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Genetic Disorders and | mmune Diseases
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« 234> 4GB R I R A B LUK P R RESE R
— 22%1 %8 4 ¢ 18 (Autosomes)
— 1%+ % ¢ 8 (Sex chromosome)
- % ¢ %A R3 (Karyotype)
— ¥ 1+ 146, XY
— 4146, XX




AFE R BEFETEY

(Genetic diseases and developmental malformations)

e 75T B ¥ (Developmental anomalies)
— % P R %] (75%)
— 2 %15 (20%)
- BB TR (FRE S CFE 2 5
e HIM Xk WEHR

c BM P B L ERF 4R
o 4 $# 4 —TORCH (Toxoplasma, Rubella, Cytomegalovirus, Her pes, Others)

« % ¢ WR ¥ (Chromosomal abnormalities)
R TEE L 2R
— #*4F (Deletion) » #& = (Translocation) » X% % (Mutation)
- f9% 4 HiEcp B ¥ — 2 <z (Down syndrome > Trisomy 21)
e M2 REF —Turner X iz » Klinefelter % g iz 2%
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* ¢ WS a P h2 ¥ (Chromosome disorders)
« ¥ - A 7]+ % % (Singlegenedisorder, Mendelian

disorder)

* BB LR BF]F 0 JAF RRAFE

(Multifactorial inheritance)
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2 ¢ WAL &4 (Deletion)
%1154 ¢ REERFINL 4 4
- #ARAFIRAAIEIEFT LG IR iEr
.« %X P TWilmsK R
« RRIRIIIIHAIE
c 4 ANETEAN
¥
- F13BLR ¢ WK APOL (Frok A F1)E 4
o ALBVR w2 7 (Retinoblastoma)
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X T 3 R
— Monosomy: 46-1
« TUrner’ssyndrome
—Trisomy: 46+1
« Down syndrome

« Klinefelter’s syndrome



B S
(Trisomy 21, Down syndrome)

47, XX+21: 47,XY +21
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Turner % g 1% #

(Turner’ssyndrome)
45,X0
1 of 3,000 #7# £2
—Q.ri?}ﬁ
Etago] o BER SR (Web neck) » 78 § 4
Fokrg o A RIS FEER o L hge s 30
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Klinefelter = g 1% %+
(Klinefelter’s syndrome)

47 XXY
1 of 700 #72 %2
7 120
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H - A 7]A B (Snglegenedisorders)

- FEFIHELBEE

. Bogggé‘.
© B AE
. LI

4 i & (Autosoma

4 :% & (Autosoma

dominant disorders)

recessive disorders)

4 i @ (X-linked recessive disorders)
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Marfan = jJg ix 2
(Marfan syndrome)

$1-3/10,000 > 75% 3 R3E ¥

FBN 1 gene on chromosome 15921 (fibrillin 1) —3& # 4 & = 4
* L 3 ,:‘i ko

— $mikrdp frit (Arachnodactyly)

—~ ® }+ % 5 (High-arched palate)

— B &E R & %k (Hyper-extensbility)

— 3322 A5 (Deformed chest)

% Fi

— K 5 ¥R = (Subluxation of lens)

TINN E%_u"_ ‘?f

— AP~ A8 (Aortic dissection)
H i

V)

— Stretch skin marks
— Myopathic muscle with hypotonia
— Spontaneous pneumothor ax
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FIEL R LR L R
Familial hypercholesterolemia

« Low-density lipoprotein (LDL) % %8 £ F1 %= % (Mutation)
+ LDLEEfo 4 > 1 fp LDL{e"e A+ =
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FIEL R LR L R
Familial hypercholesterolemia

