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Synopsis Ultrasound sonography has become a major diagnostic tool in the detection of fetal trisomy 18.
And, because understanding fetal trisomy 18 is important for us, we examined the variegated presentations
of trisomy 18.

Clinical observation of 16 cases and autopsy findings in 14 cases of 18 trisomy are presented. These
patients were seen during the seven-year period 1981 ~1988.

All patients died in the first 3 months of life. The mean maternal age was 31.8 years and other clinical
observation coincided well with those of other reports well recognized. In 15 cases, typical features of 18
trisomy (intrauterine growth retardation, trisomy face, hand and foot deformities) were seen. However,
one case presented an atypical phenotype. Holoprosencephaly was superimposed, and this combination is
believed to be unique. Another abnormality of the central nervous system was cerebellar hypoplasia in
50% of the cases and this incidence was much higher than in Smith’s textbook (less than 10%). And in this
paper we also reported a rare anomaly of the coronary artery and described first an abnormality of aortic
arch and calcification of the placental vein in this paper.

Findings in the present study were compared to the literature.

Key words: Trisomy 18 - Intrauterine growth retardation ¢« Holoprosencephaly + Cerebellar hypoplasia *
Vascular abnormalities

NI | -El ectronic Library Service



Japan Soci ety of Cbstetrics and Gynecol ogy

1546

&
18+ V v 1 —!% Edwards et al. (19604E)'2,
Patau et al. (19604E)'®, Smith et al. (19604 )'®
X b THE I i, U Edwards iERRE
BHENEIE NV Y i = EbER, bOAETH S
RLEW O REARRE THAOLA TV, A
AW DT ORI ISR & MRS e
ETH[EETH D &EHE Ty 599001020,
Smith (1988)29Tix, 18+ VU v ¢ —1I0%LLFT
HEBEFTHLDE LT, BEMEOETOKIM
BOHIEER X OMOBFHIC O THEH|E I LT
5. HEB AL TR misetEHieon
ThH HAEFTZE OBISIOD TR E# %,

18+ )V I —DEHEFICOWTRE LT,
xR
bbbk, BERI565E10 B O BERL A & BEFI635
108 & CICiTiR -« D EEA L8V vV & —
1601 % fEE L7, 18+ Y ¥ 3 —DZWNEITXTH
MmEREEZIC X D FRAK201E O Rtk o BT 21T
WEERR LT, TTHEMIRISN Y Y S —TEYA
7, EREEFRNT 1 7ok otc, 1660 7e s THESE
Z L7 OB CEEE b o E Licd Di3l2
HTHot., AEEHCOLWTBEDOTER D
DN T DRI, B> TR A2 AE L
12000 Za D> T HE TR AR Lic, BIlE O

][]

Trisomy 18 OERKE & & HF&HHICDVT

HPEREE415105

FEAT KM D IS\ TR D 5 FEflic >
WTHRR L, Eh, RoHAREOEERZI
DOWTHEHLO BHARADKEFRE WMEY % H
WTEEL, BBBRICoOWTIERECE S AR
EILHBEEZ S L,

T

1. 18+ Y v § — ROWMBOFM & ITHR 5o
L (R 1)

B OEE O F 5113185, A D Ff D FH i
335 THolk, TImE L2080 P » 7L
2B N, BREEIREY 25 & BEREORGE
DBHDHSDLTL, WERDEIEIL3L.3%THD
7o, DEBEOFISBETH o, THEREED
£ 41343.8%, BIREFRZEONCED bht, &
HpkESR T oI 2 Bl FIE S E B I & 58I
YL 6 BlO R IRIRGEI & 5 BRAEF EYIE
Bote, Stk 140 Apgar score (X6 7 S L
TTHot.

2. BrY v i —-RoOBEGRELREMABY D
B (R2)

HERE DT L1, 406g TH 5 25, REOLEE
RET—2.0LUFD b DH93.8% % Hd Tz, B
DB 2.5 (B ) THol.

