BUOJITOTNUT A HOBEKA

FEHETUKA

10. npenaesare

XIII I MMXXVI

TTpo. ap OaHujena TTetposuh

TTenarowku pakyntet - Combop
YHusep3utet y Hosom Caay



XYMAHA N MEOWLIUHCKA TEHETUKA

XyMaHa reHeTUKa je Hayka Koja usyyasa npoLece Hacnehmearba u
Bapu jabunHocTu ocobuHa koA rbyau. Hacnehusarbe noapasymesa
npeHollere MHPOopMaLIMja ca jeaHe reHepaluje Ha Apyry, AOK ce noa
Bapu jabunHowhy noapasymesa Bapuparbe UCTUX 0CObUHA nmehy
JeduHKKn ucte spcTe.

3a AePpUHUCArbe MexaHU3ama npoLieca npeHolerna U Bapuparsa
ofpeheHUx CBOjCTABA KOA JbyAU, KOPUCTE Ce 3HAHA MHOTUX HAYUYHUX
AUCLUMUMNIIUHG, KGO HNP. MOSieKynapHe buonoruje, umMToreHeTuke,
nonNynauuoHe reHeTUKe, UMyHOreHeTUKe Kao U pasnuymTe
MeTOoA0N0rUje BUONOLWKOr UCTPaXUBarba Kao HNp. meTtoaa 6msaHaua
U aHanusa popocnoea (reHeasoruja).

XYMAHG U MeAULIMHCKA FeHeTUKa OCTBApUIa je ApamaTUyaH paseoj y
nocneawuUx Nap Aexkaaa Kaaa je o6 jawreHo MHOro HacneaHe
naronoruje u HacneaHux 6onectu. TTyH 3amax osa obnacr je
AOCTUI A Pa3BOjeM FeHeTCKOr UHXerepuHra, No3HaTe Kao
TeXHONOoruje MaHUnynauuje reHMma, Kao U KOMnnNetTupabem
Aelwngposarba XymaHor reHoma. byayhHocT ce orneaa'y passojy u
NPUMEHM reHcKe Tepanuje, Kao U NPUMeHU HajKYpPeHTHU JUX
UCTPAXMBAHA Be3aHUX 3a "ctem” henuje. Y reHeTuum ce PAKTUYKMU
Hanasu npeseHTUBHA MeaulnHa byayhHocTw.



HajcTapuju 3anucu Be3aHu 3a reHeTuky aatupajy oko 6000 roauHa
yHa3aa, Kaaa cy y rpasupama Ha KameHy us Xanaeje rnpukasaHa
pOAOCNOBHA cTabna.

NHAUMpeKTHO ce XymaHa reHeTuka Npeu NyT NOMUHbE Npe BuULle oA
1500 roauHa, kaaa je y Tanmyay onucaHo npeHollere XeMogpunuje.

Tek y XVIT Beky HayYyHULUU NoYUHY AA Ce 3aHUMAJY 3a HacneaHa
obenexja YoBeka TAKO WTO NPOYYABAjYy NONUAGKTUNU]Y U aNbUHU3AM.

Y XIX Bexy Aaamc npoyyasa poaocnoBHa ctabrna v npenopyyyje
cTBaparbe reHeTUYkux perucrtapa; apsuH aHanusupa 6paxkose y
cpoAacTey (cam je 610 oxerbeH CBOjOM pohjakom); Aok ManToH
npoyyasa 65m3aHLe U YTULA) CpelUHe Ha HhUXOBY MeHeTUYKY
KOHCTUTYLIU Y.

Y XX Beky, TauHu je 1956. roavHe, Tujo v JleBaH cy y KynTypu TKuea
nnyha xymaHor emb6puoHa yCcTaHOBUMU Aa YoBeKk uma 46 xpomosoma.
KacHu je manuparbe oBux xpomosoma, nodetkom XXI sexa (2003/04),
NpeAcTaBsiba Hay4Hy npekpeTHULUY 3a Leno YoseyaHcTo (Human
Genome Project).



