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JE®EKTOJIOIIKA TTPAKCA YV KOHTEKCTY HOBE EPE
I'EHETUYKUX JOCTUT'HYRA

Hegenrxa K. Muxajnosuli*, Munuya Jb. Muxajnosul?, Jby6uwa M.
Muxajnosuh®

Caocemax. JlehexTono3u mpoydyaBajy, OTKPHBAjy ajld W 3a IKHBOT
0croco0JbaBajy 0code ca CMeTHhaMa y MCUXUYKOM M TEJIECHOM Pa3Bojy U 0cobe ca
nopemehajuma y moHamamy. Ha OCHOBY caBpeMeHHX HAydyHHX NOocTUrHyha wu3
obnacTH XymaHe, MEIHMIMHCKE, MOJICKylapHe TTeHETHKe, CJeIM 1a je Mocao
nedekTonora na ce 6aBe ocodaMa Koje UMajy HeKy BPCTY TeHETHIKOT onrtepehemna,
OJJHOCHO ,,[€HETHYKY TPEIIKy” - MyTaunujy. 3aTo je 3a yCIeIlaH NpaKTH4aH paj
nedexToyora BeoMa 3Ha4ajHO OTKPUBAKE M NO3HABAE THIIA U IIPUPOJE FeHETHYKE
rpemke kKoja ocoOy ontepehyje, OTHOCHO YCHOCTaBJbamkbe TCHETHYKE JHjarHO3e
nopemehaja. Meljytum, mpakca y HaliuM yCIOBHMA j€ HEIITO Apyravrja. YTIIaBHOM
ce ocobama /ajy YONILITEHE MEAWIMHCKE IMjarHo3e Koje He IMOKa3yjy IpaBH M
OCHOBHH Y3pOK IIpo0ieMa, Beh je TO BHIlle YONIITEHa KOHCTaTaldja Koja ajlyaupa
Ha CHMIITOMATOJIOTH]Y, & Mak¢e Ha TJIaBHH y3pok mopemehaja. 3ato je 3a ocobe koje
cy y GOKyCy paJHOT aHTraxKoBama Ae(eKToyiora, 3HAYajHO YCIIOCTABUTH IMPaBy
TeHETHYKY AMjarHo3y. I[IpaBa reHeTWuYka JWjarHo3a MOAPa3yMeBa YTBpHUBamE
TEHETCKe MPOMEHE KOja je y OCHOBH OOJIECTH, a YHjH CY MOJICKYJIapHH MEXaHH3MH
pasjamrmeHn. OBakaB MPUCTYI MMa ABOCTPYKY KOPHUCT: (A) YCHEIIHHjU TPETMaH,
Tepanujy u pexabwimmranujy mnanujenta u (b) mnpeaBubhame mopoamune
(pamunujapue) NEPCIEKTUBE. I'enernuky JIjarHo3y MOCTaBJba
MYJNTHAACUUIUIMHAPHA THUM CTPYYHaKa: T'€HETHYKH CaBETONABLH, Je(EKTOO3H,
Jekapu, mcuxoio3u. IIpBM Kopak y TIOCTaBJbalky TEHETHYKE MAWjarHO3e je
MEIUIIMHCKO-TeHETHYIKa eBallyanuja ocobe ca mopemehajeM W heHe MOPOMHUIIE.
I'eHeTHYKH TECT ce MOXKE MPETNOPYUUTH TEK aKO Ce Ha OCHOBY eBalyaluje, 0301/bHO
Haciyhyje moctojame oapeheHe (KOHKpETHe, TapreTupaHe) reHeTHIKEe Iperike. 3aTo
je HeOonXo/Ha eAyKamnuja aedeKToora 0 3Ha4ajy TeHeTHIKOT (hakTopa 3a IMojaBy U

! nmihajlovic@vaspks.edu.rs Bicoka mmkoa cTpyKOBHHX CTYHja 3a BacruTade - Kpyiesar
2 milicamihajlovic0O4@gmail.com, cryzment Yuusepsurera y Beorpany, Buonomku dakymrer
® ljubisam9398@gmail.com Bucoka mKoma CTPYKOBHEX CTYJIja 332 00pa30Barbe BACIIHTAYA -
ITupor
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pa3Boj nopemehaja kox ocoba ca kojuma page. OBa enykanuja Ou Owia y mpaBILy
IpUXBaTala W pa3yMeBamba CaBPEMCHUX Ca3Hamkba M HOBHX METoJla XyMaHe M
KIMHAYKE TeHEeTHKe KojuMa ce omoryhaBajy mujarHOCTH(HKOBame U yTBphHBame
TeHETHYKE OCHOBE BEJIMKOT Opoja pa3BOjHUX cMmeTHH u mopemehaja. Tume Ou ce
KBaJIUTET pajaa Aedekrosora 3Ha4ajHO YCaBPIIHO H 0CABPEMEHHO.