Wi R B T, BREEEOF#H11353.9¢
ThHh, H-FHEIROEIEE2/166] (12.5%)

#£1 16018 Y ¥ I —DOWMBEOER LIER, SO

X 4P = yas N - E] v =] 5\ - ~OT

BT | Lol | B RSN D0 B AR | DB 5%
FEFI 1 32 34 2/2 35 + | %Y 3 8
KR 2 29 33 0/0 35 — | + W@ 7 9
FEBI 3 42 42 2/0 32 + + | & 1 7
FEM 4 35 35 2/0 40 — |+ | mEl 2 6
RIS 22 27 0/0 31 + |+ | ®E 0 0
FEF 6 31 34 2/2 36 + |+ || 7 10
I 7 36 40 4/1 34 + |+ w2 5
FEH 8 31 30 1/1 37 —~ |+ |wmw 1 1
FEBI 9 32 37 2/2 35 - L+ |®W| 0 0
FEFI10 30 32 1/1 37 + |+ g1 6
FEFILL 35 38 1/1 42 - |+ |®E|l 3 5
FERI12 31 30 1/1 40 — |+ |®E 2 6
REA13 31 31 2/2 36 + L+ | wmE 1 5
FEI14 35 35 2/2 32 — | + |®mw 1 5
FEFI15 22 22 0/0 30 — o+ gl o0 0
FE#I16 35 36 1/1 31 + |+ (#&Ey o0 0

NI | -El ectronic Library Service



Japan Soci ety of Cbstetrics and Gynecol ogy

19894£10 A A 1547
#2 1661018 Y v 3 —DOHERE LR BHOER
HEGE  GEORE | B0 | RBERE M -oBEF | X K| E K
(g wm=(SD) | #A (& Bk | BFE | BIE
fEG 1 1,270 ~2.6 ES 260 - -
fER 2 1,642 -3.7 % 500 - - +
5ER 3 924 -2.5 % 400 - + -
HER 4 2,330 -2.1 & 390 + -
fEG) 5 872 -2.8 % 275 + -
KER 6 1,104 -3.4 ES 206 - - -
TER 7 1,498 -2.0 5 400 + + -
fEG) 8 1,192 —4.2 5 270 - + -
SEG 9 1,198 -2.7 ES 295 - + -
FEFIL0 | 1,664 -2.9 Z 870 - - -
IEGIL | 1,984 —3.6 % 510 — - -
fEFII2 | 1,962 -3.5 % 315 - - -
FEGILS | 1,490 -2.5 % 300 - + ~
fEGI4 | 1,332 -1.3 % 280 - + -
fEHI15 932 -2.2 5 250 - + -
fEFIL6 | 1,108 -2.0 5 140 - - -

X1

falg ko AR (1 AR

Thote, zof, BMBOVRER &L CHES
IROBIRACHSFEFACED bhie (K1), ¥,
ENCBEIEDEIE1X8/1661 (50.0%) TEAKED
SEDEIE121/166 (6.3%) THhote,

3. BrY v I-RoGHHVLEAEFIM G
3)

HIMEAL, NIREE, BB RH LD P Y v § —
BERE &L T o 0ix15/16%1 (93.8%) »
Dz, T OM, O R & LTix2/1661(12.5%)
WCABOHEMIRD LR, 1 HICEEEERKE D
AmD bR,

Vi o BE I oWTUE, overlapping finger 73
14/16%1 (87.5%), # v # T Ik B K »314/16%1

N

(87.5%) IKBD BRI,

BoEt o RH & LTk E R 139/16%1(56.3%)
CEH LT, e, MoSERENEL I L
Teb oo 2/14%1 (14.3%) BED BT, O
BHBICONTREI Lo DIz Lflic A b
DFEMHEH L Coie, LEFHohc—&S%
L7z LEFRRREBE (LUF VSD LB4) #3
100% TH>fz, *oft, BFREBAFIE (LT PDA
EEIOI9/14(64.3%), TWKME R BHELBE (U
T DORV &BE3) 134/14 (28.6%), LEFRKX
HBIE (LT ASD & BE3) 132/14 (14.3%) &6t
LT\io, BIMEDETRKIME DSz >\T
FEEFLLBI6I DO\ THRENT % &, TINEITE
FCOLDEOFIIZIIN DAt b DH3/56 (60.0%)

@b bhiz(®2 1), KiEDEFTIZOWVTIS
YUY = TIEDOBEBIRO S OH T Ik
DEBIROFIEDO R S5 & Do34/56 (80.0%)
DL (K2 4.