- 0OAa 23 napa xpomosoma 22 napa cy ayTo3omMu a

nap cy

XpOMO30MU

/KeHckn non ce oAnNuKy je NpucycTBOM ABA UCTA Xpomo3oma XX, AOK MYLUKU
Non KapakTepuly Asa pa3nuuurta xpomosoma XY. CTora je KeHCKU nos Koa
JbyAU XOMOrameTcku, NowTo obpasyje camo jeaaH TUM ramera, AOK je KoA
MYLLKapaLa xeTeporameTckm nowTo UMa ABe BpcTe rameta: jeaHe ca X

XpOMO30MOM a apyre ca Y.

-+ TTonHu xpomo3omu caapxe reHe 3a AeTepMUHALIU]Y U AUepeHUU jaLm jy
nona, anu nopepa Tora X XpoMO3OM CAAPXU U BeNIUKU 6poj ApYyrux reHa Koju
AETEPMUHULLY pa3NIMYUTA COMATCKA CBOjCTBA.
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Y csakom oa 23 napa Xxpomo3oma, jeaaH je HacneheH oA oua, a
APYrU je NopeKksiom oA Majke. To 3Haym Aa CBaka HOpMasiHa XymaHa
comatcka henuja uma ase rapHUType xpomosoma (23 op oua m 23
OA MajKe) U Kaxemo Aa je amnnouaHa - 2n (2x23=46). Ceaka
HOpManHa XymaHa nosnHa henuja je xansiouaHa - n, NOWTO UMA

CAMO jelHY XpPOMO3OMCKY rapHUTYpY.

["eHom npeacTassba HacneaHU marepujan, Tj. CeT XpoMOo30Ma Ko ju
ce Hanasu y jeaHoj nonHoj henuju-ramerty (22 pasnuumta

ayTo3oma U 1 nonHu xpomosom).



KOHIMEHNTANHE MANZOPMALINJE

Oko 507% ypoheHnx (KOHreHUTanHMX) aHomanumja pesynTar je
nopemehaja y HacneaHoj ocHosu, Aok je octanux 507% nocneavua
ApYrux gaktopa (6UOnoLWKU, XemMU jCKU, PU3UYKIN).

TTpomeHe HacneaHe ocHoBe MOTy 6UTU HA HUBOY:
1) reHa - (Ha HUBOY jeaHor reHa) - 15%
- nonureHcka obosvera (Ha HUBOY BULe reHa) - 10%
2) Xpomosoma - xpomosomcke abepaumje (xpomosomonatuje) - 25%

TTosHasarbe Hacnehueara 60necTn UnNu aHomanuja nNpeaycnos je
aAeKBATHOI FreHeTUYKOor caseTta. ['eHeTUYKK caseT noapasymesa
o6 jalbere AnjarHose U pusuKa Kpos UHTepnepcoHanHy
KOMYHUKALM Y.

TTpBY KOpaAK je y3umarbe aHamMHe3e oA NauujeHTa U KOHCTpyucarme
nopoauyHor ctabna (poaocnos), rae cy y KpaTkUM LpTama
NPUKYNIbeHU NoAaLU O NOPOAULIM NALM JeHTa €a FreHeTUYKUM
ontepeherem.
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XuUnepTpopulHa KapanommonaTti ja
(XKM)

I
1921 1925
1655 1045
CpYaHa ANCPYHKLM|a Heno3Har y3pok
1 3
1850 1643 1948 5
1684 acTmMa 1678
CpYaHa AUCPYHKUM ja 3 cpanM yaap
1
1981 1978 1876 1=‘«1?‘i 1984
2000 2 anegrm je
XKM
1 Adopied from: Lawis, Ricki  Humas Geamsics

McOraw-HilL Besion, 1997, o77

www.ngsgenealogy.org/galleries
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» AYTO30MHO- AOMUHAHTHO Hacnehuearbe (MoHoreHcKo)

= QOcoba je HOCUNAL U MYTUPAHOT U HOPMASTHOT FEHCKOT anena
( ) U Taj Ce MYTUPAHU MeHCKM anen Ucnosbasa

= Pusuk aa ce obosbere npeHece je

= Obonenu myLKapuu U XeHe ce jaBibajy Y UCTOj nponopunju, bonect
ce NpeHoCU ca reHepaumje Ha reHepauujy.

