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29. HH&EA

201. AptA] o 1h-5(GFR)
- ol = HAET Bk - Bew Aoy Bt - B Y W AEY

(|

(WY HH S| rras)

I 2830151

» AR i THE(GER) = ATk A(K) * o7
(K AF7A| T2 Ei AR eke] Fab)

v A7A ofitge] £7
- Aol ate]| whet AE] RAEEe] EUhg Bl A AL o Thag 2T

- 4T A2 2UFEL 2Y) - £3A5Y WABe 23

= & GRI1 - & GFR|
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202. 4t-97] BY =2

) 28 A
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i
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29. HH&EA

(DA B A4
24} HCO; — HY + HCOs
- HaS0: — 2H + S0
g3 s P FLPO; — 2 — HPOZ

SRINAL G714L - AL A=A
(iyH =wo] =4 A3
) Bg} 25 AlAE

BhAF T H.CO, [/ HCO,

elak 9h3 : HPOL [/ HPOS

i

G

L) 5 offt pH =4

[@0“ H' T

E Fat A
g@A gt| (H +H(_.O_‘—l-lz(_.0«‘i

S;ﬁ

2 okEn
1:

CO; + H:0O

nJLlr

R e e -
24 o BUTREEL H,CO; — HCO,” + HY

H.O + CO, (38 =)
H.O + CO, (EF 94

AmslE 4
CH' + HOOy — HCO, SErrBis
Y

AlAke) pH 34
- H', HCOs 2] A&, 2] 23
© 8 o 0] [HPOE‘ 2o} HPO,
v ' NH; A — NH.'
Llla)‘ _c\ly] sgad o]ﬁ.}l—
o) BE AR
« 2] co; W& o]Al : ®A €O 1 HLOO; — HCO, + H
=5 EAT|E AR B A HE EE
L) 2R 9gEE
- ©|2] CO, v I} EH CC, |+ HLCOs «+— HCO, + HY
> BA7IE AR B B NI XS
=) tAbd A
s AAL AW HCO, |+ H -

H,CO; «— CO,
ik AEA HHAH -~ A +H =H +HCO; |, — H,C0; — HO + CO:
—> BT

DA B A M BE =8 EF02 00, HAH |
2) taby dzelF
P EER elE H A A Heow T+

— EA7H: AER| BRI B ME M 55 oFR 00 HAH |

H' +— H:CO; ~— CO:

203. K" =4 o|4t

AR

(i) 525 (Hypokalemia)
< 2F A K'o] o iEH ¥ WES vhA, Ede] YHEE
AgEh A Kol Thesk EulE %o Y
— A7 A7 RS A 2% Ao e oot 2] ol
—’ﬂ;ﬂ"’ﬂ)\lL ECFY] K™ F=7F b 3 Anld K Ard o) E4do] HolsA A
o] 2 dojuA] 9w, Szt FetAA A el Na' AL ES EFAE
E":’I o] e 7] ti2o] 4] Hett SR} LAY 5] Yo

o v e B A7

(i) 11 Z-5E & (Hyperkalemia)

<A1 B 7)elt #412) A5 oliel g 47
- 217 AZS) FA A AEAN 22 BRT0) Yol 24 -] 47

— A AL A N AEEC] Ao de) §F A2 $4 20
A E717E A A A, T4 0 o) Lol

204. A A E&(renal Clearance)

+ B2 H4aE(ml/min) =
+ AREA| AIE{GFR) =

+ B4 E(mg/min) = 2| &
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239 24

i 4-E{mg/min)

Y Y4g = E20] 84 U S (mg/ml)

Aol B el ofd A4S AAsks s 2R T
A AT S RS S o E4E A2 dAE wiEdt s A
- ol 549 €4 5527} 1 mg/ml0] L 30 ml/min®] 4¥0] v 4E A
T 30mge] B i 5H2 AAT = Aol €

Lo AR 12

ole® ol Ee

=

oj5e B Y =T = AHA] o] {GFR)
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o
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> Clisglel 248 glu} t|malA OE SE0| Mg E= 27 LojLheX) 2018 4 AUS
<> HUio| SOfet OFBO| HAR 28 AN GEO N F0RS ZHE 4 %S

B 28 W 55 x £7 44 R8T
239 I U 5=

olEdle] £W Y Fe x EY oW iR
ol=de @4 W F=
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1. §2#E = Z(PKU,Phenylketonuria)

(i)€el
CAENA QY 2E
» slddeid dabel] oldo] A dgof sd gebdat o E(Phenylketone)2] o]
word

= BM 2 010l 25 MA 7RSS WS 5 BE 00|iAS0| B ISE0f0r &
o

= = ! Fe=flblooc-brain barrer, BEB)0| S101A S5 EXAZEHZ EeiMt 2 ol
LNSS 338 S US

=3 |NAAT(Large neutral amino acld rensporianis Y2, S8 0|44 EBED Elg24 &
o| Oh e MEE F2 45!

