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Introduccion

A Las anomalias numéricas en los cromosomas
(aneuploidias) involucran multiples malformaciones
genéticas.

- CERPO

A La discapacidad mental y la Talla baja son las
alteraciones mas constantes.

A Bajo peso al nacer , rasgos dismorficos y retraso en el
desarrollo también son alteraciones frecuentes.

A Las trisomias mas frecuentes son la 21, 18 y 13.
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TRISOMIA 18

A Segunda trisomia Autosémica
observada en RN vivos (1 en 5500).

AM:H=3:1
A El espectro clinico involucrar cualquier
sistema del cuerpo humano

A 50% fallece antes de las primeras 2
semanas. 5-10% sobrevive al ano.

Jones KL. Smith's recognizable patterns of human
malformation, 6th ed, Elsevier Saunders,
Philadelphia 2006. Am J Med Genet A. 2006
May;140(9):945-51.



" TRISOMIA 18

ﬁias principales caracteristicas clinicas incluyen
RCIU, hipertonia, prominencia del occipucio,
micrognatia, orejas en punta, esterndn corto, rinon
en herradura, dedos en garra, dedo Indice
sobrepuesto al tercer dedo,

A Cardiopatia congénita (>50%). Defectos en el
septum interventricular y Persistencia del ductus
arterioso son los mas frecuentes

A Sistema Gl (75%). Diverticulo de Meckel vy
malrotacion intestinal.

Jones KL. Smith's recognizable patterns of human
malformation, 6th ed, Elsevier Saunders, Philadelphia
2006. Am J Med Genet A. 2006 May;140(9):945-51.
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A Los hallazgos ultrasonograficos mas
comunes son RCIU asociado a PHA,
“clenched hands” y quistes del plexo
coroideo

Congenital malformations among liveborn infants with trisomies 18 and
13. Pont SJ, Robbins JM, Bird TM, Gibson JB, Cleves MA, Tilford JM,
Aitken ME. Am J Med Genet A. 2006 Aug;140(16):1749-56.
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N N bien | a preval el
aumentado, la sobrevida infantil se ha
manteni do |1 nvari abl e

Irving C, Richmond S, Wren C, et al. Changes in fetal
prevalence and outcome for trisomies 13 and 18: a
population-based study over 23 years. J Matern Fetal
Neonatal Med 2011;24:1371 41.



TRISOMIA 18

Short research report

Natural history of fetal trisomy 18 after prenatal
diagnosis

Annette L Burke, Katie Field, John J Morrison

Burke AL, ef al. Arch Dis Child Fetal Neonaal Ed 201398:F152—-F154. doi: 10.1136/archdischild-2011-3015849
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A Objetivo: Evaluar la evolucion natural fetal y
neonatal de embarazos con diagnostico fetal
de trisomia 18

A Material y método: Estudio retrospectivo (2000-
2009). Outcomes neonatales y obstetricos de
23 fetos. Analisis estadistico con test de
Fisher.

Burke AL, et al. Arch Dis Child Fetal Neonatal Ed
2013:98:F1521 F154. doi:10.1136/archdischild-2011-301589



Table 1 Antenatal sonographic abnormality, gestation at

karyotyping and time of perinatal death of fetus with trisomy 18

Ultrasound findings

Antenatal fetal death

Fetal hydrops

Bxomiphalos, fetal hydrops

Gross fetal hydrops

Cystic hygroma, fetal hydrops

Cystic hygroma

Exomphalos, hypertelorism,
Exomphalos, unilateral talipes
Exomphales, V5D, talipes, CPCs
Balanced complete AVSD, IUGR

V5D, momphalos talipes, hydrocephalus
Growwth restriction, cardiac anomaly
W50, CPCs, umbilical cord oyst

Enlarged cavum septum, CPCs, talipes
CPCs, echogenic bowel, two vessel cord
Meonatal death

Ventriculomegaly, diaphragmatic hemia
Bilateral renal oysts, anbydramnious
AVSD, IUGR

V5D, CPCs, two vesse| cornd
Polytwdramnious, no stomach bubble
AVSD, bilateral choroid plexws cysts
Ventriculomegaly, V5D, overlapping finger
IUGR. mega cisterna magna, clinched fists
Fetal hydrops. V5D