Kwyune peuu: nedexromnomka mpakca, TeHETHYKa AWjarHO3a, €IyKallwja,
nedexrooruja

JE®EKTOJIOIIKA IMPAKCA U TEHETUKA

Jedekronoryja je Hayka TPAHCAMCIUILTUHAPHOT KapakTepa ,,koja mpoydaBa
CTame 0co0a YujH je HHTETPUTET YCIIe TPajHUX NCUXO(PU3MYKUX CMETHU HapYILEH,
a crocoOHoCT couujanHe uHTerpamuje cMamena” (Crouubesuh, 1990; Stosljevi¢ &
Odovié, 1996), omHOCHO mpencTaB/ba CUCTEM 3HAba, CBEYKYNHOCT HAyYHHX
pasmaTpama 0 pexabwautanuju xeHaukenupanux jwmna (Keramitéievski, 1990).
HedekTono3n mpoyvaBajy, OTKPHBAjy ajld U 3a JKHBOT OCIOCOOJhaBajy ocobe ca
CMeTHhaMa y TIICHXHYKOM W TEIIECHOM pa3Bojy W ocobe ca mopemehajem y
noHamawy. baBe ce mopemehajiumMa kKao MTO Cy: XUIEPAKTUBHOCT, TUCXaPMOHHYHH
pa3Boj, TelecHe cMeTibe, omrTehema BuIa, clIyXa, CMETHE Y MCHTAJIHOM Pa3Bojy,
TOBOPHO-je3W4Ke CcMeTe U mopemehaju  komyHuKamnwje, mopemehaju u3
AYTHCTUYHOT CIIEKTpa, YCIIOPEH ICHXOMOTOPHH pa3Boj, mopemehaju mHaxme,
Heypopa3BojHe Temkohe, MoTopmuky mopemehaju, mopemehaju yuema (Temkohe u
mpobieMn y ydemy 4YWTama, NMUcama M padyHama), rnopeMehaju mNoHamIama.
KonkpetHo, y ¢okycy npodecnonanHor 6aBibema Jiedekrosora cy ocode kojuma je
moTpebHa TmoceOHa MApyIITBeHA mojapiika. M3 Hampen HaBeneHe aeUHUIIM]jES
nedekronoruje, 3aHuMama aedekronora u mopemehaja kojuma ce oHu OaBe, ca
jeAHe cTpaHe, M CaBpEeMEHHMX HAy4yHUX JocTurHyha wu3 oOmactu Xymase,
MEIUIHCKE, MOJICKyJIapHe TTeHeTUKE M CPOAHUX HAyYHHX IUCLHUIUIMHA Ca APYre
CTpaHe, HEMHHOBHO MPOU3MIIA3H Ja je Tocao aedekronora aa ce baBe ocodama Koje
UMajy HEKy BpCTy TeHeTHYKor onrtepeherma, OIHOCHO ,CHETHYKY TpelKy” —
myranujy (Harris, 2013; Harris, Kelly, & Wyatt, 2013; Erickson, et al. 2014).

To mory Outm ,KpymHE Tpemke” MOmyT IpoMeHa y Opojy Xpomoszoma
(Maysor cuumpom, Kimuedenrepor cuumpom, TapHEpOB CHHIPOM), CTPYKTypH
xpomo3oma (Cri du Chat cunapoM-cuHapoM Madvjer miada, Bosg-XupmopHos
cuaapoM, [e-I'pymmjes cunapom, I[Ipagep-BuwmmjeB cunmpom nnm AHreiaMaHoB
cuapoM, [Tamucrep-Kunujanos cuanpom, @parnnan X xpomo3zoM-MapruH-benos
CHHJPOM), Ta J0 ,,MaluX rpelaka‘ MolyT MPOMEHa HYKJICOTHIHUX CEKBEHIU Ha
HuBoy rena (Ostegeneza imperfekta, [Jumenosa u bekeposa mummhaa guctpoduja,
mucTryHa Guoposa). Msmely oBe nBe KpajHOCTH MOCTOjH YMTAB HHU3 M CIIEKTAp
TeHeTHYKHX IPOMEHa, MyTanuja kKoje heMo y majbeM TeKCTy Ha3WUBaTH ,,[€HETHUKE
rpemke”. Y CBakoOM CIIy4ajy, aHraxoBame nedeKTosora moapasymMeBa paa ca
ocobama koje nMajy onpeleHa reaetndka ontepehema.
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3aro je 3a ycremaH paj aedekronora, BeoMa 3HAYajHO YCTAHOBJBCHE U
MO3HABAKC THIA W MPUPOJC FCHETUUKE Ipelike koja oapeheny ocoby onrepehyje.
Konkperno, 3a mpakThdaH pax JedeKTonora je oI HU3y3eTHEe 3Ha4YajHOCTH
TIOCTaBJbakbe TPEIM3HE TEHETHYKE JMjarHo3e, jep je TO OCHOBHHU (0a3uyuHM) Y3pOK
M0jaBe Pa3IMIUTHX CHMIITOMATOJOIIKAX KapaKTepHCTHKa Ko ocobe ca KojoM pane
(Mihajlovic Lj., Mihajlovic N. & Zdravkovic, 2006a) (Muxajnosuhi 2006a).

TPEHYTHO CTABE

MeljyTuM, mpakca y HallUM YCIOBHMA j€ HEWITO JApyradydja. YTJaBHOM ce
NalujeHTUMa IPHUIUCY]y YOIIITeHe MEITUIIMHCKE UjarHo3e, KOje YeCTO He MOKa3yjy
MPaBU U OCHOBHHM pas3jior mpobiema, Beh je To 4ecTo KOHCTaTalMja Koja ayupa Ha
CHUMIITOMATOJIOTH]Y, a Mame Ha INIaBHU y3pok mopemehaja. KonkperHo, pamu ce o
JMjarHo3aMa THIA ayTUCTUYHO TMOHAIllalke, JaKa WM TellKa HHTEJeKTyalHa
OMETEHOCT Cca HaBOJAMMAa (CHOTUIICKUX MCHXO-MOTOPHYKUX aOHOPMAIHOCTH
KapakTepucTUUHuX 3a onpeheHy ocoOy. M3yserak cy ciydajeBH 3a Koje Cy
KapaKTepUCTHYHE ,KPYIHE TEHEeTHYKe TIpelike, momyT JlayHOBOT CHHAPOMA,
TaprepoBor cunapoma, KimmHedenrepoBor cuaapomMa u ciimuHo. MehyTum u y Tum
ClIy4ajeBHMa YeCTO HHUje MOCTaBJbCHA MMpaBa T'eHETHYKa JWjarHo3a, Beh ce camo Ha
OCHOBY CHMIITOMATOJIOTHje 3aKJbydyje 1a je To Tako. KoHkpeTHO, JlayHOB CHHAPOM
MOKe OWTH TOCIenuIa pa3IMYUTHX TEeHETHYKHX Y3poka (HyMepuyke WIH
CTPYKTypHEe alepaluje XpomMo3oma), a LITO je BeoMa 3HAYajHO 3a MOPONULY H
eBEeHTYyaJHO IaHupame Oymayher motomctBa (Mégarbané et al., 2013). Jlakie, kana
Cy y nuramy ocobe ca xojuMa neeKTOI03U paje, y 3HauajHOM Opojy ciiyuajeBa
npaBu y3pok mnopemehaja Huje yTBphEH, OIHOCHO HHje IIOCTaBJbeHa IIpaBa
reHeTnyka jaujarHo3a. To ce CIIMKOBUTO MoOe mpenctaButu oBako: O Hajapaxke
ocobe nobujere OMIbKY Koja Bam je nszy3erHo nmpara. busbky rajute u mocehyjere
CBY MaXBY KOja joj je moTpeOHa aliy ce JemaBajy HeKe CTBapH KOje HUCY Y CKIaxy
ca Bammm ouexuBamuma. Jlumhe joj ce yBHWja, WecTo omana, pacT je YCIIOpEH,
pa3Boj aTHIMYaH, IBETakEe M JOHOIICHE IUIOAOBA OTEXAHO WIH H30CTaje.
JenHocraBHO, OMIbKA JKMBM ajlM ca KOHCTAaHTHUM Ipobiemuma. [Ipumemyjere cBe
NOTpeOHEe Mepe, aJeKBaTHO 3alliBame, NPHUXpambHBabe, aJleKBaTHY CBETIOCT M
TOIUIOTY anu ce MpobieMu  HacraBibajy. [loTpeOHO je  ycTaHOBUTH
(mujarHOCTH(UKOBATH) TPOOIEM. AHAIN30M CTpydmhaKa yCTaHOBJbaBa Ce€ Ja je
KOpeH OwmJbke MH(OHUIUPaH CHEMUPUIHNM HWHCEKTOM KOTa HE MOXETe YKIOHWTH.
ITocraBspa ce murame: “bannuty 6mibky mim omoryhut Hajoospn Moryhu TpeTMaH y
JIaTAM OKOJTHOCTHMMA, jep Bam je m3y3eTHO 3HadajHa, 300r ocobe koja Bawm je
noknonuna? Pememe je cnenehe: Jla Ou y qaTiM OKOTHOCTHMA U3 OMJBKE U3BYKIH
MakCHUMyM, IOTpeOHO je m0o0po ymo3HATH NPUPOAY HHCEKTa KOjUM je OHMIbKa
nHduupana. Tume ce cTudy ycinoBu na o0e30eanTe ajekBaTtaH TpeTMaH Koju he
Omsbrm  oMoryhmuTH MakcumaiaHo J00po (yHKIMOHHMCAame W W3IMIeN Yy JaTuM
OKoJHOCTHMa (Tj. Aa u3mieda W (pyHKUMOHUIIE LITO HOPMAaIHHjE), a LITETy KOjy
MHCEKT HAaHOCH CMambHTe Ha HajMamwy Moryhy mepy.


