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< Primary screening survey > < Literature survey >
Experience with HGPS cases between 2008 Investigation for the patient
and 2013
Asking for Pediatric department in hospitals
with 200 beds or more
1173 centers

reports in Asia

.

[ Responses: 108 centers (response rate 65%) ]

&

[ Possible HGPS : 10 cases

Probable HGPS
30 cases

@

< Secondary survey > |

Physical characteristics and complications

Duplicated or clinically
excluded: 6 cases

t

Probable HGPS Clinically and
9 cases genetically excluded:
‘ 27 cases
< Third in—depth survey >

Detailed clinical information
* Refusal from a family: 1 case
* No response: 1 case
* Clinically excluded: 3 cases

Classical HGPS Classical HGPS
4 cases (Japanese) 3 cases
(2 Chinese, 1 Korean)

\ J

2 2

{Clinical Evaluation>
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HGPS ZZWr ke (CpK 28 4R ik 22)

MeEH (definite)
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@ HARGERAROESIE, BRI OB . MEERRZ L O 3JEMRT 2 iERU E
@ DU BAEE & nT B R

ZHEHT

a) MRIEHNZIIRRREE 23800
b) FEHPFEEIEN &2 RO e



ZEERO

Prevalence of symp-

Case ¥ 2 3 4 5 6 7 toms (%)
Sex Female Male Female Male Male Male Female
Ethnicity Japanese Japanese Japanese Japanese Korean Chinese Chinese
Gestational age 37w 38w 38w 37w Full term Full term ND
Birth height 47 cm ND 49 cm 45cm ND ND ND
Birth weight 2576 g 2580 g 2838g 2720g 3350¢g 3500 g ND
Age at evaluation 5y 10y 15y 15y 4y 6y 8m
Age at diagnosis (mean) Oy 5m Oy 8m 1y Om 2y 7m ND ND ND (1y2m)
Age at death (mean) - 10y — 15y — — — (12.5y)
Growth
Acquired short stature (<3rd percentile) Yes Yes Yes Yes Yes Yes ND 6/7 (86%)
Acquired low weight (<3rd percentile) Yes Yes Yes Yes Yes Yes ND 6/7 (86%)
Body fat
Diminished subcutaneous fat Yes (1 m) Yes Yes (10 m) Yes ND Yes ND 5/7 (71%)
Prominent scalp veins Yes Yes Yes (10 m) Yes Yes Yes Yes 717 (100%)
Prominent eyes Yes Yes Yes (10 m) Yes Yes Yes ND 6e/7 (86%)
Circumoralcyanosis Yes ND ND Yes ND ND ND 217 (29%)
Skin/hair/nails/eyes
Pigmentation No ND ND Yes ND Yes ND 217 (29%)
Sclerodermatous skin Yes (1 m) Yes (2 m) Yes (2 m) Yes (0 m) Yes Yes (1 m)  Yes (0O m) 717 (100%)
Loss of scalp hair Yes (14 m) Yes Yes (10 m) Yes (2 y) Yes (1y) Yes (1 m) ND 6/7 (86%)
Oral/dental
Delayed eruption of primary teeth ND ND ND ND ND Yes ND 17 (14%)
Skeletal system/joints
Delayed closure of the anterior fontanelle ND Yes ND ND Yes Yes ND 317 (43%)
Micrognathia Yes Yes Yes (1y) Yes ND Yes ND 517 (71%)
Osteoarthritis Yes Yes Yes Yes ND ND ND a7 (57%)
Coxa valga ND ND ND Yes ND ND ND 177 (14%)
Cardi YR
Diabetes No ND Yes Yes ND ND ND 177 (14%)
Dyslipidemia No ND ND Yes ND ND ND 217 (29%)
Hypertension No No ND ND ND ND or7 (0%)
Cerebral hemorrhage No Yes (10 y) No Yes (12y) ND ND ND 217 (29%)
Cerebral infarction No Yes (7 y) Yes (6 y) Yes (9y) ND ND ND 317 (43%)
Ischemic heart disease No No Yes (9y) No ND ND ND 17 (14%)
iations: HGPS, | Gilford : m, ND, not y. years.
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