Bt (E % B B F B
¥R X E L

HARIZ B 15 5 HE RO i i D 8 s S0 SH Pk
FhmXNEDOHE

LERSLUEN ,

FERE LB EEHCM IR EARBEO LB R L8 L L, £k L fTEIRE, B
SEBZHRELELDZLRETHS. L2 LERRICEE LERTEOEHRTHD T
PHESNBZ LIS UOERBOBELRERED— DL L THHORATVE. Lo T
FRBEEHBRE L BREDhighriskBEX R L L) LT 2RAF L ENTES . —
FHCMBEOW EBPIIRER2E L , E R BEREOBRINE . CALDE
Bl R REHCMFHCM) L EH SN A MORR L ) FROBVERFELEL, 2D
BCIRIERENLERICLDbDLE X SN TEEEEFHCMORIZEHE RO —
DL L TAOH B IA ¥ EH(B-MHC)E 1E F M O missense mutationds 25 X 11,
CaucasianDHCM % X¥ 4 & L 725 C FHCM & # D #30~40% = [F: 1% F A O missense
mutationd*B 5 L TV 5 L HE STV 5. % 72missense mutationDFEIFIZ L 1) Fighs
REZHBEDHEESDH ) e FHRRACHFLRETELIMEE ORI TS, L
P ULAED RIZTF L OEEOHE b5  FRBED REXHSHEITRE LT 5,
FHHCMEZEZHREL LA TRYUBEAMKED 7V — 75 ) 18BREHELED
DNAY — 7% — “PALB” ¢ DEHHHE S N TV BN, REEIRIZZNE ML
ODRETHN T -RELFROFEIF B/ NEEO LD TH B L 5 EEH
MDA TRREREFOREIIERETH 5. T 78T TR B 2 v
ERLTULSFEEBEFIFEELLZVWI L2ZHR LAV, & > TEFETIRERTIL
KBREZAEIFRE 2 EN TR WO B-MHCREFOREDEEYALET S =
LEBHE L UTORECTR-MACRIZEF 2 AL 722 TRIEESE L 03 54
D3R S NI 2B DODNAT — 7 — \Iad UEEEARHT % 14T L 7.

I.x¥REFE -
HBERFERRBART 7+ 0 — SN, R EFRE 2 FHCM16K %D M EE 374,
BRE0%, % H4SG, MBEF L BbONIBEYHRE L1285 7 4 /o &
DNAZ fifit L7211 % RV T, RAE A B85 & ) DNA% 3 7= primertd U B
-MHC&{EF Dexon3A> & 25(E123exon), Kexonk Bir & I ICHSH L 5 KA 2pTI A
VL7 B L 724"/ ADNA% templateDNA & LPCR %17V, R IGHE T H OIS 1 1S
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60 « 1 denaturing solution(&r95%formamide) % Hll X, MNMAEMER SBHIHEEMER Y T 7 Vv
7IRFNGERD T ) T — N EEL)T,0.5XDTBE  buffer® A L4-5 B 40WT
EEKE LSE LR L RBIC—K L TSEORD 6 NIk R DexonldPCR E
¥y 7> & PCR primer % sequencing primer & L ,cycle sequencingi®: TIEEE T =3k E L /2.
missense mutation® F2.& 5N 7zexonllxf L TIRIEHE B L VR REEEIIFEN &
oligonucleotide probe* A L , ZER DD b Nz KR A B BPCRE W (2 %3 L dot
blot hybridization % 4T o 72, ¥ 7: EIZ FHCMEE &L QEGAIREN TV 5 1FHF11EFLRE
{5 . DDNA~ — 71 —F13B,D11S916(AMF185yal) ¥ BE 8D &4 T IR L S EHER Y
ToYVIVT I FIPNVERKESCEELREL - REENEBEI a9 —T
U # 5 ALIPEDIC & 1) disease penetrance 90%,prevalence 0.0002 ClodfE % & L 7-.
ESHOFER FREZETHLIRBEURINFEH L ILFERFREFHED
BEMKRERTOTICF U EDER 2R & U IRERHLZE—HII oV TIIHE &
BAEEREERERT LI, WFhbh—F2RBEZL LTEELZ.