Weaks gestation
Karyotyping Demise

—
LN

19
17
2
7
it
34
20
2B
27

LEEBERERBER

Miscarriage 16
Miscarriage 17
Miscarriage 20
Miscarriage 21
Miscarriage 22
Miscarriage 23
UD 27

IUD 34

U0 3444

IUD 3643

IUD 3645

IUD 3B

IUD 3843

IUD 34

Postnatal tine

1 h at 3044 weeks
1 h at 33 weeks
24 h at 3445 weeks
6 h at 3641 weeks
1 h 3745 weeks
10 h at 3842 weeks
20 h at 39 weeks
24 h at 39 weeks
48 h 4042 weels

A0, atrioventricular septal defect: CPC, choroids plaas oyst; |UGR, intrautenine
growth restriction; V5D, ventricular septal defect.

Burke AL, et al. Arch Dis Child
Fetal Neonatal Ed 2013;98:F1521
F154. doi:10.1136/ archdischild-
2011-301589
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A 61% (14/23) muerte intrauterina.
A 39% (9/23) RN vivos
A 100% fallecieron a las 48 horas de vida.

A 88% (7/8) de los fetos diagnosticados antes de
las 20 semanas sufrieron muerte intrauterina.
(falla cardiaca, hidrops). Si el diagndstico se
realizd después de las 20 semanas esta cifra
bajaa4/% (7/15).

Burke AL, et al. Arch Dis Child Fetal Neonatal Ed
2013:98:F1521 F154. doi:10.1136/archdischild-2011-301589
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—i- Alive

Figure 1 Demonstrates the number of live fetuses present for each
2-week period of gestation, from 16 to 40 weeks, after prenatal
diagnosis with trisomy 18.
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Pediatr Neonatol 2009;50(4): 147-151

B .. E}r

ELSEVIER ORIGINAL ARTICLE

Changing Clinical Presentations and Survival
Pattern in Trisomy 18

Chien-Chou Hsiao’%*, Lon-Yen Tsao', Hsiao-Neng Chen?,
Han-Yao Chiu', Weng-Cheng Chang?

'Department of Pediatrics, Children’s Hospital, Changhua Christian Hospital, Taiwan
?Institute of Medical Research, College of Health Sciences, Chang Jung Christian University, Taiwan
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I Ninos con diagndstico genético de trisomia 18.
La mayoria (28/31) realizado postnatal, entre
1991 y 2006.

i Estimacion de sobrevida. Comparacion de
sobrevida segun género. (X2 test).

Pedi atr Neonat ol 20
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A Total de nacimientos vivos registrados 1/4144.

A Hombres 32%

A PN promedio de 1896 grs.

A Expectativa de vida media fue de 12 dias (1 dia i
3 anos).

A La supervivencia a la semana, 1 mes y 6 meses
fue 58%, 32% y 10% respectivamente.

A La supervivencia a 1, 2 y 3 afios fue 6%, 6% y 3%
respectivamente.

Pedi atr Neonat ol 20
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Figure Comparison of survival studies.
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A Aquellos factores prenatales que
provocaban sobrevida menor a un mes
fueron PHA severo, ausencia de burbuja
gastrica y cardiopatia severa.

Pedil atr Neonat ol

20
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A Sindrome de Patau.

A Defecto temprano en desarrollo de mesodermo a nivel
precordial, que da origen a percio medio de la cara, 0jos
y cerebro anterior.

A Las anomalias incluyen holoprosencefalia, ausencia del
bulbo olfatorio, frente inclinada, microftalmia, coloboma,
sordera y fisura labiopalatina.

A Otros defectos incluyen onfalocele, anomalias
genitourinarias, polidactilia y cardiopatias.
Natural outcome of trisomy 13, trisomy 18, and triploidy after

prenatal diagnosis. Lakovschek IC, Streubel B, UIm B Am J Med
Genet A. 2011 Nov;155A(11):2626-33. Epub 2011 Oct 11.



TRISOMIA 13

A La mayoria de los casos diagnosticados
prenatalmente mueren in utero.

