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ABSTRACT 

Coffin-Siris Syndrome (CSS) is a rare genetic disease with delayed growth, congenital anomalies, abnormal facial features, and mental 
retardation. Hypoplasia of the 5th fingers or nail agenesis, hirsutism, coarse facial appearance, thick eyebrows, wide lips and nose, dento-
facial anomalies, and delayed eruption of teeth are clinically distinctive features. Specific findings and multidisciplinary approaches are 
important for dental treatments. This case report includes the clinical, oral findings, and dental treatments of the patient with CSS. A 15.5-
year-old female patient consulted our clinic with the complaint of tooth sensitivity and missing teeth. The patient's family was informed 
that the patient has CSS. In clinical examination, coarse face, mental retardation, hypoplastic 5th fingers, wide mouth, and lips, sparse hair, 
and hirsutism, in the oral examination, poor oral hygiene, dental caries, delayed dentition, lack of upper permanent first incisor, gingival 
hyperplasia, gingivitis, and hypoplasia were seen. Panoramic radiography and tomography revealed that the upper permanent incisor and 
supernumerary canine teeth were impacted. Under general anesthesia, dental scaling, fillings were made, impacted permanent incisors, 
canine, and lower left third molars were extracted. After general anesthesia, fluoride application and a fiber-supported Maryland bridge 
designed from the patient's teeth were applied to the anterior region. Regular controls of the patient continue. After the growth and deve-
lopment, the oral surgery department will be consulted for implant application. In dentistry, preventive applications, oral hygiene moti-
vation, pharmacological and non-pharmacological treatments are important for CSS patients. After consultation with relevant depart-
ments, multidisciplinary approaches and appropriate treatments increase the quality of life. 
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ABSTRACT 

Coffin Siris Sendromu (CSS), büyüme ve gelişim geriliği, çoklu konjenital anomaliler, anormal yüz özellikleri, mental retardasyonla karak-
terize nadir görülen genetik bir hastalıktır. 5. parmakların hipoplazisi veya tırnak agenezi, hirsutizm, kaba yüz görünümü, kalın kaş, geniş 
dudak ve burun, dentofasiyal anomaliler, dişlerde sürme gecikmeleri klinik olarak ayırt edici özellikler arasındadır. Bu hastalarda spesifik 
klinik bulguların bilinmesi, multidisipliner yaklaşım, dental tedaviler açısından önemlidir. Bu vaka raporu, CSS’li hastanın klinik bulguları, 
ağız bulguları ve dental tedavilerini içermektedir. 15,5 yaşında kız hasta, kliniğimize dişinde hassasiyet ve diş eksikliği şikayetiyle 
başvurdu. Ailesinden alınan anamnezde hastanın CSS’ye sahip olduğu bildirildi. Klinik muayenede CSS bulgularını destekler nitelikte kaba 
yüz görünümü, mental retardasyon, 5. parmaklarda hipoplazi, geniş ağız ve dudaklar, seyrek saçlar ve hirsutizm, ağız içi muayenede ise 
kötü ağız hijyeni, diş çürükleri, geç dişlenme, üst sağ daimi 1. keser diş eksikliği, gingival hiperplazi, gingivitis ve hipoplaziler görüldü. 
Panaromik radyogrofi ve tomografiden üst daimi keser ve süpernümerer kanin dişin gömülü olduğu tespit edildi. Genel anestezi altında 
diş taşı temizliği, çürük dişlerin dolgusu, gömülü olan daimi keser, kanin ve alt sol 3. molar dişin cerrahi çekimi yapıldı. Genel anestezi 
sonrasında flor uygulaması ve ön bölge için hastanın kendi dişinden tasarlanan fiber destekli Maryland köprü uygulaması yapıldı. Has-
tanın düzenli kontrolleri devam etmektedir. Büyüme ve gelişim tamamlandıktan sonra implant uygulaması için cerrahi bölümüyle 
konsültasyon yapılacaktır. Diş hekimliğinde CSS gibi sendromlu hastalarda koruyucu uygulamalar, oral hijyen motivasyonu, farmakolojik 
ve non-farmakolojik yöntemlerle tedaviler önemlidir. Multidisipliner yaklaşım ve ilgili bölümlerle konsültasyon sonrasında yapılan uygun 
tedavilerle hastaların yaşam kalitesini arttırmak mümkündür. 
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INTRODUCTION 

