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L] A Bagresk4 M » 3 B &Y% A B [Infantile hypotonia,
developmental delay and/ or intellectual disability]
[] B. & 3]s ® ¥ 4 #c[Typical dysmorphic features at some point of life]
[J1E pRpg & & T pepg ot = & 2 — “t#»[Long palpebral fissures with
eversion of the lateral third of the lower eyelid]

[l2.58 3] %R » & ¢h= A2 — 30 ﬁr g\ v [Arched and broad
eyebrows with the lateral third dlsplaymg notchmg or sparseness |

[13.5 -] &" # « & T [Short columella with depressed nasal tip]

(4.« @3 5 B § «h3 i [Large, dysplastic ears]

[ 5.4 48[ Strabismus]

[ 16. & ¥ »[Blue sclera]

[]7.p% pg ™ [ Ptosis]

[ 18.-]: = ¥ [Micrognathia]

[19.v %%~ & B @ 5 A [Cleft palate] ~ 44 7 % /& " & £ ¥ [Oligodontia
and/or abnormal incisors] ~ ¥ & " & [Lip pits] ~ + & & = & & [Thin
vermillion of upper lip and full lower lip]

= & TRk & Hx

[} 8 s [Microcephaly]

[]5£ % 2. 5T [Congenital heart defect]

[Jw % £ % [Limb/extremity features] : ¥ 4§ {245 & ¢ & [Persistent fingertip
pads) ~ ‘&4 (&} )v# 2)[Brachydactyly] ~ B & %23 [Lax joints] ~ - % H IR &
5 i~ [Congenital hip dislocation]

[Jiz 7k i e % [Genitourinary anomalies] : ¥ %t # i*[Malpositioned kidneys]
7 s A g T A [Hypospadias in males]

[]¥ 4 | [Short stature]

12 # [Others]
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LA, B sogpruik 4 1T » 3 B ¥ % & ¢ I #%[Infantile hypotonia, developmental delay and/ or intellectual
disability]
[IB. & A3t B # 4 #z[Typical facial dysmorphic features (defined below) at some point of life.
(1. EPpg T & & 7 pepg ¢h = & 2. — *F #3[Long palpebral fissures with eversion of the lateral third of the
lower eyelid]
(283 % R » 2 b= o2 - 3Rip ﬁ“fﬁ & 3 4 r [Arched and broad eyebrows with the lateral third
displaying notching or sparseness]
[13.8 -] +&m # &« % T [Short columella with depressed nasal tip]
[J4.« @ g5 B ¥ chB 4 [Large, dysplastic ears]
[ 15.4L 4R.[Strabismus]
[16. & ¥ »[Blue sclera]
[ ]7.p% pg ™ =#[Ptosis]
[ 18.-]' F ¥ [Micrognathia]

[19.0 %~ & B % @ 354 [Cleft palate] ~ 4% 7 % /¢ " # £ ¥ [Oligodontia and/or abnormal incisors]
W J& v % [Lip pits] ~ + & /& T F& E [Thin vermillion of upper lip and full lower lip]

[]C.=% & 1ok % fic

[ 11.] £ s [Microcephaly]

]2, = Mo gg i [Congenital heart defect]

[13.2 5 £ ¥ [Limb/extremity features] : 4% 3 {£.4p « ¢ #t[Persistent fingertip pads] ~ ‘45 (&t )15 2
[Brachydactyly] ~ B & %% [Lax joints] ~ % % 4%k & % = [Congenital hip dislocation]

[J4.7a Fk i % & % [Genitourinary anomalies] : ¥ %t £ i*[Malpositioned kidneys] ~ ¥ Mom A FRE T 2
[Hypospadias in males]

[ 15. ¥ 44 %] [Short stature]

[ ]6.# s [Others]
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