ot (EE A O % M
¥ R XEL

AE KB CVERE O R KB AL F DB SHARHT ICBE 3 B B AL

FhIFRXNEDEE

(# E)
JEAELOEE (hypertrophic cardiomyopathy=HCM) &, OEEXER/ L, EERT

13, KIS OBOILEARL 2R RERRHOOHEBETH 5, 5, 10FEFRIIZNLTN0, 80
REMEINTWV S, EROBERICRREL LD, HTFLLTFRIBZRIFERBEZAR,

HCM 3505 DB ETERAREZRY, —RICEROEAEBERERERE &5 EHHA
LTW3, EEORETFILFEOESBIED, HroREHEREBICE LRET LV XILVOBRED
ShTW3, BERREFVSRAOEE, RETEMMNHES M BEMOBEBRET L OBHERD
TR FIct E 32 ERBTREFE VD, (R SRERREFIDECEANTIRG
o teht, BRICi D DNA 2HBEERICE > THLLAAIWAE LR ROSRENAL
roEBRRNTE (RFLP &) L ERLI N, JOFTRIZEFEOFHICLD, Duchenne H
BYR o7 4 —, BEEREESOREHEEBOFRREFIERE HMIhi, REICED
== P A% Seidman, C,E. 2l & LIt/ V—TR, 757 v AF%AF+ T ANOKKER
HCM 0 2 %% CREGRETF ARG K UEE EOLH L 4 & » SERET O point mutation
KESLDOTH B EERE LTz, LALENS, O IA Y Y SEERET EEHOEOK
ZbECHELTEY, HCM OFRRREFICOVWTRELRBERO-HER TV,

AWE TR, BEAAIKEIFS HCM EREFZEAEL, HCM FERET OREE SR Z
BOTRI L, HBMREBLOTHRET 5,

(R EFHE]

Informed consent TH SN KKFEBEL HCM EFRENRE Lic, HOM LHAHEL/MH
Zh— Ny, BEER BERC-ET/E L7, SMEE (140/90mmHg) %, “RHLAE
JEAERTBBREBIIEENRL SBA Lic. 2 0%, LBEIRE, O J-RREEZET L
DT a—FBREICE S HCM O3, WO 31— & 0 EdfREPRIEE, LRMAE
AHBVIHHBICRBHEOHREIEEEZETS DL LT,



PlbEd b, HCM K%, 13RRI03A, 55 HCM & 2H L BEUFENRE Lic, Z0M,
FEEEE LISV EZRE HCM 18F] bR & L7,

wiZ, NAFEHORMMD > BHMEZESBEL, X 5ICESF DNA Z#HILL, Y% 7oy
FUTEBIIEDFAO VT4 NI =T NVAY SR T 7 —F B, EDKR, TUNATY5A
¥avay, SRNYUFUIDNAR—H—S,DNATNTAES Vv ay, UXv v 0T %R
7L, RFLP¥EET - 7o SESMITHIEICIY, 2 a—% 7025 L LIPED 2@V,
® =R

HIBEREE Mspl Ik b, Rfik18%, 18qll.2—12.1icB# Y 5 ®IEFTHS PALB (FL
TLTIVRIET) ZHVEBAEAL (1.7kb), A2 (0.93kb) @2 SOWIREFERD,
RXR= 0BTy FRITHRKAMS. 67205 50, HCM RER{E=T PALB fEEA b L
{REOEBHEET B EERSTRBRT IEENB S,

HIFREER BamH 1 iz &b, Off 14 ¥ CEERET (pSC1) RV /BE, SHEERD
A Y '

FIPHBER Taqlic kb, LB IA v v SEHERETOAHEICEET 5 CRI-L 436 (D1426)
EHOIZBS, Bl (4.2kb), B2 (2.2kb+1.8kb) D 2 DOMILBRIEFEEDI. HMREL
FISKRE BRI LR, 3R T HCM BRBREF EOMICRX 22D, FRRETE
DEPEIEE S N1 |

kI, BIFREEE Taql Ic& ® CRI-L 329(D14S25), TCRA 2HWiga, WiFhooy
FRa7 bRAMEN - 20U TFTEED HCM BERREEF EOEHERIBEI NI,

