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OMIM (Online Mendelian Inheritance in Man®) Updated February 25, 2016
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RREDLFNERAINTLSER 4,329 4,664
RELEEFHREADEKE 1,503 126 5 0 1,634
AT IVEBIHEESNTLSERS 1,694 112 2 0 1,808
=11 7,526 540 11 29 8,106

http://www.omim.org/statistics/entry
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LY, ELVWDIEZEMNELY)
LEEEDOEBRNASELGEMIBOTRELNS. (EREEENLGFEER
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LY EFMNGZERKEEEDEEDVLEE

ZWEED=HIZIE, EFfMGEEMNF - B8R, FHEHRE (EILE2RE,
BIRFEHGRELGE) NBE.
NETIE, BEEFREIMAED—RELTITONSIZEN S S1=H, K
ELTHERFEFENTETLT, REKRICBLTIKESA(ER) D FRE
INFET, RERNESN-ERFHREOHIIEOTRERoNTEY, EERF
MIREZEERICEATDLEOICIE, ERREZEDLIICTIHIM, LR
MERREEAEDOTULVS.
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1 BETRECEST, WHTBHFHNEETEIRENEL. THDE, COLI4K
BT, BEFREZERLEVE, BHARETELL. (—HIIELENRES
THWREE AT EE)

2. WEELEFARERSINDE, TOBREDARIMVIIHEEMOoN T =LYBIES
MZEWZERBALMNZEO TS, ((EEIT/NMNRDFREBEME D FoNTLV =AY,
BABILHEZRESNEGLIITHE-TEY, TOEBRERE, NEOEEREEFKRELS
RIGHIENDHD)

3. ZMZEHEET AL, ERDBANGHERTHY, ZERLODEZNEHHTKE
LY.

A ZHEHEETESETTEH B FEEDTEFENYIAAT S, BRRE, EERE,
FRIEEIZDNT, SEBLLELHGEENZL.

5. ZMINHEE T S &Ik, BEEADFERNTEHIRENEZTETLS.
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B FREXMRERS 2554 (ARLEE18854413.5%)
B FEZEMNHETELIEH: 1214 (48%)
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REERICEWNT, EQXRIGELEFREVPDLETHLIDH ?

1LERRZEANOLZEZAT, REMREGDIELRFNERICEDHGENDEIZL.

{5l : B9 RE - R IE DS BRRETE D= 8DIZ1E, 35 FBFBLL L DBEFERARIBELHD
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EIEFE1 D128 ITT DDIX|WEMN TS, WBENICHEFTIIENDE
(R —T oY —Z AWRERIGT / LB OBEM)

2 EEFEENEBARIZH(1ERER, RX A, BB, VE—Mak, aE—HE
%, AR - bV R DOERELGLE)
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o TEMEXIFRER 39345ld1132451 (33.6%)
. Elﬁﬂur 244520 10451 (41.7%)
. PRER 23%5Ich 85 (34.8%)

. %n’ﬁll\ﬂ I ZHGE (VE—MERZEXFRC)
9451545 (16.0%)

¢« Uy)La—-T)—;v—RIRF

304451519745 (31.9%)

Z<DZEHRETEBDECTFZEHICEHES.

ZWETE TEADIL, 16-02%F2E. (RZWHFEE TERLVEHIIEZ LY. BAEL
NILTORIGHNLE)

Yang et al. New EnglJ Med 2013: 25% (62/25015) CEZ bt 7E
ZHEEMNTEODIE, 30%IEETHLIDT, HEDELFHERIZLIz/N
FILREBE XYL, BB (ETOVY, &4 /L) FEHHALEELL (BEEHH
MoTH, ARLANILTEZHEEDAREEZIBRTEH=60). v



KRR =Y —EHAW-EEFRETIE, BXEEDVUS (variant of unknown
significance) BNk Sh, TORBR(FEREZERTHLIDOHIESH) BNERARXDREIZES.

KR —7 o —TRIESNT-288,025 @D /) T—32 D55, 156,6221E
(54.4%) X BRKDEEFED T —EIN—XRIZITFELLGZWVVEBRASENLGIHT-1/\)
IT—o3Yy

=GN\ ) IT—230D5588.6%(F. BARANKHIZE ITHEEMN0.5%LL T DKL
ELE

IADEIVVUEHT, FH62EDOVUSHREHSh, BRICEETS.
ABARANDVUSEREIRT 51=0(21E, BERANYT / LDT—EIR—XHWZAE.

L5, region (ethnicity)-specific rare variantsD M Z<, TOBERIZIE, BFHX
BRZE =L, iBEOAOQBERERLHD.

