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CAS CLINIC
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ECOGRAFIA MORFOLOGICA
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REPLANTEJAMENT DEL CAS:

* Creixement
alteracions.







EPIDERMOLISI

* Definicié: grup heterogeni de
dermatosis hereditaries caracteritzades
per fragilitat cutania.

b Inc | dénCIG: Tabla 3. N._° de casos de las distintas formas EB por millon de habitantes
Epidermdlisis bullosa .
Prevalencia
Pais Simple Juntural Distrofica total
Moruega™® 243 — 93 336
Escocia 28,6/33.2 0,3 204:248 49
randa del Norte*® 28 0,7 33 32
Finlandia™ 15,1 0,2 88 241
Croacia®’ 1.5 = 8.6 96
Japan 4 02 3.5 hi
Sudéafrica™ 0.8 0,7 1.2 27
Arabia Saud®* T — 3.7 54
USA 4.6 0,44 24 744
Espana™ T2 0,125 347 5,69
MEDILA 11,32 0,38 £,69 18,38




PIDERMOLIST

Tipoe de epidarmdlisis

bullosas Trensmisién  Protsina GEan Cromosoma
SIMPLE=E
Localizadas
EEES localizsdss en mancs Al KL, Kid HHETS 12g11-gi3
y pise (Waebsr-Coclsymis) WHTH4 17gq12-g21
Eaneralizadss

l . . °« / . EBS -;a’-_a’ba.izs-:aa Al KE, Kid
* Classificacio: for o

[Dorering-Mears)

EBS con pigmertacion Al K5
motasds
EBS con distrofia muscular AR Flectirs 2LECH Eo2d
EBS supsricial A
JUNTURALES
Localizadas
Iresras AR
Azral AR Larninira 5
Apaaricidn tandis AR
Ganeralizedss
Herlizz AR Larninira 5 LAMA 3, HSEgid.2,
LAMED, 4932,
_ANNCZ 1g25-g34
Mo Harlitz AR EF1ED IAeEE, 900243,
Laminina 5 L AhAE3 1g32
Con stress pidncs AR Iritesgring TEAS, 17q25,
aEpd T=34 Zg2d-g3f
DISTROFICAS
Localizadas
Irrearas AR
Azral AR
Pretizisl Al
Cantipsts A
Gancralizadsas
RECESIVA AR Coldgarc Wil COLTAT  2p2d14
psrs todos
losm BuEtipos
— Hsellopssu-Siemsans AR
— Mo Hellopssu-Sismans AR
OOAMIMANTES Al
— EBD domminantss Al
— EED treneitona del recién Al

macido




EPIDERMOLISI

* Punts clau en el diagnostic:

Estudi genetic

Atresia intestinal (Atresia pilorica la més descrita)
AFP en liquid amniotic >20 MoM

Presencia d' ACH (acetilcolinesterasa) al LA
Ecogenicitat del liquid amniotic
Polihidramnis

Biopsia de pell intradter

Prenatal Diagnosis 2013, 33, 208-909

The key role of ultrasound examination in the prenatal diagnosis of
epidermolysis bullosa with pyloric atresia

Paul Maurice! Dominique Eyrolle-Guignot?, Ferdinand Dhombres', Catherine Garel®, Marie Gonzales?, Francoise Muller”
DncUecn-.u"v".cr'eU::)ucnnk:] *




ASSOCIACIO ATRESIA INTESTINAL
AMB ALTRES DEFECTES CONGENITS

Table 1— Associated structural anomalies in cases with duo-
denal atresia (n = 12)*

Small intestinal atresia in a defined population: occurrence,

Structural anomaly No. . . .
prenatal diagnosis and survival

Cardiac anomalies 1
Ventricular septal defect
Atrioventricular septal defect
Total anomalous pulmonary venous drainage
Right atrial isomerism
Patent ductus
Pulmonary stenosis
Superior vena cava anomaly
Dextrocardia
Cardiomyopathy

Cleft lip and palate

Digestive system (other than SIA)
Oesophagal atresia with fistula
Imperforate anus

Urinary system
Unilateral renal agenesis
Renal anomaly unspecified

Musculoskeletal
Leg reduction anomaly
Spinal defect
Arm deformity
Caudal regression

Other
Tracheal agenesis
Epidermolysis bullosa

Victoria Hemming' and Judith Rankin®*

! Foundation Programme Doctor, University Hospital of North Durham, UK
’Reader in Maternal and Perinatal Epidemiology, Institute of Health and Society, Newcastle University, UK

Pyloric atresia: Five new cases, a new association, and a review
of the literature with guidelines*

B.0. Okoye, D.H. Parikh, R.G. Buick, A.D. Lander
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* Some cases had more than one associated anomaly.




CONCLUSIONS

» Limitacions del diagnostic prenatal de
malalties dermatologiques (a excepcio dels
casos més greus d'ictiosi).

* Valor limitat de la ECO 3D en alteracions
cutanies.

* Valorar les noves troballes que ens aporta la
RMN.

« Recordar |’ associacio de les atresies
intestinals amb altres malalties.
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