# %=

HAAORKE HCM KROEEMTICB VT, REEIBEIIFET 5 PALB (FLTLT
IV) 2Fuo-TEULTHWIEA, BAkoy FX37=3672&, HCM FR#{=F2 PALB
EIRAH 2V IRZEOEFICHFET S EVBRRRINZERNE SN, PALB RERE
VeV 52 BERTIPEHTHE NI VAP A LVF U2~ RT3 RIEFTHY, TOREEAND
point mutation ZEHERE L THELAEBLELTT Igf F=v A8 {EIhTHW5B, 7ioq
F—v i3, BRERLERTRETHY, LBEFCEVTE, OHEKX (BT a1 F—v
Z) ERTIENREINTV S, LHLEND, EREOMRER - 2Kkt HCM BEIC
2V}, Oxa-RE UFAMOERERK LEBEHET, granular sparkle & D
FRERE, 2FOEEHAPCSHEMAREFRR,ISD, 7Iios F-VX2ROEIREEE
Ifihote, THbE, AMED HCM 207 3 04 K= 212 & 3 RO FHEEO B REM 12



BENTH 5,
—%#, /N—sN— NK%E®D Seidman, C, E. 507 —7id, HCM FRREZFND14S26&
BOTEELUBEERTAIE, X5, DUS6OEFHCBET B0HIA Y L SEMRIETF
(pSC14) SRSIAIC point mutation FET 5 _KREWME L7, R, FHERBEFHLH
AV VEHRETFLEFHLTOVEVLEROIBEL T, HCM HPRIEMICAEH—SERT
HBEERLI
AFFEICHBVT, LFFIA Y BEHRILT (pSCl14) 2 DNA Fu—7& LTHW B
sporadic 7 HCM BEFIBAZESH THR ROEMHBESNT, HERADOKKEMRL 5T spo-
radic X HCM B#IZHWT, Seidman, C. E. O#E L2k I 7% 1 7D point mutation
BEDONED -7,
ERkic, REAEUER LOOH A Y v BEHRETOEFICHET 5D14526, D14S25,
TCRA OB HMA A, VTFNORETFDO HCM RRRET & OEHEIIRH SNIEh - 1o,
PDEXy, 4EEE LcBAAORENE HCM OFRREEFICEL TR, OHIA U8
EHRIEF RO point mutation TH B AIHEMIIIE, Kl HCM O FERRIZFHE AT
TBHIENTRBRINT,
C- )
AHATHENRE L HRAOKKRMIEARBRLOIHIE 13K RO BEL 5 I Z DRIKEOEHAE
e LUTOERNHO N ELE 7,
(1) O34 Y BEHRET L OFEEIIBD SsNldd - T,
@ LAY fEMRETOEHIRET 5D14S2, DI14S25, TCRA & DM
HoNIEh T
(3} HCM REHRR=F» PALB RIS AW ZDEBFICBET 2 LA RBI NI,



FRRLEEDEE
T #® BB kK E B

B 0E H & WA
B OE BB OHE % 2

Jufli}

FEARLCGERIE (hypertrophic cardiomyopathy=HCM) 3, HEKX%ERL, EEFT
i, KPS OBOMEEAR 22 R TRERHO.LHERTH 5, 5. 10FEEFERIIZNENRI0,
80% LHEINTWVWAY, ROEBEHMICRAENED, BT LLFREIBFEBEAML V. K
RISV TR, HCM BHEBTREAREERYD, —BRICEREKREERERRE &
BT ENHEHL TV B, AR TIE, BAAICEIT S HCM ZRERITOWVWT, RFLP (restiction
fragment length polymorphism) BiC & % EgMRIT % 1T L, HCM FRBEFOREEK
FL 1