http://www.ncbi.nlm.nih.gov/pubmed/?term=M%C3%A9garban%C3%A9%20A%5BAuthor%5D&cauthor=true&cauthor_uid=23422941
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3aro je 3a 0co0y koja je y poKycy pagHOT aHrakoBama NeEKTONI0ra, BeoMa
3HAYAjHO YCTAHOBHUTH MPABY F€HETHYKY JUjarHo3y.

IITA ITIOAPA3YMEBA IIPABA TEHETUYKA INJATHO3A?

Ienernuka mujarHosa (D) je onpehusame npomena na JTHK monekyimy,
OJTHOCHO ,,TeHeTHYKE Tpemke* koja je y ocHoBH Oomectu. [locraBmmame I/,
moJpasyMeBa TMOBe3WBame ozpeheHor mopemehaja ca cnennUIHAM TIPOMEHOM
HaCIIeTHOT MaTepHjaia. MelyTuM, mpaBa TeHEeTHYKa IHjarHo3a Koja Om Omima on
3Hauaja 3a manujeHta (ocody ca mopemehajem) u pax medexronora HEje caMmo OBO.
Hawnme, oBakBUM MPHCTYIIOM CE 3aHEMapyje U He caryienaBa ciencha Bes3a: 2eH —
npomeun — cuMnmomu. JETHOCTaBHO, 1a OW ce y MOTIYHOCTH pasjacHuia
npuposa nopemehaja, a mTo je moTpeGHO 3a yCIelaH NpakTHIaH paj AeeKToora,
HEOIXOJ/IHO j€ YCIIOCTaBJbahe jacHe Be3e u3Mel)y reHa Koju je M3MEHEH, MoroheHor
nporernHa (MOJEKyIapHUX MEXaHH3aMa) M KapaKTepUCTHIHUX CHUMIITOMA KOJ 0cobe
ca mopemehajem. Ha crienehoj memu je mpejicTaB/beHa OBa Besa:

MOIJIEKYJIAPHN

MEXAHU3MU OEHOTUIICKE
TEHETHITYKA | (kapaxrepucruuan > ?APHJAHHJE
['PELLIKA g 5) 7| (xapakTepucTH4YH

TpoTeHH U CUMIITOMH)

Cnuxa 1. Besza: reH — npoTeuH — CUMITOMHU

W3 cBera Hampen HaBeneHor ciead: IlpaBa TeHeTHYKa [HMjarHosa,
moIpa3yMeBa yTBpjUBame IeHETCKE IMPOMEHE Koja je Y OCHOBH OOJIECTH, a YHjH CY
MOJICKYJIAapHH MEXaHW3MH paszjammeHd. Heku on mopemehaja koju cy oBako
OKapaKTepUCaHH, Te CE 3a HBUX MOXKE MOCTaBHTH IpaBa I'eHETHYKa JHjarHosa Cy:
muctuuHa Gubposa, Rubinstein-Taybi cunapom, {umenosa u bexepoa mumnhua
muctpoduja, ¢parmnaun X xpomosom (Mihajlovi¢ i Mihajlovi¢, 2007), TIpanep-
BunujeB  cuHmpom winm  AHreJIMaHOB CHHJAPOM, XaHTHHITOHOBAa Oouecr,
Heypodubpomarosuc tun 1 u 2, Mapdanos cuuapom, JIebepoBa HaciaeqHa ONTHYIKA
Heyponatuja, Menkes-osa Gosect, Bardet-Biedl-oB, curapom, cenrto-onruuka
nucmrasuja, Coffin-Lowry cuampoM wuta. Y cBEM OBHM CiIydajeBHMa MOCTOjH
cneneha jacHa Be3a: oaroBopaH reH — nopemMeheHn MONeKylnapHH MEXaHW3MH —>
KapaKTepUCTHYHU CHMITOMH. Y OCTAJIOM, JaHac IMOCTOje BeOCajTOBH ca 30upkaMa
nopemehiaja oOkapakTepucaHMX Ha oOBaj Ha4yuH, kao mro cy OMIM (Online
Mendelian Inheritance in Man) Orphanet, GeneTest, Possum Databases.

