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urguflwid wHmID CaImILITL g6 C1&T6T6m & 86T
PRINCIPLES OF INHERITANCE AND VARIATION

Mendelian Disorders/ GeunigedSlwiett &esnmur® &ern

>

UTeUeOTS, WIUans Goourhsst  Qasi(h  cuamsSaTmal  Nfl&sUUL 6D QLo 6vaTig €0\ULI6TT
GOUTHS6T WOHMID GCITGLLMGEFTLOMD GsnmUT(HS6T.

Qo6tong e0lul6nT GEOMUT(HSET (WSS @menm LIUgnelled LIMHMLD «e0er Gl SleFLOTMHMLD
ewpeuld SyoneflsslLG M.

urUers QsTetemsuiled BT UgsHsH ACH eauflulled Qhss GeommurGest &bhsEHUNeT(HEGL
LIy6 & 6sTm6T.

LIUSSETOLAINSOSTLIY uGUUTLNET epeold @@k GSOLUSH,  Q8g &l  Gloevurg eOlwler
GOOUTHS6T LFOLMIT 6lg &GS SH6uoT HILICOTLD.

Haemophilia, Cystic fibrosis, Sickle-cell anaemia, Colo»> _‘iadness, Phenylketonuria,
Thalesemia, GursrTmemeu OGO CILIMGIQUTEST LOMMILD LITEUELTS 2 ol"6N GILD6TITG.E0ILIEIT (&6MUIT(BS6IT.
@& Gurmesim Gloeiongeller GemoUT(EEen spmidlilueoy dominant) 2ievevg sp (GRS
(recessive) Qm&&eomibd sTeoTLmS QMIGCEH GOILN(HeUG (LS8 s

LIUSSTLAINSOSTLIY uGUUMiels ecwpeod Gaetallé@flul Uiy sprifiien CFe$SHEmST
216L6LG) 62 BRIEUILITITL] 2_6TeNSIT 6T6TLIENS g(HeU 6TaMGMEL L h&| Q&meneT (Lplg.ujLb.

A@CsCumeL, sL58 CueamENeO(BHS Qe FHHHules . 5@ (carrier female to male progeny)
ugeyd uredlest GComGLnGemUpL 6T QbS LIGTUTL] @600 Sl 6OMLD.

PRIGSHTMD  CFSHIDL LOMID @EEREW. FTEOWL  UGTLUSE@RESTET @0 Lfdhis
LIUSSETOLAINSOSTLIY UL SHL STLLUUL HETTs, 2 MG QEAFIGHL 6T Se0bhGIenTUIT(HfISeT
oMb P CLrGembsem wOMID uTed ¢, 7 ymCnGembd  @QrauaMEGL QNS LILL L
LI6TITLS @S STE LOTLSSTLaULAS 6% TLTIN6N6T i eUmLD&S6LD.

@1 HO
O W Bro 0 NE0® O
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(a) (b)

Representative pedigree analysis oi (a) Autosomal dominant trait (for example: Myotonic dystrophy) (b)

>

;

Autosomal ~cessive trait (for example: Sickle-cell anaemia)

AQr$5&88e| Grmi (Ha. mopailia): Qg uted &minhg eGmiugetsnn Ghml, Qg UTHSSUILL TS
sL S8 Cuetsrewnel. ~Hhg, oo Quetnt &HHUNT([HEGS LT UmSS ST GEMS).

AQng Crmuiey, @7 2id 2 mMm&eNeL FHUGL Ursmiseaisr HHESHT @@k UGHLUTES QHSGLD @0
UrsLb UT&&&ULB SIS

Q&6 SMPEULONS, UTHSSLULULL BUBSES @@ el Gl igermed QenLeaillng QrssLtursE
(non-stop bleeding) gHu@ELD.

> affCumicdwresamsr  wrmuLL Lsmienewiey (heterozygous) Quetnr (sL58) Qs Comemi

LD&ETTS(E &G SLSHeomd (transmit the disease to sons).
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@@ Oussr haemophilic guaigmanar sTHfwssan WHsa|d AfGTETH, ol 455 MmEIL
CustsTewEiledt ST GMMHHULFD &L SHWITE Q(h&58 CausnBd wmHmIb SHheng haemophilicésrs
A®58 CoustnBLd (eumpSemauls NMHUEGSHUND FT6HHWLILLHMSI).

eNsCLmflur  warymeiuller  G@GLU  WLIUSSTOQINSASTLIUTRTE U  afGmNeds
&hgSulestenrsd s (HEMGI, 6suesflev Sieu Crmuiler sLgEwgms QmHS].