WMRERRDI:D, ¥ TT7+0—-L TS HCM BED S B, SEOHFICELT, In-
formed consent D8 ShicBEBLVEDFHRENRE Lz, S50 UHARLALEZY - F
RV, BRER, BEBSCOXHAL, Tok LBRRE O I-RREEMET L/
HCM OBERZHNE, SIMEESEO _RELHEAEZRTRENELS, O3 —-RRAICT, ¥
PR RIEE, (LREIEAS 2\ ZEHE I RBEOHERIIEEEET S b0 L L, ko
BERZEBREL D, HCM 2RER, 13%R103A, 55 HCM LHE LA e BEUFERE
Lico Z0fts, FHEELE LIWERME HCM 185 bR & L1z, REFNHFEICBVTI
BEBLUCZOREOKMM» SHERMIZESBE L, X 51E5ST DNA 2Hb L, HIRER
KX O&EST DNA 2L, ELMFEOZRE, 7Ho—-RBIKRHL, F1or74
W=t b5 v RT7—L, Rk LONENREINTVAER DNA Fo— 72 EHK,
NATYVTALES Vg vERET LI, Z0%, BEL, A—F3V47 574~k BBRHEL
foo HGERRITICIE, Ty NEEEERV,

ZOfER, HIFRBEE BamHl 2FV, HCM RE#&{EF & LT Seidman, C, E. 5D 7 b—
IHRE L CARBRUBICRBET A 0HI4 Y Y SEHRETE DNA Tuo—~T7L LTHL
1BA, R HCM 18R b8, SEMERDL,M -1, HIBERE Taglickb, OHI4AY
v BEHRETFOEEICHET 5D1426% DNA Yu—7& LTHVWEA, Bl (4.2kb), B
2 (2.2kb+1.8kb) @2 DDOIMIRIZTFERBW, MR E L FKHEM: HCM 13 X% % EEE AT



LR, oy FRI7REXR=0LEVTR/ME=—coh18 51 HCM FHERRET & OH#
BEERDLEM T IO, LHIAY Y SEHRETOEFICHET 5D14525 TCRA D
RiticBWVWTh, By FXa7ROVTRERXE=0ICEVWTR/IMEN - 2LT LY, HCM
ERRE T & OB BN - 12 BIFRBEFR Mspl i2 & b, REEKI8FICRAET 5 PALB (7
L7 ILT I vREF) 2 DNA Tuo—7& LTRHWEE, Al (1.7kb), A2 (0.93kb) O
2 DDIMLRIEFERBHI, WEE LcFENE HCMI3K R LT LR, oy FXa7
BREXE= 0BV TRAMES 672058 50, HCM FER&IE T4 PALB (RN S 5 W 3 £ Oit
BIHEET S L EEMRERT SEENE O NI,

PEofER LY, HCM BEFRBREZEFE LT, Seidman, C, E. SORBHEUBORELRAN
D, REkI8EFICFERRETHEET S ENRREINT,
NEREOEESICHEVT, BAHELD, BROEFICET 57 LI E HCM BEB L UIE
BEOM#IZOWT, A FAOERE RFLP LOB#ICHSWT, 35 HCM FHRRET#
PALB L{RE L7284 b, HCM RREMICRE—LRETH O FRICOVWTOHEM
Wi ahi, B%#HI8L0, PALB % DNA Fo—7& LTHAWEE, Mspl UIADHERE
FIOWTOEMOFRI>WVT, PALB FEEEHOMD DNA <= — 4 —TORFHIZHOWVWT,
X5z PALB H&% HCM ERBETF & RELBAD PALB O point mutation O wJ#EH:
KERICOLWTORMAL SN, MiB#HELYD, PALB % DNA 70— 7 L#ERLAEHI
ONT, ST IOL =Y REDEBITHOVWTOREMMEINI, Fio, IHRERLD, 3
POV RY T IARF— LRI HOVWTOERN S IR, Thoizdl, BHEEIHEREY
ﬁ@%%ﬁoto%wﬁ,ﬁbntﬁf%%mgﬁﬁﬁamﬁﬁuﬁwrh,mhﬁﬁﬁﬁgﬁ
ani,

AL, BAACK T ZEAROHES BFERENRICHALTREFHRI TV, HCM
FRRETE LTHEINTVAREAKUELRLY, FrcRkaEBRIRERETNEET
ZEEEHEHO M LA bDTH Y, ARBENHRLEL OO, FURFICET 5



