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K EREZ RS
ARIRRHIEEE v & —
(Centers for Medicare and Medicaid Services : CMS)

H f&:201543 1 23 H
AR L RS

OXISHE
Karen W. Dyer MT (ASCP), DLM
Acting Director
Division of Laboratory Services
Centers for Medicare & Medicaid Services
Penny Keller
CMS/CCSQ/SCG/Division of Laboratory Services
Centers for Medicare & Medicaid Services
Penelope Meyers, M.A. MT(ASCP)SBB
Technical Director
Division of Laboratory Services

Centers for Medicare & Medicaid Services

Othig EM~DEZENE
1) CLIA O#EE :

CLIA (Clinical Laboratory Improvement Amendments : iR T A EE) 1L, 1988 HIT K
SLTEIERTH Y 2 LT KEN IR AL AR DRI - BB D 3 AT MMIAFAE LR o T2,
AT, LIS 23y 722 T (FESEROFEAZ B E LI-MRZ2HRE) OMAER RO
IEREMEIZ BT 2 M 2 75 5l A ODﬁﬁ?U BB LEETE & DGR IR 245 Thlaz L 72, CLIA
L CKEICBWTE FOBRAEZTT O HEIE2HiteE b a0, TR TEEM - BEOME L L
T%, CLIA O L, fﬁﬁ@@%&f Lo TSN L7 >THY | BEMR DS
L LT, BEED L /DL DG, ORIz A3 5 B R & W o 7o RN 72
DETEZZATVD,

CLIAIZb &b e, TNARTTHREZMA S LI ICRESNTERY, & FOREZTH ETOMAE
MERIX, BHEZ A>T CLIA I288k% L, SREEZSEDIZ RN 1D, F~E LIS
N DA Tl 2 I 1 BILTREBRZZ T 20BN H D705, € OB 302 B I A iR
DI TEM LTI B0,

2) CLIA TOMESLIE -

CLIA ® F i3, Owaived complexity, @moderate complexity, @high complexity ¢ 3
DOFRFI I D, waived testing 1, #IREIZE > T, fERMEO —FEKNL LD HLDTH
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V. CLIA ®~7'v1 77 A CTREREA LAk OR300 2 D waived testing D L~LTh %
(CLIA THEK STV DMk OFITK 25 T E5),

3) BEff:

AR EE T, MAEFEME, EEEVTIUSH L THHAT LRBICOWTOEAERDH D | ik
BiEk DEHEVEN LR DIz T, B b L < 25, Mt EEICXT 28 BIE. TN~ TfT
b, 74 ARMETHMEMEFFZRVINTIE, RFEOBREGBHOF 2 GT HLER S
5% @ CLIA DIERIZHES W, L0 2R 2 WD 2 L2 b,

b M DRV waived  testing DAL, WMEMTRE., BEMHELTT I 7210 TH D05,
ZNTHMAERE DOBNIEFITZ T2, BE 2%FEE L) /N—"TX 72\, moderate 7>5 high
complexity D7 7 AZA> TWAHEA, Mk BEEIX, EBEOMRESESE & BB H D ZNENFEILD
EREATOMNENRDY . Flo. BOTHLORE, 1EEDIEMMEDORBRZ 2T 2 LER H D,

T Xk (proficiency testing) 1%, ZEMHA Tl < FEELMRITK L TITONL D L DT,
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AT MERDH D, HESIT A F (competency testing) 13, MAEfR IV EEENZ T 2T 0
TRB 7R,

EANDRET) L~V ORBRITEAESEE N TIT DI 508, AR RO OHE =FH1r 6%
T LD,

4) CLIABBEDIEE :

AR 1342 C, CLIA ~D% gk L CLIA OFREZMLE & L, CLIA ORBELZXIT2IT1E 2 2D
ERH D, 1 213 CLIA OREZFOFEEZZ TS, b9 1 2k, CAP (College of American
Pathologists : KEJHELEE) 72 EId 5N MORBEMBE O N HB A THELZ T, O/
WEMZZ TR A HIETH D, TOELLEZ®RATY CLIA OREIEE 72D, EHLOLNRMEE LW
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CLIA & CAP 72 L ORBEMMBORE L, EAEIIRELD, WHILE—TiEew, RBEETT 9 Mk
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FTWn5b,
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i%. CAP T% CLIA OFEHECA DY TBEEIT I LENRD 5,

5) BRFESFEOESHIOERK & CLIA OB :
CLIA OHEST A ML, FITHEMHR THEELZ L TWAARKRTH L, EMTHY . BELIT
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%4614, Board (The American Board of Medical Genetics) DFREFFEZFF-> TWTH, FIT 1,
BT A N &S T 2 7 6720,

6) CLIA OBEENEL LRVHEHK
ERIZRET DMAEZIT> TV DL IR, RIREEZZ T TR < Th, CLIA OIERICEDRITI
2620, LrL, B FOBREICED> TV DA K T, X FHEE-CHEeRA, JLIRBEGRD
THHMAEED D72 EOBAEIX, CLIA OO FITIFA LR,

7) genetic testing DALE-SIT :

BUED & 2 A, BIEFHREDOLE AL, MEZOLOBRIEFITEMET, R LIAZAS TND Tz
®, CLIA TIX high complexity (2575 S LT\ 5, 722021 moderate ([ZFEINH DG 8 57035,
Z 5134 T FDA (Food and Drug Administration : £/ EHAF) BSRET 5, FDA THERE
ZUT TWRWRAIZ DWW CiE, CLIA T H#19IZ high complexity & 72 %,