HILEDORE L L CAESEEI4/14(28.6%)

Db, 3H15 Gross C HC 1 #2° Gross A
Bohot, i, Foi, %%ﬁ%ﬁﬁWmm
(50.0%) @D LI,

RIZ, FREEROERH & L TIXEE S 0t/ K
B (MAERMOBEEMBERCL 52y sE
IR, KB HARZFR I/ X I/ YA R

NI | -El ectronic Library Service



Japan Soci ety of Cbstetrics and Gynecol ogy

1548 Trisomy 18 DEEK% & & otHFHIcoT HEmEE41£10%
F£3 16HDI8 LY VY i —OEHET & A ER
AEG 1 + + + — | DORV, VSD, PDA | ERE, #HRFE | - - 1»8 |+
FERI 2 + + + — | /BB ~BH - T 3HA |-
FE 3 + + + + | VSD, PDA B + BRI | 1 ALY | +
FEDI 4 + + - + | VSD — - |/NMEFER| 128 |+
FEAA 5 + + + — | VSD, PDA B i¢ha + - 0—%EEE | +
FEBI 6 + + + + | VSD, PDA — - — 128 +
FEGI 7 + + + + | VSD, PDA B + o PRUEE | 1 BEN | +
FEA 8 + + + + | DORV, VSD EEAi + — 2 H +
fEF1 9 + + + + | 7R"EH T~ - N 0—%EEE | —
FEFI10 + + + + | DORV, VSD, PDA | — - /INBE TS B 5H +
FEGILL + + - + | VSD, ASD RERMRK - - 6 H +
FEFI12 + + + — | DORV, VSD — + | R 1H +
FERI13 + + + + | VSD, PDA — + - 9H +
FEFI14 + - + - | VSD, PDA — - — LHUA | +
FEGI15 - - + — | VSD, PDA KBE — | ATEBMRRfE | 0 —ZEFE | +
FEGIL6 + + + — | VSD, ASD ERE +  NBERRL | 0 —FEE | +

=4 18+) VI —ZRBIHERE LAHEHICOVTYS 2y # — 1661 & Smith (1988), Bergsma (1979) o H.#k

K| Bt by v s - A | L | WR A | R | K |

wsie | ik | VR mmm o[ g.. (WY | w0 | SEE| WY | 5P
Y s —-1661 | 50.0 12.5 100 93.8 87.5 87.5 156.3| 100 57.1 28.6 80.0 50.0
Smith(1988) 250 =50 =50 =50 250 | 10~50 | =50 | =50 =50 <10 <10 <10
Bergsma(1979) / >80 100 >80 >80 | 50~80| >80 >95 50~80 <10 / e

(BT NT%ic X B, ITUGR 12U T3 —1.3SD 4 < d7:, *iX overlapping finger, **(33& h B FHREE)

ERELTHEEZHICA NI S D) 56/12641
(50.0%) & D» B i, ol alober type @ holo-
prosencephaly 75 1 B D7z, A7 HARIIIE E D
bONORE3IIADLDETH O,
x =

18V v s —OoHERKC KT S HE X
3,500~7,0001= 1 BlOEIE T, 80% I THKH/218 b
VY3 —=TH5HH, 0B ZEF1 27, Bool%
AEEEREED 5 VEERERTH L, EIRED
ITRERERDLEHEINTVEY, SEbAhb
NOEE LI 16B1E 3 X CHMML18 Y v 3 —T
Bt

