





Embryonic Period (in weeks)

1 | 2
Period of dividing
zygote, implantation,
and bilaminar embryo

@

Usually not
susceptible
to teratogens

4

Prenatal death

Major morphologic abnormalities

[ Physiotogif det

Table 12-2. F ncies of Congenital Cardiac Malformations®
Malformation }E Incidence per Million Live Births

Ventricular septal defect 4482
Atrial septal defect 1043
Pulmonary stenosis 836
Patent ductus arteriosus 781
Tetralogy of Fallot 577
Coarctation of aorta 492
Atrioventricular septal defect 396
Aoric stenosis 388
Transposition of great arteries 388
Truncus arteriosus 136
Total anomalous pulmonary venous connection 120
Tricuspid atresia 118
TOTAL 9757

*Presented as upper quartile of 44 published studies. Percentages do not add te 100% owing to rounding.
Source: Hoffman JIE, Kaplan S. The incidence of congenital Heart disease. J Am Coll Cardiel 39:1890, 2002,
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Short stature
Low posterior hairline
Webbing of neck
Coarctation of
aona
Broad chest
and widely
spaced nipples
Cubitus valgus
Streak ovaries,
infertility,
amenorrhea
Pigmented nevi
Peripheral
T atbih

TURNER SYNDROME
Incidence: 1 in 3000 female births

Classic: 45X
Defective
second X
chromosome: 48,X,i(Xq)
46,XXg-
46, XXp-
46X, r(X)
Mosaic type: 45,X/46 XX

Mental Epicanthic
retardation folds and flat
o facial profile

neck skin

Umbilical hernia
stenosis
Predisposition
to leukemia

Hypotenia

Gap between first and second toe

¢ Caongenital
TRISOMY 18: EDWARDS SYNDROME e
Incidence: 1 in 8000 births
Karyotypes: rmati
Trisomy 18 type: 47 XX, +18 AT e
Mosalc type: 46 XX/4T XX, +18
Limited hip abduction
Microphthalmia Microcephaly and
mental retardation

Palydactyly

/4 Cleft lip and palate

hernia 9 Renal defects

Low set ears
Shert neck

Overlapping
fingers

Rocker-bottom fest

TRISOMY 21: DOWN SYNDROME

Incidence: 1 in 700 births
Karyotypes:
Trisomy 21 typs: 47 XX, +21
Translocation type:  46,XX,der(14;21)(q10;q10),+21
Mosaic type: 46, XH4T7 XX, +21

Prominent ccciput
Mental retardation

Focker-bottom feet

TRISOMY 13: PATAU SYNDROME

Incidence: 1 in 15,000 births
Ka pes:

Trisomy 13 type: 47. XX, +13

Translocation type:  46,XX,+13,der(13;14)(q10;q10)

Mosaic type: 46, XX/47 XX, +13
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Craniofacial structures

Cardiac outflow tract Aortic arch
|
v ¥ \ v
Persistent DORV TGA? Hypoplastic Interruption/ Craniofacial defect
truncus left heart coarctation Hypothyroidism
syndrome? of aortic arch Hypoparathyroidism

arteriosus

Thymus

T cell
deficiency
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Complete Atrioventricular
Canal Defect




supracristal

perimembranous
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= muscular




Tema 1. Patologia malformativa cardiaca i de grans vasos

11.

Curtcircuits ESQ. = DTA.

VSD

CIV MEMBRANOSA
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© Heart with patent ductus arteriosus

Patent ductus
arteriosus

ting blood from
a (oxygenated)
pulmonary artery
Xxygenated)




PDA

@ Heart with patent ductus arteriosus B

Patent ductus
arteriosus




D

Complete Atrioventricular
Canal Defect
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iii. Curtcircuits DTA. = ESQ.

Cianosi
primerenca

v

Des de 1l’inici de
la vida postnatal

With VSD Without VSD

B Complete Transposition




Tema 1. Patologia malformativa cardiaca i de grans vasos

iii. Curtcircuits DTA. = ESQ.