8) FDA, CDC. CMS D#H| :

CMS IIHIHI Y /T v . EBRITHRA iR OBHIEENH SN T E D a2 ET 5, FDA
I, BREDOSHEE1T9, CDC (Centers for Disease Control and Prevention : %Jfxt R T8t v ¥
—) X, BHEERIE ATV, EORRAE RIS 5, Tod, b L CMS 23ilh 2 22 240158
PR BIUX, CDCIZENZRAT 5,

9) CMS DOEHEAIZDONT @

2007 . CMS NEEFHIIMEDORRIMNEZRITH EHEL, TORMY THRERboTo, =
X, 3 TR T L TIEZEOL ) REGAD R SN TWADERGH L0, S HICEETICH
AR ZAED DT, AEMRRIZ L > TEAMIZRDDTIERWNEEZE X BN Z LT XD,

CLIA /X 1988 FEHZh TH DN, 4D L 2 A L, RIEFRA AT IMA 5EHEIT 22, CLIA [TiE/A
WHDOTH D120, BB LB T, ZHUCKHT 28, A XU A& T L IAICE TN,

10) FIERTZETIZONT ¢

SRIE L TWRWAZEROKR LT 2G0T, BUE, FmMMTONLTWOIRPTTHD, BiE
DFEFNZ DN TIX CLIA OFBED FIZAD Y, ZAUTxt L TREEA T Y 5072, HMO (Health
Maintenance Organization : {REHERAHERS) 72 & O RIS ME 2 ICRET D, A FTIET L
A7) == 7R PRI K LT, SRBRERIX S £ 0 Tbh C\ieh o7z, L L, BRCAL,
BRCA2 % B X2 BBENRH L L, TN HRAIIE D> TETWD, BIZIXHERI 2 E1X, Bis
TROMOBAEZB LTI BHICRAL LRSS 2 LT, fERAEEEZHET LN TED, B
FIPRBRIEBIIC & . KU RN L, BUL T DRNTE L2 L, L0 S B E 3R 2 1THE8
DoohbHLHTHD, LonL, CLIAIZHL £ TYH, MAMRINEIGEFERZRE L0 E 9 h,
ZDOZLEDIELEZEBETHODLDTH S,
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11) 28andMe L2 2T :

EREHEHE IR 5. 23andMe £ Bloom JEEREDO LRI E A %2 FDA 25 1 HFOHAKRE LT,
E DT —4H FDAITHEZIT o TWDHN, 4D L ZAITZED L LIER L TV,

23andMe fH121% CLIA OREZFE L TUE L2720, D ITE ST b ORI A Lz b o &2t
THMEY—ERAEIToTNDHENH Z LT, CLIAREEZZIT TR, LrL, v—7 T AfiFf
Hricfli 5 dihisk L CLIA ORBEAZ T Th b, VAR, TOMKEE &5 RS 20,
EWNSTeZ EITHWD Y 7 N7 2T HEREE L 2L, BUEFDA N7 —Z ZRGEEL TV DR T
b, 5% D 23andMe D E VR AETUIZH L5, FDA & 23andMe D4 RO HFZREITH LT CMS
DO L OIE, B TITEEL W,

CLIA 1%, fi##Hr - 08T O IEMEMEIZ DWW T, AR O EHMAS IEME TRV k32 L3 Tx | o AR
IToTHRILKERNTSH, LW FBIMELZRD S, LorL, 28andMe O L 9 ITHEIR &V H Z &2
HE, TNEFHTLZEIEFICHLNEK TS, CMS X, 8 (W34 HE*) ORGEEZST
DN, BRIR (BRIRAZEGE®) DRRRE & W O BIHIMERITEF > TV 7RW, BRIRIZ OV TIE FDA Ok
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BmEREMF (Food and Drug Administration : FDA) #4R

H 2:20154:3 7 23 H
A, R

OxnE
Alberto Gutierrez, Ph.D.
Director
Office of In Vitro Diagnostic Device Evaluation and Safety
Center for Devices and Radiological Health
Food and Drug Administration

U.S. Department of Health and Human Services

Ot/ ER~DEZENE
1) 23andMe & FDA 22\ T :

IR O%E T, ERIOMNTED 72 Over-The-Counter (OTC) DA TH, [EH - fHEICET
LCWARAEICE L T, 2 CTOMED FDA OFTE T 2IE#O FTirbihvd,

2007 FEEHIZ 23andMe 2MRA DRI & 46D . £ ORAPNE L, & - ERICEHE L TWD b D6
ZHTRVHEDH BT, 2010 4, 23andMe (%, ER B O GRS % HALORE SIS T iR
7272912, FDA 1% 23andMe |2 [[EEBEHO ERCAEZ AW DO THIVEX, FDA BZEi S ORAED
EBIZOWTHETZ2MERNH D | &) BoilEL H LTz, 45 23andMe Ofthi2, DeCODE Me
ZIT Lt 3 #hARIERICERBEDE O B 2 VTV, Fox OEL 2T T o S+E
Direct-to-Consumer (DTC) %iE®H7=tH D@D, DeCODE Me & 23andMe (%, & D F Fifffc L7z,
miftiZ, B S FDAIZER A ROT-T20, RSOGO b,