= Heku naumjeHTU ca ayTo30MHO-AOMUHAHTHUM HacneaHum
obosberbemM HUCY MYTUPAHU FeH Hacneausnu HU OA jedHor oA
poauTesba, Hero je bonect nocneauua ( ) y
FEpMUHATUBHUM henu jama reHeTCKU 34pasmux poauTesba.

- Tlpumepu:

- CuHaakTUnuja - cpacnm npctu  1:2000-1:3000 (a)

- Tlonuaaktunuja - (euwenpcroct) - wectonpctocTt 1:500 (6)

- AxoHaponnasuja - BpcTa natysbactor pacta 1:25000 (B)

- XonTt-OpamoB cuHAPOM - KapAUO-ckeneTHu cuHapom 1:100000 (r)

- XAHTUHITOHOBA xo(?ea - BpCTa HeyporslowKkor obosberba, y4ecTasnocT Beoma
Bapupa 4-8:100000 CA, 2-10:100000 Eepona, 7:1000 Mapakanbo pervoH y
BeHeuyenu



www.eatonhand.com/img/img00041 a

http://rpmedia.ask.com 6

http://upload.wikimedia.org/wikipedia B



Buwe oa nonosuHe cBojcTaBa KOA 4YoBeKa je AeTepMUHUCAHO

AOMUHAHTHUM FEeHOM Ha HEKOM OA ayTO30Ma.

CnocobHocCT yBpTara je3ukay Tyby
CnocobHOCT NonpeYHor Caeu jara jesuka
CnobopaHa ywHa pecuua

YwHa pecuua 6e3 anaymua

CnojeHe obpse

WN3paxeHa nerasocT

MasbaBoCT Ha AUCTANHUM PanaHrama
HopmanHo pasnukosawe 60ja
Pynuua Ha 6paau

benu npameH Koce koA mywkapua
Cmehe unu 3eneHe ouun

TamHa Koca

PasHa koca

INNeBn nanau npeko AecHor (KOA cknanarba LWaka)

3aKpuBIbLEHOCT manor npcrta (ka AoManom)

Heke oa wux cy:

Kaxunpct kpahu oa aomanor npcta Koa mylikapua

Ocehaj ropkor ykyca
W3Bu jeHa nemua Koce Ha cpeauHu Yena
‘henasocT Koa mywkapua



“» AYTO30MHO-peLiecuBHO Hacnehuearbe (MoHoreHcKo)

= PeuecusHo obosbere ce UCNOSbasa jeAUHO aKO je MyTauuja NpuUcyTHa
y oba reHcka anena, Tj. ako ce Hanasu cey cTamy.

= (Ocobe Koje cy XxeTep0o3uroTu 3a pelieCUBaH MyTUPaHU anen cy 3Apasu
Hocuouu. BepoeatHoha Aa hie oHU AaTU PeHOTUNCKU 3ApaBOr HOCUOLG
je 50%, notnyHo 3apasor xomosurota 25% u

= Jaesba ce koA 0ba nona ca jeagHakom yyectanowhy; kaa oba poamTerba
UMajy ncnosbeH aatm nopemehaj cea cy aeua obonena.

