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Genetic and Pediatric Diseases : &IalEFEME &/ NEOIRE
nature-nurture interplay : /) F H 2>
hereditary BRI = familial FHEME : BUCHd L, R ZE L CEM Iz b5,
congenital JERVE : [HEFNHOZ |, BEMETRWVWLDOLH D, eg o KM=

I Mutations ZE5XZ 5 =D N A DR A il 24,

R DZE R - BARTER B ORI,
ML ZE SR < s, e RV O RIRNZ,
point mutation fiZESRZEF  Fig 7-1

missense mutation I A& ALR  eg SRINIRIMERE fE

nonsense mutation > AR Kl Nl eg MiFFYEE M thalassemia<— -7 ot /EH
frameshift mutation 7 L' — A7 M Fig 7-3, 4
trinucleotide repeat mutations Y X7 LA F FIEAE R

eg. fragile X syndrome fifi55 X JEMERE CGQG repeats in FMR1 gene

BEHREBO =D EE R h T Y —
{' REBREEBLFFOZRERBEFICHET L H 0 0 AT AOIEANIHE D, 1T L A D BN,

- ZKFE(polygenic)iEH1s : b K< RO D, MIMESCHERP 2 & =BIniU B+ BRET A2,

- QAR D AL DHEE  RAROBOBIEDRFE NGRS,

flilz, T Far RUTDNABRERIZE > TEZ 2 H 00, BEis il Y A Z(imprinting= /T 5 D
B OZTHRNIEBIE T DO ADEIN I EEZZ T TRESNLHD « »  FHEUOAT Y —,

I Mendelian disorders  (diseases caused by single-gene defects)
ATNAOIEANZ LB O RE, BB FORFIZLDRE  Table7-1
autosomal dominant Y RMEE, autosomal recessive YRR M, X-linked £
codominance FHAMENE : ~7 mHES TR TR ORI +4310 588, eg M, MHC,
polymorphism ZIEME : 1 DDBIEFIZ DOV TEE DX NLEA T D F(E, eg i, MHC,
pleiotropy ZifiHHL : H—BInFDIREHR 1L < DRV 4 7R7, eg. Marfan syndrome
genetic heterogeneity Ein T REME : I DBAR T DIIRE LN R CRHH 27~
eg. retinitis pigmentosa #4382
1) Transmission pattern of single-gene disorders H.—B{x - B DR Rk
a) Autosoma dominant 7 Yo (A& Table 7-2
AT BESOREBTHEBL— DR b ABITEET Y
= —IBOGH TITBICET 72 U OBRIZINT or K123V THIiz 70 28R A 5
ZEIRAE BBAR 1 & Ff o TV T b R BV IE 4 =reduced penetrance {235 £ DX T,
n KRB NIZ LY Bl 5556 =8I I BLOZERME variable expressivity,
FEIEAHR NI D5 A ¢ eg. Huntington disease /> F > b )%, Huntington chorea ZE 5
EH BB TFEM D 50%I80 —ERIRTER 2 1F 9 . FERIEMEIT 50%8E: LT HUE,
=SIERER X T H DR - eg. LDL receptor 4 B (—FEMEm VAT v-VIILAE), #EiEF N B
dominant negative : ZESRZEE L TV O 5NLB s EEW A IEH 72 % AR ORI T & [HE,
eg. AT = 3ARD AT =G5 VR Y TVHEIEIC KXY = EIRE R

b) Autosomal recessive 7 Yot (AP Table 7-3
WHIZITIEE £ OREIZBN e\, HEERI 25% ORIEERE, MRS,
HWROREMBROSE L0 BB L T 28T —, B&EE 100%, FIEILF,
BER Y Xy QR " H BRI margin of safety” | & 0 | BEFR NP0 L C b AR RE E
metabolic pathway Fig 7-5
PSR P E - AR RO A, BRI OEM NSRS Y | FEHIEE G E,
eg. galactosemia %/ 7 7 b — A [MLJiE ,phenolketonuria 7 = =/L7 § VREE, U VYV — LEFEIE
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PS8 KR >R H E — IR RE IS LB 2R i AR PE D
eg. albinism H¥ (7/vE /) FuorF—ERE-A 7= (—FaINDRZ,
74=F NN K0 BERTEMEISIT 256, Bk EM RIE-> T RIPEY . FYPEY) O FIEAL
eg. Lesch-Nyhan syndrome : HGPRT K18,
oy-antitrypsin(=4v1" VE 3 fREEFZ L EY) « iF kT T 2 2 —¥ & R EMEAL,
=au-antitrypsin K H8 B CUIIMREE O BPERERR DS aF P ERTT A8 -1 12 K 0 AleddE— il SO,

¢) X-linked disorders fEVEBIREEE  Table 7-4
ZEX Y V7LD BT ORIEDS « XPAKRIZE L COEEAME hemizygous,
AT GO LYETIER LB E TR D D72, FHMPERICREIT/2 D O3 H,
SREB O TXYEEAERD—TFORFALNRZ 5 &, BITIRR &R,
MEBHEND B FIUEL D Z L3\, ITETHy U T,
XYL AR EB AR R  FERITD 70\, eg. B4 X 2 DRI 29 rickets,
XYt AL MEB RTERR IR « eg. ME5H XJEWRERE Table 7-4

