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Table 1. The progressive disappearance of the HHE
syndrome: Geneva slatistics

Year Children under 5 Number of HH
years in the general syndromes observed
population per 10,000 children
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1968 7.36 6.49

‘ 1969 5.66 3.82

‘ 1970 6.68 2.74
: 1978 5.38 1.64
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Denver Il Examiner Bt

MONTHS 5

TEST BEHAVIOR
(Check boxes for 1st, 2nd, or 3rd test)

Typical 12?
Yes
No

Compliance (See Note 31) 1 2 3

Always Complies
Usually.Complies
Rarely Complies

©1969, 1989, 1990 W. K. Frankenburg and J. B. Dodds ©1978 W. K. Frankenburg
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Age (months)

Valid Cumulative
Frequency Percent Percent Percent

Valid 1.00 1 3.6 3.6 3.6
2.00 2 7.1 7.1 10.7
5.00 1 3.6 3.6 14.3
8.00 2 7.1 7.1 21.4
9.00 1 3.6 3.6 25.0
12.00 1 3.6 3.6 28.6
13.00 1 3.6 3.6 32.1
14.00 1 3.6 3.6 35.7
18.00 1 3.6 3.6 39.3
19.00 1 3.6 3.6 42.9
24.00 2 7.1 7.1 50.0
30.00 1 3.6 3.6 53.6
36.00 1 3.6 3.6 57.1
42.00 3 10.7 10.7 67.9
48.00 1 3.6 3.6 71.4
60.00 3 10.7 10.7 82.1
70.00 1 3.6 3.6 85.7
72.00 1 3.6 3.6 89.3
84.00 1 3.6 3.6 92.9
126.00 1 3.6 3.6 96.4
132.00 1 3.6 3.6 100.0
Total 28 100.0 100.0
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Category * motor deficit Crosstabulation

motor deficit

severe moderate Mild Total
Category idiopathic Count 0 4 4 8
% within Category 0.0% 50.0% 50.0% 100.0%
% within motor deficit 0.0% 40.0% 57.1% 36.4%
% of Total 0.0% 18.2% 18.2% 36.4%
symptomatic Count 5 6 3 14
% within Category 35.7% 42.9% 21.4% 100.0%
% within motor deficit 100.0% 60.0% 42.9% 63.6%
% of Total 22.7% 27.3% 13.6% 63.6%
Total Count 5 10 7 22
% within Category 22.7% 45.5% 31.8% 100.0%
% within motor deficit 100.0% 100.0% 100.0% 100.0%
% of Total 22.7% 45.5% 31.8% 100.0%
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Bar Chart
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LSl Lalill o 1Y) (17) o8, I
Chi-Square Tests
Asymptotic
Significance
Value Df (2-sided)
Pearson Chi-Square 4.220* 2 121
Likelihood Ratio 5.820 2 .054
Linear-by-Linear 3.738 1 .053
Association

N of Valid Cases 22

a. 5 cells (83.3%) have expected count less than 5. The
minimum expected count is 1.82.
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Category * hemihypotrophy Crosstabulation
hemihypotrophy

yes no Total

Category idiopathic Count 0 8 8
% within Category 0.0% 100.0% 100.0%
% within 0.0% 38.1%  36.4%
hemihypotrophy
% of Total 0.0% 36.4%  36.4%
symptomatic Count 1 13 14
% within Category 7.1% 92.9%  100.0%
% within 100.0% 61.9%  63.6%
hemihypotrophy
% of Total 4.5% 59.1%  63.6%
Total Count 1 21 22
% within Category 4.5% 95.5%  100.0%
% within 100.0% 100.0% 100.0%
hemihypotrophy
% of Total 4.5% 95.5%  100.0%
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Bar Chart
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Category * mental retardation Crosstabulation
mental retardation

yes no Total

Category idiopathic Count 5 3 8
% within Category 62.5%  37.5%  100.0%
% within mental 33.3%  42.9%  36.4%
retardation
% of Total 22.7%  13.6%  36.4%
symptomatic Count 10 4 14
% within Category 71.4%  28.6%  100.0%
% within mental 66.7%  57.1%  63.6%

retardation
% of Total 45.5% 18.2%  63.6%
Total Count 15 7 22

% within Category 68.2%  31.8%  100.0%
% within mental 100.0% 100.0% 100.0%
retardation

