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*x1

TABLE I Clinical Characteristics of Reported Patients with D4STI Deficiency (continued)

Craniofacial Skeletal Cutancous Cardiovascular Gastrointestinal
- o g 5 = : R 5
T = EB % , & .» = § 4 E we F ¢ E ¢ 3 z 5
€ 2 £ 3 = g =2d tn =¥ el - =] 5 < = , A 2 =
55 b5 ss. & 53 EE.38.7 Setz i FEE O3 Spr 24 EHE B = £, £ &
E - £E TEELBEES B E 3 se2E3EFELESE2 E Ec= g BE = £3%i5 2 8% E g 2 E ] g
T E F  curememions ET Z EETE39SE & 2 [ef:iE2EsEisity ¥ g be £ Et 8§ 92338z 2 s ER: m & £
& = - == = P = ZE ~ % = = - = & = = .= - @
S ) EE sZg58822 3 2 53 EES¢2EE£ £c2Edzs T 2 ES E| §4 3 3 5 § =8 E] 2 E & 2 S
i 392t 28°% 5 z £ S§v&fFEty 28gE P Ity 3 z¥A ZETGER 3 S I
=z B Fg :LEF 3z £8 ¢ £ %% 3 & 73 ogEf ¢ 5 5§
vy - a £ g sR® 5 2 Z & 8 5 £ g o2& 3 =
< & 8 2 & = & z 2
ATCS
I 1 ‘Turkish V49X homo 35 F + + + + P, PR 3] + + + + -
2 5y M + + + + + PPR + + +#  +  +# Ex# KS# + Planus, valgus# +# -
3 6y F + o+ * P + + o+ + o+ FT § + Varus +
2 4 Japanese Y293C homo 49y M + + + + LS Crer o+ + + Ca +  Planus, valgus
5 m M + + + + LS csp + + o+ + ASD
3 6 Auslrian R213P homo Wt M + + + PR,LS + + S + ASD, CoA Common mesentery
7 2m M+ + + + D.PR - 4H +Ho o+ F-T# +  Planus. valgus# +i - Absence of gastrocolic
omentum, sponineous
volvulus of small
intestine
4 & Tuorkish RI35G/L137Q l-4mt F +
9 I-4mt M +
10 1-4mt M +
11 3Im M+ o+ o+ o+ D.LS H + + + + -
MCEDS
1 1 Turkish V49X homo 2y F o+ + + PR,LS H + + o+ + o+ F-T K8 + Planus, valgus + o+ o+ o+ + - - Hiatal hernia,
gastroesphageal reflux,
abdominal pain
2 2ly F o+ + o+ H + + + FT § +  Small, broad + o+ o+
2 3 Indian  E334GHEX107homo 12y F + Ls - + o+ o+ KS +  Planus, valgus + o+ o+ o+ + Duodenurn obstruction
due to malrotation
EDSKT
1 | Japanese  P2RIL/Y293C Hy F + + + + + LS H + o+ + o+ + 4+ + Ex KS + Planus, valgus + o+ o+ o+ o+ ASD TR, TVP,MVP + -+ Gastric vleer§
2 2 lapanese P281L homo dy F + + + + + LS bl + 4+ + o+ + + + FT 8§ + Cavus, valgus + o+ o+ 4+ o+ - + +§ + Diverticular perforation§
3 3 lapanese P281L homo RNy M+ + & o+ F LS M + o+ + + +  + 4+ FT KS + Planus, valgus L A S AR.ARD.MR  + + -+ Divericular perforation
4 4 Japanese  KG9X/P28IL 2y M + + H + + + o+ Ex KS + Planus, valpus + o+ -+ - - + + -
5 5 Jupanese  P2RIL/C289S 20y F + + + + + LS H o+ + o+ + + + Ex S + Planus, valgus + o+ + s+ AR, MR, IE + -+
6 6 Japanese  P28IL/Y293C 49y F o+ + + 4+ 0+ LS H + + Ex S + Planus + o+ + o+ o+ + -+
Present report (EDSKT)
7 7 Japanese  P281L/Y293C 2y M + + + + + PRLS H + o+ + o+ F-T § + Planos, valgus + o+ + o+ .+ - ARD - S
8 8 Japanese  F2095/P231L G M + + + + + PRLS N + 4+ + + + Ex + Planns + o+~ o+ o+ PDA MVP + - o+ Abdominal pain

ATCS, addneted thumb-clubtoot syndrome; EDSKT, Ehlers-Danlos Syndrome, Kosho Type: MCEDS, Musculocontractural Ehlers-Danlos Syndome
T, died; F, female; M, male; P, praminent; PR, posteriorly rotated; 1S, low sel; D, dysplastic; 19, high: CL, cleR lip; CP, clefi palate; CSP, cleft soft palate:
Ex, excavatum; F-T, flat and thin; Ca, carinatum; KS, kyphoscoliosis; S, scoliosis; ASD, at

+, present;

#. Information from reassessment by Diindar et al. {20091, describing ATCS P2 at age 15 years and ATCS P7 at age 8 vears

unk, information not availabl

septal defect; CoA, coarcta

n of aorta; PDA, patent ductus arteriosus;
TR, tricuspid valve regurgitation; TVP, tricuspid valve prolapse; MVP. mitral valve prolapse; AR, aortic valve regurgitation; ARD, sortic root dilation: MR, mitral valve regurgitation; IE, infectious endocarditis
ATCS Patient Idied at age 6 years [Diindur et al,, 2009].

