	Table 1: Articles used for literature review with an exclusive approach to patients with TRPS1.

	Author/date/local
	Study type
	Sex
	Number of participants
	Systemic manifestations


	Craniofacial manifestations
	Oral manifestations

	Bennett, et al. [12]
Canada
	Case report
	5F/7M
	12
	Short stature 
	Bulbous nose, sparse hair, thin upper lip, scant median, sparse eyelashes, eyebrows large laterally protruding ears, horizontal groove on the chin
	Congenital missing teeth, supra numerary, deep hard palate, delay in dental development

	Noltorp [13] Sweden
	Case report
	3F/1M


	4
	Short stature

Hypermobile joints
Short middle phalanges of the II and V fingers 

Lateral instability in proximal interphalangeal

Joints of the hand

Reduced range of movement in the hip joint

Small feet and short great toes
	Sparse scalp hair

Sparse eyebrows laterally

Bulbous nose

Long philtrum

Thin upper lip 
	Dental malocclusion

	Vora, et al. [14]
USA
	Case report
	1F
	1
	Proximal interphalangeal joints with altered angulation of the fingers 


	Fronto-temporal alopecia

Bulbous nose, High philtrum and large lips Receding chin
	Not described

	Machuca, et al. [15]

Spain


	Case report


	1F


	1


	Kyphoscoliosis, hip alignment asymmetry, cone-shaped epiphyses in the middle phalanges of the hand, joint abnormalities of the feet, established Perthes disease


	Sparse, thin, and fragile hair, oxycephaly with a high forehead and frontal protuberance, wide and pyriform nose, small eyebrows, long philtrum, maxillary hypoplasia
	Delay in dental eruption, agenesis of the left mandibular second premolar. Teeth occluded, posterior cross-bite

	Author/date/local
	Study type
	Sex
	Number of participants
	Systemic manifestations

	Craniofacial manifestations
	Oral manifestations

	Naselli, et al. [16] Italy


	Case report
	2F
	2
	Infantile pubertal development, brachyphalangism, Ulnar deviation of index and middle fingers, radial deviation of the ring finger, clinodactyly of the little finger and brachydactyly of feet.
	Sparse and thin scalp hair, thin eyebrows laterally, sparse eyelashes, bulbous nose, long and large philtrum, thin upper lip, prognathism, large and low-set ears.
	Dental malocclusion

	George, et al. [17] India
	Case report
	1F
	1
	Short stature, cone-shaped epiphyses, short phalanges of both hands and several fingers were angulated.
	Scalp hair with large areas of diffuse alopecia, pear-shaped nose, thin lips
	Normal teeth

	Seitz, et al. [18] USA


	Case report
	4F
	4
	Short stature, scoliosis, nail alterations, cone-shaped epiphyses of the second to fifth proximal falanges of the hands, exostosis of the medial femur condylus, brachydactyly of the hands, cutaneous syndactyly of the feet, gonarthrosis, coxarthrosis and arthrosis
	Diffuse alopecia and scalp hair, sparse lateral eyebrows of the lateral eyebrows, bulbous nose, long philtrum, thin upper lip, absence of lower eyelid eyelashes 


	Not described

	Chen, et al. [19] 

Taiwan


	Case report


	5F/3M
	8
	Short stature, swelling of the proximal interphalangeal joints, clinodactyly, thumb brachydactyly, metacarpals and phalanges abnormalities
	Slow-growing scalp hair, laterally sparse eyebrows, bulbous pear-shaped bulbous nose, elongated and flat philtrum, thin upper lip
	Dental problems

	Brodwall, et al. [20]
Norway
	Case report


	4F
	4
	Short stature, brachydactyly, nail disorders, hypermobile joints, Calve-Legg-Perthes' disease, cone-shaped epiphyses, mental retardation
	Fine hair, thin eyebrows laterally, large nose, thin upper lip, long philtrum, micrognathia, protruding ears 


	Dental malformations, high palate

	Author/date/local
	Study type
	Sex
	Number of participants
	Systemic manifestations
	Craniofacial manifestations
	Oral manifestations

	Flores-Cuevas, et al. [21]
Mexico


	Case report


	1F/2M
	3
	Short stature, deviation of interphalangeal joints, cone-shaped epiphyses in both hands, foot brachydactyly, brachymetacarpia
	Thin scalp hair with diffuse alopecia, laterally sparse eyebrows, bulbous nose, long philtrum, thin upper lip, low-set and protruding ears
	Not described

	Durmus, et al. [22] Turkey
	Case report
	1M
	1
	Cone-shaped epiphyses on proximal interphalangeal, dysmorphic toes.
	Relatively thin hair
	Not described

	Sohn, et al. [23] Korea
	Case report
	1F/1M
	2
	Short stature, growth hormone deficiency, cone-shaped epiphyses
	Sparse and thin hair, laterally sparse and medially thick eyebrows, bulbous nose, long philtrum, thin upper lip, low-set ears, mild micrognathia
	Not described

	Candamourty, et al. [24]
India


	Case report
	1M
	1
	Short stature, skeletal abnormalities, clinobrachydactyly and rackets thumb nails, brachydactyly, cone-shaped epiphyses 


	Alopecia, sparse lateral eyebrows, bulbous nose, long and flat philtrum, thin upper lip, protruding ears
	Multiple supernumerary teeth, arched and high hard palate 