A 80% mueren al primer mes de vida .
A 5% sobrevive hasta los 6 meses.

A Discapacidad mental severa, convulsiones y

retraso en DSM son comunes en supervivientes al

ano. Natural outcome of trisomy 13, trisomy 18, and triploidy after
prenatal diagnosis. Lakovschek IC, Streubel B, UIm B Am J Med
Genet A. 2011 Nov;155A(11):2626-33. Epub 2011 Oct 11.
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Para estos dos sindromes se ha propuesto
unipar adi gneaventionalodada la

alta mortalidad y discapacidad intelectual
severa de los sobrevivientes al ano.
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Clinical Details of 24 Patients Receiving Intensive Treatment

Tomoki Kosho,'* Tomohiko Nakamura.® Hiroshi Kawame,* Atsushi Baba,*
Masanori Tamura,” and Yoshimitsu Fukushima’
ll'_‘.h'-_'p:-1r|:rm':‘ nt of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan
‘Department of Neonatology, Nagano Children's Hospital, Azumino, Nagano, Japan
?’I’.‘.'i'i.-'i.lsi-:nn of Medical Genetics, Nagano Children's Hospital, Azumino, Nagano, Japan
‘Department of Pediatrics, Shinshu University School of Medicine, Matsumato, Japan
“De parment of Pediatrics, Saitama Medical Center, Kawagoe, Japan

Reccived 4 May 200%; Accepted 23 October 2005

American Journal of Medical Genetics Part
A 140A:9371 944 (2006)



MANEJO

A Estudio Retrospectivo.

A Revision de el curso de 24 pacientes
manejados de forma intensiva entre 1994 y
2003 en el Hospital de Ninos de Nagano.

A Sospecha prenatal en todas las paciente.
Ninguna con confirmacion genética.

American Journal of Medical Genetics Part
A 140A:9371 944 (2006)



TABLE 1. Prevrtal Fodings, Delivery, Strucural Defects, and Medical Complicatons

Heth P call
Cepasrwnl ape  wegli  Aggas s gl Couean RS eyl beiet Heust Enleme i sl el R Loy Rl y
T R R Y ] [T Eenlernii TR I il aecen (a5 o (el pool-receatall | FPHN B = ermig B e =T 5 M Geiwcen  Rewoll syalen
1 L 3T PR E 171 P, 1GR, CHD + - AVED, DiOEY = TEF Th, E, LH + HEK
F L 34 1T X P, NXOR + - VaI, A5y, FIOA - - E& TEF DE 1H + H1, KD
3 F 3=l it L] F - P, FIOA = + +
4 F IF3 1Rk 24 P, 1TGR, CHD + VaI, A5, FIOA - E& TEF + +
3 F 40 1 AR — VAl FDA e
& L 354 LG T F, KGR + - VAL, ASD = E& TEF KI5, A& + +
7 F 33 215 4% F VEIL, ASD, FIA e +
& F 40E PR E 4.4 P, NXGR VEI, A, Ciok e TH A + + +
9 L 30 L] 457 P, MIGR, Fi + - VAl FDA e Fi, TEF, M + HM
15] F 410 2004 P P, NXGR + - VA, FDA e +
1 1] L 34 1552 3 NGk + - VAl FDA e Ak + +
| P L T it P, IIGR, OHD, O + - TOF '+ - O, M TR, A +
13 F 350 LITT NGk + - VA, ASTD, PTG, ik e EDa +
i4 F 34 LA P, MIGR, Fi - VA, FDA e - E4, TEF, GFR RIA A BM + + +
15 F 405 85 P, NGR + VAL, P 4 OFR +
119 F 4053 (-] MICR, CHD, FA + - VA, DOEY, P e LH +
17 F 4L (W] P, ITMGR, £HD VAL, FDA S A + H, Hl
Iz L G B P, NXGR + - TCHF, A5 e - EDa +
1] & 30 i P, 11GR, CHD + - VAL, PTLA feinsedp g - aFR LH + +
o) F 3T 1.5 P, 1GR, CHD - VA, FDA e EDa +
4 | & 34 1T P, MIGR, Fi + Van g - Fi, TFF, Ak KPR, CT + + H, EIm
o F 350 [ P, NGR VA et e Fi, TFF, hi, a, EF + + RIM
OFR, P35
Lo speriedl
3 F 33 I 34 /e NiGE + Pk clrasy Tk - = ) DE
I | F 351 I 1] ] F. IR + - Fi VAR FOA . L TEF KIA, L EF + +