§, Information from reassessment by Kosho et al. [2010], describing EDSKT! at age 16 years am! EDSKT2 at age 32 years.
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# 2

BLE IL Clinical Characteristics of Reported Patients with D4ST1 Deficiency

Urogenital Ophthalmological Development Girowth Growth (postnatal}
=z g 2 a o ga z -~ o~
] z FE = ., 2 £ = 2 B a ~
Ls : e 13 i 3§z, 3 ::: %% % 8
= 2 % 4 2 2 S o v
»= = B - 5 £ 5 &F e i Sz L TE:ZI 2 T §8 2 2 & s & ]
TE 53 § :t § ¢ i £ E 5% 23 T & 3 § 7 T T % g
=1 = = 2 3 2 B B Z o= ~ = 2 z ] 5
£E ¢ £ ] ¥ 8 3 E3 3 » £ £ £8 & ¢ £ = S £ 3 &8 i 2
s £ g & & 8% £ 3z 43¢ § 2 § 85 2 = ® 3 &
£ © g = =E § 2 5 9% g = ¥ ¢ » & B Z
3 @ e = £ P £t § £ & 2 2 %
4 = < =1 R o <
ATCS
Tt + Enl + No  +  Tem 3.5y 25-50th SOth  Sih Dindaretal., 1997
2 + + Asym + +3  Term 1.5y 50th 10th  10-25th Diindar et al., 1997
15y# 25-50th <3rd Diindar et al., 2009
3 + 6y 10-25th <3rd Dindar et al., 2009
2 4 +  Hydronephrosis - 39wk 06 -09 -08 4y2m -39 -18 -09 Sonodsand Kouno, 2000
5 +  Hydronephrosis. - - 38wk 16 -13 05 Tm 21 ~1d4 L1  Sonodaand Kouno. 2000
inguinal hemia
3 6 +  Horseshoe kidney 32wk 23th  10th  25th Janccke et al., 2001
7 + + - - 38wk S0th  25th  S0th  By#  10-25th <3rd Janecke et al., 2001
Dindar et al., 2009
4 8 Diindar et al., 2001
9 Diindsr ot al.. 2001
10 Diindar et al.. 2001
o+ o+ Inguinal hernia Enl, Asym 3m  <3rd  3-10th 10 Diindaret al., 2001
MCEDS
1+ - My + Retinal detachment. + + 4y 22wk 0  -0.67 22y -0 *0 Malfaitet al,, 2010
pthysis bulb{
2+ Hydronephrosis, - My + Retinal detachment + + 2y 42wk Hy  +0.68 >2.0
23 My Microcornea + Term -0.88 Malfait et al.. 2010
EDSKT
11 Bladder dilation, -§ + Ry - Microcormea + Enl + 2y % 42wk -0 -13 -10 7y +08 -10 £0  Koshoetal,2005
recurrent UTI, Hy +0.2 -2 +0.2  Koshoetal. 2010
involuntary ley 403 -04 402
contraction§
22 o+ Atonic bladder,  -§  + My, As  +§ + + No - Temm -20 15y -3.2 Kosho et al,, 2005
recurrent UT} Kosho etal., 2010
33 + Hypogonadism + My. As - Microphthalmia + + - 40wk +1.3 +05 +08 0y +12 17 Kosha et al , 2010
4 4 - - - Retinal detachment - - 2y 04 =14 Yasui et al., 2003
Kosho et al., 2010
55 + Delayed menarche, -+ My, As + - + 2y2m - 39wk -1.1 04+l 19y  -01 038 Kosho et al,, 2010
irregular
menstruation
6 6 +  MyAs o+ + + lydm - 4lwk -12 05 06 4y ~1.2 -13 09 Koshoetal,2010
Present renont
77 + + Hy. As,Am - + No + 38wk3d -13 02 +04 2y -2 -24 -12 Patient!
8 8 + + - En} + 2yém - 3Bwk +03 03 -05 Gy 0.7  -id4 401 Patient2
ATCS. adducted thumb-clubfool syndrome; EDSKT, Ehlers-Danlos Syndrome. Kosho Type: MCEDS, Musculocontractural Ehlers-Danlos Syndome

+, present; Blank, information not available; UTT, urinary tract infection; Hy, hyperopis; My, myopia: As, astigmatism; Am, amblyopia; Enl, enlargement; Asym, asymmetry; No, not ambulant
#, Informnation from reassessment by Diindar et al. [2009), describing ATCS P2 at age 15 years and ATCS P7 at age ¥ years.

$. Information from reass

sment by Kosho et al. [2010], describing EDSKT1 a1 age 16 yenrs and EDSKT at age 32 years.

1, 1Q was 91 at Porteus test and 86 at Goodenough tesi at age 7 years and * months {Janccke et al., 2001]: 9, mild Jearning dissability
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