	XuNan, et al. [25] China
	Case report
	1M
	1
	Short stature, short metacarpals, metatarsals with cone-shaped epiphyses, cervical kyphosis


	Diffuse sparse Hair, thin scalp hair, laterally sparse eyebrows, bulbous nose, protruding ears, longated philtrum and hypoplastic mandible.
	Not described


	Author/date/local
	Study type
	Sex
	Number of participants
	Systemic manifestations
	Craniofacial manifestations
	Oral manifestations

	Ghoneima, et al. [26] 

USA
	Case report
	1M
	1
	Arthritis, interphalangeal joints

Brachydactyly and painless swelling at the interphalangeal joints, clinodactyly of the fourth and fifth fingers bilaterally
	Sparse and fragile hair thinning of the lateral portion of the eyebrows,

protruding ears, pear-shaped nose with bulbous tip,

long and flat philtrum and thin upper vermilion border lip, cranial synostosis
	Overbite with crowding, posterior open bite, multiple retained primary, impacted and supernumerary teeth



	Corisini, et al. 
[27] France

	Case report


	1M


	1


	Painful bilateral osteochondritis, small and irregular femoral epiphyses, cone-shaped epiphyses with delayed carpal bone, short hands and feet
	Sparse hair, bulbous nose,thin lips, protruding ears


	Microdontia



	Hufeland, et al. [28] Germany


	Case report
	2F/2M
	4
	Short stature, Legg-Calve-Perthes disease, brachydactyly, cone-shaped epiphyses of the middle phalanges
	Fine and scalp hair, a pear-shaped

nose, a long philtrum, anteverted ears
	Not described

	Jeon, et al. [29] Korea


	Case report
	1F
	1
	Short stature, clinodactyly and brachydactyly with racket thumb nails, alteration of the Perthes-like hips, osteoarthritis with sclerosis in bilateral sacroiliac joints and cone-shaped phalanx epiphyses
	Fine sparse and slow-growing hair, lateral eyebrows thinning, pear-shaped nose, elongated philtrum, thin upper lip and protruding ears
	Not described


	Author/date/local
	Study type
	Sex
	Number of participants
	Systemic manifestations
	Craniofacial manifestations
	Oral manifestations

	Fujisawa, et al. 
[30] Japan
	Case report


	2F/1M
	3
	Short fingers, cone-Shaped epiphyses at middle phalanges of fingers, short thumbs and big toes.
	Sparse, straight, thin and short hair, bulbous nose, thin upper vermilion border, protruding ears, micrognathia


	Malocclusion

	Merjaneh, et al. 
[31] USA
	Case report
	1F/3M
	4
	Short stature, Legg-Calve-Perthes disease in the hip


	Thin sparse scalp hair, long flat philtrum,

Thin upper vermilion border, bulbous nose tip
	High arched

Narrow palate and overcrowded teeth

	De Barros & Kakehasi [2] Brazil

	Case report
	1M
	1
	Short stature, prominence of the interphalangeal joints of the hands, hip joints showed

Coxa plana and mild subchondral sclerosis, hands with bone dimorphism
	Triangular face with the nose

Elongated (pear-shaped), the presence of median nasolabial

Groove and tapering of the lips, thin hair and prominent jaw
	Not described

	Maas, et al. [32]
The Netherlands
	Case report


	53F/31M
	84
	Thin and dystrophic nails, short hands and feet, brachydactyly, cone-shaped epiphyses, scoliosis
	Sparse and fine hair, Depigmented hair thick and broad eyebrows, large nose, Underdeveloped nasal fins, micrognathia, prominent ears, thin upper vermilion lip, long and deep philtrum, narrow palate
	Not described

	Kunotai, et al. [33]
Thailand
	Case report


	3F
	3
	Short stature, cutaneous syndactyly, brachydactyly, small exostosis inferior aspect of the left femoral head
	Thin Scalp hair, sparse lateral eyebrows 


	Multiple supranumerary teeth, microdontia




	Author/date/local
	Study type
	Sex
	Number of participants
	Systemic manifestations
	Craniofacial manifestations
	Oral manifestations

	Saito, et al. [34]
Japan
	Case report
	1F
	1
	Cone-shaped epiphyses of 

middle phalanges
	Thin and curly hair on the scalp and a receding fronto and temporal hairline, sparse lateral eyebrows, typical pear-shaped nose, protruding ears, thin vermilion border lip and micrognathia 
	Not described



	Trippella, et al. [35] 

Italy


	Case report
	1F
	1
	Short hands and feet, cone-shaped of the last phalanges
	Sparse hair, bulbous nasal tip, thin upper lip, protruding ears, prominent forehead, small jaw
	Not described

	Su, et al. [36]
China
	Case report
	1F/1M
	2
	Short stature, brachydactyly, flat feet, thin nails, cone-shaped epiphyses of the middle phalanges
	Sparse hair on the scalp, high-bossed forehead, thick eyebrows with lateral rarefaction, bulbous pear-shaped nose, a long philtrum and a thin upper lip, pointed chin, protruding ears
	Not described

	Nicolescu, et al. [37] 

Belgium

	Case report
	1M
	1
	Short stature, hands and feet short, short toes, symmetrical deformity of

proximal interphalangeal joints of both hands
	Pear-shaped

nose, thin upper lip, small jaw, prominent

ears, thin and sparse blonde hair and lateral eyebrows thinning
	Not described


