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CLINICAL REPORT OF CONGENITAL HEART DISEASE
(ENDOCARDIAL CUSHION DEFECT) IN SIBLINGS
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® 1 Findings of Cardiac Catheterization
(intracardiac pressures and Oz content)

Postition

1 it 1 2

Pressure (mmHg) Oz-Sat.Pressure (mHg) Oz-Sat.
max,/min (mean) (%) |max/min (mean) (%)

@® 7PA (branch)
® PA (main)
® RV (outflow)
@ RV (inflow)
® RA (low)

® RA (middle)
@ RA (high)
SVcC

® 1vC

LA

@ LV

@ Artery

} 14/4 (8) 78

26/10 (16)

34/10 (20) 85.8
38/2 (22) 87.8
38/-2 (16) 87.0

33/15 (30)
43/19 (30) 84.4
45/2 @D 79.5

} 12/4 (8) 84.9 86.3
80. 6 6/2 (4) 83.5
75.0

6/4 (5) 73.0

69.7 5/0 (3) 76.8
18/5 (10) 90.4 10/2 (6) 94.0
122/10 (60) 9.6

126/98(107) 89.8 120/84 (96) 94.5

L-R shunt Ratio (%)

Flow Ratio

Pressure Ratio (%)
Resistance Ratio (%)

63.3 46.3
2.4 2:1
20.2 15.2
8.4 7.2

K 5

T ZR2 AR L% BhE 2. 0B IR bhis
Vo FIOBEHAL UL T46. 3% D JE — ik R EE
L7z, X BICAFITRRIBHCIT Lic BIRN A S
T, EERHBOIER & §2/ME (goose neck sign)

#aRdte (K7), Mk B ECD & LT19734 1 /126
B, AT T, SR 22.5°C, i it EWiReE
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Too BEo THEEPERNCIIANE:, BERMEIN SRR

EMERE  Vol. 22



PR e i) R

G 2
(TR
it 145
6

geose neck sign

7

LTu52% BERERYICILEIRA X 3P TL R LT T
B, KIEOEEMEFNEE LTS b, 1A
B DB XS ILLERRRER R T 7 e vty T T
FEH L, (MRS & =0 OMiAE $la)— i i

TAI#%@%Tb_&Tﬁéﬁ,QWLI¢m?ﬂ
ECD Tli—KALRIBOMPAD 2 T RIF R AL HIT
T b, HAIMEEE 500cc (26.3ce/ky), fitaitmix
IEFEC, <y FREEICHRRNT D L B2 DN DFEE 7

No. 2, 1974

CUPIIEIRRARIE) 1

NN

v 7 0>¥é/£m‘m~om)‘i, I G4 1 = 24~ 48FF Rl - —
SO SHARROFER 2, itk 1 FOLERT
5, KIER, P-QIRE 0. 147 A AETH D (K6).

Tk iEfl 1, 2 1K MEEIR M B BRI REIC L 5
guft (kA Ao, R LICRFEERDbA
ot

% ¥

ECD &IN5 ERKMOE o, ORIEROFEE
B C KN 5 TR TOLAB R B LT 5, TR
DB EFEAL TR T i & LE PR AR RARILAY
B0, WEHEPNIGEO FFE B A b5 42 1 ECD
(BRI ThH, BREFILLEE PRE—XIL
R A o = T e 1 ] N R i
4B AE M ECD é:h bh%:u’?—:‘rﬂ/fzb %o

EEOOHIBER G, HER 4 BOLME O OFLE
o < ohifigric l*éﬁlﬁﬂ’é/l\%ftf'aﬁ¥ﬁlf&f D5
B O L UMM LRI R A PRk LSRR
L6 AP EGDREICSEIL, =RA - EIESF
Mk XL OMIRORE & 78 5, X B DNIERHER
B FHAC LR TOERR— KA A A LLE
PRI A TR T %, 2 D X 5 ICDAIERIGAE 4
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AR T e\ A TEEDY ECD TH B, LKA
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L DR R TRE LT B E bbb T B,
EC—jic CHD OHBUEE L, toNfLiesE
R X -T2 Eiah, HERTO.32~0.83%4 9%
BT 0. 1~0. 21%10-W L35, - HIEET
WHIOORTB DS S ER 1LERNTRT L, Thi
BT S ORI E THEERNAERTH S,
—7J7 CHD %7 % BENFEKNIZ CHD % 1D
i 20k S IcFlRAREICoWTL, NRHE S
Kidfh » T3 Lamy®, Neil®, Campbell?®iZ L
¥, %41.46, 1.51, 1.7% THH, McKeown!®,
Zoethou!'®, Nora® D% it 1.8, 4.0, 3.4% TH
%, F{BUC CHD % % % AL, Nora® i X iud
1.8% LBBRTHLN, % {110, 24~0. 3551120 )
R BB & R iy, Eo T CHD 24758
RAFEaPC CHD B % boBE 1, — o CHD
RRESFED 1.8~12. 55 nER LD, —HELLR
DRy CHD OREFIIC Y hAEREAICE L, FEk
RAHETH » 7 iEIR, HHARITEND X 5127,
Neil'!™if CHD %4535 BB & B O 5 M # Fode 47
L. CHD #MIRx U HEsE—RoREHE D6
EThD EHEL, KEWE CHD % 42800
2 BAENIBTHIORET A Bk 8 1 (9.2%) OF¥ ¢ CHD

