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Abstract: Arthrogrypos's multiplex congenita is a rare congenital syndrome charecterized by multiple joint contractures. It is mainly due to fetal
akinesa. Incidenceis 1 in 3,000 live births. It is associated with 300 different disorders.

INTRODUCTION

Arthrogryposis multiplex congenita is a rare congenital disorder with
multiplejoint contracturesinvolving more than one area of the body. Itis
just a clinical finding rather than a specific diagnosis, associated with
different disorders like neurocognitive delay and malformations'. Itisa
nonprogressive disease. It occurs mainly due to fetal akinesiawhich may
be because of multiple factors like neurogenic/myopathic process, a
connective disorder, intrauterine compression, a vascular insult /
teratogenic exposure!. Antenatal ultrasound examination can establish
the correct diagnosis. We report the characteristic sonographic feature
and pathologica correlation of fetus with AMC.

CASE REPORT

A 24 yr old women with G,P,L D, was referred for the first ultrasound scan at 32
wks of gestation . Her past medical history was uneventfull, Her first pregnancy
ended up in IUD at 8" month of getation( reason not known). Now she has living
normal second child. Her’sis 2° consanguinous marriage. Her husband was healthy.
No familial h/o any congenital disorders. There was no h/o drug use.

Ultrasound examination of the present pregnancy at 32 wksgestation demonstated
a single, live intrauterine fetus corresponding to 32 wks.There was mild scalp
edema with overriding of cranial sutures, cerebellar hypoplasia and microcephaly
. Neck , Chest, Abdomen and Spine was normal. No normal limb movement noted.
Bilateral fixed flexed deformity noted at elbow, wrist and interphalyngeal joints.
Lower limb werein extended with everted foot persistently. Based on thesefindings
arthrogryposis Multiplex congenita with cerebellar hypoplasia was made and the
patient was advised for termination of pregnanc. [Fig-1]. MRI was done to this
patient, extended lower limbs, flexed upper limbs and the cerebellar hypoplasia
is noted. [Fig-2]

A male live fetus of birth weight 2400 gms was delivered. Baby didn’t cry after
birth and died within few minutes. Gross specimen showed the following features:
Microcephaly with a space which admits only atip of finger in anterior fontenella,
Left eye cornea looks opaque, 2 congenital teeth, undescended testis and
micropenia. B/L flexion deformity at elbow joint, radial decussation, flexion
deformity at 3,4™ and 5" proximal interphalyngeal joints noted. B/L genu valgum
and everted foot observed. [Fig-3]

Fig-1 Fig-2 Fig-3

DISCUSSION

Arthrogryposis multiplex congenita is a rare congenital syndrome
manifested clinically by wide spreaded contracture and deformities of
multiplejoints®. It occurs 1in 3000 livebirth®4, Itisnot aspecific diagnosis
but rather a description of clinical findings. It is associated with more
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than 300 different disorders.
CLASSIFICATION

Arthrogryposis multiplex due to muscular dystrophy.

Arthrogryposis ectodermal dysplasia other anomdies, aso known

as Cote Adamopoulos Pantelakis syndrome,

Trichooculodermovertebral syndrome, TODV syndrome and Alves

syndrome.

Arthrogryposis epileptic seizures migrationa brain disorder.

ArthrogryposisUGR thoracic dystrophy,al so known asVan Bervliet

syndrome.

Arthrogryposis like disorder, also known as Kuskokwim disease.

Arthrogryposis-like hand anomaly and sensorineura deafness.

Arthrogryposis multiplex congenita CNS calcification.

Arthrogryposis multiplex congenita distal (AMCD), with a large

number of synonyms such as Arthrogryposis multiplex congenita,

distal, x-linked (AMCX1) and Arthrogryposis spinal muscular
arophy.

Gordon Syndrome, also known as Distal Arthrogryposis, Type 2A.

Arthrogryposis multiplex congenita, distal type 2B, also known as

Freeman-Sheldon syndrome variant.

e Arthrogryposis multiplex congenita neurogenic type (AMCN). This
particular type of AMC has been linked to the AMCN gene on locus
5g35. Arthrogryposis multiplex congenitapulmonary hypoplasia, aso
with alarge number of synonyms.

e Arthrogryposis multiplex congenita whistling face, also known as
I1lum syndrome.

Arthrogryposis multiplex congenita, distal type 1 (AMCD1).
Arthrogryposis ophthalmoplegia retinopathy, also known as
Oculomelic amyoplasia

e Arthrogryposisrenal dysfunction cholestasis syndrome, aso known
asARC Syndromée’.

