PoF corsvtn17.pdf

Lyallsmdy do ot (Ao gl (e o sy Lﬁ.’;‘“, ,
ot s o
2017 4_.-!) I 5)9.3_" A 20OHCA weXMhe A 0XKE 1Le0OM ) Caly_ 4.4._12,
- Ll ¥ polic - ssagilly alilaallly 4yl @bl 32l

3| saim w2y Bluselip ol

Salaalt 0239 3lasedl p gl e syl pglatl el

FERCTRWDS

&5 ) Jo¥ ol

(Al i b ol o Cyny (aads) s gl i § ) Ui 00 gusaa Ciy e 1Y palill, 2

0.5

e (=e4) . (@) so(ee2) L (D) I

0.5 o ST (T ) sall e he gana i (0 gramas iy e 1) DL i) Syl S ysa 1
(CMH ifis 5) (apmill 03300 s ) sl gl S 53|y

[ 1% z T U

I

oo sl Apalimiund) claaaall s e 58 aluaY) Chlias aal 5 VIH oug ) dpnailly Juaall Aglag) — 1
o (el (8 VIH (56 Ao 58 plal cilslima ) 3 5LEY1 anialy quimass il s J5) . eadll 8 VIH
+ bt Lo o 00 VIH Uiy Al 0o il Ty il slialll e oladtiaa gl -2

Tl shialll G yla (0 diieall T iy glialll daalen -

€lelaly VIH JiSs daghi il T, il glialll Jadl -

§Ty oy ghialll Apie s Aai yal) VIH il S Gy dge il slusad) colobian Bl ) -

Ty Gl glial G dgla cleaile 85 -
............................ 3 315 8 Gk e Ty lylialll cise

v

00.25

00.25

o H(t e (M el gl Gaea Jgad) (i paes ) A Al (g8 el g pull Gaes JI 581
Krebs la (s siue o LIS 403 5 A a3l 5S ditd U 5 538 siaall (3 el g ) s 52l -
T NS sl JA1 b gl (aan Ga Baaly Ay s pagd Al Alasll +
(4 NADH,H' ) +(IFADH,) +(1ATP) = (4x3 ATP) + (1x2ATP) + (1ATP) =15 ATP.

0.5

t b e s SyanaTl daglea 4 \Ra +
tellaall e padl) die o 38 i (3 gk dlaall Qadll die Aal ) Aa B pall b Aulll paaall S5 -
sl e adidll die pall pH g 4 jlis ames el padill die 2 pH - -
Uadill ae A e Apuadiil) ALl culisi g yag il ye Y1 (e JS Ay 500 pellaall il iy 2S giaa -
& S S iz
e
538 Guiitl g INTI abay Sl (s a2 llsall 7 Uil +

il LS e e iy Sy 385 FADH, sNADH,H' 286 : yalall Lall (8 ATP S5 el +
ol i) 3l e H £an) e HY Jloe dSE e gl al) sai HY @iyl o — Al
ATP @S5 e ¢load cld i S ye o i)
S5 i — NADHH ¥ 50l pae sl g e dgusiith ALL CT S yall 2 Badlall I il
ATP

Ayl ¥l juolic — 2017 duslell 5yl = LygIlSL) aogll ibogll ylnioX]

o2, ¥lg L) ag pglell doa b — o, ¥lg 3L pole Bolo

Page 1 [ 6 - + &b ilad) G ) +
e S, sise e Jla ollia « MELAS
wﬂ]lﬁﬂ\yaulMlu;\ MM\M\JW“IDHMUJIH,M

o1 owbad) Lalasyl
5 @S sl (6 e o

Asn - Ile - Ile - Phe - Gly - Val - Ser

0.25 obad) padall dually -

Asn - Ile - Ile - Gly - Val - Ser )
s0aall (gl Jua¥l ppudi +
3 CFTR 0fisp iS5 < 508 A0 (6 sima e AAA a5 5 &6 a8 8 Jiaii 5 il Cagon

05 Mucoviscidose uar )b — gile

4
S5y pll Agumane alll (aeall oS58 e Al sl llue Balas ; sl
slaally ) gl
(0 6) Y Croal
soasall gal el G +
ablia S CUgasdpe o Aledll 4al oLt 4l )l pxe « CFTR 0ol dg o Jls
0.5 Gl pal el jseh — 4ask cma )
g ABall + 1
faals gala jelia g3 el Hém CFTR Osis
tMucovscidose ua e Guas gadd — gile 2 CFTR Ofis »
0.5 | cercresssssessnsssenneessreens Adnall g JAN glaall yaii die gy g ) s slua e i3 IS8 ML <=
ARNm 4l +
00.25 1 gl padall dually -
AAU-AUC-AUC-UUU-GGU-GUU-UCC
0.25 rbadl padill Ll -
AAU-AUC-AUC-GGU-GUU-UCC
+ Al plabaalyt A e +
00.25 + galall padill dully - 2