- TTpumepu:

LiuctuuHa pubposa - AUCPYHKUUja er3OKpUHUX
xnesna aeneumnja 508 Ha xpomosomy 7 koa 2/3
nauu jeHara

Y onwroj nonynauuju ydyectanocr je oko 1:2500,
a Hocuoua 1:25

http://enwikipedia.org/wiki/Cystic_fibrosis



- Cpnacta aHemuja - NpUCYCTBO U3MeHeHOI XeMornobuHa, Koju Kpuctanuile
U Merba 06NUK epUTpoLMTa OA OKPYFIor Ka cpnactom (a).

Yyectanoct: 1:5000 onwrta nonynauuja, 1:500 Appo-amepukaHum, 1:4
3anaaHa AgpuKa.

- Tanacemuja - CUHTETUCAHWU FMOBUHCKU NAHALW HOpMArHe CTPYKType anu y
HeaAeKBATHUM, Tj. CMabeHUM KonuumHama 1:200000 (6).

- bpojHe eHsumonatuje

Tanacemuja (Hacnehuearbe)

poauTesbU
HOCUOLM, XeTepo3uroTu)

3apas 34pasu Hocmoum obonena

. HOpMASaH reH . Tanacemuja reH

www.sac.edu

http://sickle.owh.harvard.edu/beta_tha 6



- EH3sumonaTtuje

http://www.glogster.com/squigs9538/
pku-biology-project

$eHUNKeTOHYpU ja - cpeHun anaHuH xuapokcunasa 1:10000 (a)
AnNKanToHypuja - XoMoreHTusmHcka okenaasa 1:100000-200000
anakrosemuja - ranaktoso-1-pocepat ypuaun tpaHcopepase 1:50000

Mykononucaxapuposa (I, IT, ITT, IV, V, VI, VII, IX) - paznuumTtu eH3sUMCKM
Aepuumtn  1:50000-1:250000 (6)

Taj-Cakcosa 6onect - xexkcozamumHuaasa A (8) 1:4000, Hocmouwm 1:30
AlKeHasun Jespeju -

HuemaH-TIukoea 6onect - copuHromm jenu-
Ha3a (r) 1:40000, Hocvoum 1:90 AwkeHasu
AnbuHusam - TuposmuHasa 1:20000 (a) '

B www.soulumination.org/index.
php/site/person/jortigrl

https://runkle-science.wikispaces.com/
Mucopolysaccharidosis 6




<+ Hacnehueare Be3aHO 3a X XPOMO3OM (moHoreHcko)

1) PeuecusHo Hacnehuearbe Be3aHO 3a X XpOMO30OM

- bonecTt ce ucnosbaea koA CBUX MyLUKaApaLia KOju HOCe MyTUPAHU FeH, a
KO XeHCKUX 0coba camo ako Ccy XOMO3UMOTMU.

- bonect ce npeHOCU NpeKo XeHCKUX, 34paBuUX, XeTepo3nUroTHUX
Hocuoua, Koje Aajy 6onecHe mylwke notomke U hepke 3apase HocuoLe.

TTpumepu:
- Xemopunuja A - nopemehaj Koarynaumje Kpau - HeaOCTATAK PAKTOPA
VIII. Yuectanoct je 1:5000-1:10000 &

- AuweHosa muwuhHa aucTpoPpuja - 0ANUKYje je nporpecusHa cnabocT,
aTpopuja u aereHepauum ja mulwmha (exkctpemuTeTta, Tpyna), WTO BOAU
netanHom ucxoay. ®pexkeeHumja je 1:4000 4 a 1/3 cnyvajera npeacTassba
HOBY MEHCKY MyTaLMjy

- AantoHusam - crenuno 3a 6oje, Tj. cMarbeHa CNOCOBHOCT passiMkoBatba
60ja (nojeanHux unu ceux). TTopea mytaumje Ha X XpoOMO3OMy, MyTaumje
Ha jow 18 Apyrux XpoMo3oma MOry 13a3BaTh Heku o4 0bJsiMka osor
nopemehaja. YdyecTtanocT BesaHa 3a X Xxpomosom je oko 1:204



TECT 3A PA3JIMKOBAHE BOJA

https://www.dreamstime.com/royalty-free-stock-image-
ishihara-test-color-blindness-disease-image38281686

https://www.dreamstime.com/daltonism-ishihara-
test-red-green-number-image150427216




2) HomuHaHTHO Hacnehueare Be3aHO 3a X Xpomo3om

- Bpno je manu 6poj osux obosbera U OHa ce Ucnosbaeajy Koa oba nona.