« A &% ¢ & (Xanthoma)

o B M kERA Y (Prematureatheroscleross)
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pREREiR @
Autosomal recessive disorders
c BEATFIENHL S B
o IEM R B
« £33 BATFEFI3HEEF (Homozygote) FF
1 ¢ %R
» # £ 238 £ 5 (Heterozygote) 45 # Fl
(Carrier)
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A AE I

f #6144k it (Cysticfibrosis)
o A B (Anemias)
— 47 A& 3§ & g (Sickle cell anemia)
— ¥ ¢ &3] F e (Thalassemia)
/% %88 P~ f# & (Lysosomal storage diseases)
— Pg KR # & (Lipidoses)
* Tay-Sachs* #; (Tay-Sachs disease)
« Niemann-Pick =% I (Niemann-Pick disease)
— &k % pER=f 7= (Mucopolysaccharidoses)
* Hurler = 3 (Hurler syndrome)
e fe B ¥ & (Amino acid disorders)
— % [3 B¢ e (Phenylketonuria)
— v 5z (Albinism)
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g Kesk AL
Cystic fibrosis, Mucoviscidosis

EARAe X 551/2,500

W R BTG 0 AR K DRMA e ek
ii“@ﬁ%ﬁﬁﬁéﬁwﬁﬁ

L AR SRR

P 1% e & (meconium ileus) » 5 i T
(meconium peritonitis) » vz % % (malabsorption) »
%4,%] 2y K 5'}2‘_"7’?%5}@\?% » F R g@&;&g&t
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« Autosomal recessivetrait
o EAn o FIRFRRE P pEAE L 5l Azehd B
BHA F BT B
— Gangliosides4 f#fis 4 2
— Acid sphingomyelinasei? 7
— Gaucher = 5
— At % PERTF = (Mucopolysaccharidoses)
— 3F5 p7 % e (Glycogen storage diseases)
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Tay-Sachs* i (Tay-Sachs disease)

» Gangliosides4 ji#fs 4% 2

» G,,, Gang l0sidosis, Hexosaminidase a—subunit
i 7
o« Gy, FFFE YA Fme » A GPR > H LR % >

BAAE > AR
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Niemann-Pick = % (Niemann-Pick disease)

NPC | & F] R %

Acid sphingomyelinasei? Z_

Sphingomyeling#% ** H % & v tm %o frpd 5 imbe p

° F#Fﬁ\ 3*’?%\ ‘E’l}{i\ ‘;#U’ ‘3;_‘?:. S E‘rla')?g\ ¢ ﬁjﬂ ‘3;7:,:‘% .3fb
PREFT RS EREXNEHRG
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Gaucher = T (Gaucher disease)

« Glucocerebrosidases F1 % %
 Glucocerebrosidesta ff ¥+ H +% 5 v m ¥

o FHE R T R - F AR RGaucher % wm e (i
RiFd Kfwmie)
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5 B BT#% 2 (Mucopolysaccharidoses)

Mucopolysaccharidess j#4 k5

Dermatan sulfate, heparan sulfate, keratin sulfatesa £z
B ~ Py,_ Sl N —E

Bk < o & OETR o B RA o A7 B
Hurler syndrome (MPS1)

— P REMEE

— L-iduronidaseit Z_

— Gargoylism » 474 #&44

— ¥ AN CBRE PR

Hunter syndrome (MPSI1)

— B 8

— L-iduronate sulfatasei <
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F [5 Bk fre (Phenylketonuria, PKU)

» Phenylalanine hydroxylasei* £ - 3 phenylalanines. & » ¥ [§ fit f e

C ERABSRR SRR RS

- * B3[P B > Transplacental teratogenic effect of phenylalanine

22



P B RE 4 3R 18 (Sex-linked recessive)

* & = JHA{-B (Hemophilia A and B)
o« FUp B K 7 **L]ii“é{ﬁ (Muscular dystrophy)
— Dystrophingk Fl44 35 » | Esvp 3542 - LR %35

 Duchenne= #)

