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Hofed aBfaa HEt HEE=s! (HAfa® ree mI €F € niTg)

fen mae=st T §Tn fide Hus=aT! : Aafea a@ifsd feu feman J13 o Aeet § AT
J | 2% »iyat feg &3 e et & ufggmr mae<st feg fan g9 g fe3t AT gat J|

MHSTIER AT (amniocentesis) | fed Wied 5% & wisw A7 saaw ot foq A | Far
et feu 395 feu fufon™ Jer 71 395 feu A® J< 05 | fea U3t fAdt pet 7% 39 er &
fAgT sH&™ 1T € Ue &t 39T ad fomm AfeT 71 398 § feaq Bgrdedt feg Sne &et sfmm Afer I

MTEHHS (autosomal) | fer feg MmeinA AHS §€ 95 |

MTEAHS SHI&Z (autosomal dominant) fafea fears | m2ins is ©f fear it feg
3eEtst (HEeHs) arae fean feu W3 fears |

MTeAHS JHHfAT (autosomal recessive) fdfea fears | 7 a5t fomast fear feg
MTEAN® e Tt @ grubut e I w3 8%t Sut feg gt HEews I 37 feu fears ler ge g5 |
o Femiraht frg wirsiiies T His St s =t feg amit 59t 3. G niysies et
Je 3| 7 nreRins difre fears 3 ygfes 9, v war-fugT Sut 3 su<tst (Eens) =3 i
ot feq feq arut fear feg &ev J|

WMTEHHHA (autosomes) | 44 IIHAHN (22 A3) 1 AAH IIHEAHA &1 I& |

-

¥B TS SIHBIAHS (balanced translocation)| feaq 6 zamdans fan feg aammw ot
ATATET BT €t SAATS &4t 9T M3 &7 It g% J9 fHeET 7, U9 fegt €t 3931Y guw AT 71 SRS

&Hd (cancer) | ist & mATas feam |
a9t (carrier) | fem & & Yy wag I5 -

1) fea v femast, framer fea 3aetst (MEeHs) T 9hime Als 7, ug €0 shidt 3 ygrfes
541 | fomaat W3 Bne ufaeTa Bet feg 9fs fast mifodbya =&t T, fea shiat & fany
W3 fore fean feg 8= @ €a1 3 fadgd aaeT J |

2) €1 fenaat, fAnc! S8 A3 29 ASans J; M3 TIHGAHS © 575 JIHAH T ATl STIHS
A™Yaret S ige I

A% (cell) | w&y = ndtg garat a9t Awt, 7 Onrdt g9 =78 8Tt =igT 9%, @ sfewT e

J | 993 AT A fenm famit € 95 fagt feg, 3997 € A, ferar € A® W3 Y6 © A% 96 | Adld ©
Ty Ty fIfmut feg °iw =y =y 397 fone 96 w3 €9 <v <y o g9e 95 | 79 fea A (a3t feg

wifamit w3 viget feg Farent & frew 3 frem) e Adte @ A s 3 95

Jat6faa fedn Huféar (chorionic villus sampling, CVS) | feg niesn ¥9 € fsw

A7 IIHAHA Tt 79 T, 7 MHSIgH AR 3 ufas™ i3t A7 raret 7| = feam gat A9 3 83 fAd is
BT Hie I& M3 A9 BTl Buded! feg Iv Ae I&5 |
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AIHEHH (chromosomes) | urdt Sgaitt 939" | Yaodts I @bt 7T Agetdt 9& W3
fagt feg few J€ 95 1w 39 3 §at feg 79 fed A% fe9 46 Jaia € I | © f&ar aana
J€ & | 9T & JdHAHA € 22 73 I& | 23 TGHAHA HT3T 3 8T I8 M3 23 Janad fugT uR'
@< 0% | 99 feq A7 T feq qoHia fea H3™ w3 feq fug™ 3 mr@er 9| (femeiz =+ : fea