M, male; F, f=male; P, podyvhydrammnins; TR, intmuterines groweh ressndasion; CHD, mngenital hear defecrs; FA 2 snpha geal asmesia: O, omphalooe le; AYSD, asmiovensrioul ar se peal defe o, DORY, doubl =oud e dght venmicle;
WaD, venmioular sepial defecs; ASD, atd 2l septal defecs; FO A, pasent ducius artericmes; PA, pul maonany asresiz; Cod, cmarctasionof aona; TOF, tefral ogyof Fallog; PPH N, persisent pulmanary by perension of the newihan; TEF,
trachsnesophage=al fismle; M1, microdl=um; AA, anal asresiz; M, malrosation, GFR, gasmoesophagea] reflux; P, pylodc senosis; TA, macheal atresia; DE, dia phragmatic sventmton; TH, lung hypoplasia; RDS, nespirasony
disress syndnome; A, as=lscasis; TH, trache al y popla sie; TH, trachechronchi 2l anomaly; BM, hronchomalacia; RF, reconent poeumonde; T, chydothora; HE, horssshoe kidney; HLU, hydnouesger; B0, renal dysplasia; HN,
hydnonephrnosis; RUTT, neowrment irinary tract i nfection.
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A Cesarea, Reanimacion con intubacion, cirugias en
67%, 63% y 42% respectivamente.

A Las principales causas de cesarea fueron RCIU y
dUFP.

A Ventilacién Mecéanica en 88%. 6 de ellos (29%)
fueron extubados.

A Sobrevida a la semana, 1 mes y 1 afio de 88%, 83%
y 25% respectivamente

A Promedio de sobrevida de 152.5 dias.

American Journal of Medical Genetics Part
A 140A:9371 944 (2006)



TABLE II. Trestment, Prognoss, and Causes of Death

T'restmperit Prcng rei s Causes of death
Maode of Survival
meclhamcal Exmbation Candiovasoular Blood Ihschange Linme Firal mndes of
Fatierts Operation  ventilation {danys) drugs IWH wamsfusion Antooevulsant (days) HOT {danys) Lndedying facirs death
1 MY, HF() 4] CHIY, HF, lung hypoplasia, Untreatahle RF
tracheal atresia, RF,
asphyxia
4 L HFL) 1M, I4F, NG F 1 CHIY, HF, PH, luig Untreatahle BF
hypoplasia, BF, asphyxia
3 [NV, P AP 12, P:E1 3 CHIY, HF, PH A
L L [NV, P AP 1 13 + R, F,PE PH 12 CHI), HF, FH Asprralion
e
5 12 n CHI), HF, FH SCA
& (=5, EA MW, HFC) 1, 12 E,F,P PH 3z CHI1), HF, FH, RF Postopseralive
meecdiastinitis
7 [NV 12 35 CHIY, HF, PH, RF PH crizis
B [NV 13, PL:E1 PH 3 CHIY, HF, PH, infedion A
Q L I NV 1 13 + R 41 CHIY, HF, PH, malnutrition PHE
hiA] I 6V 12 K CHI1), HF, FH, RF PHE
11 5 I MV 10 12 1 CHIL), HF, FH, RF, apmea Progresgive RE
1z L& I MW 12 13, BE 145 CHI), HF Anomic spel
13 MY, HF() 31 12, P:E1 R 160 CHIY, HF, PH, RF A
14 {4, EA [NV, HE(), L 13, Nz, 13 + R, F PH 137 - 210 CHIY, HF, PH, RF, apmea Sudden
nCPAP catd o norary
arnest
15 I 6V 1, 12 R Z18 CHI1), HF, FH, RF PHE
1 I MV 12 R L2 CHIL), HF, FH, RF Progresgive HE
7 12 1] L CHI), HF Resprirakry Lrad
infection
15 HELY, IMW 1X) r;-s] CHI), HF, RF SCA
19 I MV, rllF AP iz 12 248 + el CHIL), HF, FH, Progressive PH
hepatoblagoma
Al I MW 12 434 CHI1), HF, FH, RF Progressive RF
21 (5, EA, MY, HF() T, N, 12 + F, R, P FH, VPA 18 CHIY, HF, PH, RF, aspiration  PH crigis, PHE
5, TS poeumra, lver
dydfunction
22 4, EA, IS I NV 13 + R, F odsl) Renal nanfficiency, Acute reral failure
e hutrition
23 30 Lt Alive Alive
24 x4, EA, I BV 213 PGEL, 13, 1M R, F,E Q4T + 1,784 CHI1), HF, FH, RF Tuhe tmouble
T4, TEF