KOPUCT 3A OCOBY CA IIOPEMERAJEM U ITPAKTUYAH PAJ]
JE®EKTOJIOTA

Hakon nocraBspama mpaBe TEHETHYKE TUjarHose, Tj. oapehuBama reHa Koju
je y ocnosu mopemehaja, 6uno 6m mpeanHo kaga Ou omreheHH reH YKIOHWIN U
BpaTWJIA Y HOPMAJTHO CTame. TuMe O6u cBu mpodsieMu ocode Hectamu. Mehytum, ca
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JlaHAIbeT HUBOA 3Hama TO je HeMoryhe. AKo ce BpaTHMO Ha IPETXOJHY MPHUYY O
OMJbIIM M MHCEKTy, TO OM MOJIpa3yMeBao Jia YKJIOHHUMO IITETHH HHCEKT |
oMoryhmmMo HOpMaiaH pa3Boj OwmJpke. AJHM, C 003MpPOM Ha TPUPOAY HHCEKTa,
CTpydmaK je ycraHoBuo na je To Hemoryhe. Illlta je onHma pememe? Pememe je
YIO3HATH TPUPOAY HHCEKTAa U OMOTYNHTH IITO HOPMAJHUjH pa3Boj Ombke. VcTH je
ClIy4aj M KajJa je y MHUTamby TeHeTHYKo onTepeheme ocobe. ['eHeTHUKy TpemKky He
MOKEMO YKJIOHHUTH alH jé MOXEMO YIO3HATH Tj. Pa3jaCHUTH HEHY OHMOJOIIKO-
(dyHKuMOHANHY npupoxy. TuMe ce cTHYy YCIIOBH Aa ce NPUMEHH IpaBU TPETMaH 3a
oco0y ca onrepehemeM U Ja oHa (YyHKUIHOHHMIIE HAa HajOOJBM M HAjONTUMAIHUJU
MOryhn HauMH y JaTHM OKOJHOCTHUMA - jeTHOCTABHO PEUEHO, Na KEeH KHUBOT OyJie
mTo HopMaimHUjU. KOHKpeTHO, moCcMaTpaHo M3 MEPCHEeKTHBE MallijeHTa U HEeroBe
nopoauie (pamuimje), ycrocTaBbabeM MpaBe I'eHETHYKE JWjarHo3e, MOCTHXKE ce
JIBOCTPYKa KOPHUCT:

e (A) YcnemHuju TpeTMaH, Tepanuja 1 pexaduianTanyja nayjeHra u

e (b) [IpenBuhame moponuyne (haMunjapHe) MEPCICKTHBE.

(A) YcrmenrHuju TpeT™MaH, Teparija U pexaOMInTanyja manyjeHTa

YcnocraBibameM MpaBe TeHETHYKE MUjarHo3e mopemehaja cTUUy ce yCIOBU
TapreTupaHor (UUJbAHOT) JejloBalka Yy TMOrJeay TpeTMaHa, Tepamdje u
pexabunuranuje. Hanme, mo3HaBameM MOJCKYJIAPHHUX MeXaHH3aMa KOju Cy Y
ocHOBH mopemehaja, mpyka ce MOryhiHOCT Ja 110 CTpydYHH THM OJ Aedekrosora,
MICUXO0JIOTa, NICHXHjaTapa U MEAWIHMHCKUX PAJHUKA Pa3IMYMTHX CIEHjaTHOCTH (Y
3aBHCHOCTH OJ] BpcTe mopemehaja) ycnemiHuje aenyje u ca 0OJbHUM pe3yiTaThMma
nocTUrHe eeKTe KOPHCHE 3a MaIMjeHTa y MOTJiey MPOTHO3¢e, Jicuekha, Tepanuje u
pexabunuranyje. JeTHOCTABHO PEUCHO, 3HA CE IITa M KOJHKO je Moryhe KOpUrosary,
a mTa je Hemoryhe W3 OpraHCKHX, MOJEKYJapHHX pa3jiora W OPHPOJAE CaMor
nopemehaja.

(b) IpenBuhame nopoauune (hamunmjapHe) HEPCIICKTHBE

Kana y mopoaumu (¢dpamunujn) nocroju ocoba ca oapehenum nopemehajem,
HEMHUHOBHO j€ Jla ce TIocTaBibajy cieneha nurama: “TlocToju oM pu3HK aa ce Takas
nopemehaj moHoBo jaBnu?” “Ako MOCTOjH, KOJIMKH je U Jia 1 ce Moke n3oehu?” OBo
Cy M3y3eTHO 3HayajHa IMTamka 3a INIaHUPamke MopoanLe, OyAyhHOCT U epcreKTUBY
ICHUX 4JAHOBA, CBEHTYyaJHy IIPEHATAJIHy [HjarHO3y M CBakako un30eraBame
jaBJpama UCTOT TpobiieMa. JeMHOCTaBHO pEeYeHO, TEeHETHYKa JWjarHo3a HUje camo
nujarHoza ocobe ca mopemehajem, Beh je To mopomuvHa aujarHo3a. YIpago,
MOCTaBJbAbEM IIPaBEe FEHETHYKE JMjarHO3e, CTHYY CE YCJIOBHU Jla CE HAa OBa IHTama
J1ajy MPEIU3HU OJITOBOPH U TUTaHWpa Moryha pa3BojHa CTpaTerrja MopoInIe.

C TMM y Be3H, YCIIOCTaBJ/balb€ TI'CHETHYKE JHMjarHo3e M Y4YECTBOBAHC

nedekrosora y ToMe Kao M 3Ha4ajHO MMO3HABAHE MOJIEKYJIAPHO-TEHETHYKOT aCleKTa
IujarHose, omMoryhaBa meroB YCHEITHH]H M KBAJUTETHHjH pax y oba cermenta ((A)

u (B)).
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(A) PazymeBameM reHEeTHYKE OCHOBE M MOJIEKYJapHUX MEXaHHW3aMma KOju Cy
y ocHOoBU mopemehaja, paj AeeKToiora ce MHOTOCTPYKO MOOOJBIAaBA y CBAKOM
morneny. JemHocTaBHO, 3HAjyhu e je rpemka, nedexronor moduja MoryhHOCT n
MIPWINKY Aa carjena mTa je Moryhe, a mra Hemoryhe ca IanyjeHToM Y TeparmjcKkoM
U pexaOWINTallHOHOM HOTJICHY.

