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List of key features

Split foot

Polycystic kidney disease — neonate
Mandibular hypoplasia
Bronchogenic cyst

Uterus unicornis

Hydrosalpinx

Introduction

A full-term female neonate with ectrodactyly, polycystic
kidney disease, mandibular hypoplasia, uterus unicornis,
bronchogenic cyst and spina bifida is reported.

Fig. 1
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The features are compared with other cases of limb and
renal abnormalities reported in the literature. This case
along with similar cases reported by Halal ez /. (1980), Evans
et al. (2000); Tobias e a/. (2001); Phadke and Manisha
(2006); John (2007); and Girisha e a/. (2012) delineates
acrorenal mandibular syndrome as a distinct entity.

Case report

The proposita is the first child born to a couple who are
second cousins. Her mother had regular antenatal care and
was supplemented with folic acid 5 mg tablet from eighth
week and with ferrous sulphate 100 mg from the 20th week

Dysmorphic facial features showing low-set ears, folded ear lobes, beaked nose, micrognathia (a); claw-like and varus deformity of the left foot having
two toes cleft between two toes, till metatarsal head (b); and right foot having five toes with varus deformity (c).
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Fig. 2

Radiological features: mandibular hypoplasia, absent mandibular ramus (a); left foot ectrodactyly two metatarsal, two toes, talus (b); right foot varus
deformity, five metatarsal, five toes, calcaneum, talus (c); cyst in the thorax (white arrow) (d); and spinal dysraphism, broadened sacral vertebra (e).

Fig. 3

Gross pathological images: right kidney uniformly enlarged, multiple cysts (a); right lung with cyst in lower lobe (b); and uterus unicornis, right fallopian
tube distended with obliterated fimbria (ovary removed) (c).
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Microscopic features of hematoxylin and eosin-stained smears: right kidney, glomerulocystic disease, foci of cyst wall lined by glomerular tuft,
distended Bowman's spaces of glomeruli (a); bronchogenic cyst, cyst wall lined by ciliated columnar epithelium, surrounded by fibrous wall with
islands of cartilage (b); and hydrosalpinx of right fallopian tube mucosal layer lined by low cuboidal epithelium, no plica (c).

of gestation daily. No history of teratogenic drug exposure
was present. Ultrasound examination at the 31st week
revealed severe oligohydramnios and multiple cystic lesions
in the right kidney; foetal weight was 1787 g. The female
neonate with multiple abnormalities was delivered at full-
term by lower segment Caesarean section. Subseptate
uterus in the mother was recorded. Birth weight was 1.5 kg
with prenatal onset of growth retardation. Crown to heel
length was 45 cm and head circumference was 30 cm; both
were less than third percentile. Death occurred 35 min after
birth, despite cardiopulmonary resuscitation. External
anomalies were low-set ears, beaked nose, micrognathia
(Fig. 1a), bilateral varus deformity, left claw foot having two
toes, cleft between two toes, till metatarsal head (Fig. 1b)
and right foot having five toes (Fig. 1c). There was no
dimple, and long thick hair along the spine was present.
Radiology showed mandibular hypoplasia (Fig. 2a), left foot
ectrodactyly (Fig. 2b), right foot varus deformity (Fig. 2c),
normal upper limb and long bones, cyst in the right thorax
(Fig. 2d) and spinal dysraphism and broad-
ened sacral vertebra (Fig. 2e). Spina Bifida Neurological
Score was grade-V. Because of the limits of verbal
descriptions, radiology and microscopy features are
explained with illustrations. Gross pathology revealed
enlarged right kidney, and multiple cysts were seen
(Fig. 3a). In multcystic renal dysplasia, the kidney is
enlarged, misshapen and irregularly cystic (Gilbert-Barness,
2007). The left kidney was normal. A cyst in the right lung
lower lobe measured 1x2cm (Fig. 3b). Uterus unicornis
and right fallopian tube distended with obliterated fimbria
(Fig. 3c). Right tube and genital organs were normal.
Microscopy revealed glomerulocystic disease of the right
kidney (Fig. 4a). Renal dysplastic features such as meta-
plastic cartilage and primitive ducts were not seen.
Bronchogenic cyst (Fig. 4b) and right fallopian tube
hydrosalpinx were seen.

Discussion

In 1980, Halal and colleagues described two cases of
acrorenal mandibular syndrome with birth defect number
2778 and OMIM 200980 (Buyse, 1990) comprising of split
hand—foot malformation, renal agenesis, uterine anomalies
and severe mandibular hypoplasia. We considered but
discounted a number of differential diagnoses. There are
case reports showing a strong association between limb and
renal anomalies. This association is seen in a very hetero-
genous group of acrorenal syndrome with OMIM 102520
and 201310 (Kroes ez al., 2004). Discussion of acrorenal
syndrome is beyond the scope of this case report. As
compared with ectrodactyly and polycystic kidney syn-
drome (Cameron, 1961), our case presented with mild
mandibular hypoplasia, left split foot, bronchogenic cyst
and unilateral right glomerular cystic disease, a prominent
feature in early onset autosomal dominant polycystic kid-
ney disease (Gilbert-Barness e a/., 2005). Subseptate
uterus in the mother and uterus unicornis and unilateral
hydrosalpinx in the neonate depict probable mode of
inheritance as autosomal dominant. Karyotyping of our
case could not be performed as we received the neonate
fixed in formalin.

Bronchogenic cyst is a congenital bronchopulmonary
foregut malformation. Other malformation occurring in
conjunction with these type of lesions brings to mind the
well-known VACTERL association, but our case lacks
cardiovascular and gastrointestinal manifestation, imper-
forate anus and tracheoesophageal fistula (Newman,
2006). Spina Bifida Neurological Score was grade-V (Oi
and Matsumoto, 1992).