Coffin-Siris syndrome (CSS; OMIM: # 135900) is a 

syndrome first described by Coffin G. and Siris E. 1 

(1970) in a case report of 3 girls with common mal-

formations. In the literature, it has also been defined 

as Dwarfism-Onychodysplasia, Fifth Finger and Nail 

Hypoplasia with Mental Retardation, Short Length-

Onychodysplasia, and most commonly the Fifth Fin-

ger Syndrome.1–3 CSS is also a rare multisystem ge-

netic disease characterized by abnormal facial fea-

tures, organ anomalies, mental retardation, and mul-

tiple malformations.4,5 To date, approximately 200 in-

dividuals with CSS supported by molecular tests have 

been reported in the literature.6 It is more common in 

women than men.3 

Growth is typically ordinary in the prenatal period, 

and individuals with CSS may not show any specific 

signs or symptoms at birth. In these individuals, the 

first symptoms appear, usually during infancy. De-

layed growth-development patterns, walking, feeding, 

and sucking problems are exhibited in infancy.5,7 

Aplasia or hypoplasia of the distal phalanx or nails of 

the fifth and other fingers, mental retardation, speech 

difficulties, delayed growth- development, hypotonia, 

joint laxity, short stature, epilepsy, ophthalmologic, 

cardiac and genitourinary system problems, hearing 

impairment, craniofacial problems (microcephaly, 

coarse facial features, wide mouth and nose, macro-

glossia, flat nasal bridge, cleft lip, and palate) ectoder-

mal problems (hirsutism, hypertrichosis, sparse hair, 

dental anomalies) are among the characteristic fea-

tures associated with the CSS.3,8–10 

The molecular etiology of CSS was first described 

in 2012.6 CSS is a disease associated with mutations 

in genes encoding subunits of the BRG1/BRM-associ-

ated factor (BAF) chromatin-remodeling complex.11 

This gene group includes ARID1A, ARID1B, SMARCA4, 

SMARCB1, SMARCE1, SOX11, PHF6, and DPF2, and 

heterozygous pathogenic variants in genes have been 

reported to cause CSS. 9 These genes also play a role 

in Nicolaides Baraitser syndrome and non-syndromic 

intellectual disability, which overlaps with CSS in 

terms of clinical features.2 It has been reported that 

deletions in the ARID1B gene mostly cause the for-

mation of CSS.9,12,13 There is no evidence of X-linked 

dominant, sex-related, or mitochondrial inheritance. 

It is inherited as autosomal dominant or recessive.14 

Pediatric dentistry is responsible for the oral 

health of not only pediatric patients but also patients 

with syndromes and disabilities that require special 

care. There are not enough studies in the literature re-

lated to the specific oral findings, dental approach, 

and treatment management of patients with CSS. Pre-

ventive applications and dental treatments are sub-

stantial in patients with CSS due to the prevalence of 

systemic diseases such as cardiovascular diseases 

and the drugs used by these patients. Knowing the 

specific clinical findings seen in CSS, directing the pa-

tient to the relevant departments, and a multidiscipli-

nary approach are crucial in terms of improving the 

health and quality of life of such patients. This case re-

port includes the clinical and oral findings and dental 

treatments of the patient with CSS. 

CASE REPORT  

A 15-year-old female patient applied to the Health 

Sciences University Department of Pediatric Dentis-

try, with complaints of missing upper right first inci-

sor and sensitivity in the lower left first molar tooth. 