e fea fagmg =iar T w3 Als fagy feg fea qor=t =T J) |

IGHURS (conception)| A fex mizT W3 gaare feq & ¥ @ ufgsT iws so@e Bet
fHee I5 |

steas (deletion) | s3HaH & &8s W8y T AveT) feg aana e foq fJA W&y I Arer
J | ferer »igg w39 3 feo Jer I fa 99 Alew arfes g o 7%, fen 58t st8ins a7 Adfea
fearg Uer T AgET T |

de novo (31 &<) | s3iat g feg' 3, few e wigg T ‘52 Af9Q” | feq zamBans € Tdes
et feraus 3T AieT 7, 7 99 feu ‘&<’ T, A fa 99 @ H3T™-fuaT @<t € JaHaHA H'U9S
I |

Mi3T (egg) | fAn i® & feaa<t 997 g=&T 7, O fev W™ er Gaes | few wig feg 23

JIHAN € I8, HT3T & J9 A= fe< fed | fea gare few &1 23 q9han Je 95, A fugr € g9 73
g fea §ur T | fea Yo A% g5 ST wifsT, gae'eE &% g3 3 | 997 fon ufod Aw 3 gt geer 7|

s®Jne fea fag greifgsfends (fluorescent in situ hybridisation, FISH) I fex
femm fam €t A9 ugy fam &% GaT I9imv f3Sisn €t memiz T raet 7, 7 yaesls Jat fene
B U3 g2t IS |

#1& (gene) | AT € & 995 Tt Tiet gusT doHaHn feg arrfecy gu few ot 3=t 91
Alst feg SeEisht AT HEeHsT AT ITCia M HIaT § 98 €% J6 M3 fer 7% Fdle € o d9&
T a7 < 9E€8 A1ET J | MIEANS Aled Afant feg J€ 95 : fea 3T w3 feg fugTr = | fea Ax
€ &< Hls qonaN € fed 73 § 18 d 38 I¢ 95 (fA= fa fear aohmv & fea fagmg & gu fes =4,
w3 dts 87 fazmy few fea guret 9, Aits feo fea Iul=t 7 EeHs guet feg niugt € &5
&3 A7e =91 AT = Hue A3 3 A & B3t =9 gt I5) |

Hafed (genetic) | few ade, Hied 575 FEfuz |

Hafed RGBT (genetic counsellor) | fagt at & ufserar feg Fafeq nfast e fefzam
I, A fraos &9 Asfea nfg3t fean feu firge € U39 A7 widr 396 9 feaaie 95, €57 & FeoT
3 AUTfe3T g et fea fernar 3deq |

fe& feed gaesTeans (in vitro fertilisation, IVF) | &ggedt <t fea fe@u few miz
W3 A€ €7 Hatd 3 g9 =T |

fiatat (miscarriage) | a@g e A 3 ufost 3t 87 28 ¥aH T mreT A Yo fHeet I
d'dd WC)UTHo(d' | IIIIUTT Gc' |
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HAI (mosaic) | 89 fenast, fare g9 Ast feg ganaHn o mid farest § w3 99 st feg
IIH=HA € fare3t Tudt T | femaat 3 g, A9 AG19 feg »™ AT 2udt farest =& aaHaHA
= ABt & fegad migu3 3 fagga qaer I |

fHE2Ha (mutation) | fea s feu Fueist | ot HEeHaT sans erfed adt gebt | aet
T9 A¢ e Als feu 3uetst get J, fon feust pusT =t ge% Atet 7| 7 feu Aat o &4t d9er
(Gergae € 39 3 : feq s feu Iu<ist At B few Eens auet feg fea rEE e AT =0
HET 736 <91 J) |

p M | I3 IIHaN © € IR T, fea &t g 3 fea &<t 979 | &1 979 & p »maH w3 Bt
g7 & q WaH Jfde 5 |

uﬁﬁ?‘f(placenta)(#ﬁa)luéﬁ'c-feaamges’rﬁmse’ri%@?ﬁe?éﬂéwwﬁwﬁl
99 & MUST Ha'd UBHer 3 et 7 I uBRer e Gt Alsm e ga A g9 € € 75 |