2) Diseases caused by mutations in structural proteins & % > /X7 O FIZ K B E
a) Marfan syndrome ~ /L7 7 VJEERE
B R R AR T DS AR R AR
fibrillin D54 FBNI &{n¥
fibrillin : FRHEFMINLC I 0 43U, MRS EEE IS AFAE T 2 B/ HIBRAE 0D = 272 HE iRl 5
TIAF U WEDRYE LY | HEPARRKE O NS EY,

285 fibrillin 4v0" T IEH OV NEBHEOREE A4 THE T % dominant negative & L TIEH,
MORPHOLOGY  “President Lincoln”

< ERER DS

arachnodactily 7 Ef5JE. kyphoscoliosis FAEZMIZ . pectus excavatum i+ (pigeon-breast)
- IRDOZAE

bilateral dislocation or subluxation of the lens [RIMED L o XMLF ., R
< DA R IR
aneurismal dilation BhRAEIFLAE, aortic dissection BIRAZEE— aortic rupture FEN Al 2L
KEWARFFPAZEAR 22— 9 S A4
SEERIERIZT 4 7V U VBIR T OXNLER T BREROEWICL D . 24k,

b) Ehlers-Danlos syndrome —=— 7 — & « & > & ZfEGERE(EDS)
collagen synthesis or structure @ 5, single gene disorders HL—iE{x -
many types : A 7 /L OFERD 318 D TR ERENE S0, M E & D,
hyperextensible skin {2  hypermobile joint i 5 & BH &
JZJ& @ vulnerable to trauma ZMEIZ %4 5 MagniE
eg. Ve Faxv 7 —EBXRE . HREaARS MBS
A = 7 — 7 B RAA W R RS
[T aag—rrnbad—rr~OEBARY 1 a5 —5 VB ORRER,
3) Diseases caused by mutations in receptor proteins
a) Familial hypercholesterolemia ZFF &M = L A7 1 — /L IfLE autosomal dominant
LDL (low-density lipoprotein) 5 Z{A {51 mutation ¥LDL= M4 Davaze—y O EHEIA,
LDL & : g2~ & VLDL(very-low=H"E:f5H) triglyceride 8- &) % ifi. H 253 Wh
— I3 f#1Z & U IDL(intermediate= "G/ abare- B &)
—<1Z L A E D IDL i LDL receptor & I L T AFHgE~, Fig 7-6
T D IX S HIT triglyceride 2\, abazn—y & 722 LDL 12, —&E~,
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—<{ LDL @ 2/3 I% LDL receptor % /- L Tl ~—1R#H1,
¥ @ 1/3 132k LDL receptor(scavenger receptor on macrophages)(Z & 0 11,
LDL receptor D 75% I ZAFNgIAAAE— TS LDL AEHC BB 22 1%,

LDL receptor #4M#ai%  Fig 7-7

AR T receptor (2 & —endocytosis 1T K 0 H D IAB—EL Y JA E T 22 fu 3] ) ) -h &6

—EERIT L0 R ME NI = AT 1 — V- G AR ete \IC B -,
Mg = L AT 1 —)L

{' HMG-CoA reductase {EMEMHNC LV, a2 L AT o — /LA A B,

» 73V CoA TEMEAL— = AT Al J8F = L AT 1 — LB R,
« #AEZR 1 © LDL receptor A k4] =downregulation— = L A2 7 1 — /Ll & 2 15 <

FiEtEm 2 U AT v — VIEIX LDL 52 A& {5 - mutation
—IMAEHFIZ LDL =2 b A7 1 — LS, fFl#~? LDL @ikl (IDL—LDL O 1)
—E 3 L AT 0 —/VIIE
—scavenger receptor Z /" L7z 2 L AT 1 —/ LELY A |
—skin xanthoma FZfEHAfE, premature atherosclerosis F-IEPERIRAH/L,
L REE S
AT OEARTIIMEa L AT 0 —/L 2 ~ 3% : JRAICE D F TEIEMR,
RETILSfE 1 15 % E TITLAHIZE TR,
BEOFEICLY Class | ~VOIET I —Z550F b5,
statin SRHAINHZN,  HMG-CoA reductase fHZE—LDL receptor |

4) Diseases caused by mutations in enzyme proteins
a) Phenylketonuria 7 = =/L% k »JRJiE PKU  autosomal recessive
7 2 =)VT T = KIS (7 22T 7=V —tyrosine) K #E—7 224772/ T | tyrosine |  Fig 7-8
mental retardation FEFFIENT, seizures J&%E, decreased pigmentation A3 /KZ, eczema /2
Guthrie test (A2 J—=_71i#) —phenylalanine £ DR
BEARME PKU @ 22 PKU B 2 B A E N 7o FIATn SR T b 3N J0 R H (RS EI)
SARETTED I D 7 = =)V T T = U R A I,
RHED 7 == VT T =0 LAV EIHIRANC T 2487 U,
H SRV PE D fE =R 5.,
PKU 3 TR P F RIS T »musty 2O SWvor - mousy KA < S,
BYER 7 = =07 7 = MUE « 72207 7=/ K ERALEESRE OFR 5y KAH, FRERRREE IR & 2w,
M A 7 =207 7=/ FEREIZ £ 0 PKU &8,
DHPR(Y th 7" 70y /g o) KBIZ K - T P K UFRIE, « 72207 7=/AB B IR CIITEH# X,

b) Galactosemia 777 7 ~— A IJiE autosomal recessive
B IIALVVBRYVY W AT 2T R — T 7 h—A-1-Y Vg etc |
RENAEIZ & % hepatomegaly IFHEAR — HFAEZE I HA{EL U 7 SRS 70 IR T K,
cataract FANIE, HAXHRERICIERFRAVZ{L, mental retardation FE#HIEH
AVIX I V7 BEBSE IR, THR—E, FER R,
S AR 2ER, BENPDN T/ M-ABREIZL Y T,
I s RAUZ)T va-ALAA OB TORERR Y or I IfLER - AR ILERF1 D NV A7 271 KB