- O6onenu mywkapum npeHoce 60necT Ha CBY CBOjy XeHCKy Aely, a Ha HU jeaHor
MYLUKOT MOTOMKQ.

. TTpumep:
ButamuH [1 pe3sucteHTHU paxmTuc - NOCTeneHo A0Nasu A0 AepopMmUTeTa
KOCTUjY U cmareHor pacta ycrnea HemoryhHoctu 6ybpexHux Tybyna aa
peacopbyjy qpocopare.

3) CuHapom gparunHor X

- Cmartpa ce aa je nocne [layHosor cuHapoma
HajYyewhun y3pok meHTanNHe petapaauumje.

- KapaxTepulue ra usmereHo noHaware, nope-
mehaj rosopa, cneuncUUaH nsrnea nuua ca
BESTUKUM, NOLLE MOACTUPAHUM YLUHUM LIKOJb- |

Kama U n3boveHUM Yenom. :
. http://period8sts1112.blogspot.com/2011_12_01_archive.html
- ®pekseHumja 1:1000-1:40005 u 1:8000 ¢ . .

- Hocuouum 1:250-1: 8005 mn 1:130-1:250 ?




TTonureHcko Hacnehuearwe

Oegaj BuA Hacnehuearwba 0OAHOCU Ce Ha CBOjCcTBA U bonecTu
AeTepMUHUCAHE

Ogaj Behin 6poj reHa Ha pasNUUUTUM NIOKYCUMA je U NOA yTUulajem
crnosbalwe cpeduHe (MynTUPAKTOpU janHO Hacnehueare), Te ce 'y
OBUM CNYYajEBUMA MOXeE FOBOPUTU O MrEHETUYKO| MPeamncrnosULm jm
UHAUBUAYE ANU U O YTULIAJY YUHUOLA OKOSNUHE.

CBojamsa Koja ce oBako Hacsiehyjy cy: UHTenureHumuja, TaneHar 3a
MY3UKY, CITMKAPCTBO, CNOCOBHOCT 3a OpUjeHTaumujy y NpocTopy, TeH -
60ja koxe, 60ja KOoce, 60ja 0UMjy, KPBHU NPUTUCAK, TenecHa rpaha,
BUCUHGQ, TeriecHa maca uTa.

boneam koje ce oako Hacnehyjy cy. pacuen ycHe unu Henua,
CXU30gppeHU ja, enunencuja, MaHUMYHoO-AenpecmusHa NCcUxosa,
AnjabeTec, peymatouaHu apTpUTUC, KOpoHapHa 6onecT, kaHuep,
XUnepTeHsu ja, AemekTu HeyparnHe Tybe, ayTusam uTa.



XPOMO3OMCKE ABEPALINJE

Xpomosomcke abepaumje unm xpomosomonaTuje noapasymesajy
npomeHe y HacneaHoj OCHOBU Ha HUBOY XPOMO30Ma.

[ene ce Ha cTPyKTypHe U Hymepuuke

1) Y cTpykTypHe npomeHe cnaaajy: Aeneuuje - WTO NOAPA3yMeBa
rybutak aena Xxpomosoma, - noApasymesa TpaHcgep
reHeTUYKOr matepujana ca jeaHor XpoMo3oma Ha Apyru,

- YABOCTpYUerbe oapehieHor cermeHTa XpomMo3oma UTA,

2) Y Hymepuuke abepaumje cnaaajy: aHeynnouauja - nNpeacTassba
NPUCYCTBO UMK OACYCTBO jeAHOT UNU BULLIE XPOMO3OMA U

l'lOJ"IVIl'U"IOMﬂ.VIjO = NoApasymeea sumule Lenmx xannomnaHmx
KOMnJniemeHara.