Genital defects are frequently observed in severe renal
anomalies (Halal ¢7 /., 1980), similar to our case who had
uterus unicornis left-side hydrosalpinx with right-side glo-
merulocystic kidney disease. We focused our attention on

Copyright © Lippincott Williams & Wilkins. Unauthorized reproduction of this article is prohibited.



| Dysmorphology 2014, Vol 23 No 4

Inica

136 ClI

"Juesaid jou/juesqge aie sainjes) ‘—

juasald - - - - - - - - - BIQOLIOA [IOBS pauUspeO.]
- - - - - - - - Juesaid - (lesorejiuny Buiuspioys (el
(qu

- - - - asald - - - - - Jaddn) seinjoeiju0o uoixe|4

- - - - asalg - - - - - Areydeooydeog

- - - - Juesaid - - - - - SISOU)S [euBOYD)

juasald - - - - - - - - - xuidjesoipAH

- - - - Juesaid - - - - - aeiqeman Apenng

- - - - uesaid - - - uesaid - eIgoUaNIWSH
suoljele|ip 1onp

- - - - Juesald - - - esald - Jejoanfe Jo sisko Areuowng

- - - - - - - - - Juesald elway olrewbeiydeiq

juasald - - - - - - - - - 1sfo o1uaBoyouoig

- - - - Juesaid - - - - - squ Buissipy
(uyy

- - - - - - - - esaid - pue seinBa.i) eiseidodAy qry

- - - - - - Jasaid - - Juesaid Aywuoyep [eusslg

- - - - - - - - - Juesald auids [eoine0 abre

juesald - - - - - - - - esald safkaupiy onskokjod

juasald Juasald Jesaid - - - Juesald juasaid - Juesaid si910.M

- - Juesaid uesaid jussaid asaid Jesaid Juasaid Juasaid - sisauabe [eual [esore|lg

juasald - - - Jussaid - - - Juasaid - 199} 8y} Jo Ajwiojep sniep

juesald - - - juesaid - - - - - (lesorejiun) 1004 Ndg

- - - - - - - - Juesaid - (letareyun) puey yidg

- - - - - Juasaid Juesald juasaid - - Kouaioyep qui| a1oneg

- - - - - - - - - - anau Li010e)0

- - - - - - Jasaid - - - aidwip [esoeg

Apoq einsuy uouswouayd eljoyre

- snyjueo9I9] ‘osou payould - ‘sofa j9s-deag - - s o104 ‘eisso|Boiol ‘sp|o} [eyjueoidy - - SIET T}

- juesald - asalg asalg juesald Jesald - - - (109y) Af1oepulg

- [esore|g [eso¥e|lg [esore|g [esoFe|Un - - - [esore|g [esere|g (fesere|iq) 3004 Hidg

ON diy pue sauy ON ON ON diy diy diH ON ON UoNEDO|SIP Julof

wsiydeushp
[euids/epiiq euidg [ewoN [ewoN [ewioN [ewioN [ewIoN sis01|0osoydAy| sisoljoosoydAy  sisoljoog [ewoN auidg
- - - uesald - - Juesald - esald - soluwelpAyobiio
snJan jJo

siuioolun sod|ooosjewoiphy VN VN VN 9wop ay} ul ya|n ajenuioolg VN stwoon  shydepig sniain

[ewoN [ewoN [ewoN - [ewioN [ewoN [ewoN onse|dodAH [ewoN [ewoN Joppe|g

- Juasald - - - - - - - - sisosydauoipAy

Juasald asald Jesaid Juasaid uesaid wesqy Jesaid Jasaid Juasaid Jesaid fiape [eusy

JewuoN JewuoN JewioN onseidodAy - [ewlioN onse|dodAy onsejdodAy - JewioN eisejdodAy sbunT

- Buor [ewoN [ewIoN ey} pue BuoT [ewoN [ewopN uoyg [ewoN [ewIoN wniyiyg

- Juasald esald Juesaid - - - - - - orejed Yo|n

- - - - - juasaid Juesald juasald - - ajejed payose-ybiy moieN

juasald asald Jesaid Juasaid Juesaid - Jesaid asaid juasald Juesaid eise|dodAy sejngipuepy

- asald esaid jJuasaid - - - - - - oBpuq [eseu passaidaq
sies

juasald juasald esald Juesalid esaid - - - uesaid - pajejol Aousisod ‘1os-moT
sainssly

- - - - uesaid - - juasald - - jeigadped Bunuejsumoq

juasald - - - - asaid asaid esaid juasaid Jesaid AyuinBuesuo)

oeway olewoay oep EIEN EIEN oeway oewoay BN a[eway oewo xag

9sed siy) (c102) (£002) (9002) Bysiuepy (+002) € 9seD G °seD | 8se) G 9se) } 9se] Sainjes

e 39 eysiy uyor pue axpeyd ‘e 19 seiqoL
(0002) & 1o sueny (0861) 72 12 [e[eH
papodas awoIpuAs Jejnqipuew [BUSIOIOR JO SSED YHM SED JNO JO Uosledwod pue MaIndy | alqeL

hibited.

is pro

rticle

ized reproduction of this a

1Z€

. Unauthor

& Wilkins

l1ams

tt Will

ippinco

Copyright © L



features like ectrodactyly, renal anomaly, uterine mal-
formation and mandibular hypoplasia, which characterize
acrorenal mandibular syndrome. We reviewed and com-
pared reports of cases having such anomalies in Table 1,
and concluded that our case had features that should be
considered under the description of acrorenal mandibular
syndrome. Reporting and studying acrorenal mandibular
syndrome cases help counselling parents regarding further
issues.
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