= CIV

12

" Obstruccidé en el
tracte d’eixida
del VD (ESTENOSI
SUBPULMONAR)
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Tema 1. Patologia malformativa cardiaca i de grans vasos

iii. Curtcircuits DTA. = ESQ.

* La persisténcia d’un DUCTE ARTERIOS
PERMEABLE és necessaria perque siga
COMPATIBLE AMB LA VIDA.

"= També pot observar-se un DEFECTE EN EL
SEPTE AURICULAR, una INSUFICIENCIA DE
LA VALVULA AORTICA i inclts una CROSSA
AORTICA DRETA.

A Classic Tetralogy of Fallot

Dr. Fallot 1850-1911

= Tractament: gx.
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iii. Curtcircuits DTA. = ESQ.

= “Transposicidé completa de les
grans arteries” ® aorta-VD i
pulmonar-V esq. L’aorta és
anterior a 1l’arteria pulmonar.

" Valvules A-V generalment
With VSD Without VSD normals.

B Complete Transposition

= Hi ha una forma descrita que
s’associa amb CIV i1 altres
formes sense CIV.

" Genera de forma primerenca HVD
i atrofia impr. de la paret del
ventricle esquerre.

= Tractament: qgx.




Coarctation of Aorta

Without PDA

ambyssense
PELSHISISENICHING Sl
concdlic tema e oS
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iv. Anomalies cardiaques obstructives

= L’ESTENOSI O COARTACIO AORTICA és
molt frequent.

= Més freqient en homes i en la
sindrome de Turner en dones.

= Tipus:

- FORMA INFANTIL: hipoplasia de la
crossa proximal de 1’aorta.

- FORMA ADULTA: cresta en 1’aorta
distalment al ductus.

With PDA Without PDA

Coarctation of Aorta

" Associacié amb valvula aortica
biciuspide i CAP » cianosi RN en la
meitat inferior del cos o bé
hipotensié amb polsos febles als MI.

= Tractament: gx; en general amb
excel ‘lents resultats.




Sub/clawan artery

Subscapular
— artery

Postductal
coarctation

x Intercostal arteries

Postductal coarctation
L

! —— Descending aorta
Ductus arteriosus

—__ Inferior
epegastric artery

Preductal coarctation
e

|~

/-, Extenswve preductal coarctation

Ductus
~ artenosus
Ductus Right
arteriosus subclavian
artery
Left and right _— Left
dorsal aortae subclavian
artery
_Normal area
of involution
X Region of
bnormal area partial imvolution
E F of involution G and coarctation

From: Moore, K. L., & Persaud, T. (2008). The developing h dinically oriented embryology, (8th ed., p. 323).
Philadelphia: Saunders. Reprinted by permission.
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iv. Anomalies cardiaques obstructives.

*» Altres cardiopaties obstructives: ESTENOSI o ATRESIA DE LES
VALVULES PULMONAR O AORTICA.

" I.”estenosi o atresia de la valvula pulmonar és relativament
freqient (sola o en relacié amb la malatia de Fallot).

" I.”estenosi o atresia de la valvula aortica és de tres tipus:
valvular (anomalies en les valves: fibroses), supravalvular
(displasia aorta: engruiximent de la paret), subaortica (anell
engruixit).



http://upload.wikimedia.org/wikipedia/commons/b/b4/Aortic_stenosis_rheumatic%2C_gross_pathology_20G0014_lores.jpg

ema . 4atologla malrormativa cCcardiacCa 1 ae grans vasos

..notes per a casa

= Les cardiopaties congénites sén relativament freqiients
i degudes a factors genetics i ambientals ©® patogénia
en part desconeguda.

= Les cardiopaties congénites cianotiques o no
cianotiques solen evolucionar a un estadi final,
determinat per la sobrecarrega del VD i una HT
pulmonar, que en general compromet seriosament la vida
de xiquets o d’adults.

= Les cardiopaties congenites obstructives determinen un
deficit de reg distal a 1l’obstruccidé i una
sobrecarrega en sentit retrograd que també té
repercussidé sobre el territori pulmonar.

= El tractament d’eleccidé d’aquests processos és en
general la cirurgia.
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