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The Stress of Families With the Rare Disorder Child
Abstract
The main goal of this research 1is:

1. Tounderstand the situation among a childwith rare disorder, his family
and the support system .

2. To discuss the pressure situation of the rare disease family.

3. To discuss the relationship of the pressure between the family s
individual , family and supporting systemof the rare disorder sick child .

The mainly construction of my research is base on the family system
theory to go on, with three respects of the rare disorder child s
situation, family and support system to establish construction of this
research and to discuss 1t 1in this three respects.

This research 1s the quantification research and adopt personal tool of
" The family pressure of the rare disease sick child ; investigation paper to
collect information, and until now got 131 of 256 the issue samples of
Prader-Willi  Syndrome Association, Tuberous Sclerosis Complex Association and
Williams syndrome Association and then after arrangement with data analysis in
computer of SPSS12.0 for Windows.

The findings are : (1) The influence of child" s situation and family factors on
the Stress of families with the rare disorder child 1s limited.Only diagnosis
diseases,exact eat medicine ,professional ,caregiver s age,the attitude of the
diseases(2)The conditions of the families’ s Stress are the main effects on the
rare disease family are support system s spouse, parents and

grandparents,sisters , labor |, doctor and nursing members .

key words : Rare disease, support system
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01 Urea cycle "tk EZRLFC BRI BE-
disorders
01 Citrullinemia VU PR
02 Amino acid metabolic TR PR BRI
disorders(Aminoacidopathies)
01 Homocystinuria i e
Hypermethioninemia F.I.'I PR R
02 Cystinosis %ﬁ%’@{ﬂ‘—
03 Nonketotic hyperglycinemia ? E e e
04 Phenylketonuria S Hﬁ%ﬁfﬁ‘—
05 Tetrahydrobiopterin deficiency P4 & RLER TR -
06 Hereditary tyrosinemia ﬁ@‘[@ﬁhﬁé%’@f"iﬁ
07 Maple syrup urine disease @ﬁ%{l{ﬁ‘—
03 Hereditary coproporphyria pial e
04 Multiple sclerosis 2R
05 Gaucher's disease e
06 Wilson's disease ‘i&@#ﬁ{ﬁ—
07 Nesidioblastosis BLEL 2 A ik
08 Amyotrophic lateral sclerosis(ALS) | kit =Tl -
09 Organic acidemias EIRSPRT R
01 Isovaleric acidemia RIS PR
02 Glutaric aciduria type 1,II TSz pREVE. BT~ T E|
03 Propionic acidemia [ PRt
04 Methylmalonic acidemia FIELT | Z PR
05 3-Hydroxy-3-methyl-glutaric acidemia [3-&FL-3-F' 1L 15~ R o
10 Galactosemia PR
1 Fatty acid oxidation defect TR ™ =2 [
01 Carnitine deficiency syndrome, primary ’FIL?LE T Al
12 Mitochondrial defect Aok PRl
01 Keams-Sayre syndrome Keams-Sayre "WVt f2E
02 Leigh disease Leigh X & = PIRFTRE 2
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03 MELAS MELAS/E {=EE
04 Mitochondrial Neurogastrointestinal MNGIEE {=E=