(5, gastrostomy; FA, esnphageal atresia cormection; 3, ompha ooele come ction; 5, oobosomy; TS, trache osiomy; 15, ileostomy; TEF, trache ossophageal fisula nessction; IMV, i ntermisent mandasory vensilasion; HFC, high
frequencyosd laton; nCFAF, nasalconsinuons posive sires ypressone; 10O, dopamd ne soigh or erithoot dobossmine poe ssors; TSP, isoqrotenenal ; 88, ninog] yosning FGE |, prostaglandin E1; T, diuretics; AR, beta hlocker; T,
di goading TWH, intm venoas hyperal imensation; F, freshifmaen plasma; R, packe d red hlond cells; P, plaseles; E, exchange transfusion; FR, phenoharhdial ; YPA, valprode ackd; HOT, homeoxygen therapy; CHD, congenial heart
defects; HF, hear fadlure; FH, pulmonary by perension; RE, respiratory dhee; SCA, sudden cardiae armes; FHE, pulmonary hemorrhage.
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A Varios de los paciente desarrollaron movimientos
de succion, fijaban la vista en sus padres y
cuidadores. El paciente 23 desarrollé control
completo de la cabeza, sonreia y balbuceaba al
momento del estudio. El paciente 24 jugaba con

un juguete y podia ser alimentado con una
cuchara.

- CERPO

A Los principales factores asociados a mortalidad
fueron defectos cardiacos asociados a falla
cardiaca (96%), e Hipertension Pulmonar (78%).

American Journal of Medical Genetics Part
A 140A:9371 944 (2006)
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Cell Biochem Biophys (2012) 63:191-198
DOI 10.1007/s12013-012-9355-0

ORIGINAL PAPER

Better Prognosis in Newborns with Trisomy 13 Who Received
Intensive Treatments: A Retrospective Study of 16 Patients

Keiko Tsukada - George Imataka - Hiroshi Suzumura -
Osamu Arisaka




MANEJO

A Estudio retrospectivo.

A Manejo intensivo, resucitacion y quirirgico a
16 paciente con diagnostico de trisomia 18
entre 1989-2010.

Cell Biochem Biophys (2012) 63:191i 198



Table 1 Family history, age of parents, pregnancy, and delivery regarding 16 patients with trisomy 13

Patients Age of parents History of  Gender  Prenatal ultrasonographic Cesarean  Apgar score Gestational Birth
father/mother) previous findings section (1 min/5 min) age (weeks) weight
delivery (2)

31729
32732

Hydrocephalus IUGR 34 35 1,582

Holoprosencephaly 172 35 1,756
umbilical hernia severe
IUGR

IUGR 2,162
Hydronephrosis 3,378
IUGR oligoamnios 2,254
IUGR a7 2237
Hydrocephalus oligoamnios 2,540
- 2,380
Holoprosencephaly IUGR 2,784
IUGR 2342
Hydrocephalus IUGR 1,960
polydactyly origoamnios

Severe IUGR 1,602
Origoamnios

Severe [UGR 1,746
IUGR 3.366
IUGR 1,950

T2

3231
35/42
41/40
22/20
33/33
30/35
34/32
22721
36/35

3
4
5
[
7
8
9
1
1

mETM2M IR

29133
39/37
36/36
47134
16 41/37

R W
22T 22

M male, F female, IUGR intrauterine growth retardation

Cell Biochem Biophys (2012) 63:191i 198
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A Resultados:
i 0% de diagnostico prenatal
i 9 fueron extraidos por cesarea

| Todos recibieron soporte con O2
Inmediatamente al nacer.

i Ventilacion Mecanica en 9 pacientes.

