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ABSTRACT

DiGeorge Syndrome (DGS), or 22q11.2 deletion syndrome (22q11DS), is a genetic disorder characterized by a
microdeletion on chromosome 22 at band qll.2, presenting with a range of clinical features including
immunodeficiency, hypoparathyroidism, and congenital heart disease. Partial DiGeorge Syndrome involves a subset
of these features, complicating diagnosis and management.

This case study describes a 45-year-old female with partial DiGeorge Syndrome who presented with a seizure
disorder, hypothyroidism, and recurrent infections. Following a fall, she sustained multiple facial bone fractures and
developed respiratory symptoms. Her management included intensive care for seizure activity, correction of
electrolyte imbalances, and treatment for respiratory complications and infections. The patient required
multidisciplinary care involving neurologists, endocrinologists, and pulmonologists.

The patient's complex presentation highlighted the need for comprehensive, coordinated medical care to address the
multifaceted impacts of partial DiGeorge Syndrome. Key management strategies included continuous monitoring,
endocrine support, and targeted antibiotic therapy.

This case underscores the importance of a multidisciplinary approach in managing partial DiGeorge Syndrome,
emphasizing the need for integrated care to improve patient outcomes and quality of life.
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INTRODUCTION

DiGeorge Syndrome (DGS), or 22qll1.2 deletion syndrome (22ql11DS), is a genetic disorder caused by a
microdeletion on chromosome 22 at band ql1.2. Initially recognized in 1828 and later detailed by Dr. Angelo
DiGeorge in 1965, this syndrome includes a range of clinical features such as immunodeficiency,
hypoparathyroidism, and congenital heart disease. Partial DiGeorge Syndrome refers to cases where only some of
the typical features are present, adding complexity to diagnosis and management.[>]

This case study focuses on a patient with partial DiGeorge Syndrome who presents with a combination of seizure
disorder, hypothyroidism, and recurrent infections. These symptoms illustrate the multi-system involvement
characteristic of 22q11DS and underscore the importance of comprehensive, multidisciplinary medical care.

DiGeorge Syndrome is highly variable in its presentation, with over 180 documented clinical features affecting
multiple organ systems. Key characteristics include physical anomalies such as cardiac defects and thymic
hypoplasia, cognitive and behavioral issues, and varying degrees of immunodeficiency. The extent of thymic
hypoplasia can influence the severity of immunodeficiency, leading to an increased susceptibility to infections.!'#

Our patient’s presentation with seizure disorder, hypothyroidism, and recurrent infections highlights the diverse and
complex nature of partial DiGeorge Syndrome. The seizure disorder reflects the neurological involvement often seen
in 22q11DS, necessitating ongoing neurological assessment and management. Hypothyroidism, due to parathyroid
gland hypoplasia, requires regular endocrine evaluations and treatment to manage thyroid hormone deficiency. The
recurrent infections point to the underlying immunodeficiency, requiring vigilant monitoring and prompt medical
intervention.!!~

Effective management of partial DiGeorge Syndrome demands a multidisciplinary approach, with coordinated care
from neurologists, endocrinologists, immunologists, and other specialists. This ensures comprehensive monitoring
and tailored treatments to address the multifaceted needs of the patient, ultimately aiming to improve their quality of
life and clinical outcomes.!

CASE REPORT

A 45-year-old female was admitted to the hospital on 16/01/2024 given a history of fall on 15/01/2024, around
midnight, sustaining multiple facial bone fractures. The patient also had complaints of cough for the past 1 week,
along with fever and breathlessness on 16/01/2024. CT Brain and facial bone revealed B/L nasal bone fracture with
minimal displacement, doubtful fracture of right inferior orbital wall. The patient had involuntary movements of both
upper and lower limbs on 19/01/2024 (seizure activity) and was shifted to CCU. She is a known case of seizure
disorder, DLP, bronchial asthma, and hypothyroidism. History of surgery for VSD (more than 20 years back). On
arrival at CCU, the patient was found to have a GCS of 9 9patient given Inj. Lorazepam at ward). The patient was
managed in the CCU with IV antiepileptics, IV antibiotics, and other supportive care. S.calcium levels were found
to be low, along with elevated phosphorous levels, low magnesium, and hypokalemia. MRI Brain 20/1/2024 showed
dense blooming in bilateral basal ganglia SWI-likely calcifications, no evidence of intracranial hemorrhage, infract,
or space-occupying lesion. The patient also has a history of symptoms of carpopedal spasm and hypocalcemia.
Parathyroid hormone levels were found to be low. Endocrine consultation sought for the same, advised to continue
IV calcium. Symptoms of cough aggravated since 22/1/2024, ENT consultation sought for the same, advised to
continue medical management serial EEG showed no spikes (only slowing) till 21/1/2024; seizure activity noted in
EEG since then and serial EEG taken afterward showed occasional spikes, but of decreasing frequency. Patient GCS
showed a fluctuating pattern daily; CT neck and USG abdomen were done to rule out other causes of
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hypoparathyroidism, but the report showed no significant abnormality. MRI Brain on 23/01/2024 showed no
significant abnormality. CT chest repeated on 23/01/2024 revealed (L) upper lobe collapse and no findings to explain
chronic cough. LP study was done on 23/01/2024 to rule out infection causes, (TC showed 1 cell) and CSF was sent
for an autoimmune encephalitis panel. On 25/01/2024 given low GCS patient got intubated and mechanically
ventilated (difficult airway) following blood C&S sent. Pulmonology consultation sought advised bronchoscopy,
BAL from (L) upper lobe taken and sent. 25/01/2024 The patient developed hypotension and started on a single IV
ionotropic. BAL revealed growth of pseudomonas aeruginosa and blood culture revealed growth of Enterobacter
cloacae and antibiotics changed accordingly. Given prolonged ventilation tracheostomy was done on 27/01/2024.The
autoimmune encephalitis panel came negative on 29/01/2024. Repeat EEG, on 31/01/2024 showed no epileptic
abnormalities. Repeat blood culture came sterile on 31/01/2024. Persistingly patient serum calcium, magnesium, and
potassium were found to be low.