=3 Sz HIYat-o SE7 Z0FEH, NAATY HEUeto 2 2ajtiof ChE 0j0|Ats
9| 20| O HUTAM L L] ofxo| Mz

EEEE
v Tat0 mgAERE NH, 2H]=3
2 (Phenylketonuria) COoH {Albinism)
COOH CrO[SH0| =& AT g et
HO (Dihydroxyphenylalanine)
BH,+ H,O E|2Al
(Pﬁlﬁgah__l (Tyrosine) l
enylalanine) EUERT]
l (Melanin)
a 510 ERAT D RE L
Hydrexyphenylpyruvic acid
p— (Hydrexyphenylpyr )
- ZRAE| AL Akapton) 3
EDHE| AL O B0 2 Mo A3}
sy (Homogentisic acid) |- 224 48
(Phenylpyruvic acid)

LUERS
(Alkaptonuria)
U UOLY EOLY E4

(Maleylacetoacetate)

FOHEOH RO EL
(Fumarylacetoacetate)

()54
- M 0T oFoR AF ol U
- Webd A2 ghgel obdol 57 wish Wyl Lhehdt
- AT T o] 2NN SED WA

(i) =74
+ 84 T4 A sk 1 Adel Hut vl Lol o] k= EEL ek T2 ot
oflA A= AIA 7] d2el 247 8ls
- g4 5 AEA B4 Fadddeide] a2 Eolgls SABE Aoladg Hor
2 # A= Hof o] AL Eu] wf2e], iR &
A8 3ol 2 AL 2 oS
© B4 T AU A A e Sofl Y FHAE Ad ofelE R 4olay
&3t e qdute) ool #el wke] wgdEhd el
EfRhE 52 sotol]#] M o] glote] K7t vjAgH e
=g

(i) Ay A2 (Guthrie) §]AE
) Got2RE Y AEE Fof BH Fo] ol goi=d
L) Bacillus subtilise} f-2-Thienylalanine(E 9 gapd o] AAH A 412 Wi
el Folg EFwT 3700 SR ok
) b Fo| Fol A Alto] A R F HE

> M0l B A Z2 HEHERS B2 2HE 4 US

oo HgZafdo|
E5% mjojg 0| oy
— E2L7H2EE.

e getdol

Y| Eveae

A-2-Eloldgard
(#-2-thienylalanine) 0|
#71E uhA]

2. 7154 DIYrElE BS

(agon)

+ Y91 ST LDL YA ApoB-100 ¥ Po] 23 HTES DL 584 A3

+ Beted ) AEAEAAR 27) dEdo] §4E

A% 2] pz 7 obA F7] dlmdko] B — 2 pH rhize] 879} DLo] #2)=)
¥, $4AE Azgos g4y

L 37 Aol e 4 B8 B4E0] 92 14 Fa30 SUY — 24 2)4F 94

- o} pH 50 @014 2% 4 E U] BdFo] S48 Klof IDL RHE 2ol

@)
© IDL 487 2% — B2 S UK DLo] AE Y2 $U54 £
+ @3] 42l IDLo] 3 W] AR F H25¢ Yoy

- U3 2A2HE S4 : ol A - 342 24, 59 WA — WAl 464

3. 2]4X% WA At - "AY

(1)1 A 3= AZHT cell disease, Inclusion cell disease)
2R A oA g 0.4 6-91410] HAH TR BaFoz ol FT
— chigof ghie © A-6-9l4t A F Bk N-opEERRAR-1-AT B E L
(GleNAc-1-phosphotransferase)?7} 2 H 252
2714 e gad | BEES HuE 5 U

N-CHEZETAR P INRGEL | o o

E‘l'l:Q"‘\

(i) H| o)Ak H(Tay-Sach’s disease)
o F)4AFo]U E)o] A Hexosaminidase) A T8 A5 Aol g4 23
— | 0] B| L] A2 LA =(Gangloside) 7k HEE
« AH Aol AlE] AP, T8 912 52 dov] offl veldf Ald

