE BRE
HEEEE (HMEE)  XEHEE B-BE. VEHEEE, REE, R
BRG. IR, FERARZR BENREN. RBE. RBX, TR
B SEFER, RIBERK, RIRBUES, TEZISR AT IBIEOH)
Sh, HERRET A BETEHR, /\TOFL (haploinsufficiency) . 1
PAZ (dominant negative) Zh5R

ZRFBIEIRML . REARTITHIENTES,

ZRFEE NIZIoy). BNEE. BREE. BEE. 218071, 8%
BER, R RE. DREBRM. LEME. BEEMR. BEISE. FRIERIE).
WRANFH). BWEFRE. AEER

HRRENEREIRML . REKIRTITHIENTES,

INIVRUT (BR) Bim #REEE. ATOT523- RETS23-. BIE
MR, SNV RUPDNARE. EEAFRIE BETF R BIEFER. RE
£, I RUPDNARZ, BFRERBEFEEHA

BGRETPEIRML . REKRTITHIENTES,

RUE BRE. BIHETE, RIEEPE, AL, EEXRE. BRE <gE
AIREER> | BT, OZRTYIET IV BEIEBIRE. " ADEE

HRRIEEF

HARRD B R BB OVTHRIATES,

DERATH. T READER. RADR. B —E (F85) K F7X
N, REBHRR. NMIFRX . MIRER. M, ZEDE. BHEED
Bt BHEIIRLBE. 3: 1508
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REROWE  BRACOVWTHIATES,

DNA. EZb> ZILAY =L, JOXFVTAIN— ZNTA—IV R, FREREREIZ
B ORPEPER B G, IEPEREREMA, JO0YFY . ATOJ0YF >,
I-90%F> . REDAK. IHFRREDE. MHRREDAIIR, > X7, 8
JRAK, (SRR, BREMA, HEREMA XREE, YRER, BEREARE.
XRBAREHL, B FEME. HRREE WG, KL TOX7. £E
PhRfESSEBAL

REARRBEOBRCFEMIBICOOVTHRIATES,

REMRE (MYI- B/VI-) | BRERE (/0 | BERE (&
B, Y1EERAE, RIDWERAE, O/~ N ERRE, RIR, B8, WAL AL BRI
REBIR AYZEIR)  CNV (copy number variations) . LOH. cnLOH

(copy-neutral loss of heterozygosity) . fRifax K. Y-H—2E
R, REERIEE 2K, BIAE (anaphase lag) . VOERUTS
A, RESRRHERR. RS VI TV RIERESRZ

(NAHR) | IFEERIm#ES (NHED) | fork stalling and template
switcing (FoSTeS). microhomology-mediated break-induced
replication (MMBIR). 544, ¥X5
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DEE. IR LB, GHRE. BREEDZE. Bkin situ/\(JU5
1€-33> (FISH) 3. SKY (24®FISH) i, &ER5EE (ISCN) | 4
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1=-VE5) CpG7A I R BSEET . BIETFOEE. J0E-4-. I0Y
>, 4>h0>. open reading frame (ORF). I>/\>Y— BEFIrIU—.
REDY N\DZF—EDVBIEF. WBETF. BSMIER. FryTigis, RUA
F=Ib  RUARINS DTV, RIS KBRS ATOEER, ATESIR,
RNA. mRNA. rRNA. tRNA. hnRNA. cDNA. > ’SILRI Y, BIZFHRIR
A, ESHHEIFRS M, BSRT. &5, Tt ) 2T514329, 275
AR~/ ZRTSAZPICTH—EBAL, SBIRNWZAT 5424 BIER. BERBAMA

ARYFEIR. AEIEEER. IREEIE. MRIRRMETE. REMDNAGHK, TOX5—
v IERES
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BEFOZARMECOVTEHRIATES.