FARF OB BN E 2 52 . BRI — A RTR2 T,
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c) Lysosomal storage diseases U ¥ — AEEFEIE autosomal recessive

VI)-hH O KRIESE © A7/ N A 3 2 hE R RIA TR PEM T 53 i
— H L& & autophagocytosis (2 £ 0 1)))-AZ A - 7o LN/ NERE
or phagocytosis (2 & 0 )))=hZ A T 7Zfflifast o b O ik,
) ) =B SR AN IBAR B KRR —> AEPEE P DY) ) ) -A(EI B B B AR ) NI & FH, Fig 7-9
(Z & A EI3FEH M, Table 7-6
Tay-Sachs disease 74 — Y 7 AJ5
XY PRI =P athTa=y PRE-GM2 VY A R—=2 & Fig7-10
GM2 o 7)) A RITHRARRE RO = 2 —m o MkihisR, 27U 7 MldIZ 475,
HARTZ - Faom s, HA L TH R, B 8 EEMRIEEIC LD 23 FTHRHL,
Nieman-Pick disease =—~ > —E > 7§ Fig7-11
A7 4rAI Y F—BRE-RXAT7 4 II ) VEBQEREME, =a—r,
AR OZ VIR, T, HEE. U o8 TR,
FLIRHNCBAZE 2 NIRIE R, R E— 3FELNIZREL,
Gaucher disease = —3/ =¥
a7 a s F—F gene ® mutation: IETE Tt T I Rb/ va-aE A2 0 B b,
—SHZHEE M 7 v 3 L7 e v NEFE—Gaucher cell RN MR E)E L, Fig 7-12
“CLDODTFoTET 4 vy ar—si—="
[ Bl =8I = = —a /RF—H(CNS 1HR S 720 - T — =i D 99%,, i MY, MY,
B BRERSCIEFO 7 Va7 a v X —Bilia 728 AT 585 16,
Mucopolysaccharidoses MPS A =2 Z4HHE
LaAZWEORIEE, a2l RIS X o TS TE k.
FRENICETET D L a2 bl T~ Z URig, A~ T URREE, T T BF i, b e AT R R,
SEAK  REEOOBESL. ABRE . BIEIHEL, RS,
type I ~ VII DA
Hunter syndrome PLSM T4 T et (A%, Hunter syndrome (3 fEPES MRS,
Hurler syndrome=MPS I H : L— 1 X1 =% —t /KX,
HRETCRE T A O FrEIIERT « gargoylism WL A U XL
B A e AR R e, 1 B 0D PN R S e S0 S i A R A L s = 2,
—EARBRS O IR IS — DA DHEIC K D BT,
AR —RER - BZsE L. Z2hafk L72)))-ANIZ PAS Yt e 5,
=2 — 1 AT )Y -hE AR R,
Hunter syndrome=MPS II : X-linked recessive =~ L—A A a VA /L7 7 ¥ —FE K,

e) Glycogen storage disease, glycogenosis #JF(7 Va—7" /& FEIE) Fig 7-13, Table 7-7

)7k AR or RIS B G- D EER O KR, MRENIZERT 2 2 L2, Kix N,
—fFI5} : Pompe - KIBEEHR U Y Y — DITTFEAE— Y VY — KT E,
Hepatic form A7
P a-rt BRI X B REER, 7 va-apEARREELC & D hypoglycemia (I,
eg. von Gierke J(1 ) : /)3 — A — 6 — R A7 7 X —¥ /K,
Myopathic form £
PRI R T K 2 EEN R O PR —FLIR L L B LN 2 LT X 5.
eg. McArdle Ji(VHY) : iR AR U 7 —EXHH,
Pompe J# (I1%Y)
VY —=LDp~NVE—EBRE-Y VY — L) Va-r 7EE - DIER,
Sy BB IR (IVAY)
AR NI N TS e o
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5) Diseases caused by mutations in proteins that regulate cell growth protooncogenes & ¥ #lI il = 1
Neurofibromatosis types 1 and 2 fH#&HRHEMESE  autosomal dominant
NF-1=von Recklinghausen disease 7 4>+ L' v 7 U > /\7 8B Y5
NF-2=bilateral acoustic or central NF [&{HIlETEAMHEE or HHAXHHENEE
NF-1 ® 3 %
- multiple neurofibromas 2 FEMEAFREHAENE : WD H D HEET, #ERARIHENE,
HRAHFRRE D42 T ORERKELTE S HFH,,
- café-au-lait spots 1 7 = A VBE : ZJEDOARILERE, HRFHERED L4259,
NF2 iZb K< Abh 5,
- Lisch 7 i =pigmented iris hamartoma #1531 75E
NF-1 gene : neurofibromin(=RAS #/\" /@ negative regulator)z =— K,  cf5 6 &
NF-2 gene : merlin(neurofibromin [Al4%, JFd /N NE 2 — K,

Il Disorders with multifactorial inheritance Z%[K7-i&{xiZ L 2 F polygenic ZH{n T & b,
continuous Gaussian distribution 1E#734f,  threshold effect BAfEZNR Fig.7-14
(B0, ] BERRIA, miE, JEEl. G RFE, BEW etc.