2012 12, 23andMe M ARUZ FDAIZ 2 DOHFEAH L, £kt LTFDA X, 7—# %Ko
DERET A= RNy 7B LT, 2 DOHFEITIT NE L L TR S To@x ARG ENTEY ,
ZNH 121D DNTDT —H &2 50N -T2, Kk, FDA b DZ 6 DERIZIE, 180
HUWNIZIE LD MERH 503, 23andMe 1L 2 DOHFENTHICBW T LT — X 2T 52 L8N T
o Tz, FDA TRV 127 —# 2R TE 2 < o 7o, 23andMe 1&, EfnsF v
—y &L, ik E T 58 LTIREIZE AN, £O#EjE %74 T FDA 1%, 23andMe X FDA
T OBED RV EMIRL, V- AERa T a2 Lic, ke a232) 72 &IC, 23andMe |&
FDA L DFFLEWICRY . T—F 2+ 5 Z il oTz, ZTOWZ FDA BHFENE % 1 2127
X INITKRDT-Z & T, KR Bloom SEMERE & 72 o 72,

Bloom JEBHEDOMRAEICET 2 EiRIE, EUAESMERBORRKZ BT, MEHEF HIRRZETZ
S>Te%E ., S0 Bloom JEERETH 5 ATHEMEIX 25% CTH D L5 | ERIRAYZ S PEICB L Tid e T
LI TR bDOTH D, MAORKRITH T 2REFORIGIT, TONEHFEE L, £i2ixto
ANERIFLTHFEBIIMES RN E, ERMRWARTHETE 2R H 5,
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iz & o x BRI IESHEDO ERRH D, FIZIET AN v —FR E, REMEZHETHE D
IHTERVE D7, lateonset DIREBOMRE L EEN T\, TAYNA~—J{HRED, Fr Lo
THLREELRLTV, LW IHEFERIT. TOBOBOAEE LY, PUITITERICA 7 b R3H D HD
bdHoTn, ENHITETIEEZRD biLeirolz,

2) DTC BEFRE~D MR

Bloom JEMGERED RN ERA 2 KR L7ZD1X, FDA 38t - BURZ DO b D2 KREL L2720 TlE
720, FDADREBET L2001, e SN TVELLDONEMHTHH0, TNEATTHHEEN L -
N EENEIETHI LB TED), HEEIIT DI AZBMATHDN, LW0WHZEThHD,
iz b HIV O 2 & HEHE~DOEZERTELFTF I SNTND b DNRH D,

3) RIERTZW - REFEZWITONT !

FDA & LTI, o YRS IR B ORIKE 2 & Bloom JEFREIX, 2 TCH U L HIZE X T
%, OBEFHICE L TIE, BREEHEMELZ N S PICFIATCHEET -2 2T 2 LI, E5EM
EEH o TWD, BRCAI, BRCA2 HIRIUT, FEZITIFEMRICLD2BEI T Y V7R
BCTHDHEBEZTND, 2L, FDA 5%, thOBBIZK L TRRE LRV W) BT <,
b ETcOBEEZNILT, AUy b, VAR THLONEEET S, HIV © DTC M
FASDERENTZOL, UAZ LD E AT v BRKRE W E W) BGEE R 2 REREE VR L, &
HICITARBED - DI D ENGES N0 TH D,

FDA 7 T oE] Z8/ETHEEITIE. VAIZRAY v FERAESTHDOTRIFIULZR G220,
BlZIE, MAESENY 27 3B TEHEE->Th, MEELZHRE B S ME-> TRIRT % whEr:
W 2 RAEORE BIRE R CIXEMZON ANKIEZ LB 2 T\ 5, FDA DNERHIR 1% - CIH
MZEEZ DT RITIUINT R LIEFE XV, TV 27 BETE D, it 20U 27 ORED
HEHITH LT, +oREZEZHLTHRY, 2 T892, £592& T, AREZELGTLZ
EINTE D,

4) REEZEIES Y X7 DT

T AU BZBWTIE, BEEEEEICRES ATV DI TR, H< ETHHEEE OB,
EE&ET%%&%Z%%TV% EARCHME LT SR oid, ke LTERLESRY, B
FUIRERER > T E W) | HEEOXKFELNH L0 000H LV, Z07-8, 23andMe
HIEMICEE T —Z Z5F o RITNIER BN &> T D,

KETENLCENOMERH ST LT, ThUTbThkelis L Bbh, —RiIcEIcIE
STV, B2, BOORBEOMERNZHET 2AIZ. 7 AU B TIITORMES 22 <{ThitT
WD, OERHETIEMEIC SRR > TnDL 2 b dhH D, ZOMOBAERREICEHLTH, &
RN TTL AR D 5,

5) ZRFEBRDY X7 BT .
HFICIERF RIS D LD DL H 50, ZIH 7R A (multifactorial diseases) 1%, FHEAVIR
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AT, FDA L LT—HBELTND Y R7E, RADY R BBEOHT TH D, HlZIE, 1ZAD
INETR Y A7 T, LB HEE L TLE I L, MRBEBEEEZATHD L, VAR
BTN EE LT D, BHEDH LWVREDOKRZ RO HERITIL, 2O L2 2N DY A7 B
WCTE D)%, W OIENEE L2 TR0 T 22,

BOICHEERS D EELTHD NZEOHIZ, BOEOT —X % AFLT, BOECTHE LW e
WO BRWENZ NS T AV NITH D, BHOBEMRIIMES TWDrb LRnwoll, #fg Tt Ty

LREETHONENRND L) THD, FDAIL, LV BWHABTLZZ T ANZEOHRTITRL, £TO
ERICKT 2 HHEREZEo T b, £, BOWHABZZIT WD En, #HBENRH DL EMEERELT
WHANOFIZE, TDOXHI 72V A7 HERTERVAZED WD