JUPD R BREBR, MUD3aY, NUAN-Ta> IBRERK, IEEFA.
BT, IERRIERTIOMR. XFIUEBRORE. IL-L3Th 1>
JL—A. F>1>R. nonsynonymous, synonymous. HEEIESE, taE
FeRR, EMMEE (dominant negative) %)%, RFLP (restriction
fragment length polymorphism) . S=H754 &8, VNTR, Y//0Y
T4 BE, AR RERYIZE. GEKRIEERT] (NILyNE-N %
B DNATA>H-TU> N, Z8IY—f—, DNAZEIDISH. SNV (single
nucleotide variant) . JSNP, LDJOv/. #5448, D'\

R% )\T054 7. J\wIRyFTOS1I N, Tag SNP. Minor allele frequency
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RIS, HANBEIERE. DNAZEE, ML F2lT. S(LFR02H
& MR ERZENE, MREEFA0SENE. AR (FKRE. WE
RE. BARIEY-H—1RE. IIEMRE. ST RlleostiE.
NIPT) . Z&FR#ETZHT (PGT-M. PGT-SR. PGT-A) | FIERTZH
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MEBOFE B EEFHCERBATES,

Hh (R) BEFOFEE. KPAIEREETO/ U7 N DNMEERE, 5

FEOATYS, 2byh (2EXBE) RS AFOIESHEOTK (LOH) | RIDAH

0K (LOI) | MEBET. EEFIEE. MATRRERE. BRIV N

AIVAACEFYE, RIBVE, BEFALUR, HAEESEY VT N, HheRe

KEWFO N, BHEZE (dominant negative) MR, SAVYFHESEIR

FEEIS- G5RT. MREERT. REARE, HllRIC-BZEL
(SCNA) . MSI

IESTRTAIA
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IESIRTVIREACEBRATES.

IESIRTYIEAL. TESIRI R S I LAY TS T M1 YZ~
(UPD) | XEEARDAE(L. DNAXFIUL, BIEFHAL>S2T, EARAE
£, YAJORNA

REEET
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SBRICEDBIRICOVTEHRATES.

FEAEESEGETFESHE (MHC) | RRSERET . RENSEET.
HLABEF . BEFEE. SEEETFR RREFNES (ML32R)
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HERES M OBIE, BLUBIEICEITZEREC
DWTERBATES,

FEAHRBES AR, V(T BfES R, MHC- HLADTEAR- #EE. /\
TO1 T HFRYIHURGEER, Allele(7LIV). HLALREBRS M, EhE

MERGUR. (RERTAE, BETAE, IEEmsE (FismEmesms) | =
BB, ARBAE, MBS IHRE. BB EER (GVHD) | BiE
A EMmmEzR (GVLEIR)
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FERNHRBEOISZIER I DELECEER
FTHVSNZFEOVTHIATES.

SERMBIRBAE. FTERIARI-22 | PIBSHT. BB, 72
IIVZF VAT, LIZREDHT, ARIOINI T4~ /IZAARINOANI— 5>
TLRYZAZRINOAN) - BESRIEIERITE . BESRTeRuE. &/ LR

WL F RO
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BEEOHIEEEFHAB LURIE TES,

RARORECE (FRIB). BB9BI) | RARORFSZE. MRIBIDNARLE,
RNAJHESE (D1/—VI00RIVLE- I T7ZSVik, D3 LMEEE. lRE-X
& IEME) | cell-free DNA (cfDNA) | UFyR)AATS—
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DNADIBIEEESHIAB LURILTES.

PCR. U7JL54 LPCR. LAMP, NASBA, TMA, LCR. TRC, ICAN
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U7 hORRBEE SRS LURETES.

PCR. PCR—RFLP, PCR-rSSO. PCR-SBT. PCR-SSP, PCR—SSCP,
PCR-PHFA. B> =ik, #4LIPS~> A, Luminex (H¥E-X) .
TagMAN. Hybprobe. Snapshot, Cycleave, gFCS, Invader. LAMP,
ICAN, SMAP, PNA. MLPA. cDNAXY//07L A, $&41/07L1 (CGH
FLA . SNPTLA) | HY>J0vh, Y J0vh, RIERS VI 28R (£
5L 2IYY-LGEEF/RIL) | SBS (Sequencing by Synthesis)
JUyTPCR. IR 3VPCR, NGS-SBT

26

REMEEREORLEZHRATES.