Causes : The causative factors are multiple and can be classified as
follows: i) Extrinsic: Thereisinsufficient room in the uterus for normal
movement. For example, fetal crowding; the mother may lack a normal
amount of amniotic fluid or have an abnormally shaped uterus.
ii) Intrinsic: muscles, Neurologica - Central nervous system and spina
cord are malformed. In these cases, a wide range of other conditions
usually accompaniesarthrogryposis, Connective Tissue - Tendons, bones,
joints or joint linings may develop abnormally. For example, tendons
may not be connected to the proper placein ajoint*.
Pathogenesis: the major cause for the arthrogyrposis is fetal akinesia
due to multiple causative factors generdized fetal akinesia can dso lead
to polyhydromnios, pulmonary hypoplasia, micrognathia, ocular
hypertelorism and short umbilica cord. During early embyrogenesis, joint
development isalmost always normal. Motion is essentia for the normal
development of joints and their contiguous structures, lack of fetal
movement causes development of the extra connective tissue to develop
around thejoint. These resultsin Contractures secondary to fetal akinesia
are more severe in patients in whom the diagnosis is made early in
pregnancy and in those who experience akinesia for longer periods of
time during gestastion®.

Normaly the fetus movements can be made out as early as 7-8 wks®. So

prenataly the diagnosis of Arthrogyrposis is made as early as possible.
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Absence of fetal movement with severe flexion deformities of al the 4
limbs with associated poly hydromnios sometimes,which is a poor
prognostic sign. Other associated findings are cleft palate, meningocele,
congenital heart disease, klippel feil syndrome®. Arthrogryposis is seen
more frequently in mothers suffering from Insulin Independent Diabetis
Méllitus’. In Arthrogryposis with genetic defect there isincreased nuchal
translucency?®.

Differential diagnosis include Trisomy 18 where there will be only
involvement of upper limbs.
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for sgnificant perinatal morbidity and mortality. This report demostrates the role of foetal sonography in diagnosis of Sacrococcygeal  Teratoma.

(Absrad: Sacrococcygeal  Teratome (SCT) is common congenital tumour that develop early in foetal lifeFoetuses with this malformetion are at risk

INTRODUCTION

Sacrococcyged  Teratoma (SCT) are relatively common congenital tumours
that develop early infoetd lifet.It can be diagnosed by prenata sonography in
second or early third trimester of pregnancy? Thisreport demonstratestherole
of foetd sonography in the diagnosis of SCT.

CASE REPORT

A 28year old women ,gravida 1 was referred to our hospital at 30week gestation. There
was no family history of hirth defects. The sonographic examination reveded asingle
inrauterine pregnancy with an estimated gestational age of 30weeks The study revedled
amixed echogenic massarising from sacrococcygedl region (figurel). Therewerecystic
areas within the mass.The spine appeared intact and the lower limbs appeared
normal. The foetd kidneys and bladder appeared normal.There was no evidence of
possible invasion of foeta pelvis and abdomen.Liquor was increased.Based on above
findings ,a diagnosis of externd variety (type I)of SCT was made.

The patient decided to continue the pregnancy and was scheduled for follow up
ultrasound 2 weeks later. She presented a 34 weeks gestation with rapid increese in
the size of the uterus, premature rupture ofmembranes, and spontaneous labour pains.
She ddlivered adead foetus . At locd examination, however, there was no evidence of
foetal hydrops. Placenta Sze was within norma limits.

DISCUSSION

Sacrococcyged Teratomais acommon neoplasm with a reported incidence
of 1-2 per 40,000 ddiveries’I T contains derivatives of morethan one of the
three primary germ cell layersEmbryologicaly SCT are thought to derive
from multipotentia cellsin hensen’snodesthat migrate caudaly and cometo
liewithin the coccyx.SCT can be benign or maignant.Cystic leson are more
likely benign.Maignant SCT are extremly rare in foetus and uncommon in
new born infant.The likelihood of malignancy greetly increases in tumours
diagnosed after the infant is 2 to 4 months old.Congenital anomalies may be
present in association with SCT including genitourinary,anorecta and lower
vertebral maformation and need to be ruled out during prenatal sonography
235 |arge benign tumour are associated with significant morbidity and
mortality.In such foetuses complication result from massive intratumoral
hemorrhage and dystocia®”.

Altman’sclassification: They areclassified accordingly tothedegreeof exterior
component or intrapelvic extension. Typel tumour( 46.7%):Predominently lie
externd to the foetus. TYPE Il tumour(34.1%0):Present externdly but have
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Figl:  Longitudnal Fig 2: Saggital section Fig 3: X-Ray Of Foetus

ultrasound scan of tumour showing solid Showing Soft Tissue
showing complex solid and cystic components ~ Mass In Sacrococcygeal
and cystic mass arising Region.

from caudal part of

spine

sgnificant intrgpelvic extenson. TY PEIII tumour(8.8%):They are gpparent
externdly but predominently lie within the pelvis and abdomen. TYPE IV
tumour(9.8%): They are entirely presacral with no externa presentation®*.

CONCLUSION

SCT are common congenital tumour that develop early infoetd life Foetuses
with this malformation are at risk for significant perinata morbidity and
mortaity. Thediagnostictechniqueof choiceisultrasonography.Early diagnoss
influencesdinica decisonand management,which produces,better outcome.
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