Hajuyewhe aHeynnouauje cy moHosomuje, kaaa Hepocrtaje jeaaH
XPOMO30OM, U TpU3OMU je, KaAA NOCTOJU XPOMO3OM Y BULLIKY; AOK CY
HajYyewhe nonunnouwaunje Tpunnouamja (3n - 3 xannouaHe
rapHUTYpe XpoMo30oMa) U TeTpannouauja (4n).



CTpykTypHe abepauuje xpomosoma

= CuHApom mauujer nnava - Cri du chat cuHapom
®pexseHumja 1:25000-1:50000 49:3J
Heneuunja Kpatkor Kpaka Xxpomo3oma 5

- Heua umajy Takea 3aaebsbarba Ha NIAPUHKCY AQ UCMYLUTAjY 3BYKe
CIUYHe M jayKy madke. TTopea KapakTepucTUYHOT Nnaya, Koa CBUX
naumujeHata NocToju Telwka NCUXOMOTOPHA peTapaauuja, 3acTo] Yy
pacTy, Mukpoueganuja. MuwuhHa xunotoHuja jassba ce y 50-90%
OBWX MALUM jeHaTa, A0K ypoheHy cpuyaHy maHy cpehemo ko 1/3 peue
Ca OBUM CUHAPOMOM.

- Oxo 90% cnyuajesa cy cnopaauuHe, ceexe (de novo) myTtaumje.

www.cridchat.u-net.com http://learn.genetics.utah.edu 46 . xx de|(5)(P1 5 . 2)



CuHapom 4p- unu Wolf-Hirschhorn cunapom

Yyectanocr je 1:50000 29:14
Heneuuja Kpatkor kpaka xpomosoma 4

KapakTepuctuyaH KpaHMoMpaLuu janHu eHOTUN Ca pasmMakHyTUM OYUMa,
HenponopLUUOHANHO BENIUKUM Yenlom U manom bpagom (“rpuka
macka"). TTocToje jow u owTehera Ha Henuy, yWWUMA, OYUMA, MO3rY,
YecTU enu Hanaau y AeTUCTBY, MeHTAsIHa peTapaaumja, 3acToj y
pacTy, cpyaHe MaHe, XUNOTOHU ja MUwKnha uTA.

Ckopo 85-90% cBux cnyuyajesa oBor cMHAPOMaA Cy Hactanu de novo
MYTALM JOM.

46, XX del(4)(p16.3)

www.theboltonnews.co.uk/resources/images www.themedsearch.com



HacneaHa motopHo-ceH3opHa Heyponatuja unu Charcot-Marie-
Tooth (1A) 6onecr

YuecTtanoct # 1:2500

Y BehimHu cnyuajesa (70-80%) aynnukaumja BesIMKOr perMoHa Ha
KpaTKOM Kpaky xpomosoma 17.

LdynnuuupaH je reH 3a NpoTeuH Ko ju ynasu y cactas MU jenuHCKor
omoTaya. Ocum oBor, NpomeHe y jow 13 apyrux reHa mory Aosectu
no ose bonectu.

OBo je obosberbe Hepaea Koje A0BOAU A0 MULWUKHe aTpogu je U
rybutka ocehaja 3a AoAUp, NPBEHCTBEHO Y HOrama, a KacHuje u
pykama. Ose ocobe umajy senuke notelwkohe y ussohery MOTOPHUX
paaru (MUWUhn ekcTpemuTera, jesmk), anv UM je XUBOTHU Bek
yobuuajeH Kao U 0cTasnoj nonynaumju

|

http://findmeacure.com



Sunapenpuja xpomosom 95%Ph+ CML

BanaHcupaHa TpaHcnokaum ja usmehy xpomosoma 9 u 22

Y3poKy je XpOHUYHY MU jenounaHy neykemujy (CML), koja ce obuuHo
jasrba y cpearbem Aoby, U peTKo Koa, AeLe.