ioew searsfAn (prenatal diagnosis) | 3@ wiewer fev §9 feu foan Adfed fears &
Je A &7 I BT UzT BT S A9 |

q M™IH | I3 FanwH € € fIR J¢ I& | fea &t gig 3 fea &<t 9701 <1 99 & p man afde
& m3 Bt 979 § q Mo |

ghuter (repeats) | o€t fegrst feu fan Siat (W@2ns) o dhiat <t 3, @u At & €
fon feg <t T, fan feg Toa@ Jur 7| fea ene 3 U™ Bar AfeT I fa fen ghidt =@ #ls 3
ygrfes fema3t € gaam &f at farest 7 | fagt § feg shiat 7, €9 © 9g3 fewme gao@ 0€
IS | @gdnd &t fare 3t 2aet It Hrut Atet I w3 fereT feravus feg forfaa a9s st aigr Afen
J fa femaat w3 Gne ufsee 3 fag fag AgT<t yg= ¥ Aaw 9& (fA= fa guarg fea mee feg
TIIE ATE WYJ IS, H #Yd U 9 TIIT AT, AT 899S 73 A'S 3T HYC 7 dg It IpHTg
qer J) |

JUICHE S 2IHBIES (Robertsonian translocation )| I3aH 9RSaAREs A7 feg
IIHEAH ITHS IS |

[Eg—

HSH JSHAHH (Sex chromosomes) | X a3iaw w3 Y aaia | f&ar aaimaHn (Faw
FIHHH) SIS de I fo TET &I TEIM AT HTET | Md3T B © X AGHHAHA J€ IS M3 HaeT aF
fear X aahaH w3 fexr Y aaiaq Je J |

AUSH (sperm)| fan is 3 fea a<t 997 5ea7 7, €7 feu fusT & Goes | 99 AU (FaeTg)
feg 23 Fanar J¥ I; fuaT € 99 A3 feg fea | fea vz feg W3 €@ 23 Afaut feg o9 fea feg
fea gaHmN Je T | Yo AS g8 &t fea AuaH mid &% fiuser 7 | fea go7 fon ufos w3
g J |

Flflaf'a'a'(sporadic)l fean feg & HfewT I=m w3 &7 It ufge9a | fegea &% d=T|

fAZaH (syndrome) | Sgt e 8 adu 7 ygries &a § fedfont wra g9er J | ygres
Bat feg fizdr € AT ¥e< A g7 B&< ATY g€ 5 |
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ZIHIGHS (termination)| sToedt @& 999 & AGE! HIH &d &7 |

-

ZITHSBAHSG (translocation )| I&HsH ANJIGT €t Usd I931T | feg €€ de T, A< fea
FaHaH o7 feq fUAT de T IBI 8T I g2 AT J|

29 (womb)| S9eat, g3 € Adtg v G AT, fan g 999 wieneT 897 99T =ueT J |

=

X IHANH (X chromosome) | f&ar gaiamHw feg’ fea | #ia3t & € X JoHEHA J€ & | Haet

-

I8 WMIAd fed X IgHaH W3 fed Y IaHaH JeT J |

X-f&az (X-linked) | X s3iaw 3 feq /s o7 =des | X-FEfug Adfea fears, X JonaH
Sug wits feg 2w (ITEts!) s Jer J|

XX. feg fea #ig3 € féar aghsit €7 Y3 J | Mg3T € € X J9H=HA J€ U5 | fea fear X aahan
H3T-fugr ggt 3 fuzer g1

XY. feg voet € f&ar aoi=He €7 Y3ia J | HoeT a® fed X aaisH w3 fed Y aaisH e J|

fea Hae fed X JaHaH MTUST 3™ M3 Y Jaiad Mrue fugT & fegn feg e J|

Y adH\H (Y chromosome) | fé&ar agnann f=9 fea | Hoet a& fea Y anan w3 fea X
FIHEH JeT T | %d3T I% & X IdHEH Je I& |

feg neo=gt fige Adfean asifaa € fenans set 31

feg 8v g&Tet, 2005 fe9 fawma a3t aret
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