18V Y I —DOHEZRBEOFERHE L BIED
FELRIBINT2 LHMEIh Tk D, SEO
B ChRMEEEERTH O, T, VIEFE
K2 RmEOEFTERE()EAMEDHERE LD PRIERIFEDOEHPEERTH S &\ 5 BEREID

NI | -El ectronic Library Service



Japan Soci ety of Cbstetrics and Gynecol ogy

19894104

WTHREROEE L RFETH o7,

BFY Y I -D&HEBTOWLT, bhbho
FEGI & Smith (1988)29% Bergsma (1979)9 D45
EHERE LI (GR4), BHEWER L IUGR,
BEBRANERET, NI BESCFRKBLEYE
HFTHLE05 2 LDV THARDOERIB O
7o, Lo, SEHOBRCIE—~FHHIkEEXR
IIXERD BT yole, SEE X bILTEME D 7E
e KEDHE O R, BEOBIRO GRS
/NS T B =2 holoprosencephaly @ & fif & # 22
L7, BIE D EFTRE IOV Tk Smith
(1988 b 10% LA T 0 EmE LB B35 EID X 5
KEERTHD LV IRERR, KBS D
FH 1 2o W T i Smith (1988)291z 13 aberrant
subclavian artery & L CEEH L TH S, LirL,
SERE Lic X 5 inE DFEER D 5l 23 O ZEE
R T KBRS 22 b 51K 5 & 5 BBk
DHDTEIN, Fie, FREBOFEIROAKLIE
T 5 b D& L T Smith (1988)291 X arteries
with medial calcification & L T3 H 55345
EIHRE Lz & 5 el Lo &k Ak ki
WTHREFRE XV, RIEPEDOFF o\ Tk Ber-
gsma (197D2XR L & 51 IUGR & £ HEHHE %
HO13r VY § = LHARI8M Y V I —IMOFH
BAPRGEREL TS, Lal, MBI
DUWTIIHER H1381.3%?, Z#ki3100%" L &K
BB EHELTVD, SEOKFTHH0%IC
INETER D R b hic b vWwd Z & E X 5 L 18
Y Y I -RBTAPRERROGHIEETH
5 EEz bR, PMREERICOWTE, AR
P L L UBEEMEEIC X 5 cisterna magna
DK X 2/ MHETR BT 2 |E VLD 5.
Lo, BRI ET 22 on TS ERR
L7 bl EDBARE I I I\ D TEHH X HIckRE
BDLETHLEEz bR, bk, IUGR &
holoprosencephaly Z#f£27:18 + ¥ v 3 — H #ZE
Lichy, 2 DIEFIC DT IR EERE DR EN
BRI/ A ETI8 Y vV 3 — LXMW CTEInh
Dt 18V YV I = EROFHITOWTIE L DAl
DFHEDNNY B DD TROFHIZ DT S IEH
DEBCLII2BRFAIPILETHD LEL bR,

HEM

1549

¥ A
BrY Y i —DEHEH LTI, EBH
IUGR ¥ E ARG OBHIBEERTH 5 &
WH ZERDOWTIRERDHE ERFETH O,
SENE S LI IE O ETRKMLE DGO R
H, BRBOBIROAIKILE X BRI/ NETZE
REDMOMDOHFHOEH IHER LI, 20X >
KRN L b IEHE e HAERIZRIc oW TERTH
A5 EEZLNICDOTHRET S,
X 573
1. B ER, =N A&, HFMR, BLFes, 28
BEA D GBREEESRRESEREH O 2 EG. &
s, 37: 271, 1985
BARX, BRENTF, BEE—, PIEEYT R

MIEA, BISRF, ASHTF, PNERE, MII%H
7180 Y v ¢ —IERBIFIOME, KREHFLE

JRBFE&EE, 101, 1983
3. WEFES, HRER K BHE HNEH LE
nE, 'R & FKX R BEEWEHRCCH

AR L 2 S REXSHO 141 A8+ Y v
I R, EfROER, 33:135, 1984.

