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1. BXANEE | BEEEROESHR, HEIEEEHEL, CORBICE

DVWERENTES.

A) NEDF OSAREICER R U ERSJUEFRIEE
MMTZB.

ZREOBE, fdnfall

B) BEFMZER, REOOVWTHRRICIEREL,
Ehh'TED.

RIRBCFRIZER, BLFHRE, ECFH20, M2EREOES,
SRBOECFNFIERE, FRYE, WK AREDER, Fik-
FRMRITE, RRRWER, RAEDEN, BRE, BEFHHN, £
|, (2Jx-LR-J2E2h, 12T2—-LR-7E2H

C) 51T NEDFIEDBERIVREEZTR-— KD
HDBILNV VTN TES,

BERAVCIIOER, BEHVCEIZIOBN, WREBBEL, AF1H
WA IEDBRNIBEMR, ERR-{BALCRIRIDHIE ER, BHNER

IEBTRIAIS U, (TRIEEIER, BERE, BENETRENSE
£, Boh v o JiBNEOERNES, 1-E2IXh=X L, BN
A, HEIFI, =iksm, [BIROGESL, EBM (evidence based
medicine) , NBM (narrative based medicine) , ZRIFIAEZFL
BV, EHREZOER, BROEBEFOER
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2. BFREEFENME : TARBEREEFENMFEEEL TS,

A) LFOEBIOVWTEMNAHZIR R TES,

@ A>TIVEIR

R (BIhER) | BMEEE (BIBER) |, 2B, JRIZ0ER,
BL0ER, DEEoEA]

PEfz, EinF, NP, BFEREERF, BERELRTF, 7L, BEEE,
KRR, )\TOS(T, REHES, N\TOES, BENTOES, N\3ES, T+
ViEs, BiaZE

AEIEHIRERY, ANEMRRIIRNINUTON, BREAERER (BhE
r) , ~Z2E%, HEE, BELME, SREHREHNER (HMHE
fr) , XCESEIEMER (BMhER) , XE#EBEE (BMER) , B
-BImE, YEEEE, REE, EEREREE, K6, MREEG, 3t
ZE, BNEBY, BARENE, 7UIESN, REE, 38X, %
mRE, REEERSR, LT IVEELEOGS, EIEMIERIITES(Y, &
RfmEg/\U7> N R EY ), BiERE, B-FENR, /\TO0FE
(haploinsufficiency) , BM4EZE (dominant negative) 18R, 2ty
b (2 BBE) RER

@ IEXDTIVEIR

ZRFER, ND->, ENFE, ERLE, 218D, REMR, &
#imE, ZEmE, LEME, AMETIL. BOER, #ISE. En, 18
MERE, AvALE, RBRERIEEL T

INIDRY (BR) B, MREEER, NTOT5R3I-, KETFRI-, E
B3R, PO RU7DNAREE, SR, BLFRK, BaFEE,
WZR, IMIYRJPDNARZ. BEFmEREREGHK. KAELT
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® HfEEF

MiROR, DREM, D, BH, REAOER, AHROH, RERD
R, ZfEk, —E& 80 &%, HEREHK, 7N, REARY, F
YERX, MRER, MlZed, eS8, BHEIEORE, BHEIIE
DRk, 3:198F, HHIRR, REARDH

DNA, EXb>, LAY -4, HOIF>ITrA\—, HOYF>, ANFOYOYF
>, REOK, IMREEDE, MRRES AR (SCE, sister
chromatid exchange) , t>hIX7, BNEIK, BREAK, HRELR,
XREK, YRERK, BEREERER, XREEARNEEH L GA(AZE-
23y) , BETEWHE, EERER, WE, &ZE, TOX7, REKHRESS
Fiiiva

EHMRE (MYz-, B/V3-) , BHEEE (=66 , BEEE
(3cRE, YIERIERRE, RIIEEERE, RobertsonBYnE, K, FiE,
BEPOEAL, WERBEAL, #8A) , BRIRREAK, REFREGE, Y-H-RE
i, REARR, FRESIVYI-, PAVI(YZI-, AFOF(VZI-, EFC