(jii) ] ¥ (Pompe’s disease)
o g-FE I A Y 0] A(Glucosidase) T42] AY, AFgAA 44 AT
- faF] AgE FuRAL BajetA B 2lhgol B
* R ot 250 ofdo] 44

(iv) LA H(Gaucher's disease)
+ FRIAY 2 A oH(Glucocerehrosidase) E40] 2, Al G4 23
= &4 1A F 3l FERAH H ZAY] E(Glucocerebroside)7} %35
» U4 A M| ZE0] 2] 22of Grof 73t d]Ake] vy, wiE, wig] o]a} So] Lhghd

_77_



a9} 012

31. 24

= o

4. D] EFE2 o} IYF
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. ol=asaiol
s
from 2 (anwo] < — <D @
D W <D @
BAME 2F l
a7l Qo
D@

.a-=--=-='::(.:_~) @ '\_"u

X

(R Bi=Ece0E sni=nz ve B | =
HHZE EE & 805 EX2 8 -
82 3i0f | cf=7) Liel :

=F2 4, 28 014 (S22 0t 2ES)

5. Mo} MuZ
< R 2] ool Ryl g AEe el olol2 A8 $4¢ o) dot dejo] =
AZ doldt 5 9l
— 2| Y4 RhD o] o3 Aoty wed
2743
* RBQ oab7k SAE Rigol ofolE Qalshe, Q4 3 efol Wej 4 AR} uke
Fo) 2AZ oirt 7o) B AZE B4 3
- ZACIA B %9 A B slo] Sk B Hot Bolos Solsl Ryl 4@
S¢ alaby] o], Hjot Felo] YT o4l 0447 HBF oL Bol LA
T ok A4 $EOT AW EE S48
= ARRl7) 913 FAGHRAD DY 22 (Rhogam) YA 287 HRE Z7|F0
2,720 24 5 7242 el FelshAl A9y 2o whgol Qofubx) Eapl 3

-] dofut A7} ghEo] A1 719 B A

- ABOA] Hefd - HEy BH
2| o 2o HHo =2 AlgESt
7| =2, o] 2H=z o
K7 2A| HEHHA T M
50| BHslR| 2l B A
L7t ight EH2F 2o |E
— Q2|21 g2 22|71 A

F FM EiglE SalsiX|
=6l EfotE S48 &= ¢
7| EH 2XHF oE =
WHO| EfOtE Yilsl= 2
257 x| 2=

- RhA| S g7 200
BeE dR0| gE=Z
57| 2o, Mo =25
= g7 2] HEA A
T HIZS0| @48 =0 B M
2oll AlBE FA G At
2HIE
— TUEHT gEs 2717t &

Of ENEIE Al Bxiat|
20 EHOIE ZHsHA
=0l HEEE oy

6. 7% 7l B A
- A 15q11~13 2919] oF 22 7] 48] A 42 o] sl
- o] fAAE 75 A Eddel7) gl 54 Fgo] A7
(—) Zde He] FEH(Prader-Willi syndrome, PWS)
» 27§ W He fAAEY oA iz 47
+ A F fAAE g s Hof 917] o], 7)1 54k EHdelrt Lot RS
BAoA SeEod A MEAA FHA AHES TAE g5
- 24 2Tl A A BElcr) F 4 iy w82 Kol fiES vige
T, 25 58 4, 7R A FAof Fo] Yepd

a} - ) i Q!f/.-- S "*—.,__\x
+

22t (E)LEY >I-: WAL B ED
I +

BE*" g8

{

Iefie-2e| S5

F

(1) eFlRt F3FAngelman syndrome, AS)
« 5 o el sh =l AR o)y ufite] A7
7 8 HAAE vE e Heol Q7] ], 7)1 54k EE ) dojd fAAE
HAofA Ee T o Ak Mo FH2} AEE BT+ g
- &5 Fash W2 Nme] 9, FA, A5 AF A Sof tEd
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= o

7. dynamic mutation

* DNA AR 41997] o] ) whd Aelo)4], 4% ol ket ojna g 84k 5o
2 A197] A 0] yhgo] Stk o 2 polAA g oy A

(1) Hef X FF P (Fragile X syndrome) — A @417 @4 23
* GGG 7] A9 g4 wiEo] k3o 2 ghopal
* FMRI(Fragile X mental retardation) 817}l 415} o g3z} dojupa ko] of4g
= A A ZE Afole] AEAE P45k BAZF ATEA0lA o] 2L wER UERkD
+ AT o el X GAA| wike] B $REA g Teko] Fol7l AAE B