In the anamnesis taken by the family, it was stated 

that the patient had CSS. The patient was born with a 

low birth weight (2kg). She was referred to a genetic 

counseling center due to postnatal developmental de-

lay as a result of receiving medical support as she 

could not walk or talk until the age of 2.5 years. As a 

result of genetic counseling, the patient was diag-

nosed with CSS at the age of 2.5.  It was learned that 

there was no individual with a similar syndrome in 

the family, and the mother gave birth to the patient at 

the age of 40. The patient has multisystemic diseases 

such as epilepsy, recurrent seizures, upper respira-

tory tract infection, Fallot tetralogy, central serous 

retinopathy, hypotonia, eczema, and moderate men-

tal retardation. The patient is under the control of the 

departments of internal medicine, neurology, oph-

thalmology, dermatology, orthopedics, and cardiol-

ogy. The patient does not use any medication. On 

physical clinical examination, hypoplasia of the fin-

gers and toes, which is the most prominent feature of 

CSS syndrome, and nail aplasia of the fifth toe was ob-

served (Figure 1). 
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Figure 1: Hypoplasia of the fingers and toes; A) Hypoplasia of 

the fingers; B) Hypoplasia of the toes, and nail aplasia of the fifth 

toe 

 

Craniofacial examination revealed she has brachy-

cephaly, sparse hair, thick eyebrows and prominent 

eyelashes, broad nose, wide philtrum and mouth, flat 

nasal arch, coarse facial appearance, and skeletal 

class 3 closure (Figure 2). 

Figure 2: Craniofacial appearance; A) Coarse facial appear-

ance; B) Sparse hair, skeletal class 3 malocclusion 

  

In the intraoral examination, gingival hyperplasia 

in the maxillary posterior molar region, poor oral hy-

giene, calculus, and plaque accumulation, gingivitis, 

macroglossia, delayed eruption in permanent second 

molars, the persistent primary second molar, white 

spot lesions in upper and lower anterior incisors, 

missing upper right first incisor tooth and caries of 

the upper left second incisor, lower left first molar, 

second premolar, lower right second molar and third 

molar, hypomineralization of upper right first molar 

and upper left second molar was detected (Figure 3 A, 

B). Panoramic radiography showed two radiopaque 

formations impacted in the upper right first incisor 

region, dentin caries in the lower left first molar and 

second premolar teeth, and enamel caries in the other 

teeth (Figure 3 C). As a result of computerized tomog-

raphy (CT) from the maxilla to detect radiopaque for-

mations and clarify their localization, it was deter-

mined that the radiopaque formations in the upper 

right first incisor region were supernumerary teeth 

and permanent first incisor (Figure 3 D). 

Figure 3: Intraoral and radiographic findings; A) Macroglossia, gingivitis, caries; B) Hyperplasia in the maxillary molar region; C) 

Initial panoramic image; D) CT image 

 

As a result of the consultation with the orthodon-

tics and oral surgery department, a treatment plan 

was devised. According to the treatment plan; resto-

ration of decayed teeth was planned to alleviate the 

patient's pain, prevent sensitivity, and inhibit the pro-

gression of cavities. To prevent potential cystic 

formations in the frontal region and mitigate the risk 

of impacted supernumerary and impacted permanent 

first incisor penetrating from the buccal side to the in-

traoral region, decisions were made to extract them. 

The extraction of the persistent primary second mo-

lar was determined due to its hindrance of the 
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eruption of the underlying premolar tooth. Addition-

ally, the extraction of the lower left third molar was 

decided due to its eruptive position leading to the risk 

of resorption of the second molar and the potential 

for cavity formation. For the following appointments, 

a temporary Maryland bridge application to the upper 

right permanent first incisor region was planned to 

restore the patient's aesthetic appearance due to 

missing teeth. Furthermore, fluoride application was 

scheduled for the general remineralization of hypo-

plastic teeth, white spots, and to prevent dental caries. 