(B) Iopoya 1 HEHU YWIAHOBH jETHOCTABHO JKeJle J1a 3Hajy, a ¥ UMajy IpaBo
Ha TO, KakBa je INEpCHEKTHUBAa, PU3MK 332 HHHUXOBO IOTOMCTBO, PU3MK ITOHOBHOT
jaBpama mnopemehaja (cungpoma). C 003uMpoM Ha NpPO(ECHOHATHU IOJIOXKA],
Ie(eKToIorT je MPBH KOME ce TaKBa MUTama MOCTaBJkajy. HapaBHO, TO HHKAaKo He
monpasyMeBa 006aBe3y Aedekrorora 1a onMax yTBplyje TeHETHUKY IHjarHO3y, HUTH
je 1o Mmoryhe. Yiora nedekronora je 1a 3aMHTEPECOBAaHUM WIAHOBUMA MOPOIHIIE
npyXd HHPOpPMaLHje 0 TOME TAe U KaKO TO MOTY ypaxutu. Y HapaBHO, TOTpeOHO je
na nedekroyor Oyme cacTaBHH €0 THMa, jep cy AobujeHe MH(DoOpMaImje Beoma
3HayajHe 3a KeroB Oyayhu pan ca gatom ocoboM W mopoaunoM. [lakie, ymora
nedexTonora je na 3aMHTEPECOBAHMM YIaHOBMMA Mopoamie ((paMuiuje) mnpyxu
CMEpHHUIIE 0 MOT'YhUM HauYMHHMMa FeHEeTHYKe njarHo3e, MeCTUMa 1 HauMHUMa TJIe ce
TO MOXE YPaJHuTH, eBEHTYJITHUM COLMO-ETHYKHM IOCIIeIuIIama.

HapaBHo, npu cBeMy TOMe ce OTBapajy MHOTa IHTama: IICUXO-COLHjajHa,
eTUYKa, CKOHOMCKO-CI3UCTEHIMjalHa (3aN0IIJbaBame/MOryin OTKas3H, 31paBCTBEHO
U COLMjaTHO OCHTypame). Y OBOM pany HeheMo oTBapaTH Taj acleKT CaBpeMEHHX
TPpEHAOBA XyMaHC, MEIUIUHCKE, KIIMHUYKE T'€HCTUKE W OJHOCa JApyHITBa IIpEMa
OBOM Ipo0IEMYy.

KO 1 KAKO MOXE ITOCTABUTU 'EHETHYKY JIUJATHO3VY?

I'eHeTnuky AWjar€Ho3dy NOCTaBjba MYJITHIMCUUIIIMHAPHH THM CTpY4YH-aKa:
TEHETHYKH CaBETOJNABIM, MEIUIMHCKH TI'eHEeTHYapH, JIeKapy OIIITe Ipakce,
nedexrono3n, Onoxemuyapu, TCHXHjAaTPH, IICUXOJIO3H, JIEKAPH Pa3IMIUTHX
CICIMjaJTHOCTH, a IITO 3aBUCH OJ] BpcTe nopemehaja Koju je y muramy. [IpBu Kopax
y TIOCTaBJbalby T'€HETHYKE JMjarHO3€ j€ MEIUIHMHCKO-TEHETHYKa eBallyaluja ocode
ca nopemehajeM. MeMIIMHCKO-TEHETHYKA €BalTyalija 00yxBara:

e  Ananuzy amuiIMjapHe UCTOPH]E;

MeMurHCKy aHaMHE3Y;

Pa3Bojuu myT (oHTOTeHH]jY) 0c0O€ ca mopemehajem;
IIpucycTBo ,,rpaHIYHUX " PEHOTHIICKUX KapaKTEPUCTHKA;
OKpyKeme 1 KapaKTepUCTHYHE HaBHKE.

3a ycmemHy METUIIMHCKO-TeHeTHYKY eBajyallljy MaIijeHTa, MOTpeOHO je
3HAYajHO MEIUIIMHCKO-TCHETUYKO 3HAFC WIAHOBA MYJITHIUCIMIUIMHAPHOT THMA.
Takohe, HE Mame BAXKHO jeé M HBUXOBa CIOCOOHOCT JEAYKTHBHOT Pa3MHUIILbambA,
OIHOCHO ITOBE3WMBamKa IOJaTaka M JOHOIICHA 3aK/bydka Ha OCHOBY HCTHX
(Mihajlovi¢ Lj., Mihajlovi¢ N. i Stankovi¢, 2002). JenHocTaBHO, IPH MEIUIMHCKO-
TeHETHYKO]j eBayaliju Tpedano Ou ce apxxatu cienche meme:
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[loTBpaa wim
IMoryhu MoekynapHi Pl
CeneTnuka MCKIbY4eHE
eBanyanja +——p MEXAHH3MH (HOTCHHH P{/111jarHOCTHUKUM
yaum 0ITOBOPHM 32 HACTaHAK >
MmaryjeHTa . TecTOM (TeHETHYKH
mopemehaja)
TecT)

Crnmka 2 MeaummHCKO-TeHETHIKA eBalTyalija

HakoH MeauIMHCKO-TEHETHYKEe eBajlyallHje, IOHOCH ce OJuTyKa o cieaehum
KopalnuMa, a CBE y 3aBHCHOCTH O] McxXona eBanyanuje. Curyanuje Mory OHTH
pasiuure:

e VYV HekuM cirydajeBUMa je Beh HakOH OBOT Kopaka, Moryhe mocTaBuTH

TCHETHYKY JIHjarHo3y KOjy OM eBeHTyalIHO Tpebaio MOTBPIUTH
JONaTHUM PYTHHCKAM OHOXEMHjCKUM TECTOM WITH BaJIMJHUM,
€KOHOMCKH JOCTYIIHUM T€HETHYKUM TECTOM;

e VY npyrum cirydajeBIMa, OBaj KOPakK je caMo ITyToKa3 y KOM MpaBIly O
Tpebaio BPIIMTH aHAIK3E 1a OU Ce MOCTaBUIIA IUjarHo3a,;

