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AGELALA (AlAAA AUGEL Aial Aol dle): Yales RuUSuay

2L AGLLASA, 55d AUEAAL BUALDLAL AAAE ASELSL AABAAL Al % s
Wolles RiUSuay ehesal caldd astlol cllvl, ascldf/dail sl suis ke O.

oA RRN (@amniocentesis). olél woddl JAYoll Follol & PDIYAL] UAgLsL
9. [Ay oeiyuai yaudd Y Sy 9. 2 yaldlal duls SN &l B, Al ol
Ueoll ALANALA GUAS ALY UAUR SAst YdL&loll AS clloll oldfell Adlal 1A .
yal8lol uALSL 2Ale YdloloUAl Alsadldl U O,

SlRNe (autosomal). ¥l USRI A2ALAU ALY, D,

ldRlnd ysin (autosomal dominant) 21l gaules afdaill . 2DdMaAd Fololall
AS oseAl Glecld BauRadal) Gl AR efdll Ay O,

LAAAA 2u614 (autosomal recessive) 21l Pales afdxll 8. 2R AlSd &
asdlal sledld (GAURAdal) A 2NADNAA Follololl 6L olSAL dIRAAL ANA © AR
afd Uel 2 O, sledld (BAuRddal) dloll SUAAAA Y60 Follololl 3AlA AAS olSd
SRR AUSd [BlolaAUU, dAlES V. UAAAA UGN 2Ufdoll AR LAl ASd
RS aldl fldl WAN stedla (GauRadol) A1A Adloll Folleloll HAS olSA a3
A 9.

LA (autosomes). 44 PIRYAL (22 AAA) O ¥ wfdfaalRs 21R4AL ol

AgfAd 2@lalidr (balanced translocation). elelidRatl SIS WIYAcU gual 9eldl 5
Ut adl ol ulg ol Yololledl 2l 9. Ag(Ad @lalidraAldl AfSdot delldl AR
2l oldl.

Sour (cancer). S\l AR o fs.

ALES (carrier).2loll A Yoy 2wl B

1) afSd stedld (GauRddel) WA A2Y S Follol SR B Ug A2 BRAR Sldl ol
AUfSd ol doll FS6loll Aecloll ALEUR Adloll YSIR ol o ¥ Ad dRUL A% D
doll U2 UAR AV O,

2) Ag/Ad WletidR dpnddl ASd AUl dailal PYa Gl Alelid? Aldd ALAREL U B

S\ (cell). astg®ig) 2R ALVl Sivlg) 6lalg © % 6liasiaiell 6AISL ¥ ©. 9Ll WA
USIRell SNl Sld 9. il =ULAdoll SINL A2L%oll SINL ol AL&lell SN Sld .
RRoll el %L CUONLAL ALAAL SINL el el tLildoll ol %El %EL SLASNR Sl
SUD. RS SINAL Aol SN el Yol A Rdid) 2ARell dailal Folloll
ay 9,

SIRAals Qe AufdoL (chorionic villus sampling, CVS). @i SIRAUsis
[Aax Azufdol) a%d [AYell wollol & YA Uof uRELEL B. 21 WRasl

Al NRARRA Sl ady SA Asld D, [Asudl 2R (WAeel) Al dieu quail
SN AdlAl SUA O ol uRglel e yAoloal lsdadlal 21d 9.
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YA (chromosomes). 221471 Yeaeds o0 Tl ASldl 21 AL AUell © 3
polloll 2UAHUL . ALALUAA RS SINAL 46 PIRYAL SU . Qi & wfdlaaiks
PIRYAL SlU B, GUSIoN 1Yl 22 FAAL (1 A 22 ol6R 2UUA) ot BUARMR S&
9. AldlAll AU PIYAL BUA B ol Ul AU 2PIYAL 2UA B, RS %]
S WIYA RS Aldl Al U D, (ARUASL dAS 2IRYA YdS ¥g O wollal 1
Ydsoll didl ¥d 9).

sllaryL (conception). SN sl Y5ig) @ Adlal olal [AYell Yaan Sy
Glolld .

Ay (deletion). dlu WAA 1AL AAS Bl Sld O, AlBcUAd ol 28 2 &
5edlS wolloll i 8. Adl dlusl SIRPL Youles aufd Uel uad S ©.

3 alldl (de novo). &ldat eulell disdis ® Foll 21 cldlaidl’ Hidl AU 9. i
26¢ Wlalid? aslddl duad & % 6lNSell Aldl [Udl Giotell ALAREL PIYAL Sld AR
SUNSAHL o ‘old B.

BISSIN (€gQ). SINAL aldloll sl SlU B ¥ oldid QY dAS [AsA B, iss1vail 23
PIYAL 81U V. RS AL NS Aldloll SU B, YSIPAL Ul 23 YA alU . ¥
WS RSoll 25 fidloll Zell Sld D, SIN YSIEL WA Bdldl 2S5 AYSL SIN 6lal
9. il yaad SINaiAl JAgell [Asid ay D

SUfBLLSIclal 3o Rafdal sgeaAuee (fluorescent in situ hybridisation,
FISH). 21l Wl USRej uALSL © ¥ 2iy-lell 8elil olelol SR O ¥ ygacds
AL ol BSOS ASIY dedl Yed S .

allel (gene). AR Slat SAL %2 YRloll VYA U AAIGLS wU Aq2Ed U B,
Follolall Sledld & GaRddal Yuollsl Gledl ol & sl il YA SA A Sl Y,
dal usl stedld Al 9. AARNAA Folloll FLall Sl D S 2ldlgj, Vit AS fldlg
Follol ElU V. & Follolloll HLI WIPALoL HIA U AN 3vcloll AN QU B,
RRUUALL dAS 2IYA YSoll didl ¥g © Follel A Yisoll didl ¥g 8. %ollotail
siedld 5 GaRddel 21 didloll 96€al Liedl & dlRloll 2SR FY )

@oUes (genetic). wolotdl Uel 2J4 Follolol €Ly,

oues udlesik (genetic counsellor). Wldlell g¢6tal goules Raufdell Sfdain siu
iudl Youles Rufd dlulal Avdloll S 11010 UAR Adloll B AL A6EAd S
ddl dISlel AULE diol ASIU dAlUCLR ds.