Then informed consent was obtained from the family. 

Since the patient was non-cooperative, treatment un-

der general anesthesia was considered. As a treat-

ment, after scaling and polishing (IMICRYL® Imiprint 

Capsule Polishing Paste, Turkey), the lower left sec-

ond premolar and first molar teeth with dentine car-

ies were removed and restored with the glass iono-

mer liner (VOCO® Ionofil Molar, Germany) and com-

posite filling (3M® Filtek Ultimate Universal Restora-

tive, USA). Additionally, the composite filling was ap-

plied to the upper left second incisor, the lower right 

second molar, and third molar teeth, and glass iono-

mer liner was applied to the hypomineralized upper 

right first molar and upper left second molar teeth to 

prevent sensitivity and provide remineralization. Af-

ter cleaning the perioral area with 10% povidone-io-

dine before the extraction procedures, local anesthe-

sia was applied to the extraction areas with mepiva-

caine (SAFECAINE®, Turkey). The extraction of the 

upper right persistent primary second molar, im-

pacted supernumerary teeth, and the lower left third 

molar was surgically performed. 

After general anesthesia, maxillary teeth impres-

sion was taken for the Maryland bridge and fluoride 

varnish (IMICRYL® Polimo Fluoride Varnish, Turkey) 

was applied for white spot lesions. Oral hygiene edu-

cation was given to the family and the patient. A 

0.12% chlorhexidine mouthwash (KLOROBEN®, Tur-

key) was prescribed for home application. The Mary-

land bridge was designed using the patient's im-

pacted permanent incisor. The root and crown part of 

the tooth was separated with an aerator and firstly 

shaped on the plaster model so as to adaptation of the 

crown part to the missing area and to provide ideal 

contact with the adjacent teeth (Figure 4 A). Since the 

patient will use the Maryland bridge temporarily, no 

reduction in the size of the adjacent teeth was made 

and no sockets were opened for the adjacent teeth to 

support the bridge. The shaped incisor crown was de-

signed to receive support from adjacent teeth with a 

horizontally adapted fiber post (3M® Relyx Fiber 

Post, USA) to its palatal side (Fig. 4 B). The following 

appointment, acid-bond were applied to adjacent 

teeth and fiber post, the connection between the teeth 

and the post was provided with the flowable compo-

site (3M® Filtek Ultimate Flowable, USA). After 

checking the occlusal contact, the Maryland bridge 

application was completed, and a panoramic x-ray 

was taken after the treatment (Figure 4 C, D). The pa-

tient is still being followed up. The patient will use a 

Maryland bridge until osseous and dental growth de-

velopment is completed, and then an evaluation for 

implant application will be made with the oral sur-

gery department. 

Figure 4: Post-treatment Maryland bridge application; A) Maryland bridge application; B) Palatal view of the Maryland bridge; C) 

Intraoral view; D) Post-operative panoramic image 
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DISCUSSION 

CSS is a rare, autosomal inherited, multisystemic 

disease caused by mutations in genes encoding com-

ponents of the BRG-1-related factor (BAF) complex.6 

It is a clinically difficult syndrome to diagnose be-

cause there is a great deal of phenotype variability in 

CSS and most of the features seen in patients are not 

specific to the syndrome. Criteria specific to this syn-

drome have been proposed to help clarify the clinical 

diagnosis.14 Growth and developmental delay, hir-

sutism, coarse facial appearance, fifth finger hypo-

plasia, or nail agenesis are the most common find-

ings.15 Our patient also had the findings mentioned 

above in the hand and face region. 

CSS is classified into types A and B based on vari-

ous clinical findings that vary with the type of gene in 

which the mutation occurs.12,14 Schrier's classification 

based on clinical findings, Type A and B distinction is 

made according to eyebrow and lip thickness, thick 

eyebrows and lips are classified as type A/classic CSS 

and thin eyebrows and lips are classified as type 

B/variant CSS.14  In our case, our patient has Type A 

CSS because she has thick eyebrows and lips. 