IV Cytogenetic Disorders B a5 1% B
G banding (¥ AW Y4{h) Fig 7-15
BANEO 200 NI 1 ADMAT & DYt R R H 2 £,
a) Numeric abnormalities 4% 7 & &
euploid IEfFHUA : 2n
polyploid f5%%fK : 3n4n...— HSRWLPE,
aneuploid FHUA : n DIEMEREEIZ /R > TORWEGE,
trisomy kYU Y I —(2n+1), monosomy &/ Y I —(2n-1)
TP H D & AFTERWVD FY RN Y- & PG RE) ) -3 AT AT RE,
mosaicism EY A 7 o [F—{ERIC 2 FEREELL EORIRLE AL,
b) Structural abnormalities 11 % 5
p (petit) %2fi, q KMk Fig 7-16
chromosomal rearrangement Y2 (4K FAL%]  Fig 7-17
translocation Hix/AE
eg. 46, XX t(2;5)(q31;p14) : % 2 YRR Bk 3, ~ /b 1
&S Yet KB ORI 1, VN 4 & D T ORREE,
balanced reciprocal “FEfiiAH A HAJEE - G S A7 B i 32 RIS AR - Y (R B R 1 IEH
=% U 7T EE,
centric fusion H.0: il 5= Robertsonian /" =127+ KB FUAPEG AR TR Z 5,
RO UL < THIEr— K & WG aR +Hied T/ SV Qe fR=1E - Y B R % 45 12,
S8 TORGEFARMERLRERERIIE G 1 2 ©— 28R =41 vhE
BB T TR AR BLUER T 2 TR — T FR IR E,
isochrmomosomes [FIfEHL ALK « BYFUAD AT DLz 6,
2ARDEBED Z+ 2 KO RRED I3 I D
eg. i(Xq) : X Ak ERiIZE X728 D,
deletion KK : YetafRD—E DK,
inversion Wi\, : YA 2 EATICYIMT— W A72s 180 FEf & 248 2 TR A
ring chromosome BIRYLEAR : YeB{RDim Kbivi=te, BINERZ R L TG,
Yett (R EL 5 O — R IR
AR RABITERE L0 b EEREE, - MR AR R Y AR LD BYE,
GOREE T AE T D B ORE - FiS4h : Down JEBERE
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1) Cytogenetic Disorders involving autosomes 7 44 (AR FL 5 12 1 2 Al AR PR i
trisomy 21(JE#R=F- DO HIZ 1 KD L), 18(2347),13(ZF5) - 0 MIZFoREcT,
cri du chat syndrome 1 0§ E JEMRRE— YL fk 5 FHEit s> K48 Fig 7-18
a) Trisomy 21 : Down JEfERE 47,XX+21

REBL O D3 RN 2,
% < 1% 14;21 @ Robertson #5412 L %,  Fig 7-19
epicanthic folds ZZ T BE(NARMA B F), FHHZRBUR . FEehEi, Lo
EEEYYE, 2 B E (RIS EERZERE B MIR) 122020 0770,
A% 1T Alzheimer 97 OREARFHOE L 2L 2 9,
b) Chromosome 22q11 deletion syndrome Y& {4 22q11 K IRIEMERE
Di-George JiEfE#E, velocardiofacial syndrome 11 2500 A iR E
WV B SERME LR, NERE, EEREEEL =T,
RKDRKE ST X BRIRIERD R D,
Ha BT R — T et sz s BRI Ay n M fLSE © Di-George SEMEHE(S %)
FEARRITBEE but IPREE R (LIRS H Lo — O ZH DB IFE A

2) Cytogenetic disorders involving sex chromosomes ME Y AR FL 512 1 5 AR 1% B
lyonization 7/4=t"—Vay : 2N—/ME=M 7 v~ F AFIAEL S e X YL,
= 120 X e R LSMHI 2 TRIEL,

a) Klinefelter syndrome
Dip &b 2RO X Yk 4+ 1AL ED Y Jeifhk=1F L A Z13 47, XXY,
male hypogonadism S PEVENRBEREIR TE, SRR ERARAE R,
LY T OEVVERR JEE B BRI Lo LI . R
sterility T 3EFERRE . azoospermia MEXE TIE, FEAE O 71, 747 1y R E AL,
HBEPEE 2L D Z &b X PR ORRIBUTHR, XXY TIHIER 7225 XXXXY &R,
b) Turner syndrome
RBURID LMD BT S0 5 RPN 2, 45, X
FEEIE, FRGH, A, WM, FROY oS EE, BEE. KRERKAE Fig 7-20
B RO B AR 42 —amenorrhea T H %
N IS R + 8 A 2 —Turner JEEREO RIHEME T,
BHED 43%IFEW A 7 RO 1 RHDS 45, X)or X Yo (irE 5T, Fig 7-20

V Single-Gene Disorders with Atypical Patterns of Inheritance 3EER A 72 B mik % & 2 H—Bn 75K R
1) Triplet repeat mutations ~ U 7L > b U ¥ — N : eg. ME99 X JEMERE
BASTHOH DHRED 3 MVIFI OFLEE IR
other egs. Huntington disease, myotonic dystrophy i Z5EMET A a7 ¢ — etc
Jfess X E e f
FEFRIEETT & X Yetafk BB (=R i D HIET ete.) 3 FFEL
THENRKESEVE, BEREIIE
Fx U T MDD 50% ITREHHIEET,
FMR-1 B5 7 DIEIREFIZ L 5, = IEF TlX CGG repeat29 < H 11 —230~4000 K15,
oogenesis N2 EK D1 FE TR AE IR, Fig 7-22
CGG 11X FMR-1 &{nF D S IEFIRREEIZAFAE— A FL{b— LD promoter & A F /1AL
—HAGHE  Fig 7-23
B G PEM) =FMRP : RNA 5 E /N ) 2 2787 BRI,