(i) ==l P == (Huntington disease) — AMEA1H] 94 A3
* CAG 7] M€ 9] 4] 5t Fehao g goly
* Huntingtin $-3477} A9 a2 HEge o g o] Zej-22eby Ao
SHHLR Hojy
— HAAF il Fo] B HEM MR FAAY Gedo] 7haE o Ea-Z e =
Zro] MA FAH HE AES Qo]

8. L—]‘E]\‘] AN O=X ic fibrosis) - }\]-%1)\“" X X]%]-
CRREPE
- 7= Ze| Byl Ege] UL iiEst, ATd 0t dat 5& R FAL 3

#4493

- 712 WO HE7} S|4 E HY T £of 5o%s TF AES T ol

a9 2%

— Al E A G 8] CFTR(Cystic fibrosis transmembrane regulator) T 2o o] 4le] Al
A HE ez A2 wiE3HA] &34 €

- 7|= BR19] o] F|H =] o} 2 BHo| ZE]7] g 2of|, MlESe] A £o 28 of
2R H7e 9F e 2 Yo

- ojaf, 7k F2 Zuldol= Ho] B4 E]4] pal Hro] g up] Wi 4F EEES
j&al=d] A7} 42

BHHR(SMME) : B4 TRHLIT2|THHY) 5 £b|
22 7|5 BH —

#7152 g e oo 2 (§b25ez H23 ¥ oM

7

ho © o

H A (Cystic Fibrosis Transmembrane Regulater)
\ARBAGEAR LA | BAALE ARGAAAARR
f [,[I__F”“U VARAAAALS AAAAAANR
I ¥ '1;.""" b S IS TR Lo ) i)

| L 1l | I
Uy 4 | f L {
!

v
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5

—
—_oob

Na* Kt 201

|| HOHE |
|| |

CFTRF33} 0] 4
MY 2] x —» % 84— HREE0E SO %S — 2B Mac M x
a [ Cre] HarE | x —» HE 20| 438 0[ZOE o4
(Ofa — 40 HA B ¢
~ M1, 12U SRAL 271 48
S — By

9. Na" &4 o]4t

(1 HLIES EE(Hyponatremia)

» WSO| At 1, Eoles2
2 US| HUZAHEE
Ol=r| £7] EE 52| &
Af bl

 MIZZLHCE 20| ETIEHM e

0| Na#
- TE FE 2 Er4E
S& gy

(i Z2LEE EEHypernatremia)
= AZEY| W HE| TLE
= BEE TREAEHES &
2| L EhE
o M|ELHOE Q0| ZRAEiM L2
+E0| LH
— FofEat LBt Ao|7)
AFEAY EHES0| S

=2E ey

10. W& - QAMF Lx Selwo]

= Uhd A0 W E B (Chronic myelocytic leukemia, CML)
—19:22)(g34:q11)9) HE A EY
= 22 FUAH Y Bor fAA: 9 FAH| Q] b HHAF HEHA Bor-Abl T2 o]
dEy
- T AE AR FEA able] €24 7holdle] A FAe] {AH7] glEef A=
M Bd AT E ddsh g

B47 HET MES0| 01 FAISL HiEHo| 2uyst

=

S ETE ™
N l
f 7
i 4 Bor-Abl
N L

o eidoop
derS  ofaiy |

2| (Glesvec)
= Borabl THEIER] ATR-ZE =
HiZIH ATP cii! 2EEi S
Bf Shitmlo| Egs HuE
- Bt Eaed WEEL X2
H=olgd ,

21 uny

' . .
Bor-abl =4 — i._L! ~oge ﬁ-‘éﬁﬁg
Sz
a0 =i .
Bcr-Abl H H o gy,
ATP-2E =0g10] ! Y
o4 b o i
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31. &Y
» 21 ZF(Burkit's lymphoma) « B4 ZER ia)
— (8:14)(q24:q32)2) AFs A R4 T sesymsmela

- Epstein-Barr virus”} 22.7]= o2 48 &
— e-mye A7} BAH T4 AR S

+Z A Enhancer) A4 # = o|Fg
B A=A v-myc FEA2 L algf LA MEE0] 0l SAE
P { i 5
l‘i: B . \\f EHe| S
a A _ 1 FHA2| SZAHEnhancer)
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