. ERBLUER

PCR-SSCP#EIC X 5 4T D %5 % exonl9,20,2412 D AL BT —FK L TEER O S
Bl % 520 (exon20D Z I KR XIIC exon19,24D L BT R R VIIC FREIC, $ 7zexon24D
LET —IRHIC D Bd77),exon24 DIMFE BT & N 722 E 12 homo-allelic, & D 1t
DL E i3 hetero-allelicTah % & E X 7= .M g -MHCEIETF i35t 40exon & 1 % % &
EFTh 54 BE T THE S 1 72 missense mutationD i & A & 130 §-MHCEH O
Bie L EE R E a— FL TV Sexon32S HICBH LT B T hlsto
exonll BT 5 EREFHCMO RBEICHEG L TWAREN ZRERIIZ V. Lo T
exon3-25 R BT L 722 L2 & ) HOMOR R & 72 5.0 § -MHCRIZT O RE %1312
EEIBRHETELLEZS.

o DSEICHT 2 EHEERERTIEIC X 285 T, —FKRERXDIZ D Aexon20M
|~ missense mutation(codon741:?GGG—**AGG)H &2¥% & 1 dot blot hybridization!Z X %
FAITC O mutation?S B E IX4F R T H Y homo-alleliciZE L TV 5 Z & PR S 1
72.exon2043 I 5 B -MHCE EID 7 7 F > binding sitek T — FLTH Y, F 2L RIT &
D73 EBEDE LD neutrald Sbasicic L L TH Y, BEAGFOHE L B L K& %

LR DL Lt EZLND TR RXIIHB T S &9 ICPALB,F13B,D11S916
L DlodEDFEE LT T h , EmutationASFHCMO R H & # 2 b 72. $ 2 KA XID
BEIERYETAREREELTE) BERCO-ORET E 2o I2ENDEE
REEBHREO O LHIBRFERITINTEY, 7 I/ BREMOEMSTFRICESH
FTAHEVWIREL KL

— % exonl9exon24P] @ % El 3 synonymous mutation(codon715:" " TAC—
YTAT,codon989: *ATT—~"ATC) T & o 7z. & Dmutation|d frame sift’z &b &£ U X 35}
A TIIFHCMOBER L 3 Z 2 I WA, — ML EE L L TIftodRISED L 1
Lhrolell , RRANCEHORELEL TR, 2RO ZV—URFICLEDOLNL T
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EBH, 2 ALPOEFTHCMEEICHS LTV A TRBIEITETCE 2 WEEL 5.
PLEDHER L ) RZFFHCMDE R & L TL5 f -MHCE{EF Dmissense mutation?SBd
5L Tw5 2 EASHBAL 7225, % D E I Caucasian & HE L THL 2BV LD TH o
72. % 7zCaucasianODFHCM CHEED D Sz~ —H — % FH L CTOEEBITTD, 0
=0.00112 81T BlodED-20LL T & 4 ) RLICEFHOBETE LR AZYFIZBT 3 RA,
AMF 185yal TAFKRIED, F 1o F DflodENBE L RRADEELE L Db L L —
MIodEALREL KR DFE LD FRIZBNTS n%w%uﬁ%tﬁlﬁm%%
FOFHCMOE&3EWEE 2 b n -, ‘
LPLIDE) e BEEFHEEHICOELLTERL L THL O REYTD LV
LIRFBRR C & Th B OERIGHEFMRE L D05 f-MHCEEOREIZ L -
TELLZRHWEDIDTHLLTIHRENDH.CORENPOEX L LHMOBHOR
WL o THRAKDRBEELRT WEEML D 5.3 L FHROHRFRICS A—F AN
TLRRDOERXSRE2 2 b D0H ) LB REFHERD I ICBomER,
RENERIEELTCWDIENEZOND 11— B0 EROBEN D i \»
LERDNBEFEREFOFHIBOIEDLEL D L FRICHERLE 2 5 REEH
DEFTE 2 BEHORERTOERENES LTV DEEL LN,