7, ¥X45

DK, REERINUR, REAREE, GOEE, QOEE, SHBEDSE
%, FISH (fluorescence in situ hybridization) %, 7L1/CGH:Z%,
R MR EAESEFARF (ISCN, An International System for Human
Cytogenomic Nomenclature) , HfISEZE, REMMEAERIE
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7L, #%E%, DNA, RNA, DNACRNADIEE, 1BEXS, 18, R1E
fiesl, 1=—785), CpGrM17>R, BaFOEE, /(U>RO-A, UTR
(untranslated region), 5'UTR, 3'UTR, JR>, JOE-4—, 19V,
4>h~0>, ORF (open reading frame), I>/\UY—, E{EFIr)—-,
REDY, N\DRF-EVEEF, BELT, BEHiAR, FrviEE, R
UAT—)L, RUASHIOSTFIL, RXAL>

DNARUXS—¥, FRFHER, DNANUS—T, DNAEIE, ZANYFHE
18, 121885, MREEE, BIRXEE, FO45-t, 1BEIEE

mMRNA, rRNA, tRNA, hnRNA, miRNA, siRNA, RNAfZEf,

cDNA, TNSIVRIR, EIEFHRIREE, NILyNE-b, E5RF,
875, JOus Y, T332, RTFAARY = /RTSAR79eT5—EB
fii, BIRNZTS12>7, bNSORIVTMITUN, R, BERRIESR, UR
V=»4L, >vyRO>

NU7>N, 1EEEMR, NP3y, NOAN-T3y, 1EEXK, 1EEE
A, BTFEHR, RZR, RERIIOME, JL-L3TN, 12IL-L4,
PONATIL—L, 722X, nonsynonymous (SXTUX) ,
synonymous (BfL>K) , #EEESR/\UT> N, HEesekr)(Uy>
b, BM4BEE (dominant negative) %h5R
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@ DFEEF

JNU7>NDTEF, RFLP (restriction fragment length
polymorphism) , SNP (single nucleotide polymorphism) , SNV
(single nucleotide variation) , T=H5754/ &8, VNTR (variable
numbers of tandem repeats), ¥(/0Y731/ EH, 2 IBEKREHESI
%R 31GERIERY) (MWFLyNE—-R) , CNV (copy number
variation) , Z8Y—h—, DNAZEOIGH, EH#EAFE (LD,
linkage disequilibrium) J0v%, \JO%47, major allele
frequency, MAF (minor allele frequency)

4 JLADNAS1T35Y—, cDNAS/J3U—, JO0-AEDNA, HH>TOvNR
#r, JUSTOYNMEM, PCR (RUXS—t&EE/RIE) , T51/Y—DNA, #l
REEzR, WIRERER, /(U9 E—-23>, HAHRIDNARIM, HHHERX
{ADNA, 94—, F3AZR

NS>ZT193a>, ReEERiE, N\AA/\H—R, DNAZWLE, Yo%, 7
0-7, 5JLSHEE, S—>9-554>7, invader®, DNAFYS, 5L
S

FILNES, b LETE, BEESRE, ¥ /LT-IN-R, EEER
F, RZ2aFWo0-=>4, REEET, TIVNYEYT, IOV EES
&, IWEODS—1R3R, HLEERRIT, DNAFYS, DNAYA/O7LA, FIRIO
J74)b, HapMapZO1/h, KRR -II> Y-, KEEETS -1
2, LIPLORS ) s
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® EMEEF

IERMRER, AOTIEH, BloFI-), BEFERE, ER&EF, Hardy-
WeinbergDiA8l, iT#tE, #IRZZEC, BOLERT, BMETL, S
I, EER, EEX, @UE, BREK, BRRZEE, RMNLRYI
R, AltgE (AMER) R, ECEERE, TR, ZRRMEME, 8
EEEERE, BIEXR, BEOE, ‘REDH

BAE@A#AMT (association study) , RUZ1Zw/URHZI7 (polygenic
risk score) , XR&IRHATE, HFEE, BREREXDE, Find, 2Dt
waxiis

i, HHAHEX, BHCEA, TSFENY, EiHEEE, \TO517, EH
A, OyMMEm, EGHEEEE, EHATE, AN, SERTEMIE
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®IESIXT1IR