e VYV HEKHM Clly4ajeBHMa Ha OCHOBY XETEPOTE€HOCTH I10JIaTaKa MK HBHXOBE
HEJIOCTYITHOCTH je HeMoryhe ,,cyMmaTu‘ Ha oJpeljeHe reHeTuuke
nopemehaje. Tana ce mpuBpeMeHO oycTaje U IpaTe ce HOBa HayyHa
nocturayha kako OM ce CTEKJIM YCJIOBH 32 HACTaBaK
JIMjarHoCTH()UKOBabA;

e VYV HeKWM cCiTydajeBUMa je Aujarao3y Moryhe ycrmocrtaBuTa Beh mocie
MEIUIIHCKO-TCHETHYKE eBayalje, a IOTBPAUTH j& PYTHHCKUM
TEHETHYKUM TecTOM. Mel)yTrm, ako jomr yBeK Hema H3ja3He cTpaTeruje
3a gatu nopemehaj, To je HECBPCUCXOTHO PaHTH.

W3 cBera Hampen HaBEACHOT, 3aKJbYUyje CE Ja j€ CBAKU MaIujeHT (IOPOIHIIa)
cnemuduyan ciyyaj (mepcoHaNM30BaHa MEAMIMHA) M Ja je 300r Tora mpolec
JIMjarHOCTU(HKOBama KapaKTEPUCTHYAH 3a CBAKOT IMAIlfjeHTa, OJJHOCHO MTOPOIHILY.

JA JI1 IOCTABJbABLE TEHETUYKE JUJATHOSE ITOAPA3YMEBA
OBABE3HO I'EHETUYKO TECTUPAKE?

Kako cmo Hnampen Beh HaBenmu, y HekuM ciydajeBuMa je Moryhe Beh Ha
OCHOBY MEAMIMHCKO-TEHETHYKE eBalyaluje naudjeHra (Mopoaule) U PYTHHCKOT
OMOXEMHjCKOT TecTa, yCTAHOBUTH O KOM T'€HEeTHYKOM nopemehajy je ped. Y npyrum
CiyJajeBUMa, 3a TIOTBPAY WJIM HCKJbYydeme mopeMehaja, HEOMXOMHO j& YpaIuTh
reHeTndku Tect. CBe TO 3aBHCH OJ] MHIMBHIYAJIHOT CJIy4aja, OJHOCHO OJi THIIa
nopemMehaja, mopoAWYHE TMEPIENIHje U 3axTeBa y Be3W ca mocrojehum cramem,
JIOCTYITHOCTH W TPUPOJIE TECTa, €TUYKOT CXBaTamka M COLIMOEKOHOMCKOI CTaTyca
nopojuiie. JeHOCTaBHO, Cy/I0MHA U MpaBall eBEeHTYAHOT Jajbel Kopaka 3aBUCH O]1
MEIUIMHCKO-TEHETHYKE eBallyallje IlalHjeHTa, OJHOCHO CTaBa IOpPOJUIE
(Muxajnopuh Jb. u Muxajnosuh H., 2009). KonkpeTHo, reHeTHYKH TeCT Tpebasio 6u
NPENOpYyYUTH KaJa Cy UCITyEHH clieiehn ycnosu:

e Oco0a nma nepcoHanHy u/unu haMUITHjapHy HCTOPH]jY KOja yKasyje Ha

HacienHy gopmy nopemehaja,
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e  TecT ce MOXKe aJ€KBaTHO MHTEPIPETHUPATH (jacaH je U 3Ha ce IITa ce
MOCTHXE FHbHUME);

e Tect je 3HauajaH 3a MEAUIMHCKE MEHAIMEHT 0co0e ca mopemMehajem
u/unu weroBux pohaka. Jlakie, ako ce ypaau TECT MOCTOjU U3JIa3 U3
JlaTe CHTyaluje, YCIICNIHO JICUeHe U MPEBEHTHBHO JEJI0BAKE UITH j&
JIMjarHo3a MHOTO jacHH]a,

e Kopucr tecta je Beha o1 eBeHTyaIHE IITETE U PU3HKA,

e Tectupame je 10OPOBOJEHO U MOpPa MTOCTOjaTH HH(POPMATHBHA
npucTaHak ocobe ca nmopeMehajem i oAroBOPHOT JIMIA 32 Ty 0CO0Y,
YKOJIMKO OHa HHje MEHTAJIHO CIIOCOOHA 3a TaKaB THI OJUTyYHBamba.

WudpopmMaTuBHE TpUCTaHAK je HEONMXOJaH M Tpebanmo OM 1ma MpeTxoau
TEHETHYKOM TecTHpaky. OCHOBHHM eNeMEHTH HH()OPMATHBHOT IPUCTaHKA CY
cacTaBHM [0 TIeHCTHYKOI caBeToBama. Kama je y mnuramy HHPOPMAaTHBHU
NPUCTaHAaK, OH MOJpa3yMeBa Jia Ipe reHeTHYKOT TeCTUpama, ocoda ca nopemehajem
WIA OJrOBOPHO JIMIC 32 Ty 0C00y, YKOJHMKO OHAa HHUje CIIOCOOHA 3a TaKaB THII
oJUTy4YHBama, Mopa Jia 3Ha cienehe:

e  CBpXy TecTa M KOJH je TeCT y NIUTamwYy;

e  Omnmre nadopmarmje o reHy (reHuMa) Ha BbUMa Pa3yMJbUB HAYHH,;

e  Moryhe pesynrare TecTa (MMO3UTHBAH PE3YINITAT, HETATHBAH PE3YIITAT,

HeMH()OPMATUBHHU Pe3yNTaT);

e  TexHHYKE aCMEKTe H TAYHOCT TECTA,

e ExoHOMCKe acrekTe TecTa (KOJIMKO KOIITa TeCT U TIe C& MOXKE

ypajauTHh);

e  MoryhHocT eBeHTyaJ HE JUCKPUMHUHALMjE HAKOH JOOHMjeHHX pe3ynrara

TECTUPAA,

e [lcuxocouujaiHe acrneKTe, Ipe U HAKOH TECTHpama,

e [loy3paHoct Tecra;

e KopucTHoCT pe3ysTaTa TecTa 3a aTy 0CO0y U YIaHOBE IMOPOIHLIE

(bamunuje);
e  AnTepHaTHBE T€HETUYKOM TECTHPAIby y AaTOM TPEHYTKY.