ok
o

- #R - B

HADNBERS &, F—EEL LTHET2E S
Vs, 7o & 248 Campbell? i 40 L Fb 26545/ (65
%), SHAEL, Bl b OeHTHDHELTH
%o < hRIRACEES L, CHD O—3 « 1
ﬁ%m%su?#“a<?%b,$%%f%ﬁ~MW
THH®, FiRAaFoReg, o CHD BRIERM:
&LfmﬁTéﬁmﬂibﬁvo
DLESBENFEEADRR T - T\ &, CHD @
RRICEERFVES LT 2HEREWE L1 TH S,
X BIZHETC & AR X 1E SRR OHB R L
R, FORBLEL LTS EEL BRDY, fiRs
FUBATBICERLTABRLZ &b, HERE
IZETFOBSIIHERERTH D, T b LEFRBIC
b BARRAEMOATEY B b, Siller?®}, Bfvsh
v 6l 613 IR BIR LT, 3 R/ CLEPRRE
$£ (ventricular septal defect, LT VSD) %@
(84.2, 49.5, 31.4%) 1=, {10 3 R TIHER (5.9,
5.0, 3.6%) ICihs, RiEMICEEDEODDZ LY
LTV 5, COBRMICE b BERICEOL LIS
Z &1t Long~Gross 7 v MRV TLEEIH,
Fox2Di%, Olson-Gross %% » I G, VSD 2325% %
B AL, California SRTCHLMEA 4%, S BICH

DFER Az kD X THREHNFEY 2T CHD © FHOTEIC X D ACREET Fr IMRICERREHS
*® 2 CHD o B P H B3 &
ﬁ'ﬁ K 1’[ fh B vao/
;szﬁ =3 "ﬁ lL\ gé (/o)
TR ) #
Mckeown!®  (1953) 425 1.8 0.24
Lamy!6 (1957) 1188 1.46 0
Neilt? (1960) 1000 1.51 0.35
2.75+
Fuhrmann'®  (1961) 1.52
Zoethoutl® (1964) 126 4
Campbell?® (1965) 1227 1.7 0.3
Nora® (1966) 517 3.4 1.8
%3 CHD KN - A—5H
0" 5 # Eai#  Identical Similar Dissimilar
Mckeown!9 (1953) 5 3 1
Campbel]22 (1959) 22 12 10 0
Christensen®)  (1963) 13 9 4 0
Ehlers?®d (1966) 23 11 12
o 2t 63 50 13
(79.4%) (20.6%)
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Eh L, VSD FEAS T BB RN LT X
DETICAD EZHNKTHD LHRL T3,
T BICH BB BB DA LR L
T, HEREREPEEORREICOWT, WERFNY
DX 5 IS LTV 20025 BIICHAERY: (twin
studies) 2B %, FAHD T L < W RICEBEHAL
g { /] —TdH 5—Jpr: AR (monozygotic)
L, 2 ADRB RGP CAR R L LA U
THH, BEHMRLFMCADhS D LF UEE
L & B Iis o TR A (dizygotic) & 238
B, & ZAMRIOIEAE ST, IHELEL D
MEENIAERTTR COLT MR, R,
MEE L ORE7 2 /s 2~ ViZ\te b E TORER
IR ST I v O B TH B, Nora
AR LB T & B ORI E A T oL A R
BENS, HRGIZIML TEL DL 3 iERePRELT
Wh, KRB BICL o TAENCE R S h g R c
PR E STV IR T, Z 3k CHD
THHEEL (ASD, ASD+VSD)?, (ASD, coarcta-
tion+PDA), (VSD, VSD)®12) 2 41, (TF, TF),
(PS, PS)®, (PDA, PDA)® 6 #|, (VSD, ASD)
®, (EF,. EF)®, (VSD, TR0 3fl%E<cHhHy, —
DIpEIAE W Cry, R4 CHD cha8AL (TF,
PS)3Y, (PDA, PDA®, (PS, PS)®ETHB, L
Loz b, WAERTLBED CHD HT 25—
PR BT d, IR CHD Tdh B it — R nd
CHD TH 5% X b fihTd 52, 14z CHD ¢h
HEER L, ZRIpF— CHD % 4238k, <ikh
I RIS, & 2 AT AR TR
2 CHD & LisAS bz hiBic -7 CHD ThH%H