Cell Biochem Biophys (2012) 63:191i 198



Table 2 Chromosomal analysis, extemal malfomations, organ malfomations with 16 patients of irkomy 13

Patents  Baryotype

(Major external malformations)

{Organ mal formstions)

Head Face

Extremities others

Brain mal fiormation Congendtal

heart disease

Respiraiory complicatons

Full trisomy

Full irisomy

Full trisomyy

Full trisomy

Full trizomy
Robertson
iype
trismy
Full trizomyy
Full trizomyy

Full trizomy

Full trisomy

Cleft lip and
palate lack of
s

Qlefi lip and
palate

Clefi lip and
palate

Cleft lip and

pealate
Scalp defect -
loow st ears

Clefi lip and
palate lack of
e

Clefi lip and
palalc

Umbilcal hemmia
inbestinal fistula

Umbilcal hemia

Prume belly
Sy dme
umihilical hemia

Umbilical hemia

Mecmtizing
enteroonlitis

Umbilical hemia

Inguinal hemia

Paly dactyly

Pualy dactyly
crypibone i di sny

Finger apposition
anomaly

Paolydactyly namow

fingemails

V5D ASD
FDA PH

Holoprose noe pha by
{aloher type)

Hiolopmose nece phea by WED ASD
{aloher type) DORY

- FDA ECD
DORY PS5

VED DORWV

Haoloprosene ephaly
{ alober type)

- TOF
MAPCA

WSO ASD
CioA

Holoprosencephaly (semi-
losheer type)

TOF

Unseparate superior and infenor
with hypoplastic lung

Respiraiory failure

Trachesl senosis
tracheoesophageal fisula
respiratory failurne

Hypoplastic lung tracheal
stenoss reapiraory failure

Respiratory faiure

PPHM respiraiory failune

Respiratory faiure

Respiratory faiure

Respiratory faiure

Cleft lip and

Palydactyly

PPHM respiraiory failune

g

Uimbilical hemia

Wocal cord anomaly

Scalp defect Cleft lip and
low =t ears palate

- Clefi lip and
pealate

Umbilical hemia

Paolydactyly

Drandy—Walker
e finrmna tiom

Respiratory faiure

Respiratory faiure

trisomy

Scalp defect -
e meangioma

Bowe] malrotation
inguinal hemia

Wamrow fingemails

micropenis buried

penis

Septum pe] T dumy
fenestration of actory
aplasia

Respiratory failure

16 Full trisomy

Low set ears -

Undescended testis

Polydaciyly

- ASD PDA

Respimatory failure

VED ventriculoseptal defect, ASD atrial sepial defect, PDA patent ductus areriosus, DORV double-oudet right ventricle, ECD endeardial cusion defact, P pulmonary stenosis, Cod coanctafion
of e aorta, TOF tetralogy of Fallot, PPHN pesistent pulmonary hypenension of newhborn, MAPCA major aoriopulmonary collaieral aneries
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A 9 paciente fallecieron
A 3 fueron referidos a otro hospital
A 4 fueron dados de alta.

A 4 y 7 pacientes fallecieron dentro de los primeros 7
y 30 dias de vida.

A 9 pacientes sobrevivieron por mas de 1 mes, 7 por
mas de 6 meses y 5 por mas de 3 anos.

A Promedio de supervivencia de 733 dias.

