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FEHEETILWS HIEE DA ER LTz, 2D
M. BAZED LBE 2B OERENRH Y |
67 SEF DB T Z2Wia LTI, ARMFIEIT
Tk 21 B Fx BT o T BIE F2 RO
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HRFRER 1L medical online database
(http://mol. medicalonline. jp/library/)
& PubMed
(https://www. ncbi.nlm. nih. gov/pubmed/)
ZRAWTHR L, MEF—U— N3,
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(PDAT) :  “3000/12/31” (PDAT)]} TH V.
Wepk 9 FFLAREICHER SHL, 2 OoFx BB
W 2 AT o TIERIERE TR L T2,
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L7z (1), ZTRETOBRETHRERH S
11 23FT O BAR L & el iRa T L. 2D
EALICE R EZBD e ho 2 BA T ey
V= U AEI T T,

FERHIRNT « “REMIEEIT x 2 7 R F AW
T p values 0.05 Rl &Mt FHIAE & L
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Institute Japan, Tokyo, Japan) % FHV 7=,
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3

ZIWET RN Bl DF ot AZEH
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RERERITITBISIC L > TAEL B, — 4,
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FESLHTEIZ L0 NOBENIEFRIZ /-
Tl ENRETFOND,

VLB OMAE Tld~T v 285X 56 SEF 1 7
JEFI To o ToDizxt L, ARl 66 FER]H 4
B & JERH PRI IR A B AT V0N FERUTIR
LLTWD, FEHFHOBERFERDOFRE
L CE, ZORDARIOREIZIE, BB
FDO =7 v ZAEG A EREEL TWD
"Rt H 5,

%< OBARTEEAN WS I8V T
SNTWVDR, FFEDOBEFRU RS 72
KB OWEITFEE /L, —HOBMLBTE
T HURIRAS A ORI E D B D Al REME
WHE SN TN D, SO~ ORBEFHIE
WTHBABAT o BB L REREROFK
BIANZH 5728 a8 oo, L,
A Al ORFFHEITZBAEICEH AT
% BB E O @ WO ER R FE R O B DFRFHC &

0 MRS O 2 & OFEM e MR
TE TRV, EIEFRE CIIRTOE
IRFT RUTFLHE AR ATRE T H 0 . ARl OfEto
RHRO—>TH S,

SRITZHN 2 RN AT B2 2
Z LI RV RREDOBR A RIFER I R
BAZHLNNCT D2 LN TE D AEEMEN
BB, FEZWS CIIENERER-CENREE LR

BICI DV AEMTPEDELAEIND 2D, &ix
AL RGOS, AT EECEN IRAE b R
DR BIESZMEDENEZH LTS Z LI
BRRR) 7R EFRITRE VN,

ARl BB E AR ERE L. — 7T,
BT )= AT TN T 2
ERUNRIETE RN TIEFN D - 72,

ARl WRNBAG T LIS D, LUNAEAG 772 &
OFtLVE L Bbnsd, 2ok ) kst
ke 5 2 ST X 0 B LD E s R SE

DRIEZD72DD FREMER B 5,
E. Him

BNETITEERIA~T o BR D WS M
ML <TWna,

SR 7 R =
BInFERDONER
Number of patients Number of patients Pvalue
from this report from previous report
%) (0]

Mutation (homozygote) 42 (63.6) 41(73.2) 0.19

Mut 1/1 0 (0) 1(1.8) 08

Mut 4/4 31(47.0) 26 (46.4) 095

Mut 5/5 0 1(1.8) 028

Mut 6/6 9(15.1) 9(16.1 071

Mut 7/7 1(1.5) 1(1.8) 091

Mut 8/8 0 (0) 1(1.8) 028

Mut 9/9 0(0) 1(1.8) 0.28

Mut 10/10 0 1(1.8) 0.28

Mutation 21(31.8) 8(14.2)

(compound heterozygote) 0.023
Mut 4/6 6(0.1) 354 043
Mut 4/7 5(7.6) 00 0.04
Mut 1/4 2(3.0) 5(8.9) 0.16
Mut 4/11 3(45) 0 011
Mut 4/IVS 14+1 G=A 1(1.%) )] 0.36
Mut 1/11 1(L5) 0(0) 036
Mut 1/6 1(1.5) 0 0.36
Mut 1/ 1(1.5) 0
3030-3033delAACG 0.36
Mut 6/ 2772delA 1(1.%) )]

(Nobel mutation) 036

Mutation (heterozygote) 4(6.1) 7(125) 0.22

17 2(3.0) 2(36) 0.87

47 2(3.0) 4(7.1) 030

6/7 0 1(1.8) 028
Total 66 56
M= | | £
#* 2 BnFH & RH L OR%
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Genotype Homozygote Compound P value
heterozygote

+ B +
I Cardinal signs and
symptoms
1. Progeroid changes of hair 22 1 12 1 0.68
2. Cataract 26 0 14 o N/A
3. Changes of skin, 25 1 14 0 035
Intractable skin ulcers
4. Soft-tissue caleification 18 0 11 0 N/A
5. Bird-like face 19 3 9 1 077
6. Abnormal voice 16 3 9 1 034
II Other signs and symptoms
1. Abnormal glucose and/or 16 11 12 2 0.07
lipid metabolism
2. Deformation and 13 3 9 0 0.09
abnormality of the bone

3. Malignant tumors 9 0.14

1
4. Parental consanguinity 14 11 0 12 0001
5. Premature atherosclerosis 3 11 4 4 017
6. Hypogonadism 1 8 1 4 0.63
7. Short stature and low body 13 13 6 6 1
weight
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