Jlakne, TEHETHYKH TECT C€ MOXKEe MPUMEHHUTH TEeK KaJga Ce Ha OCHOBY
MEIUITMHCKO-TeHETHYKe eBaiyalyje, 030ubHO Haciyhyje Tocrojame opapeheHe
(Tapretupane) TEHETHYKE TpEIIKe, KaJa MOCTOje TPEAYCIOBH 33 HETOBY
peanm3anyjy ¥ nHGOPMATHBHU MPHUCTAHAK TAIHMjEHTa Ja Ce WCTU peanunsyje. Tume
Ou ce 3HayajHo mosehana ,,npeaBubajyha* cuara tecra (predictive power of the
tests), a caMuM THM M TIOBeperbe KinjeHara. To je KOHKPETHO MOKa3aHo Ha MpUMepy
MIOTEHIMjaJTHOT TECTHpPama Jele 3a IICUXUYKE CMETHhE NIPIMEHOM HOBE TeHepalyje
CEKBEHLIMOHMpAha TeHOMa - CeKBEHIMOHHpame henor reHoma — WGS (Whole
Genome Sequencing), wim er3onckor nena redoma — WES (Whole Exone
Sequencing). Behuna ucnuranuka (kaujenata) (87%) je mokasaia HHTEPECOBaE 3a
TECTHPAbE KaJIa j& XUIMOTETUYHH TeCcT uMao BrcoKy (90%) npensubajyhy BpeaHoCT.
WuTepecoBame je 3HaUajHO Majo U u3HoCcwIo je 51%, kama je TeHeTHYKH TeCT UMao
many (20%) npensubajyhy Bpemnoct (Erickson, et al. 2014).
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JIA JIU CE KOJ] CBAKOT TALIMJEHTA MOXE IIOCTABUTU FEHETUUKA
JINJATHO3A?

JaHac, mocMmaTpaHO ca acIeKTa IIO3HATHX M JOCTYIIHHX 3Hama H3
peneBaHTHUX HAayYHHWX NWCIHIDINHA, HHje Moryhe 3a cBe mopemehaje ycrmocTaBUTH
TeHEeTHUYKY IUjarHo3y, and 3a orpoMmaH Opoj ocoba ca mopemehajem je To Moryhe
ypagutu. [IpemycnoB 3a To je 030MJbHA METUIIMHCKO-TEHETHYKA eBajlyallrja ocoda
(mopoamie), a TCHETHIKUM TECTOM C€ MOXKE MOTBPAUTH WM HUCKIBYYUTH Moryhw
mopemehaj. Harmom, TOTOBO eKCIUTO3MBHOM TI0jaBOM HOBHX T'€HETHYKHX
JINjarHOCTHYKKUX MeToja, Opoj mopemehaja 3a Koje Cy JOCTYIHH TECTOBH pacTe, a
BHUX0Ba IIeHa Maja. 300r Tora ce TECTOBM YECTO HyJE Ha CIOOOJAHOM TPIKUIITY
nyTeM uHTepHeTa. [locebaH Hampenak y TOM MpaBIy je YYHECH I10jaBOM HOBE
reHepanuje cekpeHimonupama reoma (WGS i WES), TexHuka ca OrpoMHHM
JII/Ij ArHOCTUYKUM HOTCHI_[I/Ij aJIOM YHUME Cce OTBapa HOBa €pa TI'CHCTUYKOT
nujarHoctudukoBama. Tako Hrp. y HekuM naboparopujama WGS u WES ce Beh
kopucre y nujarHoctuuke cBpxe (Ashley et al., 2010; Lupski et al., 2010; Roach et
al., 2010; Gerlinger et al., 2012), a y HekuM ciy4yajeBUMa OBE TEXHHKE CYy cCe
NoKa3aje YCIeIIHMM Yy pa3peliaBalky W AWjarHOCTHOUKOBamY onpeheHnx
nopemehaja (Vissers et al., 2010; Saunders et al., 2012).

[ToceOHO BeNWKHM MPUTHCAK, Ma YaK M 3JI0ymoTpedy y OBOM IMpaBIy je
yCIOBMJIA KOMEpIIHjai3alija CeKBEHIIMOHUPamha XyMaHOT TeHOMa U I0jaBa
NPUBAaTHUX KOMIIaHHMja KOje HyJAe Ha CIOOOJHOM TPXKHMIUTY TECTOBE BeoMa
,IITHPOKOT M BEJIHMKOTr* MOTeHIHjana. YecTo ce TaKBU TECTOBH Hyne 0e3 MpeTXOaHe
KOHCYNTalMje ca PEICBAHTHUM CTPYYHUM THMOBHMA. To Cy T3B. ,,J€HETCKH TECT
nupektHo 1o kymia“ (Direct-to-consumer [DTC] genetic test). Kako um cam Ha3uB
KaXke, Ty Ce IpecKayy CBe KOHCYNTAalMje 3APAaBCTBEHUX pajHHKA, Beh ce uue
JMPEKTHO JI0 Kyma. OB TECTOBH CY MOCEOHO aTpaKTUBHU 3a KYIIIE, jep ce Hye 3a
NpPOLIEHY PH3HMKa M MPEIUCIIO3HINje BeOMa KOMIUIEKCHUX M 030MJBHUX 000JbeH:a,
MOTYT KapIMOBACKYIAPHUX, MEHTAIHHX, MATHUTHUX Oonect. I y CBOM peKiiaMHOM
Ha3WBY, OBH TECTOBH HOCE MOPYKY Ja CIy)Ke 3a MPOLCHY TeHETCKe MPEINUCIO3UIINje
3a onpehene mopemehaje (Genetic Home Reference, 2010). V Hekum 3emMibama, OBH
TECTOBM Cy JICTaJHH W jaBHO ce pekinamupajy WHTepHETOM Te WX je TeIKo
xoutposucatu (Wolfberg, 2006). Mamely ocramux, mocToje T3B. MEpCOHANHE
TEHOMCKE KOMIIaHHje, Koje BpIle NPOLICHY PU3HKa [10jaBe CI0KEHUX CTaka Kao IITO
je BPD (bipolar psihological disorder-ounonapau mncuxuukun nopemehajn),
3aBHCHOCT OJ1 HUKOTHHA, TIpercro3nimja 3a ankoxonuzam (Harris, Kelley & Wyatt,
2013). Heke apyre xommanuje kao mrto cy GeneDx u Lineagen, uyne tectose 3a
MPOLICHY T10jaBe TAKO CIIOKEHOT ropemehaja Kao IITO je ayThu3am .

