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Summary

syndromic macrosomia is characterized by excessive fetal growth associated with malformations. It is due to
various genetic anomalies; the vital prognosis depends on the types and severity of the malformations or
associated factors.

Clinical Case:

This is an average premature newborn of 35 weeks, female, admitted to the neonatology unit for polymalformative
syndrome. She was macrosomic, with hydrocephalus, tip shock on the right and 2 bilateral pre-axial
supernumerary fingers. Brain CT SCAN revealed supratentorial hydrocephalus with fusion of the ventricles
simulating hydranencephaly; Doppler echocardiography and chest x-ray showed dextrocardia. Hence, the
diagnosis of syndromic macrosomia.
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. Introduction

Syndromic macrosomia is a growth abnormality defined by a weight greater than the 90th percentile,
plus 2 standard deviations on the reference curve in relation to age or by a weight greater than 4000 grams at
birth. It’s the consequence of the genetics anomalies [1-3]. Clinically, it’s characterized by neonatal macrosomia
associated with morphological anomalies (malformations) [4-5]. Worldwide, its prevalence is not well known.
To date, a few syndromes have been reported in the literature. These are: Weaver syndrome, Marshall-Smith
syndrome, Bardet-Biedl syndrome, Cohen syndrome, Alstrom syndrome, McCune-Albright syndrome or pesudo-
hypoparathyroidism, fragile X syndrome, trisomy 2q37, Prader-Willi syndrome and MOMO (Macrosomia
Obesity Macrocephaly and Occular Abnomalities) syndrome [6-7]. In Africa and particularly in the Democratic
Republic of Congo, data are very rare; a few cases have been described [8]. In Lubumbashi, the frequency of
syndromic macrosomia is 4.4%, mortality is 1.5%. The diagnosis is generally made postnatally during the
neonatology consultation. However, etiological diagnosis is not possible due to lack of access to molecular
biology [9-10]. The interest of our presentation consists in describing a case of atypical syndromic macrosomia
associating congenital hydrocephalus, bilateral pre-axial polydactyly and dextrocardia, highlighting the
importance of molecular diagnosis in our environment.

I1.  Case Description
This is an average premature newborn of 35 weeks, female, admitted to the neonatology unit for
polymalformative syndrome. She is the second of two siblings, her older brother is in apparent good health. The
mother is 36 years old, pauci pare et pauci gesture, with no particular personal or family medical history. The
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prenatal consultations were correctly followed, the vaccination schedule respected, 3 ultrasounds were performed,
the latest of which revealed macrosomia and hydrocephalus. The father is 52 years old, with no morbid history;
the marriage was not consanguineous. The newborn was born from a cesarean section indicated for
hydrocephalus, with an APGAR of 8/10/10. The birth weight was 4050 grams (>P97) for a height of 52 cm
((>P97), a head circumference of 56 cm (>P97) and a thoracic circumference of 38 cm. The peak shock was felt
on the right and examination of the limbs revealed 2 bilateral pre-axial supernumerary fingers. The diagnosis of
syndromic macrosomia was made; cerebral CT SCAN revealed supra-tentorial hydrocephalus with fusion of the
ventricles simulating hydranencephaly; cardiac ultrasound Doppler and chest x-ray showed dextrocardia. The
evolution during the neonatal period was good. To date, the infant is 17 months old, psychomotor development
and bone age are delayed, the Denver score is equivalent to 7 months old. She is awaiting a diversion.

I11.  Discussion

Syndromic macrosomia is little described worldwide; its frequency is not known. In the literature, some
syndromes associated with neonatal macrosomia have been reported, namely:

Wiedemann-Beckwith syndrome (1/13,700 births) due to an anomaly of the 11p15.5 genes, consequence
of inactivation of the gene of one of the parents) combines macrosomia, macroglossia, visceromegaly,
omphalocele or umbilical hernia and other morphological abnormalities.

Sotos syndrome due to the mutation and deletion of the NSD1 gene located on chromosome 535 is
characterized by macrosomia, macrocephaly, facial dysmorphism (large bulging forehead), prominent forehead
and advanced bone age.

The rarer Weaver syndrome (30 cases described so far) is made up of different facial dysmorphia
(micrognatia and filtrum, hyperlaxity with excess skin, hoarse voice, camptodactyly, hypoplastic nail, dental
dysplasia).

Marschall-Smith syndrome is made up of statural advancement and bone age, facial dysmorphism
(protruding frontal bumps, prominent eyes and blue sclera, antevarsion of the nostrils and micrognatia), skeletal
anomalies (abnormal phalanges) and susceptibility to infections respiratory.

Bardet-Biedl syndrome, rare, due to mutation of the BBS1 to 4 genes is characterized by early obesity,
retinitis pigmentosa, renal hypoplasia, mental retardation, hypogenitalism.

Prader Willi syndrome, due to a mutation in the proximal region of the long arm of chromosome 15
(15911-q13) is manifested by neonatal hypotonia, feeding difficulties, facial dysmorphism, hypogenitalism,
hyperphagia with overweight, ocular abnormalities and spinal deformity.

Cohen syndrome, rare (200 cases reported), is due to the mutation of the VPS13B gene. it is characterized
by facial dysmorphism, microcephaly, truncal obesity, ligamentous hyperlaxity, pigmentary retinopathy and
neutropenia.

Alstrom and Mccune Albright syndrome are also considered syndromic macrosomia.

In the Democratic Republic of Congo, 2 phenotypes of syndromic macrosomia have been described,
without confirmation of the diagnosis by genetics. Sotos syndrome has been described in Kinshasa and Bekwick-
Wiedenann syndrome in Lubumbashi [9-12]. Of all the cases reported in the literature to date, we have not found
a case similar to ours, associating neonatal macrosomia, hydrocephalus, bilateral pre-axial polydactyly,
dextrocardia and psychomotor devepment delayed. Unfortunately, due to a lack of molecular analysis resources
in our environment, a definitive diagnosis could not be made. Hence the question of whether it would be one of
the forms of the variants already described or another syndrome in its own right?