Encephalopathy Syndrome

PR R T Ry
R

13 Aarskog-Scott syndrome Aarskog-Scott ‘LAt fRFE

14 Achondroplasia Hirsd =5

15 Angelman syndrome Anéelméﬁjﬁ&%‘%ﬁiﬁ

16 Ataxia telangiectasia Ea i M i Ees

17 Cockayne syndrome Cockayhe}& ﬁtrf,éﬁéf

18 Duchenne muscular dystrophy RN OERGE

19 Glycogen storage disease T REraE-

20 GM1/GM2 gangliosidosis GM1/GM25Z A g, REFaE-

21 Hereditary S PR AL 5) st
epidermolysis bullosa

22 Huntington disease(~" #& Huntington's| ¥+~ 01 '% %E—ﬁ{ﬁ—
chorea)

23 Hutchinson Gilford progeria syndrome | !4t

24 Ichthyosis,lamellar recessive TOT L (FIRIR IS B

D

25 Kenny-Caffey syndrome Kenny-Caffey ‘&St {xfe

26 Lesch-Nyhan syndrome Lesch-Nyhan ‘Wt {% 5%

27 Lowe sydrome Lowe ‘Wi fRHE

28 Mucopolysaccharidoses et

29 Osteogenesis imperfecta EI‘}”E}'T Efna

30 Pseudohypoparathyroidism f@’f{kﬁq P PR REoRE

31 Rett syndrome fﬁ‘i’ﬁ;‘gﬁ‘—[?{ﬁf

32 Spinal muscular atrophy %‘%ﬁ;@ﬁ“ A% A

33 Spinocerebellar ataxia ?'T‘EJ R i i

34 Sulfite oxidase deficiency Eh’p’f’f&ﬁé?n [T I—?

35 Thalassemia major AR R E

36 Tuberous sclerosis e PR | “{-LF-_

37 Waardenburg syndrome SLE RS R REE

38 X-linked hypophosphatemic rickets |13l i ] (SRR ER e

39 Zellweger syndrome Zellweger ‘% EE
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40 Progressive intrahepatic|3& (= % BRI 5 [ ¥ I
cholestasis,PFIC i
41 Inbon errors of bile acid synthesis 3u3~‘[fﬁ$éfé2ﬁ 7y e
42 Primary Paget disease eI [‘fk Fr i
01 | 02 Nitroacetylglutamate synthetase| 4 s E&F 7Y T 7 V-
deficiency
,NAG synthetase deficiency
03 Omithine transcarbamylase deficiency |E,% &3 F'IFEEL 72 TaRR Y
vf_
43 Apert syndrome B E
44 Cleidocranial dysplasia ST R B
45 DiGeorge’s syndrome Diéeorg'e’sﬂ‘—lf"%ﬁ% J
46 Homozygous familial fr' j;b‘;‘{[*fkﬁ,' =l
hypercholesterolemia
47 Fucosidosis P B (AR
48 PAH type PKU combine with i B3 PRy - I FJI AR PR
Sucrase-isomaltase deficiency B P
49 Nemaline Rod Myopathy Nemalinessf <5 (A it igh
50 Fibrodysplasia Ossificans Progressiva ;% /= {7 {={£5* 5
51 Menkes syndrome Menkes;%ﬁtf'é‘sﬁé
52 Fabry disease Fabry <yt
53 Prader-Willi syndrome Prader-Willi ‘% ﬁ—f“%ﬁiﬁ(?g Eﬁ (=
PHIEEES)
54 Niemann-Pick disease Niemann-Pick ‘<t » ﬂjﬁ%ﬁ
55 Tricho-hepato-enteric syndrome S2-qT B (e
56 Collodion baby TR b
57 Harlequin ichthyosis B DA S
58 Bullous Congenital ichthyosiform|=j<& gjii‘[‘i F @,W’” Hr
erythoderma - (%FL%;ZEJ% E‘ IFE}@FL)
( epidermolytic hyperkeratosis )
59 Laron syndrome Laron % [ Rt fREE

( Laron Dwarfism )
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60 Smith-Lemli-Opitz syndrome Smith-Lemli-Opitz ‘<t {&E

61 Bardet-BiedI| syndrome Bardet-Bied| ‘& fEfREE

62 Larsen syndrome Larsen ‘&t {EE

(SR R R EE)

63 Sialidosis EPRTER

64 Alstrom Syndrome Alstrom "W ffE

65 Chronic  primary  granulomatous|'FL3E f£ g %A |F ’Erfﬁ
disease

66 Persistent hyperinsulinemic j—*j b BB Rl o
hypoglycemia of infancy ( PHHI) VAR ERRE

67 Familial hyperchylomicronemia %’Fﬁ?l?ﬁq?"@“%ﬁf"ﬁ—

68 W A G R syndrome ( Wilms'|B &y W « ZC L~ %
tumor-Aniridia-Genitourinary Bl TFIIJ ‘ *Fﬁ'ﬁ'iﬁrﬁéi}f?‘aﬁ (W
Anomalies-mental Retardation ) A G RiE{%EE)