MeljyTiM, CBakO T'€HETHYKO TECTHUPAWmE Y LIJbY MOCTaBJbaka I'CHETHUYKE
Jujaraose 0e3 NMpeTXOoJHe MEIUIMHCKO-TeHETHYKE eBalyalHje je y HajMamby PyKy
Henpo(ecHoHaN HA OMNIMja W HEOArOBOpHA (HEMOpalHa) mpeMa NalujeHTy |
Berooj nopoxaunu. Takohe, He Moxe ce u3behm curyanuja, mocebHo U3
KOMEpLMjallHUX pas3nora, na ce y OyayhHocTH cBe BHIlE HyJEe OBakKBHU ,,BUCOKO
MOTEHIIMjaJTH TECTOBH® M TO HAapOYMTO YCTaHOBaMa Koje 30pumaBajy ocobe ca
nopeMehajuma. 3aTo je HEOIXOJHa TeHEeTHYKa eAyKalHja CTPYydHOT ocolJba Koje
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paau ca OBakBUM ocobama - AedeKTonora, ICuxosora, ncuxujarapa, Jekapa OmTe
mpakce W Jekapa crermjanucte 3a oapehene obmactu (Mihajlovic N., Mihajlovic
Lj., & Zdravkovic, 2006b).

3AKJBYHAK

[lTa ypaguTi y MEepCHEKTUBU Kaja je y MUTamy Ae(eKTOoJOIIKa Mpakca 1
reHeTuka?

Heonxonna je enykanmja pedexrosiora o 3Hayajy eHETHUKOr (akrtopa 3a
mojaBy u pas3poj mopemehaja kox ocoba ca kojuma page. Thme OM ce KBaJUTET
BUXOBOT paja 3Ha4ajHoO mo0oJpmao. OBa exykamuja Ou Onia y mpaBIly IIpUXBaTamka
U pa3yMeBama CaBPEMCHUX Ca3Hama M HOBHX METOJa XyMaHe M KIMHUYKE TCHETHKE
KojuMa ce omoryhamajy AujarHOCTH(UKOBamE M yTBp)HBame T'CHETHYKE OCHOBE
BEJIMKOT Opoja pa3BOjHUX CMeTHH M mopemehaja. ¥ TOM CMHUCITY je HEOIXOAaH
Pa3Boj W yCIOCTaBJhamkhe CBECTH Jia je TeHeTHYKa JHjarHo3a ocode ca mopemehajeM
HCTOBPEMEHO M IOPOAMYHA JHMjarHo3a, Ha je 3aT0 HEONXOIHO YKJbYYHBAHE
moposurie. Takohe, nedexronosu XXI Beka Tpebano 6u ga Oyay 0crmocoOJbeHU na
Ha OCHOBY M3paXXCHUX (PEHOTHIICKHX KapaKTePHCTHKA 0CO0e HACIyTe U MPENo3Hajy
na je y ocHoBH mopemehaja reHetmuku (hakTop Kao y3pokK. Y CKIagy ca Tum,
NoTpeOHO je ocrocobbaBame JedekTosora, Kako OW OHU MPENOPYUUIIU U YITyTHIIN
3aMHTepecoBaHe ocobe (poauTesbe, CcTaparesbe) Ha onarosapajyhie  THMOBe
cTpyumaka (MyJITHIHNCHUIUIMHAPHE TUMOBE), Koju fie mpobiiemMe 3ajesiHO ca HBuMa
penraBati. Y TOM CMHUCIY, 3akibydak je cienehu: IIpe npeay3umama OHIIO KakBOT
KOpaKa, y CMHCIIy €BEHTYaJHOI I€HETHYKOI TEeCTHUpara, HEONXOJHA je CTPydYHa
MYJITHIMCUMIUIMHAPHA €Ballyalyja MalHjeHaTa u IMOpOAUIie, OMHOCHO aJeKBaTHO H
NPaBHJIHO TEHETHYKO CABETOBAMLE.
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DEFECTOLOGICAL PRACTISE FROM THE PERSPECTIVE OF NEXT
GENERATION GENETICS

Abstract. Defectologists not only discover and study people with certain
mental and physical disabilities they also help these people by giving them the
opportunity to lead a normal life. From the aspect of modern human and molecular
genetics the job of a defectologist should be associated with people who some form
of a genetic defect, also known as a "genetic error”-mutation. This is the reason why
a defectologist (in order to be a successful one) has to know what is nature and type
of the mutation that patient has, in other words he must find out the genetic
diagnosis of the patient. However, the practice in our the conditions such as ours is a
little different, most of the times the diagnosis is incomplete and does not give
information about the true cause of the problem, this means that it gives only
information about the symptoms but not about the true origin of the problem. Due to
this fact the main focus of a defectologist is to properly diagnose the problem from a
genetic perspective. A proper genetic diagnosis involves finding out what genetic
mutation lays at the heart of the disease(also the molecular mechanisms of the
diseases should be known). This approach has two benefits: (A) successful treatment
and rehabilitation of the patient and (B) figuring out the future perspective of the
patient. The genetic diagnosis is discovered by a multidiscipline team of experts:
genetic counselors, defectologists , doctors and psychologist. The first step in
finding out the genetic diagnosis is evaluating the patient and his/her family, later on
we can use a genetic once have an idea that the nature of patients condition is indeed
genetic. This is why the education of defectologist is needed in order to for them to
know about the genetic factors that influence the appearance and the development of
the patient's condition. This form of education should allow defectologist to get a
better understanding of the potential of modern genetic techniques in precisely
determining the genetic bases of the disease. By doing so the quality of their work
would be vastly improved and modernized.

Key words: defectological practise, genetic diagnosis, education,
defectology

Ipumsben: 12.11.2015.
[Mpuxsahen: 12.01.2016.