&7 aifleuren QgL Quss Gemens: QG @@k autosome &MIHY @OGREW 771G, Q& QW
Fal L mef&@EmnpLd wyugmieNer  (Sebevg  heterozygous) SLEHWTTS o QGBSGLLCUTE)
QuOCOTAL BB hsEHuNe(h&E AeLILILIGLD.

@b Crmil ehenm Cgamg. 1606860, Hb ohmitd Hb® eweuld &L GULEGSSULC AW

CLOSTM ETSSUWILOTET LOJLSTD| 6UMSS6TI0 Hb® (Hb°Hb%)é&mesr horio.ysous mUfsst ol GG
Crmuymm Cammeuflenwis (phenotype) sm_G&DTTS6i.

Heterozygous (Hb*Hb®) mpuiser QeuefiLenLiums UTHSSUIUL QUTSMTSHS Gy mestleTmeyiLd,
SleJLOTOM LIUEDIEN FHEEHUNTT(HES ADILULQUGDETET S0 &2eu. HEDSE QUHLUUSTE, &S]
2fleums-Qlged uamenU GeuefluGSgId Hansse| 50 ssalflyu. CHHUUSTL laufser Grmuiler
SL S

afCor@Cemmile ewevsgamen LT @Commaer srudeiul i oymreug @Lsged (sixth position)
GesLmbl& flcvgeng (Glutamic acid) euremevstr (Valine) ommmieusmed Gsnpun® goUGEDS.

Ja\ >}

---CTC - \ y -CAC--
Normal Hb (A)gene OAL oickle-cell Hb(S) gene —GTG-
mRNA --GAG-- mRNA ---GUG--

GOty e We
1 2 3 4 a 7 1 2 3 4 5 6 Y5
HbA peptid= HbS peptide

faly Qrss Agmissaist enngG, ~Hgm..LU wHmib afCurgCarmisr B- srideSluiler QFTL UL
u@Suiler HLOCeTT iLblev Heveneal: () @@ engrre UL GBS () 8T feuret QgL Qrss

Grrens 2 616 g GeuflLO (B hHS)

GAG @amng GUG &z a_Lm @Cemiles wryusgmiaNet ummeug Gammsfled 2 eTem epmenm
SiqLILenL LIHMI STTET L[S GCemiNen UrssHed JNCem ihlevs Hesr LmHB® JHUGEHDES.

Slie JLOTHOM afiGL ~HCemmiest CLPCVGFa M) GODHS Q&eriiner A palns &l
uUTeSenGEageL; w.o, 2 LUGEAMGI, Qe cpeod RBCuller augauseng Quumé@Lhley (biconcave)
QL1960 QBHG HemoiTer 817 ifleumst CUTSTD SHeMLOLILES LIHMISMSI.

Phenylketonuria: cuenjfleng wrHMEHer Qg Lpalll @GeourLmearg QL CLTGemomeD
@@EREW usuTs (autosomal recessive trait) uTyLURWILTSOID 2 6TaTE).

ur&sUur L BpUGSE phenylalanine steorm SUACerm Siblevgeng tyrosinessns LTMHMILD TEITENFLD
@cvemev.

Qg6 alleneneurs phenylalanine @alnhg phenylpyruvic acid womib M QHSCHTEIMEL SIS

LMHOUUGEDE!.
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@Qeneu epenemiiled GalbHg) eeua &S GsimHl (mental retardation) Heneoulied eNenenmg.
Qeneu EMIBIaLD epeud 2 MiEghFULIL MO QBLILSTL SMIBT eweomsald QeusfCHMUILGH DS

Chromosomal disorders/ GymGLmGemomeL Gsmmum(h &6

>

>

Y

wOIUDLD GCITGLTGEMDTEL GMOUTEHSET TN HeLeLG ASMES CmuL L « ,CrrCorGembsgaes
@LELMENLD 316LEVG| ASGLILIGUITEST JHLEVG| ST MTETIT 6MLOLIL| SMTETIILOTE - TOL D EMEGI.
QeeouLy &pm&uller Curg GCrmwmgLl el NFUUSeL Nenpseme:. aae 1ploidy el
GCITCLICEMD(&6T) Fa(BH60 icLevG QLoli (gain or loss) gHUGEDSI.