*¢Huntington disease D355 ki T O 1R T ICAG | KAGHME (RT2ERE R-TE RN R |
A L 2 HBE IR BAR T EEWME V)T VI IE R hn JREREIC T,
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2) Disease caused by mutations in mitochondrial genes b2V} V785 T DR FLIZ L - T Z 2= A

maternal inheritance F:R &R
eg. L — \— B MR R

3) Genomic imprinting 7/ 2kl ) A A
Prader-Willi and Angelman syndromes 77 % — 7 ¢ U —JEfGRE & = 0 ¥ = )b~ SEBERE
1T & A ERTORRTITACH K & BB BR O MR R Yol LI 7E

=& HMOBIRT T, SCBHIK & RERHSROBUR T ORITHERER 727 « 7/ LRV A7
maternal imprinting : REELHROT U A DEREHE AL, ©paternal imprinting
Prader-Willi : &, (KR, MERIRT, M. MEBEHEREIRT et

KBSk DY 15 F T KRR,

Angelman : FE#ENF, ataxia /MXJSFH, happy puppet syndrome(: -5\ N + 2K5H)

REBL RO YLt fh 15 B THD KK, Fig 7-24
uniparental disomy JEIMESY A Y I — : —XFOYREUROE 523 B HiEs

eg. Yutulk 15308 2 A & b REBLH Sk —Prader-Willi SEEHE,
Angelman gene : UBE3A - -ubiquitin-proteasome #/"" /7 fEfx s < UV H—Ezx = — K,
Prader-Willi syndrome : V< D22OER FHERIBIZL 5,

FEEL Rtk « A 7Y > b 472 Prader-Willi gene+ 16 4/K Angelman gene(UBE3A)
AH SRR : 4 7Y > b &172 Angelman gene(UBE3A)+ 5 M:/L Prader-Willi gene

SREBHSRYRIZ BT DR K 407 )/ S 372 UBE3A +{5 14/t Prader-Willi gene— Angelman syndrome
A SR BRI BT DRI 477" )/ S 4U7= Prader-Willi gene + 154/t UBE3A—Prader-Willi syndrome

ZX Angelman syndrome &7 131G E(L Prader-Willi gene, Prader-Willi syndrome 35 137G/ UBE3A %

MR R R

/NR(FRR BB pediatric disease

(L E T)DOFEE - b ESEMEA &,

AT A R (2R % 4 W )3 b fEBR,

1~15mOMITERICLAEENFERD v 7,
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VI Congenital anomalies KPR
FAERD 3% R or BERE LD T VU, SRR ITFLIESEC o EE 7R A,
malformation #7/% : WRIWED B e zmfs, ZRAENTFTLH5E60T U, Fig 7-25
disruptions FEE : JEREFEAE OSNRMERET, IERICHEL TV b OB ZRIIZESNLD,
eg. amniotic bands “EEAT - SRR U CHSR - HRIBIR O—#8 % 118, Fig 7-26
deformations 25 : SMAIMEDIEEIEE, BAER DK 2 %IZEET U,
JRPTHY - A5 O 18 > SR
eg. THEEE : TRENFEORE SICEDLRWMATE, EHTHE etc.
sequence JHHH : Hi— D FTHIIBERIE R T O “IREURIR & U TR RER,
eg. oligohydroamnios (or Potter) sequence “E7Ki/MEEEH , A8~ & —HifH Fig 7-27
2R IEO R E K DI — R Y O B AL, .
REBLORE, SER e — T R e, ) B0 ORI,
WA, FROMERE ., F8NHE LB, MoK,
malformation syndrome #7 JZIEGRE : B —DKRF AN EB Dl 2123, eg MWAREGL, JufafREE
agenesis K : O & DOllias or £ OFFRAFE 2N ERITKIE,
aplasia 2R~ 42, hypoplasia {KHZEK : l#s13H D D3R E R4,
atresia PASHIE : BHO2SE Z 5720, eg i, B,

a) Wikl Table 7-9
BARME+ BRI EER, KB TR IR A,

BRI ZER
Geta RS

eg. Down JEWERE, Klinefelter JEMERE, Turner SEERE etc.
H—Rn PR AR
eg. holoprosencephaly 4= Fii i} : SHH(sonic hedgehog homologue)i&fr 149K L
AT RNE : PAX6 s 128N 5,
ZRFBIR  RER T+ B 57O AEH
eg HHER, ABEH, MRRAE RIE BB IINC X 0 SR,
BRERHEIN A L R SR, R
rubella JEZ
gestational age TEARHT : ARURMTIE CTHE AN BRER SN To DN E
rubella embryopathy JEUZ G VLT © AFUR 16 M F TITREGL L7256,
SPHER SR OETE, BN, B, R

cytomegarovirus
FH, AT mE
thalidomide ¥V F~A R—UEO T,
alcohol—fetal alcohol syndrome i /77 /L =2 — /VIEWERE : FEEIELE, B AT, MR etc.
nicotine— H SRt
THA D T e FE
diabetes mellitus BERIF—HERIF NG V2 E . macrosomia ELAJE, JE#RIE AR,
b) Pathogenesis LI : BHET L < oo T ZRUY,
Timing of the prenatal insult fHA=F7D & ORI FLH 23R AT 5 33w e384 or A ORI B EE,
embryonic period FRH], FEIFH]  ~9 wk
~3wk : JRIESET ., TiPE,
3~9 wk : AFEIEAEIC & DD TR MRV,
fetal period 5 /28] ~birth
AT TR B IR AR O S BEICHI R B2 o 7o fifids DA BIRIE, S Z LT,
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Genes that regulate morphogenesis & HEHZ ik % il 9~ 2 a1