69 Ectodermal Dysplasias DRI ERNE

70 Beckwith Wiedemann syndrome Beckwith Wiedemann ‘& FE

71 Congenital insensitivity to pain with|L= {587 &t @&LF’—‘[ T
anhidrosis (CIPA) -

72 Wolfram syndrome - DIDMOAD Wolfram ‘& fzEE

73 Adrenoleukodystrophy TR TR

74 McCune Albright syndrome McCune Albright 2 {8

75 Crouzon syndrome Crouzon ‘W B

76 Thrombasthenia TR

77 Schwartz Jampel syndrome Schwartz Jampel ‘W% HE

78 Fraser syndrome Fraser Wit {%fE

79 Mucolipidosis T

80 Ehlers Danlos syndrome IV R 2 i

81 Myotonic dystrophy T RS

82 Congenital Hyper IgE syndrome A RS E R

i
83 Tyrosinemial I ~ I ~ II FE R EREST- B ~ 512

|« 512
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84 Hyperlysinemia REER LA

85 Histidinemia e R

86 3-Methylcrotonyl-CoA carboxylase (= F'IEL™ IR T A (¥
deficiency E YT A

87 Multiple carboxylase deficiency 2R [T

88 Split-hand/ Split-foot malformation B Z Rt

(SHFM)

89 Metachromatic Leukodystrophy ( MLD )[MLD ¥t {zx#=

90 Campomelic dysplasia with autosomal ﬁ?ﬁiﬁ’ﬁﬂ A PR IR
sex reversal

91 Osteopetrosis T [

92 Carbohydrate-deficiency glycoprotein [2-]< {™ f R PESF DR REE
syndrome

93 Trimethylaminuria ANt

94 Congenital generalized lipodystrophy |+~ {% = =) TP 1 Wik
Multiple pterygium syndrome 2R BN RRE

95

96 |diopathic Infantile Arterial Calcification (i 3 1255 3 E7J77¢1 Y-

97 Miller Dieker syndrome M}Iler Dieker Y f%#E

98 Medium-chain  acyl-coenzyme A |f[ 5 TbRT. & i
dehydrogenase deficiency (MCAD )

99 Hyperprolinemia B R

100 Cystic fibrosis EE;}IJ%?%T‘% fHE

101 Pyruvate dehydrogenase deficiency |* [ FF&RSF? & Fig 7 -

102 Neuronal ceroid lipofuscinosis FRE T BT R (AT

103 Meleda disease Meleda ,[:i,iﬂﬁ

104 Neurofibromatosis type Il TR R TEST T T

105 Alexander disease Alexander Tk

106 ACTH resistance TR i i 3

107 1a-hydroxylase deficiency 10-¥2 [Tk 7 VR Ee

108 Stiffperson syndrome BV (R PE

109 Primary Pulmonary Hypertension > PPH ELSE I AT B

110

Cornelia de Lange syndrome

Cornelia de Lange "%t f&FE
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11 Pseudoachondroplastic dysplasia B a2

112 Rubinstein-Taybi syndrome Rubinstein-Taybi "%/t ffE

113 Facioscapulohumeral muscular RIS 3
dystrophy

114 Bartter's syndrome Bartter "Gy {R7E

115 Short-chain acyl-CoA dehydrogenase fIr T, SIGH T IE-
deficiency

116 Homozygous proetin C  deficiency [FIELES &~ S5 VBT C S

17 a1- Antitrypsin  deficiency o -$HU R F (Tl

118 Tyrosine hydroxylase deficiency [ e e

119 Aromatic L-amino acid decarboxylase ;‘gﬁﬁ L% 5L PR gL g
deficiency o

120 Congenital adrenal hypoplasia SAfET HERERH 2

121 Kallmann syndrome Kallmann "G {53

122 Bruton’s agammaglobulinemia T VORI R (R BESR AT (5

123 Wiskott- Aldrich Syndrome Wiskott- Aldrich ‘SyEfEEe

124 Severe combined B 1 O BB B
immunodeficiency

125 Complement Component 8 ’FF]PE'E‘? {77 8 7t
deficiency

126 Holt-Oram Syndrome Holt-Oram ‘S¥E{REE

127 Hereditary spastic paraplegia |&M{4/& @™ 5)hopi

128 IPEX Syndrome IPEX % {5

129 Williams Syndrome g T e

PRI SRR BN ERCARE2006. 2. 6)
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