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Abstract  

Incontinentia Pigmenti is a rare multi-system dominant genetic disorder caused by a mutation of the IKBKG/NEMO 

gene, localized on the X-chromosome, locus Xq28, characterized by dermatological, ocular, neurological, and dental 

alterations. This case report shows Incontinentia Pigmenti dental findings and emphasizes the importance of the 

dentist's knowledge about these anomalies so that the patient can be regularly monitored throughout the development 

of the dentition. Keywords: Child, Incontinentia Pigmenti, Tooth Abnormalities. 

Keywords: Child; Incontinentia Pigmenti; Tooth abnormalities. 

 

Resumo  

Incontinentia Pigmenti é uma doença genética multissistêmica dominante rara, causada por uma mutação do gene 

IKBKG / NEMO, localizada no cromossomo X, locus Xq28, caracterizada por alterações dermatológicas, oculares, 

neurológicas e dentais. Este relato de caso mostra os achados odontológicos da Incontinentia Pigmenti e enfatiza a 

importância do conhecimento do dentista sobre essas anomalias para que o paciente possa ser monitorado 

regularmente durante todo o desenvolvimento da dentição. 

Palavras-chave: Criança; Incontinentia Pigmenti; Anormalidades dentárias. 

 

Resumen  

Incontinentia Pigmenti es un trastorno genético dominante multisistémico poco común causado por una mutación del 

gen IKBKG / NEMO, localizado en el cromosoma X, locus Xq28, caracterizado por alteraciones dermatológicas, 

oculares, neurológicas y dentales. Este informe de caso muestra los hallazgos dentales de Incontinentia Pigmenti y 

enfatiza la importancia del conocimiento del dentista sobre estas anomalías para que el paciente pueda ser 

monitoreado regularmente durante el desarrollo de la dentición. 

Palabras clave: Niño; Incontinentia Pigmenti; Anormalidades dentales. 

 

1. Introduction  

Incontinentia Pigmenti (IP) or Bloch-Sulzberger syndrome is a rare multi-system X-linked dominant genetic disorder, 

in which dermatological alterations are present and usually combined with anomalies in other organs (Berlin et al., 2002). The 

mutation of NEMO (NF-kappa-B essential modulator), also known as IKK-γ/IKBKG inhibitor of nuclear factor kappa-B 
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kinase subunit gamma gene, located on chromosome Xq28, is believed to play a role in the pathogenesis of this disease (Berlin 

et al., 2002; Smahi et al., 2000). 

This syndrome affects almost exclusively females and is usually lethal in males (Berlin et al., 2002; Cammarata-

Scalisi et al., 2019). The IP diagnosis is mainly based on clinical manifestations, especially in the skin findings that appear at 

birth or the first few weeks (Minić et al., 2014).  Skin lesions along Blaschko’s lines (lines of normal cell development in the 

skin) start in the neonatal period and evolve four stages: (I) vesiculobullous; (II) verrucous; (III) hyperpigmented; and (IV) 

hypopigmentation (Landy & Donnai, 1993).  

The skin changes are the main characteristic of IP, however, these alterations may regress or even fade over time 

(Marques et al., 2014). Clinical manifestations vary considerably and may involve ocular, dental and central nervous system 

(CNS) abnormalities (Yang et al., 2014). Dental manifestations are already known as part of the phenotypic spectrum of IP, but 

still without a full understanding of its causes and implications for the general health of affected individuals (Poziomczyk et 

al., 2014).  The aim of this case report is to discuss the oral manifestations and management of a child with IP. 

 

2. Case Report 

A six-year-old girl was referred to a pediatric dental office from Fortaleza, Brazil with a complaint of "separation" 

between two teeth.  Perinatal history revealed that the child was born to non-consanguineous parents and vaginal delivery with 

no associated complications at birth. Medical history revealed two previous miscarriages. The informed consent was obtained 

and signed by her mother. The patient's anonymity was respected. 

The mother reported that at the time of the child's birth, pustules and vesicles were present throughout the body. 

Initially, the medical diagnosis indicated congenital syphilis. Then, the patient was submitted to various treatments with topical 

and systemic medications for the skin lesions, albeit without success. By 4 months of age, after several medical examinations, 

the Incontinentia Pigmenti definitive diagnosis was established by histopathology skin biopsy taken from the patient’s arm.  

At the present moment, the patient is in multidisciplinary follow-up and the previous verrucous lesions evolved into 

swirled flat hyperpigmentation along the Blaschko lines, ultimately resulting in hyperchromic spots (Figure 1A and 1B). 

Another IP dermatological manifestation presented is cicatricial alopecia (Figure 1C). 

 

Figure 1. Cutaneous manifestations. Hyperchromic spots on the lateral of the trunk (A), left leg (B) and area of scarring 

alopecia on the vertex of the scalp (C). 

 

Source: Authors. 

 

An initial oral exam was performed to assess her general oral health status and also a radiographic evaluation. During 

the intraoral examination, it was verified that the patient had mixed dentition, poor oral hygiene and dental amalgam filling on 

the first upper right molar (#54) were also found (Figure 2A). The lower incisors presented conoid crown and a diastema 
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between them (#31 and #32) (Figure 2B). The Figure 2C shows a left intraoral view. Topical fluoride application and oral 

hygiene instructions were also performed. 

 

Figure 2. Intra-oral view showing conoid teeth and diastema. The patient’s intraoral view of the first upper right molar (#54) 

(A), mandibular arch with showing conoid lower incisors and a diastema (between #31 and #32) (B) and left intraoral view 

(C). 