 Becker = 3]

e AXMEFEHTI D
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= f (Hemophilia)

et RUECEIER Y

FHEF - BXEIW FE- BEF AT XS
AR 0 FIN L SRR FIE R el
I '?]J-VIII'frIXi_k'ﬂfi”;’:‘X%Lé' T

i gk F1F A TR

— Hemophilia A: Factor VIII 4 Z

— Hemophilia B: Factor | X 3

ETEpuNe 0 B &Y
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i 4

R0 T 5 A € 2%k (Doseeffect) » AR 5 F AR R
BRER HEERLAREIRI PP EFBLET - &
¥FRLERhA R 5 B8 bleRE - B AR

BB~ F R~ BRAE T SRR B AR
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c RESHAVEREKRS

o ATV 5L 56D ";ﬁ@of’n‘ﬁ:}?a)%ﬁ-ﬁ}'t‘ It o}i{i ’

FERT - Renipd itk o @AALE

i+ g i/

AR RS
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Diseases of |mmune System

‘P

%o 5
]

s
F

Jap

AT
F
L]
o B

‘P

4 S & (Components of immune system )
F & (Hypersensitivity)
# {e gt 1 F R (Graft rgection)

% & A i (Autoimmune diseases)

# 5 7 > (Immunodeficiency)
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ﬁ, };ﬂi ,:‘(\ .3;"1» 15;\; Av\

o im% = & (Cdlular component)
— # % %z (Lymphocytes)
— E v (Macrophages)
— p R E % (Natural killer cells)
— Langerhans* s ## (Langerhans cells)
— BR # w7 (Dendritic cdls)

« /% = & (Humoral component)
— % E3% Fv (Immunoglobulins)
— ¥ % (Cytokines) > it &% (Chemokines)
- A §2 (Complements)
— # % % (Lymphokines)

- E&fe & R (Histocompatibility antigen, HLA)
~ % - 2% : HLA-A,HLA-B,HLA-C
— % - % ! HLA-DP,HLA-DQ, HLA-DR
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BREHLEF R

FREFARE S

Btk = s 4 o R Rk B S ERETHT
T eh

B = e 4 ¥ L it = aj&,gmsé

K dm e ig I IR il

PR D LR RS (fAE0) 019G, IgA, IgM,
gD, IgE

P82 20 d A R T E R

Pasd & A20iF p o2 Bl Y
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WM ELEF R

To ™ w4 6 chst 1 Mm/g-z R
Fri T = fmie B B> S gk bR &
%ﬁl&%@ﬁﬁ@wﬁﬁam@ﬁ&
ATHRELLEF K

— TH = wre J et R drd| Bk T me

_ Fﬂ;}»{_ﬁm yp:r}; J\ imﬂgté"-l- ;jr,;_,gg

2 i
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@A F B (Hypersensitivity)

¥ — A5 F & (Typel hypersensitivity)
— ® P EA > WA IgE-A (IgE-mediated)

= A:@acF K (Typell hypersensitivity)
— ¥z F 4 F & (Cytotoxic reaction)

*‘a,

= A:@acF & (Typelll hypersensitivity)
~ %A 4 & A % (Immune complex disease)

¥ = A:85CF & (TypelV hypersensitivity)
~ T2 4 F B
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/—A

A w5 & J& (Anaphylactic type)
— 2t 3 (depenicillindg) » s BB H > T8

e |gE » % i mPe (mast cell) » V%'ié;]é‘_n » If (basophils) -
Btk = dm®e » T = tmoe (T,2cdls)

» /i & (Mediators)
- R sk (histamine) - 7% (heparin) » %

- XFMH W 51]8;?—% (prostaglandins) - leukotrienes » = -] #= %
fv ¥]+ (platelet activating factor) » %
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¥ - AliEsF B

« R
- B8 R pao R
k% B (urticaria) » %
R A\;'o&}'&i‘g%\:
— 2P IR X F R
B o R 7
e PenicilliniEscx & » - #
(hay fever) » £ § B 124 =4




% - AiEATF B

IgM, 1gG, IgA
P g mre X BB A G R B S o S A RET > B
¥ A %K%
ABO=x | % & @]ﬁ'_ F J& (transfusion reaction) (IgM)

