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KRR
&R (Classicla type)

BEEN BT AT Y (Hypermobility type)

BB (Vascular type)
BB (Kyphoscoliosis type)
B E N MER (Arthrochalasia type)
R 558 (Dermatosparaxis type)
ZOHORE
Brittle cornea syndrome
EDS~like syndrome due to tenascin—-XB deficiency
Progeroid form
Cardiac valvular form
EDSlike spondylocheirodysplasia
EDS with progressive kyphoscoliosis myopathy, and hearing loss
D4ST1-deficient EDS
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TABLE I, Clinical Features of Patients with Mutations in SMARCBI, SMARCA4, SMARCEL, and ARIDIA Genes (Mutation, Growth, Craniofacial Features, and Skeletal Features)

Mutation Growth Craniofucial featires Seltallind features
TTOMIENT
Thiek Typoplasic interphalangeal
Sucking/ Eeborus/ Hypoohstic Hypoplsstie orabsent joiats/
Pental (S0) Posttal (D) feoding  Sparsescalp  long ordbsent orabsent mal(other  prominen
Patient Nucketide Al Veightlengld WeightHeight' ~ diffouly  bair/ cyelashes/ Nasal Upperlip Lowerlp Dol Shiinger  mail(h  figes/ il

D cange  Amomidchnge Sex (ves)  OFC OFC  (ube/GS) hypertichosis  plosis  bridge Phitum vomilion vemilion: abommafites — foe finger/toe)  toes)  phabmges Seolosis

SMARCBI mutations
W cliGT  plysiiin FoB D]WANA DI3M0 YeNA)  YeVes  Yeseso Newow Noml  Thin  Nomal WP YoM Vs Ho YesfYes Yes
DLAMANA A3 Yoslube) T Wi

Bree,
Yeses/Yes Nomal long Nomal

DN DGIEI0
! el i

Yes (1ube 0)

ﬂﬂ.&ﬂﬂ’ﬂﬂl,ﬂ NAD6013
IS8 N
L8090 D302 TNA

YesYestNo  Fiat

No

Long

VoAl Vet s !
Yes(NA)  YewNo  YesVeses Wide NA NA Thick P Yeses  Yes NA NANA Yes

Yib cll3igA

SMARCAS nutations
L6 cl30A  pARlilAs M4 DUNANA DL Yes(ubeO) NoMes NofewWes NA  Long Nomal  Thick No YesNA  Yes No NolNo NA

‘YIG cIBICT pku%ll’he MU L0006 BISM3IM29 Yes(tube W) Yeles Veees P NA Tin Tk WP YeslVes  YeslMes Yoo Noftes No

YT cHBOG  pugllSTGly M4 DALY DOmAMT Yes(GSO) VeslVes VeslVesVes Flt Nomwal Nomwal  Thick p Yelos  Yeofes  YesYes  NoMNo No

SMARCE! mutations
K24 ¢218AC

L7 c3HGA  pAmlliCn MO0 (080050 DR0M20MA Yes(tubeW) NofVes YesNANo Nomal NA  Nomel Thick Mo YeMA Vs No YeslYes NA

ARIDIA mutations

Y3 ool edl  pSerllAbl9l M DLOMIANA 62089037 Yes(GSO) VeslVes YeslVesMo Wide Sht NA  Thick (P NA Ys  Vesfes  NANA NA

#"Y..." according to thearticle by Turusekietl. [2014],"L..." according to the aticle by Senten tal [2013),and"K." according tothe article by Wieczorek etl. [2013]; §, age at the fast observation, §, died
CP,cleft palte; F, female; GS, gastrostomy; H, igh palate; M, male; Mo, moderat NA, data not avalable; O, tube feeding on- going; OFC, occipitofontalcircumference; S, severe; SD, standard deviation; SMICP , submucous cleft paate; W, tube feeding weaning off.



TABLE IL, Clinical Features of Patients with Mutations in SMARCBI, SMARCA4, SMARCEI, and ARIDI4 Genes (Complications, Neurology, Development, and Behavior)

Neurological featres Development/ inelligence
Developmental
delay! Ageof
Heang  Viswl  Ophthalmologieal  Frequent CNSstructral  inteflectal  independent Behaviordt

PatientDf  Cadiovaseular Gestointestioal  Genitourary  Hemwia  impaiment impaiment  sboommalites  ifection  Hypotonia  Selzwres  aboormalites  disabiliy  sitingwalking  Speech abnormalifes

SHARCB] o
i

2 No AS No | No No NA Yis Yes Mo ACC Se WlNo W No

SMARCA4 nutations

SMARCE! mutations

n \ No No No Yes y Yes No Yes NA Mo ) Sen?
ARIDIA mutations
13 CoA, ASD, VD 3 NA No No No NA NA Yes No ACC S NoMNo NW NA

#"Y..." according to theartiele by Tsuruseki etal [2014],"L..." according to the arile by Santem et al. P013] and "K.." according to the article by Wieczorek etal. [2013]

* spontanegusly closed; AA, ana atresia; ACC, abnorml corpus cllosum; Am, amblvopia; Ans, anviety; AS, aorti stenosis As, astigmatism; ASD, arial septa defeet; AVB, AV block, CAA, cervical arteial anomaly; CF, clveeal fulness

CH,cerebelle hypoplasia; Cm, compulsive; CNS, central nervous systesn; Co, constipaton; CoA, coarctation of aora; Cr -, crplorchidismy D, diaphragmatic heris; Dex, dextrocarcia; DU, duodenal weer; DW , Dandy-Walker malformation;

GER, gastroesophageal regur itation; GOS, gatric outlet synrome; H, Hiatus hemia; HID, Hirschsprung disease; HK, horseshoe ki dney; HN, ycronephosis; HSp, hypospadias; HU, hydroureter; HyAc, h3pemctivhy; HySe, hpersensifvty; 1, inguinal hemi;
T, impulsiveness; 0, intestinl obstruction; MA, mitral atrsia; M, mild; Mo, moderate MS, mitralstenosi; My , myopia; NW, no word; 06, obsession; ODC, optc isc colobome; Om, omphlocele; ONA, aptc nerve aivaphy; P A, pulmorary atresiz;

PDA, patent ductusarteriosus; PH, pulmonary hypertension; PR, pulmonary regur gitation; PS, plmenarey stenosis; PS, pylori s tenosis; ReMo, reetitive movenent; RUF, rerourethral fistule; SAS, short atention span; e, severe; Sen, senfence;

1, selfinjurs; Sph, spherophakia; SRV, single ight venticl; S, strabismus; SW, several words; Tan,tantrum; TS, ticuspid stenosi, U, umbilcal bemiz; VD, vesical divericulum; VSD, ventrieular septal defect, VUR, vesicourcteral reflux