 

Source: Authors. 

 

Orthopantamogram examination revealed agenesis of 7 permanent teeth: upper left lateral incisor (#22), upper left 

second premolar (#25), upper left first molar (#26), upper left second molar (#27), lower left second premolar (#35), left lower 

lateral incisor (#32), and lower right second premolar (#45) (Figure 3). 

 

Figure 3. Panoramic X-ray showed hypodontia of lateral incisor (#22), second upper left premolar (#25), second left lower 

premolar (#35), left lower lateral incisor (#32), second premolar lower right first molar (#45), upper left first molar (#26) and 

second left upper molar (#27). 

Source: Authors. 

 

Parents were informed about the influence of IP on the child's dental condition, and a thorough consultation was 

conducted with her mother's involvement about possible future dental treatment options. Six months after the initial dental 

treatment, the child returned to a follow-up preventive and was performed a sealant application in first permanent molars, a 

topical fluoride application, oral hygiene and dietary instruction. 

The patient was instructed to remain in monitoring dental care with a pediatric dentist and also an orthodontist for 

preventive dental to maintain oral health every 6 months for the treatment and an appropriate follow-up. Since skeletal and 
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occlusion relationships may be influenced by growth during puberty, therapy with implants has been suggested after a growth 

spurt. 

 

3. Discussion  

Incontinentia Pigmenti is a rare systemic disease, involving ectodermal tissues, and it is characterized by dental, 

ocular, skin and neurological manifestations (Chen & Chen, 2017; Dubois et al., 2020; Iguchi et al., 2019; Moro et al., 2020). 

In this report, we describe a patient with several dental alterations and without ocular and neurological manifestations. 

Dental abnormalities, most commonly reported in patients with IP, are not pathognomonic signs of this syndrome, 

since they are also present in other congenital disorders, such as ectodermal dysplasia and syphilis (Wagner, 1997). The 

literature describes that 2 to 10% of the normosystemic population has agenesis, whereas in patients with IP this rate is around 

34% (Moro et al., 2020; Cao et al., 2017; Wagner, 1997; Al-Abdallah et al., 2015). It has also been reported that partial 

anodontia affects 43.1% of IP patients (Chen & Chen, 2017).  

The reported patient presents agenesis of 7 permanent teeth, which are the most common dental findings found in IP 

patients, according to Al-Abdallahet et al. (2015). However, in the case series presented by Santa-Maria et al. (2017) , 

anomalies in dental crowns were the most frequent oral features identified, occurring in 71.4% of cases, with the central incisor 

being the most affected. 

Normally, in cases of agenesis of the permanent teeth, root resorption of primary teeth does not occur, which can 

determine a longer permanence of the deciduous teeth (Aktan et al., 2012). In cases of loss of primary teeth without a 

permanent successor, treatment with space maintainers, prostheses or implants will be necessary (Nadelman et al., 2020; 

Guariza-Filho et al., 2018). Due to the patient's young age, it is expected to keep primary teeth as long as possible or at least 

until the patient reaches maturity to undergo more extensive treatments. 

In addition, the dental agenesis in IP patients has great significance, thus it should be emphasized the importance of 

improving the social adaptation and acceptance of these individuals (Poziomczyk et al., 2014).  However, in this case, dental 

alterations still do not have such an impact on the patient's life, since she is still in the mixed dentition phase. In this case 

report, just one primary tooth was absent despite the agenesis of multiple permanent teeth, which will certainly imply a 

challenge for her dental treatment and require rigorous planning with a multi professional team.  

The appearance of conoid teeth in patients with IP is often reported (Cao et al., 2017; Al-Abdallah et al., 2015; Santa-

Maria et al., 2017). A harmonic smile has a great influence on the life and self-esteem of children and conoid teeth can cause 

diastemas and aesthetic dissatisfaction, which was a patient's complaint of this report. Orthodontic treatment for correction of 

diastemas and subsequent re-anatomization of the conoid teeth was suggested as a future treatment. 

Dental manifestations appear in a variable degree in IP patients, requiring the multidisciplinary professionals to 

periodically monitor and establish preventive protocols, especially caries risk assessment. It is recommended that IP patients 

seek dental care around 6 months of age or by the first tooth's eruption. For the maintenance of the primary dentition for a 

longer time, good oral hygiene practices and dietary guidelines must be followed to avoid injuries and tooth loss due to caries. 

The patient in this report underwent preventive and restorative dental treatment as needed, and oral hygiene was improved after 

frequent reinforcements. The treatment is being monitored and the appropriate moment for orthodontic and rehabilitation 

treatment will be future planned. 

Interestingly, in the present case, despite several dental features having been identified, the parents were not 

previously warranted about dental alterations that can be associated with this disorder, highlighting the importance of a 

multidisciplinary approach which includes dental professionals.  
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Knowledge about these manifestations and early dental follow-up allows mitigating the oral and dental sequelae of 

this syndrome. Early monitoring and guidance to parents should be valued, as malformation of the teeth can affect facial 

development, chewing, development of speech and appearance.  

 

4. Conclusion  

This case report shows IP dental abnormalities in a six-year-old girl. We emphasize the need for the dentist to be 

aware of dental alterations presented in this disorder so that the patient can be treated properly. It is recommended to monitor 

oral health as well as to carry out an appropriate therapeutic approach for the rehabilitation of the patient. 
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