1(05&I6&M_LT&, Down’s syndrome @GrmGonGemd 21 Qe B 60 L&e el QUMISME).

@Gz Gume, weflgL Quansailey X @GrmGrGemn @ouugmed Turns /= syndrome gouGHmSI.
QgeouEUstr telophase HemevdEeL Mm@ cytokinesis Camevain. ! _ugmew, @@ 2-uliflearsHeo
GGITGnGembsaies (W OCTGUOLLL AH&SHEHDE, Db Hape polyploidy e
SDLPSSILGEMS)I.

' B e ug
Flat back of head — | = w Broad flat face fl l’\\.'\ ” i

¢ . . <
Many “loops” on = ’

% »
REESE A / 0\\ Big and wrinkled };G l :‘
.

Palm crease tongue

.
Congenital hesut A .’”2 6"‘
" .

disease

fa

"
AEA

Leysorervy SevorGmLd MMID SIFEMIL 68T QIFTL L GCrmCrGambaemed UTHSSUILLL @6 UM

sT_(GL Orgihé 2 (meaud

Qg Hlemev CILIIHLOUMEYILD &TaUTMISeME: . TauLLGH DS
@@ e ey CQFedled 2 tem GCrmGunGambseilar Qwngs eaustsamns 46 (23
Cmmg &6i).
Qeumrilev 22 Cymg &6 autose nes OHMID @, Cymg GCrmGLrGambger ume GCImGLIGE TS
(sex chromosome).
& Crrmiseaiey, ufleTs QibHSTID, GCTGLICETOET Fa(BS L B @@ Sefpurfled
GefsauuLend Sy albubhsE gCsmib @@k Cmmg GGrmGnGembaeicy  gpatm)
@eLeLMDEL Q) (H&SHEVMLD.
Qg gLobleneset (Weni, "l @k GCTGLnGembls trisomy 2ibevg monosomy sTeLLIRLD.
Q& gemaiL Hemeoer: . =aBLHES HsaD &EanwwmsT alenene|sEhédE aflaIGSEmE).
Down’s syndroy = Turner’s syndrome, Klinefelter’s syndrome g &weneu &CrymnCGnGamomed
GODUTEEEHES GILTHIeUTET T(HSSHSSHTL (HS6I.
Down’s Syndrome: @ng LIUTD GOUTHSEhSSTET &yeud, GGrmGunGemb e 21 Qe
(050 B&6L (21 @etr trisomy) @(HLILISIS T
Qs GoouT® (WPseded Langdon Down (1866) stetueunmed efleufl&asiul L g).
urdl&suur L. Buf SO QL L LOTaT $6mew, BH&E MMID sprete] HMbHS eUTLL 6T GL DL UITS
(short statured with small round head, furrowed tongue and partially open mouth) @®&&mmiy.
2 enemmiens (Palm) uphg eNfHSH(HSEGLD LIGTITLETET 2_6TeTmiens Lolg.LiL].
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Y

2 L 60, oGETg S Gle oMMILD L6 UeMTES L6tTSH RIS UIETOTS).

» Klinefelter’s Syndrome: Qs wruans GeoUTG X-GCITCLICEMNET Fa(BFD HEHEOlT
snyewions 47, XXY Qe karyotypelilss eflemenauns gouGEmS).

255G BUGSESG @RLGOLISS QLeaume euamfEsl 2 eatengl, QEHUIAID, U6 ouej&s
(omjuss St euen&S, ugTeugl, Gynaecomastia) QeuefiL®ssULGHDS).

315 & MBI HLTSHET VL (h &G 60T6eMLD 6l & TEHuTL 6T &6

Y

Y

Tall stature Short stetaze and
with feminised nnderdeveloped
character emin.ne character

wefgisefled umed GCymGLrCemDd SMYUILLNS LU Ge mUTHSals eNarésiuLLd: (a) Klinefelter
Syndrome; (b) Turner = Syndrome

» Tumer's Syndrome: X @CynCrCembseu eem @Qeooongsmed @& Cumsrm Camermmy
gOUGEMGI, 2 Taug X0 2 L e 45.

> smueussT Nm @reuimd Hemeo umedl. - Gemennger @eveomend 2 eafll L LD ILDEFRISH6NTS
a0y, SHUMUSET IgLUOLIWITS SHUUSTL, ASHSHMSW CUETEHT VL (&S 60TenLOLL 63T
2_GITEERTH.
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