IS L, IESIRTAVIER, TIN2TIT120 (RiAd) |, 4>V
> NE{EF. DMR (Diffrential methylated resion). 1>JU>F>Ft>
H—. FERMEI1YI—, DNAXFILL, ERNAERES, BIZFYAL I,
A-=TIO0IF AEE

OEEERF

PABIETF, HPAHIHEIE(RF, DNABEERT, MRDROFIVIRA> L
BET, RAN-ZER, /Wi ov-—ZR

DHABGEFOEMRLE, FAIGLIEGETOZER, DNABERE, REODATY
7, 2kyb (2 EBE) RER, ZEERERER, NTOESMHOEK (LOH,
loss of heterozygosity) , RlA#DIESK (LOI, loss of

imprinting) , F&ELT, BoTFIEE, BEHRRE, EEILX, 1L
FRE, REWE, BEECUR, HEIESRNUTIN, HEereRB )y
>h, BMBRZE (dominant negative) %R, BLFER, IAVYFHEE
BT, 8815, G5R7F, #MlEsRTF, R2EARE, v1/007F
A MZEM (MSI, microsatellite instability), B FERES
(TMB, tumor mutation burden) , J2/N\ZAE2K, HAS . LTOT7
AU, DFENEE, SRREFE

EBREEE, EGER, BEESEEMEREEE (tumor predisposition
syndrome) , SREMNERE, REAMEISEIRE, FHHTA

®@EBRELF

SUINDE, B, MRSV NIvIX, RERTF, BIERTF, RILVES,
feBig, fiferv\aRe, MEENH, EENRS, 7I/BRNH, BN
B, VUY=L, RIVAFIY-L, UREH, RILI1)>, ENESEERS, £
B, TUS-EUZIAE, CUNEARH, REER, NEJ0E> IR
BER, BHOER, SJHURER, BUETR, BRENRS, 52
>, ERIZAZMN-Z2, BRMFREE, SvROY
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O4%%iE- FEERF

BURBOH, LBARIMOR, WK, I (BaF) , 458, 4hiEtRe, 4
JEMIRRR, BUBF, BT, UBF, XHB, EET, BEEIE, W (2)

fa, BER4IE, HZFELE, AIERR, MEREWE, FERRE, EIEOR
H, NE, ~EE, BIERE, EREHRERE, LIEmMBER, Y1
7, RREEEYAD

FRREEOER, TRERBOFREWNT, ESE, ESE, RERTF,
ADWEEUEFME, BRRBRORE, BEHRORE, ERIORE, U1
NWARROFZE, EZ5)>)

B) BRREIER(CHITBIET VA DVWTIERRL TW
50

O DFEZEME

RE. BEE. BEE. BT REEE, NEMEEERE

@ BRPREEZHM

BE, BEE, BRX (REfHEX) , BihbEh=x, BihEthx, B8
xR, BEBRIRAAMERE, ROCHHRE (receiver operatorating
characteristic curve, Z{EEBNVERFIERIIR)

® ERERIBAM

RBOBRE, TASE, FHE, BEE T2, 9-~I32Z,
BRXHR, HAR51>

C) BN BEBOAHPRAECRFRICRIE, TN
RCED

HCO¥&, HC#E

D) ERIBIROUNECHD, FFIFOSFIFANX
Wk, T/LT-IN-R, RRET-IN-ZX, (AL
SIARTAYIRY =W FIATES.

F—HR—-ZHY—F, NCBI, ClinVar, HGMD, UCSC%/LJ39H5—,
COSMIC, dbSNP, GTR, gnomAD, jMorp, OMIM, PubMed,
GeneReviews, GeneReviews Japan

E) EEHIE, BUHIE, H8E-4BEEN
%, FER, YR-NMIL-TREODHEEIRICONT
OIBIRURENTES.

EERR, NTBIESERR, ERENK, MERR, BEERIY-E
A, BHEEEFIR
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3. BREBEFNEZR | BEFHSRELVT7EENICRHTES.

A) FZRIER, HENERE, OERRROEERS LU
Rz S0, ERIENMTAD.