TpaHcnokauuja A0BOAU A0 (PY3UOHUCAHA ABA FeHa, Koju Kkoaupa
HOB MpPOTEUH, KOjU NOTOM CTUMynULLe U Ybp3asa henujcky aeoby.
TTowTo 0BO HUje HOpPMArHO, PU3NONOLWKO cTare hienuje, Kao
nocneavua Ao0Nasu A0 Nojase natonoruje Tj. neykemuje.

Before translocation After translocation
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www.lhsc.on.ca/lab/cytogen



Hymepuuke abepaumje aytosoma

HayHos cuHAapom ppekseHuMja 1:733
Tpusomuja xpomosoma 21
OBO je nNpBa ONMUCaAHa TpU3OMMU ja U Hajuewha abepaLumja Xpomo-

30Ma y XYMaHOM KapuoTtuny.

CneuuepuyaH U 11aKo Npeno3HaT/bLUB PeHOTUM, OKpYrio nule,
KOCe 04M, J10We MOAVPUKOBAHE YLIM HUCKO MOCTABIbEHE, MAJIQ, hiips:/mu wpsidedouns conz/
CTASTHO OTBOPEHa yCTa €a je3uKOM KOju NpOMUHUPA, KpaTKe, 3aenacTe LWake ca
6pasaom Yetupu npcta y oko 60% naumjeHata. Takohe je yousrbmea muwmuhHa
XUNOTOHU ja, XUNepprekcnbunHoct 3rnobosa, MeHTasHa peTapAaumja, cpyaHe

aHomanuje uta.

47, XX + 21

www.geneticsofpregnancy.com/images
www.myfootballshares.com http://blog.al.com/living-news/2009/06/large_Downs



Ensapacos cuHapom eppekseHumja 1:3000, 80%7

Tpusomuja xpomosoma 18

Cmatpa ce aa ce oko 95% cnyyajesa oBe TpU3OMU je CMOHTAHO
abopTupa.

TTaunjeHTU ca OBUM CUHAPOMOM UMAJY TellKe, MynTune

aHOManuje, ca KapakTEPUCTUYHUM MNOJSIOXKAjeM NPCTUJY Wake,
U3paxXeHy XUNepToHUJy, TELKY MeHTanHy petapaauunjy, cpyaHe maHe,
mangopmaum je bybpera uta.

Ycnen Telwkux aHomanmja, ceera 5-10% ¢, .
Aelie Ca OBUM CUHAPOMOM Mpexmusu "‘\ ?% i ¢ ‘ g
NpBy roAuHY XUBOTA. AL j l! ! i
4 &
a § v\ i“ LH {IRTRY,;
)i R IRIRR
& T 8 9 10 1 12
WA 33
12 14 18 16 17 1
) e T
MM TERIE Lg
18 0 H 2 X L

=
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47, XX + 18

http://shsgdp.wikispaces.com/+edward+syndrome+pd.+11 http://miluvia.blogspot.com/2008/12/edward-syndrome



TTaray cuHapom eppekseHumja 1:5000-1:10000

Tpusommnja xpomosoma 13

N3paxeHe cy Telwke mynTunne aHomanuje 36or yera oko 50% osux
naumjeHata ymupe y npeux mecel, AaHa XUBOTA, G CGMO manu 6poj
OA, HUX AOXUBU NPBUX FTOAUHY AAHA.