Sat JdQ slEasIaat (in vitro fertilisation, IVF) ©el JAQl sfead et
YALLAUAL cYSlal A6 DieR BIISIN iot YSLE Gl SAA B,

syalas (miscarriage). aeiladol seR udlsl 6LUS sdld 8L U5 d usdl el
cReloll Asdl AL .
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A>S (Mosaic). 524lS SIN ASLAL HuGloll WIRYALNL ALALALL Aol Seals SN
PRYALGN HEL AvAlcol 8ld Adl AfSd. fSd URell AR SINLolL YALEL U ALER
AVL D % A AAAL 0IRYANSIL AGLAL HABloll AUl S FEL YL A VAL UR JUAR
AL O,

GauRadet (mutation). wellatall Gleeld Sedls GauRddell alfoisiks ol suRRS
Fololall GLecllel A AR Al Yol GLEAlS U O ol ddl 4oy Ad Slal Sl
ol RRUASN dAS wollalal Gledld § GauRddel 3 dldloll UGt biedl 5
AelRAetl 2GR ¥, O.)

W 213 (p arm). (s wIRYAAL 6L el Sl ® aisll 21l st ¢Sl el st
llalol p 2l S& O disll el g U S& B,

wWAeel (placenta) dleio) 2R Adel Aol dleilayoll fald A 2R Slu D, i
AR ARSA BUNS dof WL ANA B, SLNSell Follel FAl Follol ARAL Sl .

ud yyfd feielol (prenatal diagnosis). slusal @olles ol sz & ARE 3l
Aol efUlet uAALL.

sy U (g arm). S DYoL 6L @l Sl O HS Al Al ol S ¢Sl el
¢Sl islol W p 2l s& O, disl elsl sy g2 s& O,

Yoluddel (repeats). Yoirlddol Sedls alfdallai Aol Uel sl stecld (GuRadeal)
Yollddoel Uladl %elleloll S @l 8. UAsL A2YSd Folleldll fSdoll Yollddotoll
ALUL cAldl A5 B, F3ol A9 Sy ddl AISL 88l BEL Yollddoll S 9. AN
Yollcdololl AUUL AU UL D ot AUSd daUl doll 6L UR Aeldd a3
oSSl SAAL doll GUALaL SAY B, ARVUASN dAS Yollddell UStotll Yoliafdd 81
Al O @bl GlEL AA GAAAL 2UA dl U6E Aol 2xd Jaudl U5 B.)

AsicALsiual Ralelid$l (Robertsonian translocation). D1YA A Sy, PIRUAT]
Relelid? 13,14,15, 21 iel 22.

Ffafolals w1y (sex chromosomes). ABLS 21RYAL X WYL ol Y 1%
GfoLs 1AL afsd Y 5 A © d 6Usldg, oAbl S 9. Aldlol AllodAd S X
PRYAL EU D, YMlol ALALYAA HS X VIYA ol HS Y 2RYA 8lU .

si8) (sperm). A swatl fidloll sloUdl old slols Uel 4. S Ysigal 23
PIRYAL Sld B, [Udlal S B3 USL S Sl . SN 3lldloll 23 FLdoll RSALA
NS PIRYA WalLldre dld B, YSLgL SIS WA RLSel BS AYUSL SIN 6lot D il
Y2 SINAAL suas JAsiy ud 9.

ARs (sporadic). SIBLs 5 drAdld adl. AUSRAS AU O,

Risda (syndrome). 2442 wad dISiat HSL A dadlio 9@ el 2y 9.
SIAA3A ALSL Kool SeAlS 5 dallal dgLelloll [SRAEIA /AL 9.

aleluld (termination). AseA dleilaal ALUA A3 SR d.
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QlordlBeel (translocation). (Ralelid) DWRYALGN ALANGL Yot:olled PL. YA
S QUL ¢l U AR iol ARGIE bllel 20 SALAL BLILS HlU AR Wlolid ALY
0.

X 2134 (X chromosome). 21l s wfdfalalks e 9. A8l 61 X 21
ald O, YNl S X WIYA dlol HS Y 1IYA ald O,

X-usifAd (X-linked). X 21y3A Uell Follotg) dblol S . X WIYA U Folleiail
GauRadel (Gledla) alRl X AsHAA Yoles auld Uel wy .

XX. 21l 2Aoll wfdfeteRs 1YL cald 9. Alal &L X 1IYAL Sld B, HS X
2IYA eSoll 3l GLUU WAL AR A0 O,

XY. &l Yruotl Aleilcd afdlaalRs 2l cald 8. yalal S X IYA ol HS
Y 003 8l 9. Y g X PIYA Aldl WAL 2ol Y 21RA [Udl WD arulal
Ana B,

Y 20142 (Y chromosome). 2UdfelailRs 0iRiel WS s ©. y2il s Y 12y
Vol S X WIRYA SlU B, Allel 6L X PIRYAL SlU .

2l WlReufls wsclald Youlls RuSuad Guylol Al o 2Udd O.

AL 2UAfd qUR AS (FALS 2005)
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