<o) ) hs |

0.25 - Osatdas sl 0 O £l o) 1 (paia g el g Jgpesal) Jila -

X graally B ¥ pae o ilaie il ga US Js 1 uin¥ s e Jisans (all 0o digesd) dial1 -
i 0a Y (gl Bl )Y a3

00.25 . Glibias Sl 252 1 Y (gl o pane s -
1 1o, 3 [ ———— Al T Y1 00 a8 s aae TTT; il OF X ol o Jsana 52 -




+ Al T dasdl duaf Jsial
M] ™M AN g
M//m M//m 1l sl bl

m/ Y M/ % m/ % M/ Y guaal)

R RO

LY M 12 m 12
M 12 (M/M) (M//m)

[M] 1/4 [M] 1/4
m 12 (M//m) (m//m)
[M] 1/4 [m] 1/4

Ya s Mucoviscidose w2 1Tl duall L) Jucial

NR 32 Ayl ¥l juolic — 2017 duslell fjgall = LygIlSld aopll ibogll ylnioX]
ws3s Bl ple ellus duyanill pylell doad — s, ¥lg sLidf pyle Balo

12 Cptad) LalETT § INTIw ol GaliiSl Loy o gus cpillall (A ilad) D5 dladl +
3 NS siaal) (5 sinna Sl gl man b (BB S g o Jis s < MELAS
ceogiall asall a2l elladll ), AHEAD Al (¢ shuse o (i aes (Y Alsa3
i YD aall el il llise Babs ; peadit
......................... slaally ) gl

sl (Bl el i +
aablia Sl CUgasdpie o Aledll 4al oLt 4l )l pxe « CFTR 0ol g g Jls
oo pal el sk dask Grae )

Al oy g ABdal) +
tade g2 )la jehe g add ol CFTR O
fMucovscidose U Sluas padd «— gile n CFTR 0fisn
e, Adnall o 8D pedaall i dde il Oy sl s ge o a3 IS8 U 5 <=
ARNm 4l +
1 gl padall dyally -

AAU-AUC-AUC-UUU-GGU-GUU-UCC
iobadl addll Al -

AAU-AUC-AUC-GGU-GUU-UCC
+ Al plabaalyt A +
s gaball pasall Ay -

Asn - Ile - Ile - Phe - Gly - Val - Ser
sbaall Gasall Ll -

Asn - Ile - Ile - Gly - Val - Ser
1o all (gl Jua¥) ppud +
2 CFTR Ofign @S5 508 LD (5 g o AAA a8 sl &0 ol 8 Jiawi5 ik Cags
Mucoviscidose ua Jseh — gdle
1Al JUE La T
coreens Otk g 0 Olan ol ol ¢ gadia asall e Jggesdll Jilall -
X gseall Bl pae O ilaia Gl g IS a8 1 uinY hiea e Jgane ) 0o dypusal) didall -
J88 e Y gl B )Y axe
lilas &l 3 8l Y ol o Jgane s -
........ Al 1 Y1 O a8 5 Al [T il O X isnall o sana s -
+ sl T Jeead) Lilual Juial

2 e

M] s gl

_ O\ ol /m 2280 Jaall)

- M% gL

(eI A

M_12 m 12
) (M//m)
[M] 1/4 [M] 1/4
(M/7m) (m//m)
[M] 1/4 [m] 1/4

Y4 s» Mucoviscidose o ITl; sl Aua) Jlaial

AlaXl jolic — 2017 dplal 5ygadf - LygIlS L) asgll Litogll ylonia¥
o lg Bl pole elluio duyyoilf polall deasd =y, ¥lg BLud pole dalo =

f(m//m) = 1/2500 = ¢ s gasall 8 Jalsmaall Jilad) 035 - T
f(m) = q = \/q% = /1/2500 = 0.02
fM)=p=1-q=0.98 sgdlall Jiad) s 5o
'm) =2pq = (0.98 x 0.02) x2=0.0392  asall (8L cprastealt 350 235