6) FDA OEHIxE :

HLETHRRIRELEZ ERT LU LIE, flx Y7 h7 =27 Tho>Th, FDA OHBLHIEEED
TICADZ LT D, EVRATRTORATH-TH, BRFMIRELZ LR E R 5
ZLIETERWEDTH D, FDA OFIHI - BAIZGTEA BT 5 & 20K OEEEITEA < P
ERAEE, VT 72T RE ENHDOLORETHENL TN D,

7) paternity testing X° ancestry testing DfLE-SIT :
FDA % paternity testing (R F#EE/BLF#E) 35X N ancestry testing  (fHICHRE) (X, B
ELTIEATW Y, BT EEDELAIX, 1T ALEMNEMTITOIL, MERELEREIIHED
B2, £ I LREREREZ GO Lanss, EFRE LTI o Thu,

8) LDT ~Dxths :

FDA 13 1976 0 b RAZ MG T 2I12H72 0 . RFEZ OMOHFIEERE OBFTESE 22 LIZ BV THFSE
R E AT T 54 (Laboratory Developed Testing : LDT) I3l L2z &L=, L
U, ZANRKITEICRY . BRH TR AZEY . FDA OFGREZ T TITHmAEZRTE L L5 &
DD BN TR, FIFED 44EHED . FDAIXZ O X 5 Aestbicxt LT, Jrdtiiniiao vz
ZEL, MOMATHDIRTTHD, HED LR, EH60nENS LBALVWEYRAET L

EOINDTEE IAMDBAFENTL DARMENRH LT TH D, EETRDE 2014 4 7 AIZ,
FDA X2 ba2TO LDT Z&RBOMR LT HLEVWIRELHLTEY ., b LINREI
3. Zhed 4 tiE, FDA OFHI FICAD, WTFAUZLTH, IRHDOREPToTND Z &R0,
BEp O IITERAH D,

9) CLIA §8iE L FDA DO#iHi :
FDA X, MEREEDPREDTZOIFE-TWEHOEHGIL TV | BESNTRAEDN, S5y
CHERMICEH, BEVWRS ZYTHDLH, L\WIH 2 EEREET 5,
CLIA 3SR T Db D ERGE L, MAEMZIZW D N2 BFIE 1 TV % 0y, R % 5k
TN ORBEDNDENE DD, TIERFOLDIZHOWTHIGEELZ T 5, CLIA TERL TWA D35
Mrio2 244 (analytical validity) DOFEFETH V. BRIV S (clinical validity) DOfRAEIFER L
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TNl N,

10) BREDOHFFEIZOWVWT :

RA D5 FIE FDA 237 9 28, LD T ENIETEMAGENLE TH 20>, F B LENT K
-, high 7> moderate complexity 2> R ET 5, waived testing [T SN HZBRETH Y |
[ERfiDA 7 4 A (physician’s office) T FEfi T, flHNDOEM T, @KL WO CHEiE
TEOMETHD Z L ZAET 50F%8% L, FDA TR L 2T TR 6720,

Genetic testing (ZOWTIE, A » 7L U FORA Tl waived testing & SN b DR H 578 L
ETTEH2WVD, BZLZDIZE A LT high complexity (2SI TV 5, o 7V EEIES
B EEIT, BHEEDR S DA 1L, high complexity & 72 ¥ . moderate complexity & 725 D%, Vv
TAOTERBEETHY . ZUITORTEEEIMTO LI RBDOTH D,
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KERZ L 3
7 A ) WEREREYR BREERTHER 2015
(2015 ACMG Annual Clinical Genetics Meeting)
* ACMG : American College of Medical Genetics

H F&:20154E3 H 25 H~27 H
¥ AT : Salt Palace Convention Center, Salt Lake City, UTAH
SN mH, s, YR IWE, =%\l ([EASINET)

[2015 43 /1 25 H]
1) [Satellite Symposia]

The Utility of Next-generation Sequencing Assays Across the Continuum of Clinical Care

KR —27 =% — (NGS) BIED Y ARV T L, pER NERE, TS 4 G Lo 28R B A
THOWHD NGS IZERE YT, 20ROV TIRY Eif 5,

REVEOFEROEZEM: (NGS, Cytogenetics, ¥ 7 27 LA, MLPA, exome-focused aCGH, PCR,
YTy ME U5 | B5RFTR (Incidental Findings) @ 5 2™ %7 2 — (actionable
or not, childhood onset or adult onset, definitely pathogenic variant 7>& 9 %> . lab directors &
ERILY ) DOWRERIC/R D ERFCaI a = —va v i L bRFUTR bRV & R EITiD,

- NIPT (Non-invasive Prenatal Testing) . #EKRIAEH A 7 U —=1"7" (expanded carrier screening) .
HAERTBI SRV EDTZDIB A Vo ) VI3 ETETHEICRD, & A7 IEmIET T30
FLET LR TOHIRNHRIIRDTEA D,

- BERE S TR S AT r—ARartkr b, BREGROBEGIT ) L /HEED I A
h CARBRIEIENRRRE & 72 D PERIRINE 2 7 U —=>7" Non-invasive prenatal measurement of the
fetal genome H/A13 D DT, BHENNLEL 725,

- G238 T, Precision Medicine 2MEBI LS 41, lEgshlln A TIER <, o FERTFRIFHEIC L D
IPRENMEEZ 725, NIH ClinGen Resource @ & EAE,

