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Demografic

N

39a
TPAL 1001 (vaginal)

Gestacio

Antecedents

Miomatosis uterina

Control gestacional a HCG.
GS A+; Coombs neg

Serologies neg, rub imm, toxo
neg. VHB vacunada, CMV
IgG+/IgM

Eco 1T: CRL 58, TN 1.6. Mioma 8
cm
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CATALUNYA

MI ' B 15.0cn 3.
180°/ 13Hz

Routine HI

HM PI11.80- 250

AO 100%

Gn 0

C6/ M7

__ FF1/E2

1 D12.44cm




Ecografia morfologica: Troballes
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Fissura llavipalatina




Fissura llavipalatina




Polidactilia

-

’ 1 D 0.00mm

= 2 D 0.00mm

* 3 D 0.00mm
4 D 0.00mm
5 D 0.00mm




Polidactilia




Arteria umbilical unica




Peristencia de VCS esquerre



http://drive.google.com/file/d/1OS-_bWIhuLmjqWWZ5gxLJrRW_RgBRJj4/view
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Evolucio clinica del cas

Derivacio
HVH

Necropsia

Confirmacio troballes

ecografiques

ILE 28/11

-Fisura labiopalatina E de 0,5
cm

- Polidactilia postaxial ma E

-VCSE persistent

Part vaginal HVH

vy

Consell genetic

-Troballa en Lig Amniotic

- Estudi als progenitors



S & Genetica: Array

-—/_‘
arrfGRCh38] Delecié intersticial de 1,2Mb
1921.1921.2(147099720_1483
52079)x1

Penetrancia incompleta (40%)

Array als progenitors — Heretada / de novo?

Exoma en Lig amniotic (PENDENT)



Fissura llavipalatina §

ALTA associacié amb altres malformacions / Sd genétics
70% aillades

Malformacio facial +% 1/1000
Tasa Dx 60%

Unilateral / Bilateral / Central / Posterior aillada
75% 90% 100% 100%

Aillada: tractament multidisciplinar
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