Rh¥]+ % & (incompatibility) @ #72 3273 & {25 5 (erythroblastos's
fetalis) (1gG)

B ¥4 & F & (Autoimmunereaction)

- pPHALABZ 2 2 F a2 (autoimmune hemolytic anemia)

- PR LA IR E S (autoimmune agranulocytosis)

~ PR ABEMEL | F RS (autoimmunethrombocytopenia)

PRl cmie Y R R Y CHFRE T WS weap Wil

(IQG)
— Graves=<j; > Hashimoto= ¥ ;3 » £+ > s
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WA

v
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% -]
A

o

& )
g1 I

2
A)

~ \‘

b)
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e
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>
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B3
Mo P L #7IR % (Arthusreaction)

— Eu 3‘%“ FT VJQ

T
\4
N

— % p & & (farmer’ slung, pigeon fancier ’ s disease)

+ 2241 o (Serum sickness)

_;f{%,%’»:,,_“_? > BE &

BRI E S LA EWDE A LM
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PN S RUE T

- £ &7 E5cF B (Delayed-type hyper sensitivity)
— R B TH " % (helper CD4+ T cels) » ¥ = #HLAF S

- %P7 F & (tuberculin reaction) » &1+ 4 § ¢ (contact
dermatitis)

s TH = dmie s M2 e s 4
— FrH| T H = =% (cytotoxicCD8+ T cells) » % — #HLAFF
— %A e R iR
- BEBELET > RIEH
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- =
TE B
« FEEEF 2#4 (Solid organ transplantation)
- Kidney, liver, heart, lung, pancreas, skin
— PR EBE S (Autograft) > BTk 2 B ORT B
f£ (Isograft » 4ok p e P LB T ) AR e 7 F
BT HEEHHE (Allograft) » 2 B FBEFHET H 1
(Xenogr aft)
— W T % > Bt > HtRfme > p L mie
~ A RETREY > e A ERREFR

o ¥ igfr-%k Hizlwe 5 & (Bone marrow and peripheral
stem cell transplantation)
— &P Bm o L2 ARRE s ATBALENFEFL LD
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FHE BT gt s £ R (Graft rgection)

e ®EHE * (Hyperacuteregection)
— BANBREELASHI B FER
- ABO & HLAZ &
— PRwEBHE e R FRFOEEFREFEREERE I
- IgM & 1gG > W H & w | ¥ & F BTH

« £ M5 (Acutergection)
— FANHE S B Pl p
- 2N RE ORI M weirE e BB K dia

« M x (Chronicrgection)
— FANHEISE? D EkEp
- L EREY L FEE BFRED
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¥ f{f‘jq: m e 5 ’fB f;—:-» 5 Hp RS 7-‘}I:E

i&#élm’ I
— I o E b A DO RFAMER DL
ﬁﬁgﬂ'
_ BT EmRERE D
& A % (Acute graft versushost disease, GVHD)
— BEL-FD=B IR
— R T e HEE A e
c RF tlkmookies AAMECAAP BT wREE AREZEDL > 4
i RER
o SERE AR L B o M Y > PORROH T W R e E 1 R e i
52
TR SES TR
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ORI mre 548 18 2 o B A

M e R A i (Chronic graft versus host disease,

chronic GVHD)

- HEis= B 187 IR

— A NIREE 0P R LR B B R

- BE 3 HT mefrErime REfrE R

~ R PR TR Lwre B PR Y Rk 0 g
i PRRgal

— B BT R B

— ERORACEOR  F Kwre R MWL R F ROk
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- BRR C A RER
I s T

— S RMBBHT mE s

RS R T T o 3 T g

o K R MALRA R
— > PP w4k (Systemic lupus erythematosus, SLE)
— > P A g (Systemic sclerosis, scleroder ma)
- §ogren= g g ¥ (§ogren’ ssyndrome)
— gyvt — 3 g eel (Dermatomyositis-polymyositis)
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%Pﬁﬁﬂﬁﬁ%