- REEEh v T7—12k 5. NIPS (Non-Invasive Prenatal Screening) DA JFVEOHGELE .
PSP B 7 B2 ) U 72OV TOME TR, EF IR LoD, EOLIRFAI T TED
Fouv o) R REEND NEDEIRT, FRRAYICIL, single gene mutation ~? NIPS @
OAZOWT, RIRDBEEL < 2RI ED L DTG T REDPRRA M &7 bi2A 9, REER
HTET—ZONWTIE, AT A—bRarvky b, REROI T ) V7 #HE, BRESEN
TO¥B%ED INGSera) TORENLLRDIESD,

CHAERTA 7 U == 72BN, BRI O RHR IS~ — I —hR RS IE (NT) LY NIPS 25,
ARG LT HIE B H LD LIV, EMEDDHRSIHIZRRIFEN e SN D MENRH Y | ihmo> [H
SN TWHHER] (right not to know) | HIRFESNDERETH D,

2) [Workshop]
Trainee Workshop : Things We Don’t Always Teach in Genetics Residency : A Toolkit for Trainees
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3)

4)

and Mentors

s RUVIEEHR LOHER ORIE. A ORR, BUVRRSCRESLFERREROTIE L Z DIREDHATIZONT

DFERH-T=05, NEITEAROIFEEFHE CTHHEICHRY EIFon2NETH -T2,

c B DN DR DERT— 2% ) E<EETLHIEICONWT, FUEZ =y 7 DFEfFlES &I

W, WHEROMGOTDIC YouTube LH DO Y = 744 F~OIREEIRE, KE7 D TIZORY
MBDFRAT STz,

[Scientific Concurrent Session]

Genotype-Phenotype Correlations and Penetrance in the Setting of Genome Based Screening
*Genotype-phenotype DFABEIIF L O DIEERIZHOWT 4 ADIEEN 4>D 7 2= 7 b (Brigham

and Women’s Hospital’s MedSeq Project. UCSF’s Newborn WES Project. NIH’s ClinSeq Project.

Geisinger’s MyCode Project) 2DV TEILEINIEE,

- “DNA is not a Diagnosis.” Ri&EF, AR, MATHED Y A7 L{HEE, MENTIZRWS /) A

fHz &0 XD R ERREME T, BE - FIRE L BICEXTODRIT TR b,

* RO Z D% OFIRALITE U TRINEZIIIEZ M S L HHRICZR > TE TV D, ACMG I3 RAE DI

WL CToSEEZHLTEY, ACOG CKEFERARIES) . NSGC CKEEIEh v T —5%5) &
D L TRIG LTS, U R FHESC, MERDO 7+ —7 v 7 HBIah v ot 7 —OEE & E
LEINTWG, T, ZREOHB HLEEO—>THD,

+ UCSF’s Newborn WES Project : HI1E 250 i&fn DAY ) —=> 7 %17> T\ 5, Variant Ol %

ClinVar, ClinGen % D7 —#X—R(CLVIT-oTHY | BHERITRIT 16%FE, AR S
W52 ENEE,

+ NIH’s ClinSeq Project : #9E0D/ /37 XA L7 RS E TV D, HEKIZ. phenotype 7> HARR A LT

) MENTEAT > TR, 2SI S, T AD IRV LA EBICH S G XL L LD,
FIIRAELIEIC DWW T ZIE, 1 FE A EIEIERDO NZEE x5 L L, B 50%., £ D 2-3%7°
Bt & 72 %, Precision Medicine TR & 12 %2R A L

- Geisinger’s MyCode Project : ACMG RV 32—+« 27—k A h TERENTEE T A2 E e, BRI

ADSFREZRFE R ARANT 5, ARk e LTRAIEN D 2 ENSWEREAIE, BEmEVE, HBOC, JERM
OFFEE. U U TFHEBRRETH D . REDBUE L TORUWIRE [ZE R S 7258~ D5t S DR
ENELY B b,

[Scientific Concurrent Session]
What's New in TSC and NF1? An Update Including the Latest Regarding Diagnosis, Surveillance

and Therapies

- FEEIVERE(LAE (TSC) & AFRGEIRAMEIRIE 1 8 (NF1) (B9 D8Rt v v a )
* NF1 D5y FHEHEIZ LD T8 LUIBREROBHZESS, BIEGNITE 4 2 BiEBAE, Bisv vkl 7Lk

ORI AIZ OV TR, TSCIZBE L Tl taT SN2 WiEEEORR T DI1E)>, TSC IZFE S FEHRIE
PRIZONTOFE LU MESL, mTOR BLESRIC L 538 LWV FRERNEEIZ O W T ORI H - 7=,

- [Tuberous Sclerosis Complex: New Diagnostic Criteria and Surveillance and Management
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5)

Guidelines] :

TSC DO, 2012 4FAi International Tuberous Sclerosis Complex Consensus Conference 73 & 9 48
Dol ERIEEZ R Z 720 LRt g, BT RA0A M. Genotype-Phenotype OFHBIME
Wil s,

- ['The Neuropsychiatric Phenotype in TSC] :

TSC (2% < fLO D MERFHERIC OV TOMEL, HFEA~Z b T A ADHD, RLFEE, Kook
FAZOWTNAIZ T AR, B F-2Wr AR 1 2 B2, Rl A28 @ QOL 2 dGET 2,

- [Exciting Emerging Treatments in TSC] :

ITSC I% treatable disorder TH 5| L9 F ¥ v F 7 L—AT, BUEETH ORI SV TD
WA S D . mTOR pathway OfFIIZ LY 2 2 2B I 2 ULV 9 FAE T, o1 U LA (Sirolimus) .
T Y LA (Everolimus) % MW TITHIV- 2 < ORFRABROFEIZR G e Sz, TACERN

