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KIF5C : kinesin family member 5C, GPD2 : glycerol-3-phosphate dehydregenase 2,
ACVR1 : activin A receptor type 1, SCN3A : voltage gated sodium channel, type Il
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2. PR EREEREE (T4 — XN —X) &6t6 11 0.8
3. PR ZF B O FE 5 3 0.2
4. = DO EISMEN2A, 2B 73 & )BFF4 1 0.1
5. Waardenburg syndrome & 8f 47 0 0.0
6. TTICHLMNZENTNWABGETFRENFRE TE/EHR
RET (receptor tyrosine kinase protooncogene) 4 03
GDNF (glia | cell line derived neutrophic factor) 0 0.0
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Sox 10 (gene for a transcription factor) 0 0.0




Z 2. Summarized clinical features

Itemns patisnt 2 patient 3
Famidy both Japunes both Japanese
i two sisters
yes
healthy
none
Pregnancy & labor uneventful
41whd
BRI e b ssnirens., SROTRATIOUS VAZUY o oereeiceresos SPOTRANCUS ¥ Lo 2l
Birth weight 32008 3045g 3000
Head circupmstanes 3.6cml-2.45D) 33.0cm{-2.08D) 31.5cm(-2.85D)
Year of birth 1977 1682 1994
Sex male
Hirschsprung shortly afer birth
discase short (tecto-sigmoi
sigmoid colostomyy
Radical (age & weight) 12m, 7.2kg
. Supeal pocedue )" modified Duhamel |
Postoperative course uneventfil
Congenital heart Diseases PDA+VSD EDA PDA with PH
disease _Managements ligation of PDA at 1yllm ligation 3t 4y3m ligation at 6m
Other associated agenesis of corpus cerebral cortical atrophy,
anomalies callosum scoliosis
Chromosome 46.XY A6, XK 46.30002:13)(q22:922)
Gene abnommality ZFHXIB(SIPI) 392£5394X R549X% deleticn
Factal appearance Hypertelorism yss yes yes
i yes yes ves
b S5, JE 1S3,
¥ ) yes Yes
ne yes 1o no
Microcephaly yes yes - yes yes
Epilepsy Yoz (since LySm) ¥es {since dy2m no a5 (since 1lm)
diffuse ivegular high voltage slow waves multifocal spikes high voltage dow waves
polyspike andspiks and spik
Short stature yes yes yes yes
Physical 5.5m 4m 4m 4m
development Llylom Jylom 2vdm 4vl1lm
Sy3m Byim Jyom not yet
seversy retarded severely retarded severely retarded severely retarded
Mental 25atdy 28 at Iy 10atily below estimation
development severely retarded severely ded severely retarded severely retarded
Education handicapped class handi class handicapped class handicapped class
Present age 23y 2y 18y 6y
Present state Gat sadily staggeringly steadily not et
Heighy 162.0cm ( -1.58D) 154.6cm ( -2.85D) 149.0cm ( -1.8SD) 101.5cm ( -3.08D)
Body weight 435.1kg ( -1.85D) 335.6kp ( -2.85D) 37.2kg (-2.28D) 14.3kg ( -2.15D)
Head nce 48 0cm( -5.7SD) 52.0cm ( -2.95D) 49.0cn( -4.45D) 45 Oom ( -5.4SD)
Speech a few words a few words a few words none
Talking impossible impossible impassible impossible
Com cati difficult difficult difficult difficult
Abnormal behavior yes ng ¥es no
Selfinury o no s 10
Staying at home at hatne at home at home

+ meanvaluss & 1SP of height, body weight, and head circumstance of the Yapanese:
male adult; 170.4 & 5.6cm, 62.0 £ 9.4kg, 56.0 £ 1.4cm, respectively.

female adult; 157.9 X 5.0cm, 52.8 + 7.0kg, 55.2 = 1.4cm, respectively.
female 6 year; 116.0 £ 4.8¢m, 21.1 £ 3.3kg, 52.0 & 1.3cm, respectively.

* mean values £ 1SD of head circumstance at birth of the Japanese:
gest. age/head circumstance; 38w/34.0 £ 1.25cm, 39w/34.5 & 1.25¢m, 40w/35.0 £ 1.25cm, 41w/35.5 £ 1.25¢m
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