Hox genes
retinoic acid V' F /A U E— LT ) A VEEMHRIEE AR A SR v 7 AOFRBUTEE,

VI Perinatal Infections J& £ ] 4y
Transcervical or ascending injection #% -5 SR, ATPERGGE « JYx U7- K& NI s [ — itk

(T & A EDMEREYE, DED T A L R EGYE,

chorioamnionitis #&EFEAEZ, funisitis FHRZFED

O EWG i iuiiE, s,

Transplacental infection FRNEAZAVEGE : KBRS EZ 1 U THRIEOMmFEH ~,
FATPRREGE Y widespread,

TANK, FER, HDOFEOME,
TORCH ( : toxoplasma, rubella, cytomegalovirus, herpesvirus, Others=Hg# b L' /R R—~)

VI Prematurity and Intrauterine Growth Retardation (IUGR) A ZAE & 1= NI H L IE
RN IR 37 MUNTAHEENTZ S O, HAERBOECOREOR B ZWEE, <2500g,
PROM=RMRK, BT, RERE, PUREIRIC LY | REAE T,
BPFER Z Lod v o il O RE - IERE (FEWL 850 R R ), BESEMERG R
small for gestational age(SGA=UTHRI ir DENZ /N SV )IEIX IUGR(H- B N B FE4E),
—UEER I A F T 2500g LA,
fetal cause BV DR « YuafRRE | SERMERTE, e RYERGYYIE,
symmetric ®FRM=42TOZE DRI B BT,
placental cause JG#Z I O JF[K] : placntal previa Aif{& lf#, placental abruption A& FIEE, J6 i O MARE,
asymmetric FEXF M= O NIEIZ L~ IR S s e,
maternal factors REARDER : g & L E W,
preeclampsia 7> AL () AE=LEYR HFAE 120 & fESE,
IR ECT L a— L Eg, REME ¢ B
SGA W/, ANIZZ2 - T b b A EIEFECRERE RS 2 &2 Z I faliEm o,

VI Respiratory distress syndrome of the newborn 4= Vi WY 55 16 JiE foe e
= hvyaline membrane disease 374 VAl IEE

a) Pathogenesis
FARRNCIIRBIR OFR, IR 32~36 IIZFE £ 7o KRB D 15~20% 03 e,

BN T - RHROREIRIA. PR ATO EYIBE, R EIR,

=
surfactant (F G MENEE, lecithin VYTV < type Il pneumocyte fififld bR #IIE) 2+ IS B LT X 220,

SMER Lo3 v, K0 %< oWiF| J)—atelectasis KU,
SAREEFNE— FR - A8 NG i TR,
surfactant ‘&% = A~ /LE 2 XL 0 FRET,
a)LF a AT A R corticosteroid : surfactant S HIES, «—AMARFIZ L &40 RDS FEAEH,

thyroxine HIRIRA /LB aLFaxT a1 FEMERER,
SA LAYV FEPER, BHMROBERF—=IBIRIZE A o A VU L fRE—surfactant #71H],
FEEYRG 13 surfactant & AT HE, . PG AT O EYIB— Gk,

MORPHOLOGY
RDS FEE DMK & SIZIER but LS TEHRITD 720,
collapsed (atelectatic) alveoli---HE/i L. MESUTiR, Fig 7-29
fif 715 hyaline membrane : BESEIZ G- 7o FRGHIRG, A Sk~ H U7z il & o 2327 3 IRATE,
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b) Clinical features 14
PE F VTR TR T — 800 ~ SR ] CREIR BB AL, TR LW B 3BT,
TR : ventilation #45( D support, T7 & YV LIRIZL7= K, or U =2 ¥ b surfactant,
long term sequelae £ BIE : fHF%FEEE R, bronchopulmonary dysplasia & ST B
SRR SRME O —RERUEE | TR OBR O i R SRR R |
BHIEHEIC L - TEEZ 5,
FEAK © SUE S B OB, R R A,
S STJE T ORRHE L, HIAUE SO RRMENEPAZE,
AR U 7= i,
TBh o CEBEZRNC K o T B AL 3K O surfactant(eg. L v F DO IRERIE, B HE KR,
aLFaRrTaAf ReRBIcEE.,

IX Necrotizing Enterocolitis #E2FEMERG A (NEC)  Fig 7-30
RAROEHHE,

LT
W8 DRE I - 4= D MHGE G OAR T A O Rstgs ~IR3E 2 69~ 2 72 0 OIE it DAz K 5

bacterial colonization FiF D = @ = —JF Ak, formula feeds 7 X /L7 & 5— 158 RS & AL,
FBEAL - JEIE L. © AL R0 9 - I—BHEME—ERSR % £ 5 IS D% 1L,
HERSE or ARBEM: DEEEBLIE, TEEEAL. KR T OB/ E 2D,
SR o i — MR — 16 BR A
pneumatosis intestinalis A& FEIREUE : IHERENIC T A,
A1E L T post-NEC strictures  NEC BIRZEZ B & 42 L 23% 0,
X Sudden Infant Death Syndrome FLV2ZERSEIEMAE  SIDS  Table 7-10
EF%  1EREOIIZDOZERO TS, I L > THHER BN D70,
90%7236 » HLULTF, 1ZEAEIEZ2,7H~4,H,
ARSI Z 5, HLIeZ &< 3, O DIREIZENE D ODFK ?