« Myriad /Y BRCA1, BRCA2 DIRE Y —E RZFRLI=EFIZIZ, VUS DEIE [ 40%IZ E>7=
M, IBETIE 2%IZETIETLTULNS. (The New York Times Sep. 22, 2014)

2DDT—HIN—ADWE

1. ZBED, MAKEERIZDOLNTOT—2R—X (mutation database).
HGMD (Human gene mutation database), ClinVar 7 EXS B3 A0 B K

ADT—REHFEYEENTLVEL,
2. BERANDBEBEREAICHEITET/ LEREDT—HR—X
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[AVFA—ILERDOEEDHEET —5: FUK]
EXAC (The Exome Aggregation Consortium) 60,706 & {&
Exome Variant Server (NHLBI Exome Sequencing Project) 6,503%& /&
XK INGDT—IR—ANBEBED T —ADHEECHITTIEILEVWRIZEFENLE.
[AVFO—ILEHDERDFEET—4: BE]
HGVD (Human Genetic Variant Database)
fEEE12088 DIV — LM LFLMNT=, variation database

BALATAHILATIND D
f@ELHAANL00ANS DES / LERFIHNSE S variation database

H A A exome in-houseT—H~R—X
SBTELHYUTILEIL, 4,0894HY, BEFHRELTHA
CDI>LEEE L8034
MAF (minor allele frequency) 1% LA Mrare variants® 1E FE5 58 51l ZF A

[J%:L.\F*ﬁﬁo) 7__\\_9&_Z]
HGMD (Human Gene Mutation Database, H1E)
OMIM (Online Mendelian Inheritance in Man)
ClinVar, LOVD (Leiden Open Variation Database), FinDis (Finish Disease Database)
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* short reads * annotation fﬁ%%ﬁ(:ﬁgj—% )

« IDFI—HIY « functional prediction ) LEROERHR

- single cell . HEERLOBEEN . TR DY ) AL R
g 78 R

B, AREERIS . . (BE—RE SRFRR)
;*/Aﬁﬂ#ﬁm‘;z\g? =P | 47 ) LfRHT =P | ) LDRBRIR < « somatic mutation

yes * epigenetics
L RNA biology )
No
CNETOER
Zingt 7 LBRITERICR SEF AR EERR

(LM TH, BED—E (subset) THBENBIRSN D)
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A7+ —LFarte M2V T

%Efﬁlil BITHZH D= DIRE vs. HEGAIE: ZEHBEHTH LD, EFHEN
IO TS AREMENBHY, ARELTORE %_"L\T_t<7l:ltx7b\%g”

’T/AT—aa)-r—/\—xﬁﬁ:'f/A:r“—QE NHEF—ER—X(ZBFTHIL. 48
EIERGEXZARTHIE, BEIEFERGEEX, HIRFET7IOERELTOFIAZT S
& HARLT, REZWL 2T —EIR—=X[ZD\T, TENIL, BEERRIIZEATR
TEBHIEMNEZELL.

ERERIEH DT —3~A—2 BRREMICOVTE, BADT S/ —%+FITREL
I=£T, T—ER—XR[ZEHLT, REMHRICRILDOKLIIZTS.

%Tzd [ ’DL\'CODHE.

MRADOEE : AZEEBDOHAR, HAWE, EFHARISERTSILEORE

WIEEANEHREEECHTIRBEEDT, 1V T+—LRA U ERH T ENE
WR$pd. Iz E=EERICETE, FENEELLD. REROATFFINEEET
DA TELLES.
EﬂZIEﬂEUKIﬁ%&{% 5T, REICET AU ERITERERAANEREEDONSIE
IZBETINELNDHD.
F—ER—Z~DBE, \UIAOFRIIONTE, F=HOHEROBELELE
CENEESNDDT, AENLRAEERETRENADS. 1
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PERIRGENLE, BESADREZN-E, BADRENERONIZTELIEN
tﬁiz‘n% ZTDIHET, #EAELTOIRBAREZL 1K &IX, FFREMNLAIEMH

H(BAREFTTETIC6,AZELI-RERDHY)

* centralized reviewl|Z&HEZEZTEIRITANE. TNz, EEEEAIIERTHLOKE
TOERZERNIE RO, BEDRENTESLIIZTS.

KEEKRICE TEZHD-ODIRELT 5GLIE

PRBRBICETA2FHRSEERIESh, EEODEEERFOHRNIIED
. Eﬁnﬂ’]&ﬁﬂﬁ’\@ﬁ}ﬁﬁli RERIZEZIE, FIRENS
T—HN— Z/\@”‘ﬁ&&?ﬁ\ﬁ@éhéd)h\t’)?ﬁ\ ZiRaET
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« DHZTHETEITAHLD, RRHERZRYICEZSD
© PHEHET H_LICEOT, HEDRTRFBmEBRAZENLTNKIICEET .

BARRISHL TR GREENDE.

B EEZEDINTGFT A LT

© FMEREE T DEITEOT, TOREBDIESTLERFERZTRMITLHIEN, &

BIA, CRIRIZERTHS.

© PWTEHEE T H_LICEOT, BEEADFRNTEHRENEZATETLS.

o BEENMEILSNTOEWNMEETHLTE, FEMNFEAShNIL, ARERFEDS

RADENEIND.

« INFETE, BEEMEREICEVWTE, SHEEAKEI—ILEAGININ B0

M, ThhbIE, BEIAIZESTIE, SHEEZHFELELT, mRISHLT,

AIMRZEIZERYEES BTN TES (actionable) B IZZE>TETLVA. 12