(http/lwww.tsestudy.com/) DFEST, EIORA 5% VT ORI O C RN, o A%
MoTWE/mnbn) ZEThotz,

[Scientific Concurrent Session]
Genomics for the Healthy: Opportunities and Challenges in Applying Genomics to the Sphere of
Public Health - R. Rodney Howell Symposium

< ARAEETO ELST (8RR, 1509, HE2rIRIE) OBLE G, 7/ AERERERGT 28 v va v,

s BIRED AT LI LB ISk D ERM b iThh iz, ZIMEIRIZTERRRER TIHIRIED

GIET HERIZOWTITH S OBEEREZ M - EEE L, 27 U —= 7 HCRE T 21T
N BTz UL TBHEDOHFEN K b EE L [AE LTV,

c VURTUAIMBIE, IR AT V== TN AT EAT O ITH T o TOSMY (EA. FHROED

PRAIE) SoMENTIC L o TR DD IARIC DN THRDBRRESLE TH D,

- BI#£. NHLBI., COSMIC. ClinVar Z»t FDOEMF — X R— 23 EH XN TEY . ZUTEEE

DNIZT T, HEFERABRRIZ D, DT RIS ERT X ORHANEEND N, A
T ARG ER LM BOERBB L OT =2 _XR— AR, EH~=27 VOERE, =T AHHO
T~ DHBNRLETH 5,

< 77 KERO implanting 23REETH D S E L CIE, BERIZ S MER JOWRMG AtEo= 5 v 2 m

6)

LBRECHERINS D 2 &, 1RHEE OFBAER L OEE, BB L0V 2 7 Z0HMkO =— X
ANIVRIT T VAT LD TSN D RN R ST,

» [Technical Challenges in the Application of Genomic Tools for health Populations] :

DTC T Z TV % common disease (2B L Tid, EANSEIRER AR L TWD A, ZDRE
BIFRIFEHET, THIEIZ R < 7evy, F72, DTC B FHREDOHIAZFE Z R L2T v — MNEAE Tl

IRRARE RIS K DPFEITAE T, £l BRICKITEHER LA LR -T2) L ORI HE SN
TV, BRI Z SRR E L TET bz,

[Scientific Plenary Session]
Presentation of the 2015 ACMG Foundation and March of Dimes Award and Presidential Plenary
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Session: Genetics and Genomics, Looking to the Future

s b N AT = R— AT DR
« THETHRS M TEIT ANDOES ) MENT, 27 V) —LMENITON TV DR, ZnbEmEadT5

0 B Sz, BRI ST — 2 1% 1000Tb iV VEREIZKL Y, 300 HEBZ5HI AL A
ERPEDONTWND, TDITA U F—Fy N ETARINTEY ., BHICEE 2R OMEE W
HERERRTE 5, HROGBEEZ&D., BRFROELEERICHIC ORI T 720i2id, 2
5 LICIHEROERMP AR AR TH D,

[20154F 3 H 26 H]

1)

2)

[Oral Platform Presentations from Contributed Papers]

Molecular Genetics / Exome Platform Presentations

« 7 Y — DL SR SIUTODBURICOWTHRE, v — 7 = ZADOIEMEM:., KRBV L BEHENED

R SNDBEIEFOTET LV ADERENDIRNZ ERZET b,

[Secondary findings results among the first 500 diagnostic exome sequence cases
632 Gl 7 ) — MFEHT 24TV, 83%ITITIRINAETR 2 < 1T%BBETH o7z, BED 5B, T5%
IIBHERIEIERBORRETHY . 3%IETACMG RV v—« A7 — kAL | 24 %, 56 BI51I2H
FNTNDHEDIEoT,

[Carrier screening using whole genome sequencing in a healthy population: Is the future now? |
50 41 255U WGS IREIFE A 7 ) —= 2 7 24TV, 37T NIT 42 OFFINERZ i, 7%I3miZB
DOFETHY | 26%ITEHIE, 14%ITEIE, 19%IFHAIFIEOKE TH -T2, WGS (RIEAE A2 Y
—= 7L TR AEOBRRIA M, AR OB, BEITE T DR, Ay
A LNT PR A A OIS SETH D Z & Z4EH LT,

[Oral Platform Presentations from Contributed Papers]

Cancer/Genetic Counseling/Education Platform

. BTk 7 BIEEEICEET S RO
EICEIT A TR HEERED G O —DTh D PMS2 DN HBWTABE TIC L A%

Bend 2051k 70T U AEGREOBIRTER), BIRAIRES, AR OB a2 r0 S ooft,
NIPT O#ER & IR OB O TR A & - NIRRT R Sz 10 flomE R H o7, F8s
Z R L LW —RERIDNBIEFHIRAE 21T 0 ([CH T > TOEEEIZOWTDOELEN  H o125, T
AARIZBWT bRk E bz, £722 5 LB WT, —fRERMA X E L2 10 Bl Y — XD
BEHE L Z ORI ST,

[Detection of occult maternal malignancies by Non-invasive Prenatal Testing
10 FADNIPT D5 6, ZDt% 11 BTHH b oo LGSz, 09 B, 10 #il NIPT [T
ROEHIRT 2~ TR o7, BRIRRY o8 351, THIfLY o N, ARV oV, b,
TR, PR, HLPE, K. JREYE, & 16ITh o7,