RIRECFRIZER, SRRBOELFIREL, 28, tme2RRlenE
1%, SRTBOELCFOFREME, FREE, WA JAREDER,
IR FRMRITE, FRARRWER, RABEELFHIRE, SERBOER
FE, BEFHERA, £6fmiE, 1>J4-LAR-I2EIN, 12TA-LK-TE
M

ATIVEILR, I TIERR, REARE, BLEER, KKMEE
B, RABREECHERE, BWEE, BERES, HEELFR
B, FHMREMEARELENRE (NIPT, non-invasive prenatal
genetic testing) , FEANEGZIRE, FROA(F>R
(anticipatory guidance)

@ 1TV NRUFRIREQERKRFIRICEDVNT, &WE, O
HEARHPRROBEEN TED,

ERmEE, Bho )

@ DIKEB3 AR EOFRIERNIEER TES,

Ik FOREEITE, TREVERR, BERE, REE, \U7YMRESRRIE
#&, atrisk&, FimdE, TS

Q@ BEERUEREN'S, [EULLVFKREZIEHRTES.

FREIERY

B) MIEZHLUSHPIR, REFMRENS, BEIEFH
BREZEINTED,

O ZECHEREEZSEMBLUVERIIYIEEENTE
50

dysmorphology (28 /RE%F) , phenotype (FIREY)

C) HENRURATHIENTES . MENFIEN R
BATH TEBERERIEHMTZS.

O UREUBIRNMSEGRER, BEEIIELFIIRR,
HENBIAVHIENTED BENFHIENREERIBETHO
TEBEURIBIRIEHNTZAS,

BInFE (BRURY) OHEE, Hardy-WeinbergDixRl, iEZE,
BayesDiEE

D) B2 EICH I B RZ BT ZER T 5L
nTES,

Gk, BANIBHRARE
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4. BEEFNRE | BULEERFHRBEORECOVTEETES,

A) IEFTYRICEIWVOEIRIEGFHIREZEIRT
35 o

BEZGRE (DTECENZENE, £EFN2NE, MisEnEnNg
W) |, HBFEMBLTFEEN (190701, £IIYV RN, &5 ) LR

) BERPEEFENRE, BEMNRE (FEKRE, MERE, kIR
RE) , FEENRE (BAMBEY-1-188, RIEEEBERRE,
SN ERNELEZEMRE (NIPT, non-invasive prenatal genetic
testing) , BRIIBEEGFHIRE (PGT, preimplantation genetic
testing) , RERNEGFEHRE

B) RBELFIREDFRIE, 7EZIEML, TN
SOREICHBIBDEI RN, BRRNZAME, R
PREVE R ZERATED,

O B FEERBEODMICOVTRATES,

BILFHEERE, EC-FNRE, AMIRECFRE

@ BLEFIIRBODITZHMS, BRARZIEME, BRR
BB RMESRATES,

EEICHIIDECEIRE - ZWMCET2H1 RS/ (HREF=2022) ,
BEEIE, NEMEEEIE, HEREEIERE, EnTRE - 2EHMR
B, BE, HEE, BFRE (REAFHER) , BEEPXR, REREER,
BER, BLERAMBEGR, FHECSEEE, Y-—~132X, IFU-H
NIV, T LEECHFPIZT1=r—23> O (CBETEHARS1>

(2021) , “%cafmi8, ELSI (ethical, legal and social issues), 734
MZH, BRIRMNZEMY, BRARNBRME

® ERIREVEAMOHEIZIL TVSIRELAFZBNEUARE
DEEZDMH CED.

ANEMRETDEMRIF - EFRARICEH T 2MmIBET (XERFEE, BEL:
FEE, BEEXRSE, 2022)
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@ FEEZW, LERBERFIIRE, BRINECFIIR
B, REEELCFORE, REMELFNRE, SR
FRICBFBIRIFHE, T7—~X2Y JZIZRBOENETND
BIEFIRECHIT IR, BUICERETES.