S RER, PILFESL, BB — | IUGR 0B HFHE
GEM LRI, E LR, 55: 233, 1988.

AE & BREZ DO FHEIFTCOLRGBHE
H, BFEoHDH, 121: 635, 1982.

ImeLAOME, BE 5., HELRE, HMEEHE, /I
REx, EEMEH, BREME, BAEE, SHE
BB, KRERIE, & F, BE 15, SUuRsL:
WEECRER L7120 18 b V v ¢ —SEEEEOH 4
BIBEFREBE X 22H ok, EREL, 40:
503, 1988.

M FEILBLY VI —ERBC TS NHEY
oK., BERES¥SEE, 20: 958, 1986.
ZEBEE), IREEE, 88%— REE5, X
FREE, MIEX . BAAOKEREHE (B4
RAmEREMR. BHERE 34: 1535, 1982.
Bergsma, D. : Birth defects compendium, 2nd.
ed., 201. Alan R. Liss, Inc., New York, 1979.
Bundy, A.L., Saltzman, D.H., Pober, B., Fine,
C., Emerson, D. and Doubilet, P.M.:
Antenatal sonographic findings in trisomy 18. J.
Ultrasound. Med., 5: 361, 1986.

Comstock, C.H. and Boal, D.B. : England fetal
cisternaa magna : Apperance and significance.
Obstet. Gynecol., 25s, 1985.

Edwards, J.H., Harnden, D.G., Cameron, A.H.,
Crosse, V.M. and Wolff, O.H.: A new
trisomic syndrome. Lancet, 1: 787, 1960.
Fitzsimmons, J., Wilson, D., Pascoe-Mason, ].,

10,

11.

12,

13.

NI | -El ectronic Library Service



Japan Soci ety of Cbstetrics and Gynecol ogy

1550

14,

15,

16.

17,

Shaw, M.C., Cyr, D.R. and Mack, L.A. : Chor-
oid plexus cysts in fetus with trisomy 18. Ob-

stet. Gynecol., 73: 257, 1989.

Jeanty, P., Romevo, R., Alton, M., Venus, I. and
Hobbins, J.C. : In utero sonographic detection
of hand and foot deformities. J. Ultrasound
Med., 4: 595, 1985.

Laurent, C., Biemont, M., Gilly, R. and Ladreyt,
J.F. :
denova entre deux chromosome 18. Ann.
Genet., 21: 78, 1978.

Patan, K., Smith, D.W., Therman, E., Inhorn,
S.L. and Wagner, H.P. : Multiple congenital
anomaly coused by an extra chromosome.
Lancet, 1: 790, 1960.

Sasaki, M., Sonta, S., Hayata, I, Azumi, J.,
Fujimoto, S. and Niikawa, N.: Notes on 8
cases of trisomy 18 syndrome. Chromosome
Information Service, 13: 35, 1972.

Translocation termino-terminales

Trisomy 18 DERKRER & A EFFIC O T

18.

19.

20.

21,

A ERmE41E105

Shreinemachers, D.M., Cross, P.K. and Hook, E.
B. : Rates of trisomies 21, 18, 13 and other
chromosome abnormalities in about 20,000
personatal studies compared with estimated
rates in live births. Hum. Genet., 61 : 318, 1982.
Smith, D.W., Patau, K., Therman, E. and In-
horn, S.L.: A new autosomal trisomy syn-
drome : Multiple congenital anomaly coused by
an extra chromosome. J. Pediatr., 57 : 338, 1960.
Smith, D.W.: Recognaizable patterns of
Human Malformation, 4th ed. 546. W.B. Saun-
ders Co., Philadelphia, London, Toronto, Mex-
ico City, Rio de Janeiro, Sydney, Tokyo, 1988.
Warner, R.W. and Roth, P.M.: The role of
ultrasound in detection of multiple fetal
malformations associated with trisomy 18. J.D.
M.S., 2: 219, 1986.
(No., 6612 F1 + 5+ 9%

NI | -El ectronic Library Service



