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Amniocentesi :

QF-PCR

Normal

Arrays-CGH

Normal
Arr (X,Y)x1,(1-22) x 2

Exoma

Variant tipus missense gen TPM2, en heterocigosi,
associat Artrogriposis distal tipus 1A i 2B, (oMM #108120)
“ d'heréncia Autosomica dominant (\m_003289: C.292G>A)
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Doppler fetal
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IPUmb »>p95 (diastole present)
IPmUt > p95.
IP-AMC normal

Polihidramnis

ILA de 25.5cm
CMax de 14.8cm
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Davant el diagnostic de:
Artrogriposi distal
Polihidramnis sever
Risc de distocia intrapart

Cesaria electiva
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Neix nounat sexe masculi,

APGAR 1-0-0, 2450gr

Exitus fetal
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Acinesia fetal

ARTROGRIPOSI
DISTAL (DA)

Contractures congénites
No progressiva

Causa genetica

TIPO 2: DA2B O SD.
TIPO 1 (DAT) > ( SHELDON-HALL

Extremitats,

Només extremitats facials i altres
afectacions

Avtrogriposis Distal
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