c o RBEREAS BRERAHOEAE,

XI Hydrops Fetalis i V2 /K (HF) : generalized edema of the fetus J& V2 D& B L% E  Table 7-11, Fig 7-31
FE N E MR CHEATIEIZKR S DERE, LT LIXE Y,

1) Immune Hydrops #2547k i
antibody-induced hemolytic disease FUAIKATIETA M MEFE BB
FHA & BRI OM O MEREAEA I L > TR Z 5,
feto-maternal bleed Jit Ve RRAHGIIN = SEMRAITIG R AR ML ERDS RHMAR OFEER I AV iATe,
—REBL O RN CHUARRE A — a5 % i — e W oD 7R i BRI — 1 T2 i,
A ORI, FENTOORE, R ~OKSITE =TFENE Z 5,

Rh incombatilitity A~ 5
ABO RGN HFET B & RhHURIZ L A0SR0 HIR#,
<G AR M BRI X R I EREEEE B I B DN TR 2 BErE SN D 728,

HoUu
IgG (FMEiE 2w e IgM [ 3aiE L7auvy,
18 T RhFUFUZBREE S V7R IT IgM BUAME DD, - MIEAENR T RhHE N 2 2 D13 H]i,

2 [8] B LLREIT 1gG HURSOE,
Rh 2PN Rh GHEDBIRZ 0+ 2 &, 3 <icgiD 2 o7 v,

—IEEARIMER EOHUFENL 2 B\ FE 372, Rh FURICEIICERIES N D DAL <,
ABO incompatibility : Rh & MR BIZ L2 DNTEIE, M Z 57220,

OMDORBMNLAEENT AR, BRIO/NRICOHREZ 5,
O BIDREH O M : IEH 7251 A or Hi B [FIFEIMEREESESR 1L IgM, ©1gG 2> TV HHET VU,
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2) Nonimmune Hydrops FESZ 4K i
OIAE R OKRME, JeEafRiEE, BRMEEMICEE L7260,
U Y I—21,18
Turner syndrome—cystic hygroma /KiFikFENE « FHER Y o/ V& BH >R FE K3 IR
fetal anemia A5 VEMERIN. : A EHEE M Da-thalassemia (2 K> THE Z 5 D03 K%,
parvovirus B19 ORI — IEGe MR IFERITIR AL Y, Fig 7-32
— IR M ER BV IR — A AR BRI,
FARR O L — DA RE N2, TEER A2,
MORPHOLOGY
IRIFERRAIBSHIAE O (parvovirus B19 12 & 2 FFAAR BEA ML XME— DA
extramedulary hematopoiesis  #fi#1 & [ @ [k, 4R
erythroblastosis fetalis Vi PR HEERAE < 1& MIEPETCHEIZ L 0 | RAH A2 DA 72 IR ER R MR,
kernicterus A% A« RIMERAGERC & 0 (2 bilirubin B0, FEECHZ, IMERICHRFICIEHE,  Fig 7-31

b PR A1
FE IR O AR MLER 2N B B Sk D FURIZ DL T 5 A —Coombs 7 A b B,
TR - HHPE R OO AZ Mg .,
H A2 113G | bilirubin— ¥ B 1 — L =HEH o370,

XII Cystic Fibrosis ZEJIPERRHESE(CF)

& DD D IR D 3 AT T IR L7 K e FEHE ITREEE D@ ORI WA K0 GBS PR ZE,

{T 9 NaCl #2 %73 @\ D ANRFH,

1) Pathogenesis
R A8 U7z CI ORI KA,
CFTR : cystic fibrosis transmembrane conductance regulators 22 g M RR A I 55 B B RS S TR i 70 1

=cAMP (&7 CI'F v % /b, CFTR #5712 KHE, Fig 7-34
=7TH - IEH T CFTR @ U T CIEFU— X CAUSHED NatfH RIS X, =T Oy 1
%G : IER CIE CFTR @ U T CI &PE~, — X Nat& H20 BRI T —KHROBiK,

respiratory failure FEUE A4 @ JEYL & DI A HRERIC K 2 5 72 RIE S Fig 7-35
R RE R, 85%IC R B D,

MORPHOLOGY Figure 7-36
fibrocystic disease of the pancreas WERRHEMEFERD « EE AREIREM L 72 LT ) TiE £ D,
chronic bronchitis 124:5(% X 7%, bronchiectasis X XJLIRAE,  lung abscess fififiiZe
meconium ileus JEMEMEA L 7 2 ¢ RHE L7 A F T K0 /MO PAZE,
infertility due to azoospermia fEAE TJEIZ K D A4E : FEFEDPAZE,