DISCUSSION

DiGeorge Syndrome (DGS), or 22q11.2 deletion syndrome (22q11DS), is characterized by a wide range of clinical
manifestations due to a microdeletion on chromosome 22 at band q11.2. This case study of a 45-year-old female
patient with partial DiGeorge Syndrome exemplifies the complexity and variability of this genetic disorder. The
patient presented with a multifaceted clinical picture, including seizure disorder, hypothyroidism, and recurrent
infections, each adding layers of complexity to her medical management.

The patient's history of facial bone fractures following a fall, coupled with respiratory symptoms, underscores the
need for comprehensive care in trauma cases involving patients with underlying complex syndromes. The
identification of bilateral nasal bone fractures and a doubtful fracture of the right inferior orbital wall via CT imaging
required careful monitoring to prevent complications.

Seizure activity, a significant concern in this case, was managed with IV antiepileptics and supportive care in the
CCU. The presence of dense blooming in bilateral basal ganglia on MRI, likely due to calcifications, alongside low
parathyroid hormone levels, highlights the interconnected nature of neurological and endocrine abnormalities in
DGS. The patient's history of carpopedal spasms and hypocalcemia further indicates underlying hypoparathyroidism,
necessitating ongoing endocrine consultation and I'V calcium administration.

The persistent respiratory symptoms, coupled with a left upper lobe collapse noted on the CT chest, required ENT
and pulmonology consultations. The growth of Pseudomonas aeruginosa from BAL and Enterobacter cloacae from
blood cultures pointed to significant infections requiring targeted antibiotic therapy. The patient’s need for intubation
and subsequent tracheostomy due to prolonged ventilation highlights the critical nature of her respiratory
complications.

The fluctuating GCS scores and the presence of seizure activity on EEG underscore the need for continuous
neurological monitoring. The negative autoimmune encephalitis panel and sterile repeat blood cultures are reassuring
but highlight the need for vigilance in monitoring for new or recurrent infections.
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CONCLUSION

This case illustrates the multifaceted challenges in managing partial DiGeorge Syndrome with multi-system
involvement. The complexity of this case, involving seizure disorder, hypothyroidism, and recurrent infections,
underscores the importance of a multidisciplinary approach. Effective management requires coordinated efforts from
neurologists, endocrinologists, pulmonologists, ENT specialists, and critical care teams.

This case emphasizes the need for ongoing, comprehensive care in patients with partial DiGeorge Syndrome. The
patient’s course highlights the potential for significant complications and the necessity for a proactive, collaborative
approach to improve clinical outcomes and quality of life. The successful management of such a complex case hinges
on the integration of expertise across multiple medical disciplines, tailored to the individual patient’s evolving needs.

REFERENCE

1] Lackey AE, Muzio MR. DiGeorge Syndrome. [Updated 2023 Aug 8]. In: StatPearls [Internet]. Treasure Island
(FL): StatPearls Publishing; 2024 Jan-. Available from: https://www.ncbi.nlm.nih.gov/books/NBK 549798/

2] McDonald-McGinn DM, Sullivan KE, Marino B, Philip N, Swillen A, Vorstman JA, Zackai EH, Emanuel BS,
Vermeesch JR, Morrow BE, Scambler PJ, Bassett AS. 22q11.2 deletion syndrome. Nat Rev Dis Primers. 2015 Nov
19;1:15071. doi: 10.1038/nrdp.2015.71. PMID: 27189754; PMCID: PMC4900471.

3] Fomin AB, Pastorino AC, Kim CA, Pereira CA, Carneiro-Sampaio M, Abe-Jacob CM. DiGeorge Syndrome: a
not-so-rare disease. Clinics (Sao Paulo). 2010;65(9):865-9. doi: 10.1590/s1807-59322010000900009. PMID:
21049214; PMCID: PM(C295473

4] Cascella M, Muzio MR. Early onset intellectual disability in chromosome 22q11.2 deletion syndrome. Rev Chil
Pediatr. 2015 Jul-Aug;86(4):283-6. doi: 10.1016/j.rchipe.2015.06.019. Epub 2015 Sep 8. PMID: 26358864.

5] Eaton CB, Thomas RH, Hamandi K, Payne GC, Kerr MP, Linden DEJ, Owen MJ, Cunningham AC, Bartsch U,
Struik SS, van den Bree MBM. Epilepsy and seizures in young people with 22q11.2 deletion syndrome: Prevalence
and links with other neurodevelopmental disorders. Epilepsia. 2019 May;60(5):818-829. doi: 10.1111/epi.14722.
Epub 2019 Apr 11. PMID: 30977115; PMCID: PMC6519005.

© 2024, I[JSREM | www.ijsrem.com DOI: 10.55041/IJSREM36819 | Page 4



http://www.ijsrem.com/
https://www.ncbi.nlm.nih.gov/books/NBK549798/