[Genetic/Genomic Augmentation of Newborn Screening |

239/1920 (ZHBEAT R Z M, 1BIERIT 2.3%LL ., HHIE 171 5 & 1. 135 Bl S8 2

— 124 —



3)

4)

5)

DT,
[Medicine’s Future: An Education Program Designed to Improve Genomics Practice in a

Community Hospital |
—ROHIROWFE T 7/ AEREDOFERDT=DIZBEE T 1 77 LPLETH D,

[Oral Platform Presentations from Contributed Papers]
Clinical Genetics Platform Presentations

CJEREREATLE Lty g v
« XXX L, 18 b U YV I — BIBRASIE, 15 FYEIRO AR /R A, Marfan JEfERE, Williams JiE

i, Prader-Willi JEMEE, K7 4 27 7 2 —VIEIZOWT, BRREIZRIGHE, BEIZOWTOHRED
mEn,

[Scientific Plenary Session]
March of Dimes Clinical Genetics Conference - Interdisciplinary Approach to Disorders of Sex
Development: From Genes to Quality of Life

- P53k (Disorders of Sex Development : DSD) (R4 53 0 RT T L
CBERDSINT DRI AT ARHNHITEY | WECIRREERINEFEIZCOWTOERP S -T2, O

BRITRREDRINEI CTH D & & b, HAEROMRIENR, JBREERNZTDEOBEDT AT 2T 4
T4 —IIREL B L B2 52 L IBEATRETH 2 BTN ATRERIER TH D &\ ) 38V T
b5, PNERNSNEA~OBTHBEELRMETH S,

s T Y= LRITIZ R D | R TR D o TR ARED ] S 0T 7 > TE TV D, Fio, 1aRIL

TR OB T 5 2 L AR H2MNEN D H, BROEAITIE, FHIOAE I ABER)T
bo, £z, KROYEIZIX, “Pediatric and Adolescent Gynecologist (PAG)” &9 /NESEL
WIRERELD N b—= 7 %52 T Tl NFHE D collaborator & L COSZMMNEETH D, £z, Bib
WIEY — VORI bRET S D,

« “Pediatric and Adolescent Gynecology” &\ 9 B[fEIL. BARIZIZFEZB LWL DT, 5% DX H 7%

MMDBEEND D, HIFFSND,

[Scientific Concurrent Session]

The Next Generation of Genomic Testing: Billing and Reimbursement in the Genomic Era

BRFORMRIL, BRI IZES T 555Kk &2t (billing and reimbursement) O FREIZ B L

TWo,

- BT HATICRE 9 2 B FAHRORBE T, AA &OKETIRERE A ORI 72 5 720 (Bl b

BILTE RV, B35 LT REAUEZV, Medicare TIFMRERT DR T ORFRME L RFET BB O
RESIC L TEHPRESND, £, BIEHEH T2 A7 ) —=0 ZHREIT N S — IR0,
K[E Tl laboratory-developed testing (277> 5B TR 1% OFIE THZ T Y| 1/8 23E, 1/3
PAEFRESRICBET 2 b O TH D, A%~ O IZIET LTS3, S B, affie i
MR TS ETFRREND,
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6)

s FORAENI I N—=ENDDN, A= NDBEE, HEDTA D D> ? Medicare Administrative O]

PRROEZETHY, T/ B - T, Medicaid CHORFRREAL S 7t 2 RET 5, JRAITE LT
FERDNZRIRE LTeA 7 V== T3 R—= L0, IES EOBINR G D, BARIEREIT A S —
SHIRVIA, FEFHINR=END T END D, FIEFERIRAAKETHY | ERLEOAY v b (ER L
b D) BT =S, P—E AR DI D,

[Scientific Concurrent Session]

Prenatal/Perinatal Diagnostic Dilemmas

- JEEEHIBEIRIZ 331 B BRI 72 ¥ L v~ 04 U D ERI 2 PUIC I o fc v va v
* NIPT T2 -7 bg DEF KA O 27 i R /KIE—missense mutation in KCNH2, ¥

HRJHE 2 RO Klim OATHR TR R B2, ER] & FERNABIRIX A ARDBIET > 7 7 L A TiThitT
WHDLEZFHEDLLRW,  HARTDO WES (Whole Exome Sequence) 28D i34 TlZ2
LoD EEDIAEI TV D DODHIZRT,

© BARTITRAARTH 2 TG e S D RIEFHARTSEN CH 573, YRR REE OJ5

NE LT V4RBETHD, ARTIE BIE»BEON HREER Y FEDORIE TREZITI . 2
D v a T, WES R0~ A 7 07 LA, SR VS OB S AR A 2 IV T IBIE 2
AT, BRNTRIRCHIERTR N AL CHIERI 2 WS, 20 X5 2R INBINE, IRIEETIRICH1T 5 U
A7 FEZ BRI OO, FHREMEVERIGVERBE TIIBLORERIRICIE, Wi@RS R
(BHERECYAR T T RRHE THLFEVLNTTH 2L b dH Y, IR (expanded) 72
BEH TR TP TH D,

[20154E 3 H 27 H]

1)

2)

[Satellite Symposium]
Next-Gen Informed Consent for Prenatal Testing

- ¥R O M ARRENC T2 T A4 by v a v
« NIPS % i L. RO - T2REBI ORI, IBIROER Tldis < BloOY R E OBMNI DR > T5E

B, &b OEIE~FRAFIEGB DR RIS O/ > TIERI, MEEZWTE LT LESIER R CThH
STHEBIENEN S, TOXIRFELH LD, BOBWEIZAI T 2 VI REREIND,

[Scientific Plenary Session]
Highlights Plenary: Big Data Meets Big Sequencing - A Vision for the Future