IV. K588
1)FHCM165€% eXfRE L 2HBE T, O B -MHCR{EFM Dmissense mutationx 4 L
PR ANIRBIFE L AFBICBVTH 0L B -MHC&{zF P missense mutation % 5 &
LY BRRDPFIET 5 2 LR SN FHICHB T BHCMARIZFIICF — D&
TZZWIZ RSN,

2y B -MHCIR{Z TP Dmissense mutationk A L 725K % I3 Caucasian®HCM % 3442 &
LA L BB % L 2OBUIH S 2K {3 72 5 B E{E F H5Caucasian HCM &
BRL2BHZEHRBEE NS,

3EHAEIT LF13B,D11S916 L DA B L EBEIITO O N T, T -5 I EBOBEETX

SBEROVFELZI LS, NS ORECEREET % HOFHCMOE A 13 E W b
DEEZ LN
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FHRXEEDESE

£ & #H R & 4 £
Bl & CH B OB & &
Bl & B R X B F B

¥ B XS A

HARIZE 1 5 ML KRBT O #5251 B b

LEEBLUEY

FERELOEFEEHCMIE R EREOGIBA R 8 E L, 2 IS O ITEEN ERe T2 E
BEELDZLRETH 2. Lo LEFRICES LERTBOSHRTHDO TSI ENL I 15 <,
LRREDEELRED—D L LTHIHALNTWVE Lo TAEE L EHRE L 228X 3E Dhigh
skBEERLBL LD LT 2RAP L ENTE L. —FHCMBEBS DY ENPIIRER L H L Skt
GEUEREOFN LMD, 5 DEFIZRIEMHCMFHCM) L EHS MBS MOKR L ) Tk
DEBCRRPFEL, COBVIGEEFHLZERICEZDDOEE L LN T A - FEFHCMO &
FHREADO—D L LTI+ > g ES( B -MHO)R{ETF A Dmisense mutation DS s & 71,
Caucasian HCM T X R & L 72§82 ¢, FHCM B E D £30740% 12 [Fl:& £ F A Dmissense mutation? 5
D515 LHRE SN, T omissense mutationDFEFTIT L ) FHMED LOBELH ) F-n Tk _
RERFrRETELITHEROIREINTVE L LBOBRETEL OEEOHRE D S ¢ K
BORGEHSHBREITREENTVE ZHFHCMBE 2 R E LRAETH YR & AMKED
TV=T &) 18FRBELODNAY—H — “PALB” & DEPEIHMEIN T VS Y KES 4R
FENZHELRORETH ), I LA L R ROBEI BN/ NEEOLDTH B L2 b
EHBTOLATHEREEFOREIRETH 2. 3 /a8 lBT CAE 8N E v £ 13
LY LARERGEFIFELLZVIEZ2ER L2V L o TERETIRER T AL TE
FREREIN TRV B-MHCREFOREDEES*AET L2 B0 LUFTORET
L B-MHCRIZFEHAE L2 722 TRAKESE & OE A HE SN 2EHDDNAY — F —
VX LB SRERAT % BAT L 7. .

ILAREFE

LBERFEREAF T 7 + 0 — S REFRE L FHCMIGR R OMEE3ITE BRE 104,
ERESBUMEAEBDONIBEERRE L85 7 1 VABBGL DDNAS IS L 71514
BT, R A ML & ) DNA % H#itH 72 387F ¥ Tmissense mutation (it 2 T /055 B-MHCEH
Phead?* & head-rod junction#B% I — F§ BexonPUIEBH SN TV 2. & o TEFZE Tldhead? &
head-rod junction®§ % I — F L TV> Zexon3-25% & 4 PCRIEI THENE L I LEMETL SBIETHE
PAGE(S%D 7 ) U — V& L) TERKE L, ~FEBRIBESE(SSCP) A RE L 7~ B2 —
HLTED O NS EUIPCREW H & EHcycle sequenceit: THEZEEF| % i E L 7-.missense
mutationD 2% & N /zexontIx L TIRIEH 8 & UL RIEHEF IR Zoligo probe & AH L,
missense mutationDE2& & 17 FR4BAL B (24t L dot blot hybridization analysis ¥ 1T - 7. % 72 F iz,
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FHCMBE L DEHHHE S /2DNA~ — 7 —F13B(1q),D118916(1 1p-q) & BEER D 414 THEIE L,
S%AEMPAGEE R KB CHME R L RIEE NS HERBE L OEEE TV P a— 5 —