CUHAPOM KapakTepulle Telwko owTehere HepBHOr cucTema, npaheHo
MeHTasTHOM peTapAaaLUm jom U 3acTojemM y pacTty. Beoma vectu cy
pacuenu Hernua U ycta, OACYCTBO 04Uy, TellKe cpYaHe maHe,

noNUAAKTUINU Ja UTA.
A

U IR AT

< 08 11O T T

13 I|II 1 15 17

i« F8 ar M ]
\ w oo 3 22 X ¥

LB ticom images |
http://medgen.genetics.utah.edu/photographs
47, XY + 13



Hymepuuke abepaumje nonHUX xpomosoma

TapHepos cuHapom (45, XO) yyectanoct 1:2000 - 1:5000
MoHo3omum ja xpomosoma X

CneumnmUUHY KIUHUYKY CIIUKY YUHE Manu pacT, U3paxeH NTepurujym
BpATa, UHPAHTUIHE CnoSbHe reHuTanuje. TTo poherwy cy Beoma Yecto
NPUCYTHU efAeMU Ha A0op3aniHOj cTpaHu ctonana. Osapujymm cy 4ecTo
Y BUAY TpaAKa 04 BE3UBHOI TKUBA, MPUCYTHA je NpUMapHa ameHopeja, a
aKkcunapHa v nybuyHa masbaeocT je cnabo uspaxeHa.

OBaj cUHAPOM OBUYHO He AOBOAU A0 MeHTarHe OMeTeHOCTU, UAKO ce
MOTY NPUMETUTU NoTelKkohe y pellaBary HeB€p6CU'IHMX WU matema-

TUYKUX nNpobnema. “1 ” i ” H

LEF

TR IR R R
id f4 4§ iv Il 11

. e
T L sa & {

hﬁps //emedlcme medscape com/qr‘1'|cle/949681 http://medicmesiralex2010.blogspot.com/2010/12/ 45, XO

? chromosomal-disorders.html .
-overview?form=fpf http://www.subtelomeres.com/ChromosomeAbnormalities



CuHapom XXX (Tpunn X cuHapom) (47, XXX)

Tpusomuja xpomosoma X
Cmartpa ce aa 1y 1000 xeHa nma osakae kapuoTun.

OBaj cUHAPOM Ce YrnasHOM OTKPUBA CACBUM CRYYAajHO, NOWTO
BefiHa OBUX XeHa HeMa HUKAKBY (PeHOTUNCKY excnpecujy. ObuuHo
najy HopManHo NoTOMCTBO.

OTnpunuke 2/3 Umajy He3sHaTHO MakbU HUBO UHTENUIeHLUU je Of,
npoceyHor (BepbanHu IQ), AOK je OCTATAK HOPMASTHUX KOTHUTUBHUX

cnocobHocTu.
S {ERY X

ié B! M o2f b oEg B
Qg L o,; 84 aﬂa a8

8 88 ok 84 "l  47,XXX

http://ccr.coriell.org/images/karyotype




KnuHegenTtepos cuHapom (47, XXY)

Yuectanocrt je 1:1000
TTopemehaj y KOjem MylKapum UMajy X XpOMO3OM Y BULLKY.

KnuHUYKa cnvka oBor cUHApPOMaA HUje NocebHO cneuuguyHa,

na ce

HepeTKo OTKpUBA TeK y 3peno Aoba TOKOM UCMUTUBAHA Y30paKa

ctepuUunuTterta.

KacHu nybepTeT, ca Hepassu jeHUM CeKyHAApHUM CeKCyanHUM
KapaKTepUCTUKAMa MyLUKapLa Cy npeu 3HALUU CUHAPOMA.

Kapaktepuctuke osux nauumje-

HATa Cy: BUCOKU, U3AYXKeHU pe- 7! g: “ ” ']{

HOTUN ca YecTom aucnponopumjom ' *  ° A

(pyre Hore, Kpatak Tpyn), UH- “;ni' i¢ ii* HR YR

(PAHTUNHE CNOoJSbHe reHuTanuje, Poo BB CRE TR OCET OB

CMQaHeHa MasbaBoCT, F’MHeKOo- i:,l By W

MacTtuja, ctepunuTeT UTa. T T i!?
\

www.psd202.org/PEHS/departments/science

www.malehealth.co.uk
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