Cardiac defects (ventricular septal defects, atrial 

septal defects), genital anomalies (cryptorchidism, 

hypospadias, and absence of uterus), renal anomalies 

(fused or small kidneys), and multisystemic problems 

such as inguinal or umbilical hernias, recurrent infec-

tions are seen in patients with CSS.15,16 The most com-

mon organ-related problems are congenital heart de-

fects (46%).2 In such patients, consultation with the 

relevant departments and, if necessary, antibiotic 

prophylaxis before treatment depending on the type 

of procedure is recommended to reduce the risk of 

bacteremia.17,18 Since our patient had epilepsy and 

Fallot tetralogy, consultation was obtained with the 

relevant departments. Especially, due to the presence 

of Fallot tetralogy in our patient, following consulta-

tion with the cardiology department, it has been 

deemed appropriate to administer antibiotic prophy-

laxis before general anesthesia and to use a local an-

esthetic solution without vasoconstrictor/adrenaline 

for tooth extractions. Therefore, mepivacaine has 

been preferred as the local anesthetic solution. 

Being aware of the facial and oral findings of pa-

tients with CSS is important for the right treatment in 

terms of dentistry and referral to the relevant depart-

ments. According to the literature coarse facial ap-

pearance, sparse hair, thick eyebrows, bushy eye-

lashes, large-wide nose and lips, flat nasal bridge, thin 

vermilion in the upper lip, thick vermilion in the 

lower lip, cleft palate, microcephaly, abnormal ears, 

short/long philtrum are among the craniofacial find-

ings of patients with CSS. 5,8,19,20 Our patient had find-

ings other than the cleft palate, microcephaly, and ab-

normal ear. The cases which evaluate the intraoral 

findings of CSS are limited in the literature. There are 

only 2 cases in the literature, that present dental eval-

uation and treatment options. 3,10 In the literature, pa-

tients with CSS have an intraorally deep palate, bifid 

uvula, macroglossia, dental anomalies, abnormal gin-

gival hyperplasia, late eruption, teeth with large dia-

stema, irregular teeth, hypoplasia of teeth, conical 

tooth roots, poor oral hygiene, and periodontal prob-

lems.3,10,14,15,21 In our case, in line with the literature, 

poor oral hygiene, and calculus, plaque accumulation, 

gingivitis, caries, macroglossia, gingival hyperplasia 

in the maxillary posterior molars, missing teeth, hy-

pomineralization, delayed eruption, and impacted 

permanent teeth were detected. 

Dental treatments in children with syndromes or 

disabilities with special care can be performed with 

pharmacological (sedation and general anesthesia) 

and non-pharmacological methods (tell-show-do, 

positive encouragement, distraction, voice control, 

hypnosis, etc.). 22 Since CSS is a multisystemic syn-

drome clinically and patients have vision-hearing 

problems and varying degrees of mental retardation, 

treatments can be performed with pharmacological 

and non-pharmacological techniques.21,23 Especially 

when non-pharmacological techniques will be pre-

ferred, communication with the patient, showing and 

explaining the procedures have great importance in 

point of providing cooperation. In a case report in the 

literature, due to the challenging patient cooperation 

and the urgency of treatment in a patient with Coffin-

Siris syndrome protective stabilization involving ac-

tive immobilization was implemented. This process 

included restraint by the parents and dental auxiliary. 

Before resorting to protective stabilization, alterna-

tive behavioral approaches were employed to reduce 

movement and resistance and enhance cooperation 

during dental care for special-needs patients. These 
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approaches included distraction, shaping, modeling, 

and reinforcement.10 In our case, dental and surgical 

treatments were performed under general anesthesia 

due to the patient's high anxiety and mental retarda-

tion. However, in the following appointments, fluo-

ride and Mayland bridge applications were per-

formed using the tell-show-do technique. 