-Google ® Glazer [KIC L 575 ) LT — 5 ~_— ZHEUT AT 2B Y #lA & PBRIEZIZ OV T OO,

Rehm K2 & 27 —# X—2n D150 N D FEHROBUR &k~ TOBEBEDT =4 X—2DxR > |
T — 7 {EIZOWT ORI, By I T —XDWE LT — X _X— 25T L H <K AART S B RAEFEIZE
ETHESTVDN, ERIFREEROT —F =21t ~A F o \—EL OREZEE 2. TPREZE
EWRACT DIEENNBETH D EE XD,

c I Y — MENTIE. 7 Y UREROZERI T — Z T L. BAZEDIC L 2R D E TH LML T

WA, ZDIFRICIZZEOBEN DR T — 2 L BIsFHT — 2 ORBEPEEIC 2D, Lo T, Hk
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Wir, BRAHERR A L. BEIT— 4 2L - R - ER B AEN D B,

« [Deciphering the Genome: Community-Driven Approaches] :

3)

4)

5)

6)

7)

T Y= MR L VR N2 T —Z OBRIA M2 T 2033 L < WRT—2 &7/ b7 —
5 DIERE SO RUE, F—Z_R—AD—>Th 5 ClinVar OEEHI, * v b7 —27 ORI
HTHY, TTA N —DORFEEGIE L TS BER D D,

[Scientific Concurrent Session]

Reproductive Genetics

- JEAEMEEHICET 2 EE N e v v a v
< ACH OIS FHEIR O Y MBS R BIC R E A 2 b . AR OZ 2~ (Bl

EERVGHZ L5 NIPS IZH1T 2 YA R RIEEREIZ DWW T L fifi, £/, =7 YV — AR
Wre~A 77 LA Tld, iRARBEDEREENHD Z b H D,

[Scientific Concurrent Session]
Mendelian Forms of Common Diseases Reveals Insights Into the Pathogenesis and Treatment for

Complex Phenotypes

+ Common disease T DHHRIF. B, TV A ~—JK", S RMUDEERD X ) @ AEHE e

DBARFHIRIRIC B D F K, FIRMEFFVEREIRIA TIX 49 DR REE 238G ST 508, BED
75% CTITBARHIZER A FE S e, IR T HEIRIOIE & A B350 F 2R IT2ET T & 720705,
FERMEOIRBIZOW TR, FRWFIRED B 2 5 E TR FIRRITA N TH 5,

[Scientific Concurrent Session]

Molecular Diagnostics of Cancer

* A T/ U T DB R SRR 2 AR M TR L, BB D WFFEI SRR

RNV E CTHER L TWD, BRI, FRRE L &<, RERIICERR A7 Y —
=R L IR D ATREME R RO,

[Oral Platform Presentations from Contributed Papers]
Clinical Genetics Platform Presentations

- [Healthcare Utilization Following Personal Genomic Testing] :

23andMe & Pathway Genomics OFI|HHE % %412, DTC Personal Genomic Testing D2 A T~
120 = 7K DT v — MEO®RE, AR, FINEOITIARR b > oo kit Mz
T COEERIC R MRL 2R LoD R#E 1,024 A0S H 19% TH Y, ZD 5 H 5% T3 A%
L7z, ZOX) ATEAERIT. BRONFICL > TTIERL, WEEBMADOETTFX—a b
REF[TALTEARZRRERDEGWIC L > T, EEERAZFHA L TWD Z EAVRI NI,

[Oral Platform Presentations from Contributed Papers]
Biochemical Genetics/Legal Ethical/Public Health/Perinatal Platform Presentations
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* NIPS DS T A MZOWTORERH Y BREIZEDY | Pl &7 VEEREO RN AT D Z &
DY A7 Z i) . HRBEA T o) T BEEFVAT LFIOWTHERB DT,

- [Prenatal screening for fetal aneuploidy with cell-free DNA is clinically superior and provides cost
savings in the general pregnancy population: a cost-effectiveness analysis |
AR+ REA L+ NT O HERIT 80%. EERIL 5% T 23 NIPT ORFMERRIE 0.83% Th 5.
4 TTHAED S B, T0%BHRELE ST TV D, BlIATO first trimester screening (FTS) T, 1395 A
DNERYLEARRAE 21T > T2y, NIPT Tl 84 NI &5 2 L3 T& 5, 21 MY Y I—0D=
A % 850,000 R/b, 18 hU Y 2 —% 50,000 R/L, 13 hU YV I—% 38,000 RV ERET D, NIPT
DA R 495 FAVLLFIZ/eiud, FTS L0 b2l 72 %,

- FTS 7% 4850 K/L, NT #IED 122.51 Kb, FKBRAE-CHERE & W - 722 EAMATIE 1,300 KL
THEINTEY, BIfE 2,000 RLhn25 NIPS 28 453 /Ui, #ERBIOMRAL Y =22 FiIZ
AR L FEE,

« [Carrier screening in the era of expanding genetic technology |
Center for Jewish Genetics T, JERREFH A7 UV —=0 TIAEZITV, 343 AH, 212 AN 1A,
82 A3 2 . 18 A 3R, 3 AW 4 IRIBDORAHE TH -7z, 5 MUV TIE, [ CREDREE
M+ Tdh -7 (Gaucher 5 2 #l. Fanconi Elfil, 7 ==/ L% b RIE, TFRPERRZSEE 16) .
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