(ki 3 ) I ¢y pa

DR IRTT T



B e et
Page 3 / 6 — Q4 SRR
0 Jsismall Jilall 5 tanall s B O O Jaguall dilall -
0.5 Aatill sl oo G i) Jilall e aibs Bl g2 Y1 el 08
s ) gall Tl ) Jalas -
,slu,y!u;)t_\n Ul A o g A )18 Jalae ol e 0S8 9 sg L) 55 0 @l B2 diadl
0.5 " . O ye Oty aall Gt all «— S il Bagaal) jallaall A (e S
S Fy ) i Ui o) g Cilie JS prausi il gonll 5 U] dpulia ks o gy Slad -
0.5 o
P "’.. p+
2 @ g1 el el g
F19 x
[pt+.n+] [p.n] N
%L—gi ﬁ + 480l B!
N -
. ptnt pn ptn pnt p_n Ll
00. 3533% 36% 14,22% 14,44% 100%
A Al
ol ptnt pn ptn p_nt
3533% | 36% 1422% | 14,44%
ptot pn ptn pot
pn pn pn pn pn
100% [p+n+] | [p,n] [pt.n] [p.nt]
005 3533% | 36% 1422% | 14,44%
55 5 o il B A JAD) aUiall i il 2 0 3 O AL ALl il -
00.25 Ailualls Ul 28.66 %
0.25 Aglalall Aday Al g -
sl OB 5e puaadl OS85 ) 50
28.66 Mg
ESI | A Alo¥l psolic — 2017 dplall 5jgull - LysIlS Ll ssgll Lidogdl honiaX]
4 o lg Sl pole elluo duyyoilf polall Ao =y, ¥lg Bud pole dalo =
f(m//m) = 1/2500 = ¢ T oAl o sl Gl s
0.5 f(m) = q = /q% = /172500 = 0.02
0.5 . fM)=p=1-q=0.98 sgdlall Jala) sy 5 -
0.5 f(M//m) =2pq = (0.98 x 0.02) x 2=10.0392  asall CuBUI cppalealt 31 391 235
(ki 3 ) A ¢y pa
: Jo¥) gl A il e clalitiuy)
) sl ¥ 0 sl G (88 i1 (00 LY -
0 ol dilall 5 tpnall 350l 5l o Jgpmaall il e il pusall gl 1 05l e g pmsall Qi -
0.5 Aatill ¢ gl 8l e Jgeaall Jiladl e il s W) el 081
1O ) Tl ) Syl -
S dgs Al Halladll
75,1 (IR TR
Fy &l die gLaeY
0.5 "
P
2l 9 530 gl el el
F19 x
[p*nt] [p.n] REGRPNIN]
% ﬁ + 450 LYl
A
005 B L 5L pa gLt
- 3533% 36% 14,22% 14,44% 100%
A Al
iy p+nt pn ptn p_nt
3533% | 36% 1422% | 14,44%
ptot pn ptn paot
pn pn pn pn pn
100% [p+n+] | [p,n] [pt.n] [p.nt]
005 3533% | 36% 1422% | 14,44%
58 A 5 Sl B Lpn HA Ul s Gl &y Gian g pdall () pall (o ALalill Ailsal) sl -
025 28.66 Mg (s sal) (o Alualdl Ailuadllé Al 528,66 %
025 + dlalall Ay AN gudag -
sl OB 5e puaadl OS85 ) 50




Ayl Xl puolic — 2017 duladl 5l - LygILSl) asgll sl ploioX)
sa¥lg b pole elluio Aoy il polal) dussd — o ¥lg 8Lidf pole dole ~

(B 3) A sl

+ A duall clall sl gl dig

C B A 1y aaall clial)
220 ~140 =120 (Km) (eall
400 1000 (CO) sl s 0

1 daddl ) C dasll ety ‘4M|WJJB@M>@lgAﬁ;a~JL;AD.+
Al (8) Aubuall Aall 3 5 s3all Logad (55 Ollave ) Cy B i piall (a2 il (po (G +
Ofinaaa e 352 Gzl 03] ¢ 5 jlgaall g 00585 o (Sa¥

2 diaal 1 A 5 yiaall i gl +
e 3 laa (S + L) (sin sy Agaadl g3 ll 5 s g Qi 138 3 gl (o (Shadl +
1 A il
Ll 35  fg iyl 8l gl gV i sl Byl +

Al O al) el +
Ao 0 B P ULV M ALY laaall 5 age g lii ) yalall dilaie b asaall (g pduall GBI s e gy
Tl gamlaa syl ol

Q  + BFRGIREFIORGE
TORSIRRE 5 3OS gl e 4 Sl R2

a4 Sl R3 8 aall axid (35S SN g 3OS gadlll (0 &5 sSll R2 5 sl g 2 Je il & gaa -
gl 5 culall
splall Jual gz lsiad +
B oxiall Aglaadl) 5 5080 ) sin Lag quadd (1 25 1 Oitasall e il e 8 jlgaal) JS280 o 3301 plall ety
51 yall ds o g il plis ) A