IV.  Conclusion
Syndromic macrosomia is rarely reported in our environment. We described a case of syndromic
macrosomia associating hydrocephalus, dextrocardia and bilateral pre-axial polydactyly and development
delayed, an atypical variant not documented in the literature. The lack of access to genetic analyzes did not allow
us to document the etiopathogenesis of this association nor to determine the syndrome. Hence the interest in
developing molecular biology in our environment.

References

[1] Bouadiba. D, Beloum. F, Mararouf. A, Bouchareb. N, Saadalah. F, Benbouadelah. M. Epidemiological Profile Of Macrosome
Newborns At The Ehs Of Nouar Fadela: Preliminary Results, Pediatric Archives 2015; 22:233-371.

[2] Ballard J.L, Rosenn B, Khoury J.C, Miodovnik M. Diabetic Fetal Macrosomia: Significance Of Disproportionate Growth. J.
Pediatr, 1993, 122, 115-9.

[3] Li G, Kong L, Li, Zhang L, Fan L, Chen L, Ruan Y, Wang 723 Singleton Term Infants. Pediate Perinatal Epidemiol, 2014; 28:345-
50.

[4] Didier Pinquier. The Macrosomic Child, Pediatric Care. Practice Based On Proven Scientific Facts. 44th Day Of The French
Pediatric Society, Lyon 2014.

[5] Stéphanie Rouleau, Bouhours Et Al. Macrosomies: The Pediatrician's Point Of View. Neonatology, Angers University Hospital,
Diabetes Cares 2008.

DOI: 10.9790/0853-2304070103 www.iosrjournals.org 2 | Page



Syndromic Macrosomia Associating Congenital Hydrocephalus, Bilateral Pre-Axial........

(6]
(7]
8l

(9]

[10]

[11]

[12]

[13]

Anne Sophie Weingertner. Genetic Causes And Syndromes With Macrosomia. Multidisciplinary Center For Prenatal Diagnosis.
Strasbourg University Hospitals. 2018

K. Benmohammed Dr, M. Boudraa Dr, S. Khensal Dr, A. Lezzar Pr. A New Case Of Morbid Obesity Due To Momo Syndrome.
Annals Of Endocrinology Volume 76, Issue 4, September 2015, Pages 568. Https ;//Doi.Org/10.1016/J.And0.2015.07.909.
Prosper Kakudji Luhete, Olivier Mukuku, Patrick Mubinda Kiopin, Albert Mwembo Tambwe, Prosper Kalenga Muenze Kayamba.
Fetal Macrosomia In Lubumbashi: Maternal And Perinatal Risk Factors. Pan Afr Med J. 2016; 23:166. Published Online 2016
April. 6.French. Doi: 10.11604/Pamj.2016.23.166.7362; Pmcid: Pmc4894667/Pmid: 27303582

Kadony Mumba Nathalie, Awouna Mela Annie, Sunguza Ziazia Janet, Chola Chembo Mildred, Madila Tshipamba Laurent,
Ikomba Bukatuka Gloria, Kabuya Sangaji Maguy. Neonatal Macrosomia. Epidemiological Profile, Risk Factors And Prognosis
At The Sncc Hospital In Lubumbashi. Archives/2023: Special VVolume, Abstract International Conference Aafmed-Faculty Of
Medicine. Original Article, African Journal Of Medicine And Public Health.

Babaka Netshinyi Christelle, Mwepu Mudilanga Cédric, Ikomba Bukatuka Gloria, Abdala Kingwengwe Aimé, Madila Tshipamba
Laurent, Tshimuanga Kabuamba Arthur, Mutonkole Bana Bamfumu Emma, Mutombo Malangu Augustin, Kabuya Sangaji
Maguy, Nyenga Muganza Adonis, Lubala Kasole Toni. Beckwith-Widemann Phenomenon Associated With Congenital Heart
Disease: A Case Report. losr Journal Of Dental And Medical Science (losr-Jdms) E-lssn: 2279-0853, P-Issn: 2279-0861. Vol 23,
Issue 1 Ser.6 (January. 2024), Pp 43-45. Www.losrjournals.Org

Tady M B, Nsakala G V, Sokolo R, Kazadi, L A, Lose, E, Senga L J. Wiedemann Beckwith Syndrome: About 2 Cases Observed
In The Pediatrics Department Of University Clinics In Kinshasa, Drc. Black African Medicine. 2002, Vol 49, Num 5, Pp 231-235;
Ref:22

Sébastien Mbuyi-Musanzayi, Toni Lubala Kasole, Aimé Lumaka, Tony Kayembe Kitenge, Léon Kabamba Ngombe, Prosper
Kalenga Muenze, Francois Thilombo Katombe, Célestin Banza Lubaba Nkulu, Koenraad Devriendt. Meningocele In A Congolese
Female With Beckwith-Wiedemann Phenotype. Pmc Atrticle, Case Rep Genet. 2014:2014:989425. Doi:10.1155/2014/989425.
Epub 2014 Dec 28.

Gerrey Mubungu, Guy Lukuté, Prince Makay, Cathy Songo, Prosper Lukusa, Koenraad Devriendt, Aimée Lumaka. Penotype And
Growth In A Patient With Sotos Syndrome From Dr Congo (Central Africa) Am J Med Genet A. July 2020; 182(7): 1572-1575.
Doi:10.1002/Ajmg.A.61617

DOI: 10.9790/0853-2304070103 www.iosrjournals.org 3| Page