707 5 LALIPEDIC & 1) disease penetrance  90%,disease prevalence 0.0002 ClodfE * E & L 7-.

mEss Sers

PCR-SSCPEIZ & A BEIT D& R ,exonl9,202412 DA FEEIZ—F L THEEEFDEZRIFED 5
72 (exon20D L BT K FAXIT exonl9,24D LR KA VIN BB, E 7rexon24 D RIS — IR B
¢2).PCR-SSCP¥ L idexon24 DINFEH I F2& & 172 % Bl idhomo-allelic, & D4t £ El i3 hetero-allelic
THHEZEZLNI.INLDEENINT 2 EREERTIRERIC L 28T T, —RFREFRXD
(2 D FHexon20A i missense mutation(codon741:GlyGGG—ArgAGG)AH 5% & 11,dot blot hybridization
I & BBHT T Z OmutationdSBE IHRRITH Y, hetero-alleliclZ £ U TV 5 T & AR SN
exon2013.Lff f-MHCEHBE D 7 7 F “binding site* I— FLTE N TALERIIINTIVEBOE
{tD%neutral 7> S basiciZZE{L L TH D HCMOEFEICE S L7 £ 2 5 7. —Hexonl9,exondA
D % & i3 synonymous mutation(codon715: TyrTAC—TyrTAT,codon989:IleATT—1leATC) TH o 72.C
Dmutationtd frame sift’z &b & U ¥ FHEEA TIZFHCMO R R L i3 212 WS, — ke £/
ELTIRMEOMNRICBDON 20T & RRADSHOBEE LTIE, &< HEDZW—I
ROUCHDBOONDZERL AL PORFTCHCMBEICHS LTV AT REREEETE L
W& Z R 72 % /-Caucasian FHCM T ﬁiﬁ@ DoNlzw—h—2FEHL TOEHEEFTD, §=0.
001IC BT B1odfEA- 20U T & 2 D EEIEHNPEETEBRRALFI3BT 3 KZ,DIISII6TAR
FRD,E - Ot lodfEAMBAE 2 K ,—fawﬁﬁ‘-_éﬁ%‘x%b)@fé ERFIZBWT I NS ORI
CEEREFEFOFHCMOEI&REVWEERX bR,

BEDOHER L) BRAHCMEE O —&4%, (5 8 -MHCHE{EF P D missense mutation¥ BT 5 &
EHHIBE L7228, DFHEE I CaucasianHCM & BT 5 L 16K RFIRZREBEL & T8
ST & HF13B,D11S916 & D EEEME AT 4 & & S HAAHCM E Caucasian HCM EWEETD
FEBEFRELZLIENREBEINT.

OFEEROFEESIIB WV TEEIE X 1) missense mutationDFER4E 5 ETREAHEOEBIELE
EEDREITICOWT S ERAE LT %D o 7exon26-408 & Wintron I D ER D AT EEM D A& #£12
DT HOLHIEELRE LHCMBEL OS5 O TSI OV TRM Y 2 SN $ 2 %H
BiZ & ) MEP O RIZHEER, RIEF LU ADIEHDTEEMEII O W TR A% S iz o, k_h
LI LEFERBARY AL 2T o F0RThN B4 THMEEHIE L OREIC
WTH BIREFYLEEN L SN

FHRTIIARARABELFELRE 2 SRICHALBEEORT LTV, BERAHCMOBERD
—2& LT, B -MHCEIEF Dmissense mutation ® F5E L 72, 3 7= A1 HAR AHCMIZ BT
[El®{ZF D missense mutationDFETER AR T & 2T L, I02 CESESH DR L ) Caucasian
HCME E7: 2 BIEFHERVPR L2 AT TRLZODOTH ) FEHELHREEX O N 2
BEIET 5.
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