Cell Biochem Biophys (2012) 63:1917 198



Table 3 Administration of oxygen and the use of mechanical ventilation and surgical treatment, others with 16 patients of trisomy 13

Patients Resuscitation Mechanical Mode of Surgical treatment Others
of oxygen ventilation ventilation

- Selzures

Ovperation for paracentesis of hydronephrosis
Operation for umbilical hernia

1 -
2 -
3 -
4 —
5 -
6 -
7 -
8 -
9 -
1 -
1 —-

Plastic operation for cleft lip and palate operation

for PDA ligation subcravian method for CoA

- Seizures

Blalock-Taussig operation for TOF -

ol = e
+H+ +]|+

Tracheotomy operation for inguinal hernia operation Selzures
for buried penis

16 + + IMV Tracheotomy HOT

IMV intermittent mandatory ventilation, HFO high frequency oscillation, HOT home oxygen therapy, PDA patent ductus arteriosus, CoA
coarctation of the aorta, TOF tetralogy of Fallot

Cell Biochem Biophys (2012) 63:19171 198




| Table 4 Qutcomes and life prognosis with 16 patients of trisomy 13

Patients Dischargeidays)

Transfer another

hospital (days)

Home care

Survival time (days)

Main cause of death

1
2
3
4
5
6
7
8

204
255
63

349
251
336
331

63
349
251

12 h

1

1

2

11

14

21

39

30

325

392 (live)
1186

1219 (live)
1842 (live)
2,705
3,713 (live)

Respiratory failure due to hypoplastic lung
DORV

DORV tracheal stenosis
DORV

Heart failure

PPHN respiratory failure

Heart failure respiratory failure
Heart failure

Heart failure respiratory failure
Bacterial infection

Respiratory failure

sfo central apnea

DORYV double-outlet right ventrcle, PPHN persistent pulmonary hypertension of newborn, &0 suspect of

Cell Biochem Biophys (2012) 63:19171 198




Table 5 Compared survival rates of trisomy 13 in our study with previously reported

Survival time (age) Denmark [4]

n="76
96 surviving
1 day
7 days
1 month
6 months
1 year

3 vears

5 years

Median survival (days)
ND no data

England [5]
n=16
9 surviving

Scotland [16]
n =84
% surviving

Atlanta, USA [5]
n= 114
90 surviving

IR

- 7 7o =
b B

Taiwan [19]

n=28
% surviving
89

6l

29

7

4

4

ND

9

Japan (our study)
n=16

o,

% survival

-] e L L e LA =] O
W 00 = = L 3 L
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MANEJO

A Estudio Retrospectivo

A Datos de hospitalizaciones y manejo en nifios con
trisomia 13 y 18 entre los 0 y 20 afnos de vida.
Durante los anos, 1997, 2000, 2003, 2006 y 20009.

Pediatrics 2012:129:869i 876
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A El nimero de hospitalizaciones fluctué entre 846y
907 para trisomia 13y 1036 a 1616 para 18.

A Un tercio de las hospitalizaciones fueron en
pacientes mayores de 1 ano

A 2765 de procedimientos mayores:
I Creacion de esfinter esofagico (6% hosp. 23 meses)
I Reparacion de defectos septales (4%, 9 meses)
I Procedimientos en tendones (4%, 8 anos)
Pediatrics 2012;129:869i 876



TABELE 1 Demographic and Clinical Characteristics of Children With Trisomy 13 and Trisomy 18

Trizomy 13, N = 4308

N (3a)

pa

Trizomy 18, N = B30

N (%)

pa

Gender
Girl
Boy
Hozpital regior®
Hortheast
Midwest
South
West
Primary payer
Private
Medicaid
Other:
Birth vigit
Yes
No
Admigzion type

2248 (522)
2057 (477)

509 (17.3)
663 (19.1)
1351 (38.0)
B50 (24.5)

1976 (45.9)
2029 (47.1)
294 (6.E)

1262 (20.3)
047 (T07)

&7

4515 {B5.1)
2302 (34.7)

BE1 (15.4)
1240 (22.2)
2180 (39.00
1313 (23.5)

3133 (47.3)
S008 (45.4)
481 (7.3)

2380 (35.9)
4250 (B4.7)

14

Urgent/emergent

2080 (48.3)

2813 (42.4)

Elective
Newhornd
Other/missing

Admizzion age category, y

436 (10.1)
1103 (25.6)
691 (16.0)

a2 (11.4)
2015 (30.4)
1048 (15.8)

=1

2558 (504)

44886 (B7.7)

1-2
&7

=8

G602 (14.0)
02 (11.6)
B45 (15.0)

76 (11.7)
654 (9.9)
e (101

4 Reported Pvalues evaluate for differences intrends over time for cabegories of each variable tested separately for each

trisomy.

