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Human Phenotype

Display name: user-provided data
-log10(Binomial p value)
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0 2 4 6 8 10
Fragile skin NN Y e 19.40
Pneumothorax NN N e e e 19.18
Ectopia lentis NN NN N e 18.81
Spontaneous pneumothorax NN NN Y e . 17.87
Soft skin INEGEEEEN NN e 15.68
Abnormality of connective tissue NN NN N . 15.33
Limb undergrowth NN NN N e 15.04
Abnormally lax or hyperextensible skin NN NN N Y N 14.27
Abnormal elasticity of skin NN NN e - 1421
Hyperextensible skin NN NN N Y. 13.96
Premature rupture of membranes NN NN N . 13.35
Premature birth [N N e 12.96
Abnormal morphology of the radius NI RN RN DN DN N 12.08
Hypoplasia of teeth NN NN N 11.70
Abnormality of joint mobility [INREG_uGEGE N N N 10.96
Osteoarthritis [INEG_GEGNGN NN 10.62
Cigarette-paper scars NN NN NN 10.52
Rhizom elia [N NN N N N 10.25
Abnormality of tibia morphology NN N RN N | 10.13
Bruising susceptibility [INEG_lG_G_ i . 10.01
2-3 finger syndactyly [INEREE_IEN N N . 0.92
Molluscoid pseudotumors [N NN N N N 9 .55
Dilatation [INREG_lGEE N N 9.45
Bilateral triphalangeal thumb<s IR N RN N . 9.39
Lacrimal gland aplasia [N NN NN 0.39
Hypoplasia of the lacrimal puncta IR RN NN .39
Hypoplastic lacrimal duct [INRE_—_i i . 0.39
Coronal hypospadias [N NN NN N N 0.39
Absent proximal phalanx of thum b | IR N R R N 9 .39
Aplasia of the parotid gland [N RN RN N N 0.39
Nephrosclerosis NN NN N NN 0.39
Corneal perforation IR RN NN N 9.39
Abnormality of dental structure IR RN NN N N 0 .24
Radial bowing NN N NN 0.23
Atrophic scars [N NN N NN o .22
Abnormality of odontoid tissue NN NN NN o.18
Abnormality of primary teeth [ IR NI NN NN .08
Abnormal delivery NN NN o.01
Jbint hypermobility [INEGEG_uGEG . 8.97
Abnormal morphology of forearm bone IR NN 8.96
Abnormality of lower limb bone IR NN N NN 8.82
Aortic root dilatation [INEG_lGEG_G_ N 8.80
Bowed forearm bones NN N NN 8.65
Abnormal systemic arterial morphology NN NN S .61
Hernia of the abdominal wall [N RN NN 8 .44
Abdominal wall defect |INEGEG_lG_ N 8.39
Hypodontia NN N N i 8.28
Fibular hypoplasia [N NN 8.08
Small epiphyses NN NN NN 7.98
Disproportionate short-limb short stature | IR 7 .91
Aplasia/Hypoplasia of the fibula IR RN N N 7 .89
Abnormal bleeding NN NN NN 7.82
Ulnar bowing NN NN 7 .72
Wide anterior fontane! INEEG_GG_G_ENEN 7 .39
Abnormality of the radius NI NN NN 7 .38
Abnormality of the knee [ IIIINNNEENNEN 7.38
Hypoplasia of dental enam e | NN NN 7 .37
Abnormality of the abdominal wall NN 7 .34
Abnormality of upper limb bone NN ENEN 7.29
Limitation of joint mobility NN R 7 .29
Disproportionate short stature [N 7.13
Abnormality of fibula morphology NN ENEN 7.10
Mitral valve prolapse IIINEEINENEN 7.05
Abnormality of the calf IR G6.87
Hernia NN NN 6.79
Abnormal vascular morphology NN G.78
Abnormality of forearm bone NN NENENNG6.73
Dilatation of the ascending aorta IIENENENN 6.69
Abnormality of the forearm [N 6.67
Abnormality of upper limb joint NN G6.63
Retinal detachment NN NN 6.58
Myopia NN NN 6.58
Abnormal mitral valve morphology NN G6.53
Abnormality of the anterior fontanelle NN G.44
Abnormality of the lacrimal duct NN G.42
Abnormality of phalanx of finger INIEENNENENIG.28
Abnormality of the ilium INREEN NN G6.24
Abnormality of the lens NN NN 6.16
Limited elbow movement NN 6.15
Abnormal morphology of bones of the upper limbs NN 6.09
Abnormality of the nasolacrimal system [N 6.00
Abnormality of the ulna NN 5 .95
Abnormality of the umbilicus NN 5.90
Abnormality of pelvic girdle bone morphology IS5 .87
Broad long bones NN 5 .86
Metacarpal synostosis NN S .67
Umbilical hernia NN 5 .53
Epicanthus NN 5 52
Abnormality of the heart valves NS .49
Abnormality of the meninges NN 5.39
Inguinal hernia [INNEEGGEENEN 5 .34
Abnormality of lower limb joint N5 .32
Jint laxity INININGEEGEENENS5.12
Frontal bossing INNEENENEN5.03
Tetraplegia/tetraparesis NN 5.02
Finger syndactyly NN 5.02
Malar flattening [INEEENEENEN5.01
Abnormality of the elbow NN 4.95
Aplasia/hypoplasia involving bones of the lower limbs NN 4.93
Abnormality of malar bones NN 4.93
Widened distal phalanges NN 4.92
Flexion contracture of finger NN 4.91
Aortic dilatation NG 4.89
Jbint dislocation NG 4.85
Irregular distal femoral epiphysis MM 4.82
Platyspondyly NN 4.76
Abnormality of the distal femoral epiphysis RN 4.70
Aplasia/Hypoplasia of the ulna NN 4.69
Abnormality of the humerus NN 4.63
Absent forearm bone NN 4.60
Aplasia involving forearm bones NN 4.60
Interphalangeal joint contracture of finger NN 4.60
Short lower limbs NN 4.57
Abnormality of the upper arm NN 4.48
Abnormality of refraction INNEENNEENN 4.45