EfEL g Bl EET
B4 B bl ¢ b8l (antinuclear Ab, ANA) » anti-Sm
Ab > LEm¥

ARHBHELEFNUEFINAULRF B

— %A LEF B—Fud IRFAY > » %Fz}é‘“”/ér-ﬂ-f'}ﬁ-ﬂ-’w-ﬂ-
5 T

- FINANLEF B— LB EMITH n g B A2n F L EHS
AR > » TBR 0 M SBR #Bﬁ L % L
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> LM g (Scleroderma)

* gL
%rgg,g%ﬁ,?%,@%,mg,%%

B %2 4 £ Fuf —anti-Scl 70 Ab, anticentromere Ab
rEMECE— LRy BB R A

B 2R A (Y — CREST & 1% 2%

o4



S| Ogren = Je ik # (S ogren syndrome)

¢ L
PR L IR R TR T e T

p ¥ £ E i —SSA, SSB

el BRI X 0 TRt
ERRFARRDOE R P RHT weRBaRR
B e B Tk = e
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% 5 7 = (Immunodeficiency)

e LI M ELEF N F 2> (Congenital immunodeficiency)
— Bruton= 7 3 v # Z_jJ (X-linked agammaglobulinemia
of Bruton)
- 1gA# Z & (IgA deficiency)
— DiGeorge= & iz ¥# (DiGeorge’s syndrome)

~- € R e EMBEELEH N F 2> (Severecombined
Immunodeficiency, SCID)
— Wiskott-Aldrichse & # (Wiskott-Aldrich syndrome)

o & X M A FZ A 2> (Secondary immunodeficiency)
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Bruton = yZk v # Z_JE
X-linked agammaglobulinemia of Bruton
+ 98 > 699 4
c Bk T me F Va0 BRI Y Hig 3 &
.+ F Rt AR 4
* BFERAEAFBITELHRT BFELE

S7



|gA# Z J& (10A Deficiency)

B IgAGBH}H = me F T 3 47
®RB L RHEIgAE # 53

R B RARER F
FRORSEGFAEMLAE R
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DiGeorge= jt i

¥ (DiGeorge’s syndrome)

o pRAPEY = B¥ E?’J“’F]E FTRY

o séju;j'ggif ;Pcﬂll’{’f
C TH T e gk
. séjn;j'gﬁgﬁr‘

Vi

BdkZ 0 WEBRE X p

TEETERE Y )
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TEREEELEF N F D

Severe Combined | mmunodeficiency, SCID
e N4 3BE {5eF B S

PR

£ R

r'}

(B E R
iR FTH T e

AW BB T e

RS BT A R
BREEF BHER %

¥ BH

2 FlR iE
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Wiskott-Aldrich:g ix 3+
Wiskott-Aldrich syndrome
Rk on ) FERS RS
(BRI R B
AR RERT BN TH ™ ok i b
FRIERE %
¥ B
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Common etiologies of secondary immunodeficiency

Major defects Etiologic agents | nfections

Glucocorticosteroids Decreased cellular immunity Staphylococcusaureus Cellulitis

Decreased chemotaxis Enteric bacilli Bacteremia
Some viruses
Candida
Cytotoxic drugs Neutropenia Enteric bacilli Bacteremia
M onocytopenia Candida
Lymphopenia Pseudomonas
Antibiotics Colonization of Staphylococcusaureus  Superinfections
resistant bacteria Pseudomonas
Serratia
Prosthetic devices Foreign body Staphylococcusaureus Abscesses
Enteric bacilli Bacteremia

Candida
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e XM EEF i F D

@Y EF o SRR R FIR A L
it B %

€ 7% (Acquired immunodeficiency syndrome, AIDS)
- A LA F 2% 5 (Human immunodeficiency virus, HIV)
- &Y

o - ﬁ;:@%}é% » B ERRF o VTR O o T B
— REF R

© Bd AN BT ORI T 0%
— B &Y

s FROWELFE LA FHRUL S BB~
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