CGHE. RBANAI07LA (CGHTLA. SNPPLA)  £I7Y— LR,
25 ) LF
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B FOFRBEFCONTHIATES,

JH¥>70yk RT-PCR. Y1071, UT7ILH1sPCR, RNA Seq
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5 ILT SIS ) e 17— AVTRRBEE TR
DY) L\ L OATE - EEIEIRE ARG TES.

BEFRTOER

29

NCBI, UCSC genome browser, Ensembl

BEERIRRL. RIERII TR TES,

Duchenne/Becker®2#5= 2074~ (DMD) . fRILEEHZZMOT4—
(FKTN) | F38EMSANIT(— (DMPK) . EB8/\IMZE M, BREBEE
BAEMBE (AR) . Huntington® (HTT) . BREMERSEME (SMN1) |
RettfiElZEf (MECP2)

30

BB REIERL, R’ THILN TES.

SIRMAIGIRIEAE (APC) . Cowdenf (PTEN) . VHUE (VHL) (%
FMERSBARIEAE2RY ; MEN2 (RET) | TS IRIBE 152
(MEN1) . Li-FraumenifiE{®8% (TP53) . LynchfEI&E¥ (MLHI .
MSH2 . MSH6 . PMS2) | BRI FL 505 (BRCA1, BRCA2)

31

TBEHARAT, TEBEIENE (sib-pairf#tf) | ARERFEMFH (TDT)

32

ZRFBEICEIRHEL . RIKRILTRIENTES.

SERMMASAE (F5) . RASMAE (APOE., LRP1) . BEE3# (ADRB2.
ADRB3. UCP1) . 7 d—JUX3 (ALDH2)

33

BA:Ef#MT (associationfi##fr, case-control study) . (RFHIERFARER
3%&. GWAS (genome wide association study). X7f##f

34

HRREDEIC IR . REKTIRILTRTENTES.

IRI>RUTH ; MELAS, MERRF. Leber. LeighfXiE

35

IESIRTAIREIRARL, REKITARIITHIEN TE
3. (BEFEISEBOREZIERUFATES)

Prader-WillifE{&E$. AngelmanfEl&E$. *FL —>3>PCR. Beckwith-
WiedemannfE(&a$

36

TP—XAZIRTAIREIRMRL . RER(CARTITHIEN
TER, (BIEFONREROBEZIBBEUSATE
3)

PGx, PGt, \U7> heEERIRESZ M (UGT1AL -1 7h>, VKORCI -)b
J7)>  CYP2CY -SMZERTTILEL. CYP3A5 -90ULR. IL28B- CELAF
PEAREE) BT\ RIS, 2 FRIEREE. 1V)(ZAV2
Wi (EGFR -774F =TI, BRAF -97571=01. ALK -PLOFZT1t
KRAS -Y+ I, BCR-ABL1 -AXF=J1th. BRCA1/2 -#5/ T,
ERBB2 -N5RYZAXT . ROS1 -9UIF Il MET -7RF Il NTRK -T
ANAFZIM. ZOMEET)

FREERE
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BEERCOOVTHRATES.

FEEOHERCRSEEECHMEOENE. H=HRE. 1S015189. RAMEE
B, SMEMEESTE (EQA) | REIRMFFIRE (SOP). ZLI4HER. 1R
E RERITOER, RETOUR, RERTOCR, #IHEER, MEEE
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RAEOREEENTES,

HEEFRERERGREEEY=17)V] (CCLS) | NBEFRIERER
HERBEEEYZa7 (\-b2) FHRIER - AT RIORE EIEREEX
&1 (QCCLS) . 7/ L2 R RRIEEHARAEIRVARIE | (HAJRIES
R)  HAMELF (RIREORE FEEOERICEIEANERS (5
2.0 i) (ERPMREIRERESR) | ¥/ LAERCEIISRIMIAE DR EHR
CRAg3RE (BABARAEEF S
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