XIII Tumors and Tumor-like Lesions of Infancy and Childhood fEj5 & JEIERIR 4
REEEARIP 25 { Heterotopia S&TPE, Choristoma Z7BERE @ 1E5 7o - AR 2N 52 2035 0T IS AFTE,
Hamartoma BFRIE : IRIEE—RITICE £ 5, AR EHEMOR LR S D,
1) Benign tumors [ MEAELS
Hemangioma Ifil%& H—2% < O%E HIRTHIE, cavernous MEARIR & capillary BN E LR H 5,
R— b U A ARMENE - TR E D OIFZE, Fig 7-37
F 1T von Hippel-Lindau J& <> Sturge-Weber SEMGAE & BHiE,
Lymphangioma VU /N flE
U 7 BEDSFERDIR TR IR ICHEIR, MRk Z Gde, FETET T2 <, TREIC Y,
AR PN IX RSN, AR RE I ZEIHm T U,
Sacrococcygeal teratoma fllBERAFENE « /N AESEHIRUIE S Cie b2\, Fig 7-38
S RMERTE & B, 75%I 3RV TR, 12%I 3 THedn Y,
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2) Malignant tumors FEMEE S

WEMLR, PR, HOMHRRMZ STV, O @ il BINZER. K ete.
Fi N D SEMERETS & DFHE

AP JEFELE teratogenesis & G742 oncogenesis & DEHEZRAHB,

i A U0 W ARE B R B genetic abnormality 2320,

H #R{H1& spontaneous regress L72 0 . 73k L7203 5 M),

AAFER IR O b AL  BURBRRIEZLE 5 BRI MEARYE ) O,
Jie EAME OAEA% % embryonal appearance, FFEAY7REREH FAEDE,

small round blue cell tumors<—ffific (235 1F DR DEIG B K E VY,

1) Neuroblastoma %2 fe I
FEALEFSMUTTRDBIL, Z<IT1IMUNTRERST b,
spontaneous regression H ZRIBH#E + H 28 or YEWEFEHE M M 23 S0 (b Al
f% e H I —sympathetic nervous system ZRBEMHFERD EZNHTHEID 9 5,
adrenal gland F/|% . abdominal paravertebral autonomic ganglia 5HE B A ARSI 2> H L = 5,
MORPHOLOGY
MIE D72 7/ a~F B AR OR;,  Fig 7-39
nt"y l=Homer-Wright B D f%nt™ v | o JEEEAMAL AN KIRRAE IR 224 235 72 U 72 220 & WO 2 BE S,
PR B L) 70 T D S U I C R E 7o/ NI D 73—y v A R N N 43 WAREDRE,
Bk 7253 AV BERE % - 1R B R
—ganglioneuroblastoma i ZFHINUNE, ganglioneuroma &l fu i
Clinical course
FE SRR AR T h 7207 3V BEAE — R HF VMA : vanillylmandelic acid, HVA : homovanillic acid T ,
={CHPED,
Staging [ ~IV + [Stage IV—S| =/R&HH7ZN THRIFIEFIZEV,  Table 7-13
p73CEEMHIE IS TR K, N-Myc HHiE— 7%~ R,

2) Retinoblastoma #8544l fia ek
SERMAES:, BARBMET D22 835, MICHIFRMEENH D ENRZ,
FEME - R, W, SBORSMEGEERME) « B, I,
—eg. osteosarcoma ‘PRI E, R
MORPHOLOGY Fig 7-40
e Bk OMIE s HREAE, T IXE ORI 5,
B RE, 7 a~F U lEH, filEidz Ly, e PR,
Flexner-Wintersteiner rosettes& % HE M fE C i3 H LTS lumen 23 72 WMAEE » |,
Clinical features
WIFEIEAR - RN T, BHE. cat’s eye reflex Jifi B S = BEFLIC A GG,

RB1 gene mutation

3) Wilms tumor 7 ¢ /L A AfE}E  nephroblastoma ‘& £ A g
WAGR syndrome—33% D= T WT F&JiE,
anirdia JEATHZJE, genital abnormalities ZE5figs 2% . mental retardation A5
Denys-Drash syndrome—WT JSJEfGERRHE B,
gonadal dysgenesis PEBRFEH 42, renal abnormalities B g 52 &
SWIIvh WTIGEMHES 1) KIE,
Beckwith-Wiedmann syndrome—WT F&JE R =50,
lEZME K. hemihypertrophy A HIIEKIE, adrenal cytomegaly fill & Al I K,
IGF-2 ® imprinting &% : 1E% TIIH & 402 BEIEEE R 1 O R H R B,
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MORPHOLOGY Fig 7-41, 42
RESCHREME BESRBIBRZR R, 10%I X2 TR IS m i, 2381,
B DR % 70 Be P 2 B35« blastemal ZFERAY | stromal fJE A, epithelial |-z,
IR DRI « KT v~ F UICE RSN E R I L BE a2 =T,
B RO BIRALAE - MO WT JEAEfEBRE T,

XIV Diagnosis of Genetic Diseases
1) Fluorescence in Situ Hybridization : FISH
aneuploidy G o A% #L 5, | subtle microdeletions f#/N/K$H, gene amplification ¥§#E Fig 7-43
2) Molecular detection of genetic disorders : DNA-based test
a) Direct gene diagnosis
restriction enzyme il [REESR : eg. ZEIRZE BT IV UIMHREAL 1 & AT, Fig 7-44
allele-specific oligonucleotides 7 VRFEEFJA) 2™ 2JVAF 1 Fig 7-45
PCR restriction enzyme, sequence, triplet repeats  Fig 7-46, real time PCR
b) Linkage analysis #EHfFAT
disease haplotype, polymorphism ZJEIE
RFLP : restriction fragment length polymorphism fll[REEFE W A &2 Fig 7-47
SNP : single-nucleotide polymorphism
3) Indications for Genetic Analysis

013

prenatal genetic analysis : amniocentesis “EIE%EHi, chorionic villus biopsy #k EIEHKE A, I L,

postnatal genetic analysis