LRI

B, ok R, HEBROMED L 50
7/ —wH CHD TdHh% VSD-THh, ks
7 — €8 CHD Tk % TF ORI A B HEHEN,
CHD oiHICH L GRERTF O b1, BEET
DOREAREORE T LB TET D LD L LN
BB, .

LTHRERT OHIRT) LT R
IENRFH AP R B TEA T (teratogenic agents)
ACT, AWBHEE &AL SERLCLETE R RER
BB ENEEINTHDE, (EREIE S L%
I AL TR, DT RN ATY & UMD
W o= EE S ha s, FORRTREWTL
FH TR TSR ORI T O L 3 R
T, AWORET HIENECZ &b, "HDIFE
OO0 — BRI AR FAER 3¢
BERETD, Y OF VEWUBERTFVER->TD,
R & 5 SRS L OBEAR Ui BRI T3
HF5 D Stockard3 DB b, A BICKE—D
HAWEHTCHicD CHD 2{EHZ ENTE, 0O
EOOERT L FOSERRICEF 2 H Sehul
I EORL TE B, R CTHRIERE TR 5
& LT Uchida®d, —PipBak Rkt 5 BG00
HABOT—RL, SREIOFENREDEN B DD
DCHB EM —HRICHERT CHD * b2 bh O,
b OL OB OBERPDERD EOF L, B
BOENRI oo KB AL UL R Th B £ L,
Campbel120 §, CHD o F& 4 i 1% 3 % B4 W B8
¢, —Ip A o> CHD o R—ButWE RORH~
DMITEEOHFELHERML T\ 5,

TR C, VPSRN B < i i T
CHD BRA 4428 ek, CHD BEHEEERTH

ASD | B OB b T D, S LB
P S : BYIRERAEE BRMIL TS bOW0 LB B, < OIERNAE
PDA : BiRE R e e ' .
ET @ OB FO E 5t LSRR OEER S bhd, 5
TF 75 v~ UHE %ﬁﬂmbm%ﬁﬁﬁ@ﬂ%ﬂ%@#@b%%ﬁﬁ@
%4 W & W & CHD

Zygosity CHD—-CHD CHD—IE¥ & &

Monozygotic 23 (26.1%) 65 (73.9%) 881

Dizygotic 7 (6.7%) 97 (93.3%) 10441,

Doubtful Zygosity 7 (9.0%) 71 (91.0%) 7841

~ Monozygotic (completely diagnosed) 9 (25.0%) 27 (75.0%) 3641

2 (4.9%) 39 (95.1%) 4141

Dizygotic (completely diagnosed)
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B3 O AR I RO L BA TR TR O —
B L LTOE M & A0 % Ellis-van Greveld,
Holt-Oram, Kartagener, Laurence-Moon-Biedl,
Marfan, Ehlers-Danlos & D3RR <e, 7 « Mguthlk
o, WEORBCANTALEFH L LT Down,
Turner, Noonan .BHOIEREEHC2WTIL & 2§l
RS L LTHESR TV DL, KAV AEBE Y
BT B% < © CHD B LT, JRERT LT
BET (HERORES4S HAEDINE M, 2%
B IEROBRIETS B\ R E, . OGHRR &
BRI, YO OMTEIERIC L » THd, RHoH
EMRTRERCS o7 & LT, LOXRBMIRE
BTFCL b EAShEZ LbdBH L5 Nora™ OFt
2B O BERRNTH D, Tl bEE CHD 4R
FE (multifactorial inheritance) OEFHIZYT
H T FERERENE L Edward®DxRh HRD
rAENERSE/ P (P boREO—RFER
BE) LA AT L, R ORE RS & HIRHE X <
FRIL, oI &i3EE CHD % Newcombed D Jf
VAP TRFIC T my b THEREOTEANT
HEREDHOE CHAAL, 2 bES CHD 4
SEFURECE - TRELTVAL 3 RH LB
BEVHLDOTHD,

19
»,Phenylketonuria
@ Achondroplasia

10

®AS (British

Ratio{incidence in sibs/population}

10 ®AS data)

10k (Newcome)

1055 T e “10-
Disease incidence

#£5 Nora®® I b)
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