The prevalence of dental caries and periodontal 

diseases is higher in children with special needs, due 

to reasons such as physical limitations, mental retar-

dation, lack of cleaning habits, and attitudes of par-

ents. 3,24 In the literature, there are findings of poor 

oral hygiene, gingivitis, multiple dental caries, and 

generalized gingivitis in CSS patients for similar rea-

sons. 3,10 Therefore, oral hygiene education is of para-

mount importance in such patients. As for that, the 

brushing ability of the patient or if the patient is una-

ble to brush at all, showing the family to brush teeth 

and using agents such as chlorhexidine with gauze, 

toothbrush, or rinsing method will reduce the burden 

on the oral microbiota.3 Moreover, applying topical 

cream containing casein phosphopeptide amorphous 

calcium phosphate to the teeth to prevent caries for-

mation and to support remineralization is among the 

applications that the patient and family can do at 

home. In the clinical setting, fluoride and sealant ap-

plications should be applied as a preventive treat-

ment. Moreover, in case reports documented in the 

literature concerning patients with Coffin-Siris syn-

drome, it is emphasized that, particularly in this pa-

tient group, the continuity of a personalized protec-

tive program is crucial. This program focuses on mon-

itoring the patient's nutrition, oral hygiene, and 

providing oral hygiene education to the child and 

family during each follow-up session.3,10 Since our pa-

tient had poor oral hygiene, multiple caries, and gin-

givitis, oral hygiene education was given to the pa-

tient and the family. Since the patient was able to 

brush her teeth, an appropriate tooth-brushing tech-

nique was shown, and she was asked to use chlorhex-

idine at home. Fluoride was applied in the clinical set-

ting for remineralization of hypoplastic teeth and 

white spot lesions and prevention of caries formation. 

It was observed that the oral hygiene motivation of 

the patient increased in the control appointments. 

 

Tooth missing that occurs congenitally or because 

of trauma cause midline shifts and unequal spaces. 

This situation creates aesthetic, functional problems, 

and low self-confidence, especially in adolescents.25 

Implant application in the growth and development 

age is still a controversial issue.26 The biggest concern 

in implant placement in children and young patients 

is tooth and skeletal development. Implant position, 

growth effect on the tooth, and skeletal growth im-

pose some limitations on typical implant applications 

in these patients.27 Therefore, removable prosthesis 

or resin-bonded Maryland bridges are preferred for 

the rehabilitation of missing teeth.26 As a result of 

consultation with the orthodontic clinic, the ortho-

dontic treatment option was eliminated due to the 

presence of mental retardation and very low foreign 

body tolerance in our patient. Since the typical find-

ings of CSS such as delayed growth development and 

dentition were present in our patient, the Maryland 

bridge application, designed from the patient's teeth, 

was performed as a temporary treatment for both the 

functional and aesthetic maintenance of the anterior 

missing region. Additionally, in the literature on re-

ported cases of Coffin-Siris syndrome, the presence of 

missing, supernumerary, or impacted teeth, as ob-

served in our case, has not been documented. 

The patient is still being followed up. When the 

growth-development and dentition process is com-

pleted, an evaluation will be made for the implant ap-

plication with the oral surgery department.  

CONCLUSION 

CSS is a rarely seen syndrome, and there are few 

cases of the syndrome specific to dental findings in 

the literature. Hence, the dental findings specific to 

the syndrome have not been fully clarified. Patients 

requiring special care such as CSS are at risk for den-

tal problems by virtue of physical and mental limita-

tions compared to healthy people. In these patients, it 

is important to know the general clinical and systemic 

findings of the syndrome, consult with the relevant 

departments, and determine the appropriate treat-

ment method accordingly. Oral hygiene education 

and preventive applications constitute the key point 

in terms of dental health in these patients, as in every 

patient. 
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