Abnormality of phalangeal joints of the hand [N 4.39
Synostosis of metacarpals/metatarsals NN 4 .39

Downslanted palpebral fissures NN 4.32
Clinodactyly of the 5th finger NN 4.30
Abnormal number of teeth NN 4.28

Deviation of the 5th finger NN 4.24
Abnormality of cranial sutures NN 4.24
Duplication of hand bones NI 4.23

Abnormal form of the vertebral bodies NI 4.15
Long philtrum NN 4.07

Abnormality of the cervical spine I 4.06
Camptodactyly of finger NN 4.06

Abnormality of the wing of the ilium NN 3.98
Abnormality of epidermal morphology NN 3.92
Arachnodactyly NN 3.92

Aplasia/Hypoplasia of the phalanges of the hand NN 3.88
Duplication of phalanx of hand NN 3.86

Narrow maxilla NN 3.85

Premature birth following premature rupture of fetal membranes M 3.85
Irregularly spaced teeth NN 3.85
Hyperextensibility at elbow NN 3.85
Hyperextensibility of the knee NN 3.85
Subcutaneous spheroids NN 3.85

Jbint contracture of the hand NN 3.79

Skeletal dysplasia NN 3.7 4

Metatarsal synostosis NN 3.66

Abnormality of the mitral valve NN 3.60

Broad toe NN 3.58

Tall stature INEENEN 3.53

Flattened epiphysis I 3.50

Atrial septal defect NN 3 .49

Abnormality of the 5th finger NN 3.45
Subcutaneous nodule NN 3 .43

Bowing of the long bones NN 3.42

Anomaly of the limb diaphyses NN 3 .41
Deviation of finger NN 3.40

Finger joint hypermobility NN 3.39

Abnormality of the atrioventricular valves NN 3.37
Emphysem a NN 3.35

Pulmonic stenosis NN 3.32

Hyperextensibility of the finger joints NN 3.30
Abnormal diaphysis morphology NN 3.18

Contractures of the joints of the upper limbs NN 3.05
Synostosis involving bones of the hand NN 2.95

Renal duplication NN 2.91
Broad phalanx NN 2.88

Abnormal pulmonary valve morphology I 2.81
Aplasia/Hypoplasia of the nails I 2.80
Flat face NN 2.65

Duplication of renal pelvis N 2.61

Two carpal ossification centers present at birth NN 2.61
Six lumbar vertebrae N 2.61

Submucous cleft lip NN 2.61

Narrow sacroiliac notch N 2.53

Skin nodule N 2.51

Broad metatarsal NN 2.49

Abnormality of thumb phalanx NN 2.47
Flexion contracture of digit NN 2.46

Bowing of the legs NN 2.44

Humeroradial synostosis IlllllN2.40

Synostosis involving bones of the feet N 2.39
Short palm N 2.37

Broad secondary alveolar ridge [N 2.34