B Regional data not available for 1397, thus those admissions were not included in this cabegory

¢ [ther includes Medicare, self-pay, no-charge and other.

2 Miszsing admission type data creates the seeming discrepancy between number of birth visits and number of newborn

admissions.
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TAELE 2 Temporal Trends of Trisomy 13 and Trisomy 1B Hospitalization Characteristics

Trizomy 13 Trizomy 18
1997 2000 2003 2006 2009 1997 2000 2003 2008 2008
Mo. of admiszions B4E B41 B41 07 BT3 1036 1365 1215 1398 1615
P =_IT for trend P - 001 for trend
Death during admission, %
Yes 47 215 242 302 285 315 28B4 2B 281 239
No [T 725 T35 E9E [E) BB 4 70 IR 20 6.0
P = 43 for trend P = 009 for trend
[EPOEIoNn Of SUTvNINE o -
Routing T 70.9 74.1 B9.5 T3 Ta.1 T34 s B9.2 BE B
Facility 174 15.5 138 157 122 14.1 146 125 123 105
Home health 106 13.2 17 144 158 9.0 112 14.1 183 224
P=_HMfor trend P« 001 for trend
Mean length of stay, d B.55 B.12 B 6T 795 B3B 6.93 1.56 TBEB B.09 978
P = 07 for trend P« 001 for trend
Mean age at admission, y 250 217 287 253 332 1.68 1077 1E4 203 247
P =03 for trend P = 005 for trend

aln 1997 data only, an out-of- hoapital death is counted as death during admission

Pediatrics 2012:129:869i 876
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TAELE 3 Top 5 Major Therapeutic Procedures by CCS Category and Tracheotomy in Children With
Trisomy 13 and Trisomy 18 From 1947 to 2008

Trizomy 13 N= 1075

CH
= Trizomy 18 N = 1630

Estimated no. Mean age Estimated no. Mean age
{% total) inyears {% total) in years

{range) {range)
Upper gastrointestinal tract procedures 04 (BB%) 280137 150 BE% 1.4 (D-19)
Ezophageal sphincter creation T4 — 98 —
Gastric incizion/gastric repair 13 — 20 —
Pylorus repair T — 15 —
Cardiac procedures 34 E1% 120013 120 F.%d 0.7 (0-6)
Ventricular septal defect repair 12 — 44 —
Atrial septal defect repair 13 — a7 —
Mizcellaneous cardiac incizions and excizions 2 — 13 —
Tetralogy of Fallot and truncus arteriosus repair 5 — 12 —
Orthopedic procedures B1(67/% ST(0—17) BS G0 7.9 (0200
Tendon lengthening, release, and transfer 54 — 61 —
Repair of handffoot anomalies 2 — 12 —
Soft tissue surgery 3 — 4 —
Pharyrecffacial fzinus procedures B1{75%) 24 {0-16) B1 E6% 5.0 (0-15)
Cleft palate surgery 38 — 21 —
Oropharynx surgery 2B — i —
SGalivary gland surgery 10 — 5 —
) i 1997 2000 2003 2006 2008 1997 2000 2003 2006 2009
Gastrointestinal surgery 4B (44%) G6.00-19) BE @ 0%} 2.3 (0-14) 13 18
Bowe| anastomozsisfincision/repair T — 2 —
Perirectal and fistula surgery 20 — 6 —
Stoma creation/revision/closure T — 17 —
Bowe| excizion 10 — 13 —
Tracheostomy placement S0 (28%)  24(0-14) 76 45% 1.9 ({018}
Temporary tracheostomy 2B — 54 —
Permanent tracheostomy 2 — 21 —

2 Mean ages were calculated for aggregate procedures within a singe CCS procedure category



CONCLUSIONES

A Patologias con multiples alteraciones.
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A Sobrevida baja.
A Importancia del diagndstico prenatal.

A Manejo intensivo y multidisciplinario podria
mejorar el pronostico.

A Si bien escasa, existe sobrevida después del afio.



GRACIAS



