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% | Clinical signs and symptoms of S.P.M.A. in infancy and childhood.

Type (age of onset) 1(0— 2mo) | I1(83—12mo) | W(>1lyr) total (25)
number of cases 26 30 15 71 ( 100)
Fweak foetal movement 2 4 0 6
muscle generalized 25 21 6 52 ( 74)
weak— upper <lower 1 9 8 18 ( 25)
ness upper > lower 0 0 1 1( 1)
muscle upper ext 26 29 10 65 ( 92)
hypotonia lower ext 26 29 10 65 ( 92)
muscle atrophy 7 22 12 41 ( 58)
tremor 14 18 6 38 ( 54)
bulbar involvement 5 1 0 6 ( 8
kintercostal m. involvement 20 4 1 25 ( 35)
areflexia 26 29 7 52 ( 73)
spine deformity 3 12 3 18 ( 25)
joint contracture 8 e 7 8 23 ( 32)
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%22 Age at death in infantile spinal muscular atrophy (Werdnig—Hoffmann disease)

Age Brandt (1950) Byers et al. (1961) Fukuyama et al.

( —1950) (1949 - 1960) (1956 —1977. 11)

died died survivors died survivors

Less than 1 yaer 53 ( 56%) 22 ( 79%) 2 32 (74.4%) 1
1—4 yrs 23 ( 24%) 2 ( 7% 11 10 (23.3%) 27
4—15 yrs 12 ( 13%) 4( u% 1 1(2.3%) 29
15—20 yrs }» 6 ( 6%) 0 0 0 0
Age unknown 1( 1%) 0 0 0 0

| Total 95 ( 100%) 28 ( 100%) 24 43 ( 100%) 55
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# 3 Segregation analysis

No of _| Noof siblings | No of affected s tion rati Significance
family of the propositi| siblings egregatio 1% test
a 20 42 13 30.95+7.13 t =0.83
I
b 20 39 13 33.33%£7.55 t =1.06
a 18 23 5 21.74+8.60 t =0.38
II
b 17 20 5 25.00+5.59 t =0
a 17 24 2 8.33+£5.64 % % t =2.95
111
b 12 18 2 11.11+7.40 t =1.86
a 55 89 20 22.47+4.33 t =0.57
Total
b 49 77 20 25.971+4.94 t =0.02
* No of family with more than two children
* % Significant at 1% level
# 4 Intra-familial distribution of different types
No of family Observed Expected from random occurrence of the
Types erve II and Hl types
I only 8
II only 4 3.57
II and I 2 2.86
HI  only 1 0.57
Each family had two affected sibs
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