% of Total 68.2%  31.8%  100.0%
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Category * Optic atrophy Crosstabulation

Optic atrophy

yes no Total
Category idiopathic Count 2 6 8
% within Category 25.0% 75.0% 100.0%
% within optic atrophy 66.7% 31.6% 36.4%
% of Total 9.1% 27.3% 36.4%
symptomatic Count 1 13 14
% within Category 7.1% 92.9% 100.0%
% within optic atrophy 33.3% 68.4% 63.6%
% of Total 4.5% 59.1% 63.6%
Total Count 3 19 22
% within Category 13.6% 86.4% 100.0%
% within optic atrophy 100.0% 100.0% 100.0%
% of Total 13.6% 86.4% 100.0%
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Category * Abnormal movements Crosstabulation
abnormal
movements

yes no Total

Category idiopathic Count 0 8 8
% within Category 0.0% 100.0% 100.0%
% within abnormal 0.0% 42.1%  36.4%
movements
% of Total 0.0% 36.4%  36.4%
symptomatic Count 3 11 14
% within Category 21.4%  78.6%  100.0%
% within abnormal 100.0% 57.9%  63.6%

movements
% of Total 13.6%  50.0%  63.6%
Total Count 3 19 22

% within Category 13.6%  86.4%  100.0%
% within abnormal 100.0% 100.0% 100.0%
movements

% of Total 13.6% 86.4% 100.0%
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Category * Language disorders Crosstabulation
Language
disorders

yes no Total

Category idiopathic Count 6 2 8
% within category 75.0%  25.0%  100.0%
% within languge 31.6% 66.7% 36.4%

disorder
% of Total 27.3%  9.1% 36.4%
symptomatic Count 13 1 14

% within category 92.9%  7.1% 100.0%
% within language 68.4%  33.3%  63.6%

disorder
% of Total 59.1% 4.5% 63.6%
Total Count 19 3 22

% within category 86.4%  13.6%  100.0%
% within language 100.0% 100.0% 100.0%

disorder

% of Total 86.4%  13.6%  100.0%
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Category * Epilepsy Crosstabulation

Epilepsy
yes no Total

Category Idiopathic Count 5 3 8
% within Category 62.5%  37.5%  100.0%
% within Epilepsy 35.7%  37.5%  36.4%
% of Total 22.7%  13.6%  36.4%
Symptomati Count 9 5 14
C % within Category 64.3%  35.7%  100.0%
% within Epilepsy 64.3%  62.5%  63.6%
% of Total 40.9%  22.7%  63.6%
Total Count 14 8 22
% within Category 63.6%  36.4%  100.0%
% within Epilepsy 100.0% 100.0% 100.0%
% of Total 63.6%  36.4%  100.0%
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Table 1 — Summary of the data of published HH/HHE patients (the last 20-years).

CSF Coagulation Metabolic MRI angiography Etiology
investigations at diagnosis
Franzoni, 2010 N N N N Idiopathic
Sakakibara, 2009 NA NA N NA SCN1A
Sankhyan, 2008 N N NA NA Idiopathic
Auvin, 2007 N N N N Idiopathic
Berhouma, 2007 N NA NA N Idiopathic
Toldo, 2007 N NA N N Idiopathic
Mondal, 2006 NA Protein § NA NA
deficiency

Kawada, 2004 N NA NA N
Freeman, 2002 (3 patients) LN 1: NA TN 1: NA Idiopathic

22N 2: NA 2N 2: NA Idiopathic

AN 3: NA 3N 3:NA Idiopathic
Kimura, 2002 N NA N NA Idiopathic
Scantlebury, 2002 (2 patients) 1: NA v 1:NA LN

2N 2: V and MTHFR 2: NA 2N
Wakamoto, 2002 N NA NA N

V: Factor V Leiden Mutation; CSF: cerebrospinal fluid; MTHFR: methyl tetra hydro folate reductase mutation; N: Normal; NA: not available;
SCN1A: de novo mutation of SCN1A gene.
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