BEZE (DTECENZENE, SEFN2NNE, MiREnENg
M) , HAERNEGFENIRE, BENRE (FKEE, WERE, kS
MiRE) , IFEENIRE (BARIMEY-H—1R7E, RIEEEEERE
B, IFMREMEHAFEEFENRE (NIPT, non-invasive prenatal
genetic testing) ) , BRANEGFEHRE (PGT, preimplantation
genetic testing) PGT-A (PGT for Aneuploidy), PGT-SR (PGT for
Structural Rearrangement), PGT-M (PGT for Monogenic) , FIiE
BEGFIIRE, J/LFKEY (Jr—~X1JJ/39X) , EEEBEF (Or—
NIZIRTAIR)

© &5 L#ET, £ITVET, T7LACGHREDHEREN
B FEEREL, BoF/ (RMRECBIIERRR,
MEERZHATES,

RERS—II Y-, &5 LER, &IV R, BT /\%, T
DNA>—/I Y-, READNAS—II Y-, S ILT7ESTI, 9-5yhs—
IR, VAF (variant allele frequency), VCF (variant call
format), VUS (variant of uncertain significance) , Z/XEIFFR
RAUO7 LA REBRIRE, 7L1CGHE, SNPYLA, HREENE(LTFRER
B, {HENECFENRE

C) 754 IV hOEBEEFR, DIBHRN, BFIR
MSEUT, BEFNREOEENTES,

O REFIELERRE, RECHIIIVNESEIRZHRATE
50

B FREE - REARE, E-FEERE, ELFURE, FMRER
FIRE, ERE, 2R

@ BROREENMATEIES, TNTNOFRELRFZ
HEEL, BRI PIBHZHIATES. IREEMEREMIE(C
EEITBENTED,

ERICHISELFIRE - 2RI 51> (AREFR2022) ,
BEEHE, NEMWEEEE, HEIREEERE, BnFREE - RBHR
B, B-FHERE, ECFNRE, MIRECFRE, ERE

D) 75341V hDOBEFH, DIEHARE, FHEAIR

MUSEUT, BNGECFHREDERICOVNTO

ZERBUEEFRZITL), I5AIPONRIAT
BEOUGEREEBIRORE) NTED,

O BRFHRERROFENTHEZIEFELTHD, 1EHE
(CREIRTED,

EHRE MR AT (ISCN, An International System for Human
Cytogenomic Nomenclature) , EFHIREEROZENCZEHE

(HGVS, Human Genome Variation Society) , Bz FROIZLERE
#A(HGNC, HUGO Gene Nomenclature Comittee)

1 /11 R—=2
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@ EBORAERBSRV T hIREBIREE 2 Baffects
function, BLUBEARBPO/NUTVL, ENENICHITIE

REHEFETED,

NCBI, ClinVar, HGMD, COSMIC, dbSNP, HGVS, gnomAD,

jMorp, GTR, OMIM, PubMed,

Q@ EBRFHIRBEDERIBYRIAY MO EZIITHIEN

_6350

RIRBCFRIZER, SRRBOELFIREL, 28, te2RRlenE
1%, SRTBOELCFIREME, FRYE, ML AREDER,
IR FRMRITE, ARRWER, RAEDR, UIRBOBRE, 4dp
wiE, ZHEREY0-F, ITF/(-MRIL

@ FEREONMPYIC, EHENDRIINIC, I5/IDMIER

BRI BIENTES,

SEfETRINDS RS, (TEIASER, BHERIE, BENREDIE, &
B C5-DBRANES:, I-E2)Xh=X L, BHENTA, EEITI,
Kik:m, [BIROEEE, EBM (evidence based medicine), NBM
(narrative based medicine) , ZRIFAEZRAVRY, BHEZOE
W, BRRROIREFOERE, BEFENHAE, SmeiE, 1>J4-AR- I
N, 420A=LR-7E>H

E) IBRZME G FRESIMRERAECSTD,
BREOEE, RAZEFEL, BREHBINT

350

EEICBII2ECFIINRE - 2T 21/ R31> (BAEF=2022) ,
REEE, NEMEEEIR, JEMREBIERE, BoTiE 2R
B, E-TREERE, BCLENRE, AHRELTIRE, EEZE, DTC
(direct to consumer)
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5. BEFHIRIAVD BEFHEZRCHBITIVRIAY MIBEIRILTIENTED,

A) BIEFHINRKIAY NTEZEIIT, 751 EU
ZORENMBHERE SYRIAY MATRIHD+53

BROSAIOMER, EFHER, BALCEDDBR

ZUNE-HBL, BOREZSHEL. BESEHHLEE
BrLE S BT DRBERT 7L ZRE TED,

RISGERET, BnFEE, 25X, LEAERBOHE, ERBR
E, ERNBREER, ZRTFECKRICBIZBRER, BRKRELFEXM-T-4
DIRZR, ATANWAIYIEDRHFIBER, ER-fBALCBIFRIDHIE R,
SR OERE, SHIEGE

B) HEEHGKLHRER, YR—NMIL-Jz@Etic
BNTTE3,

LFEEARPRER, YR-MIL-T, BE GHE) Ek, BLFRAEL
HR, Y-3SvI0-F>J, BERLDHD, TAo7E59—-, BB
5—, BEIGRSSVEBESHERROLE

C) BB ADFE, BEFROBEICOVT,
B REZSU> T EBMRERPINDIREN TES,

MIE AREDER, URRBOBARE, AZHREIDEGRF -EF
RIAFRICREI MBI (ERIFE, BESEE, BRBERS,
2022)

D) Bz FaBmOuE]gEN, BFE, RFRCOVTIERE
_Cgéo

BLFeR, BEFEA, BEFHERBMHRR, "5-, TIY22+y
7, IO0VAI-RAI—, %BEERE, /LR, iIPSHIRR, BEER, RIiE
ETTEBIGERTR, R, 12JA—LR-22EIN, A204-LR-7E>
N

E) BEERFE, SATARINIEDEIHIGHTES,
IINBEANS R ABRICNI TOFRBRIZITICONT, 5t
BIZENTED,

BATHAER

F) SEBHRESSOARERE(CHIIBURTFHIEH
Tgé o

ZRFIRZE. DTC (direct to consumer)

13/11 R—2
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6. BEEZRICHIIZHRE  BEEFOROBENA@EEML, REKTES,

A) e RBEESR, A, Fin, b, AE,
R, BBE, MMEM, EEBLE, ABOZtk
ML, BETD.

FenfaiE, BEF, ARG, 8K, B8 (KB EHF, BiF
BhERBELH R, FTIRTE

B) BLEEOETIEEL A RS/ PFER RFEE
SFU, 2ECEADZUNERMGIEREN(>IA—LAR:
b A2TA=LRT7ENOWTIERFT B,

BIEEROMENESR, MMEFICHSBVTUVSIER, LN JAEAEICE
IPEE (I+AJ, 2003) , BABRFRORE -1Eit, Bl F2H0OME
NEx, LEmZhoRENGS, RIE-RATRNOMEFER, EECS
FPEEFIINRE - BIICEIZNRS1> (BREF S, 2022) , ENE
CFIRERFCETS il (BXEEREMR, 2014) , EFE-
MEEFRSEECBITENBROBULEIRVOLDDA1IVR (R4S
@&, 2020) , BEEEDTFOISENERERE RVEEDEFCED
3 BENBHRIRELA RS> (BRFERE, 2022)

C) BEERZIEMRL, ETT 5.

EER-BUREGROER, T, &5, 6, ERE&, WHO, HisER
ITIR, fEULERER, REMMF, REFFERS, BREREE, FikETE

D) 934 I MDTFAN—%2BEL, BETES,

BABHRRE, BABREREE (2022)

E) FIEER, BERITABECHEREBZEOTHIIT
T%é o

FZEHE/, DTC (direct to consumer)

F) BIzZHERCDOVWTIEARET S,

BIRFHER, RKEOEGFBERENZEIE (GINAZK)
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7. BEFOMR  BEFOHR, NSUAV-23FIVY-FICESTES.

A) XEROAFTRER O IERERFHEN TED,

F—AR-ZAHY—F, NCBI, Clinvar, HGMD, UCSC%/LJ37Y—,
COSMIC, dbSNP, GTR, gnomAD, jMorp, DECIPHER, ClinGen,
OMIM, PubMed, GeneReviews, GeneReviews Japan

B) BiES A RS/ PELRB#RFESTL, HAITICRED
DNBRMFIBERZEA O IA-LAR- DTN 1>
TA—LRT7E NMIDWCBfRT 3,

ANEHRET PEBRF - EFRAFICEI BMIEEL CERIFE, BE
HEE, BEEXESE, 2022)

C) EEFHATROS  AARKICH T FE OMIEN
I ZIEMEL TV\B.

O SESERIEE - HA RS> ZIBETED

AZWHRETDEMRF - EERMARCEI MR CERIFEE, B4E
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