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HACJIEJHE AHOMAJIUJE KOJIOPHOT BUIA:
o JATITOHA 0O MOJIEKY/TAPHE TEHETUKE

Nlparana IBETKOBU'R!, Jo6pocas IIBETKOBI'R?

'Buonomku dakynrer, Yausepsurer y Beorpany, Beorpan;
2VuctutyT 3a oane 6onectu ,,IIpod. np ‘Bophe Heummh”, Knmnuamaxn nenrap Cp6uje, Beorpan

KPATAK CALIPXXAJ

Mocnenrbrx rOAMHA OCTBAPEH je OrpoMaH Hanpeaak y pasymeBatby Monekyscke ocHoBe nopemehaja, kao 1 HopmasnHe Bapu-
jabnnHoOCTV KONopHOT BKAA. Pe3ynTaTyi MONEeKynapHOreHeTUYKIX NCTPaxXMBarba OMOryRnv Cy objallitbere KIMHMUKIMX 3anaka-
Fba — Pa3HOBPCHOCTM @aHOMaNMja Mo TUNY U TEXMHK, Pa3vKa Y y4eCTanocTy, BeNuKe MHANBUAYaNHe BapujabunHOCTL Y pe3ynTaT-
Ma TECTOBA U CIMYHO, Te Yak oMmoryhunim fia ce yTBpAY Npasa Nprpo/a KonopHe aHomanuje LloHa lantoHa 150 roguHa nocne we-
rose cMpTW. HacneaHe aHoManuje KONOPHOT BKAa Hajuellhe HacTajy Kao pe3ynTaT MpOMeHa Y reHrMa KOju KOAMPajy oncrHe Yenu-
ha. OBv reHn ce Hanaze Ha XpomMo3omuma 7 (S vnm ,nnasn” reH) u X (L nnn ,upseHn” u M nnn ,3enenn” rex). L v M reHn ce Hanase Ha
G KpaKy XpOMO30Ma X, jeflaH 13a [IpYror, y HU3y KOji CaApKK Off 1Ba NpUMepKa reHa Ao WecT npumMepaka reHa (Hajuewhe tpw). Mp-
B/ je L, a 3a UM cnefe jefan unwv suie M reHa. Camo NpBa ABa reHa Y HK3y ce eKCnpuMmpajy 1 yTudy Ha GeHOTWM KONMOPHOT B1AA.
Bucok H1BO xomonoruje (96%) nmehy L n M reHa onakiwasa HejefiHaKy pa3meHy, uvje nocneauue Mory 6utu rybutak resa, ogHo-
CHO dpopmuparbe XMOPUAHKX reHa (koju canpxe 1 L v M cermeHTe), LUTO nexw y ocHOBM BehrHe NpoTaH v feyTaH nopemehaja. Ha
TeXVHy nopemehaja yTnye pasnvka y CnekTpanHoj 0OCeT/b1BOCTM OMNCKHA, KOje Koamnpajy NpBa [Ba reHa y Hu3y. S MOHOXpoMasuja
HacTaje ycnea aeneuuje perynaumoHor permoHa Hrsa unv MyTaumja koje feaktnempajy L v M rene. HajakTyenHuja nctpaxuearba y
0BOj 06/1aCTV BE3aHa CY 3a MONEKYSICKY OCHOBY MOTMYHe axpomaTtoncuje, peTkor nopemenaja Koju ce 3aCHKBa Ha ryomnTky dyHKum-
je cux uenuha. MoTnyHa axpomatoncuja Huje pesynTaT MyTaluja ONCUHCKKX reHa, Beh Apyrnx rena, Koju Koavpajy Heke npoTerHe

cneuynduryHe 3a yenuhe, Kao LWTO Cy NPOTENHY KaHana U TPaHCAYLWH.
KrmbyuHe peun: KonopHy By, MONeKynapHa reHeTika aHomanwja KONOPHOT BAA; ONCUHCKN FeHN

YBOJI

Op npBux onuca ypoheHux aHOMaja KOTOPHOT BU-
Ia 61710 je OUUI/IEHO /1A Ce OHE II0jaB/byjy Y IOPOAUIIA-
Mma 1 ja ¢y HacnegHe. Xymapt (Huddart) (1] je 1777. oru-
Cao MOpOANITY Y KOjoj, Of IECTOPO Jielie, TPY CMHA HIUCY
pasnukoBaia 60je, JOK Cy IpeocTaa ABa cuHa u hepka
MMaIy HopMajaaH KomopHu Bup. OBaksy nopemehaju
y6p30 Cy 0061/ HOITYIAPHO MMe — JaTTOHU3AM, I10 II0-
3HatoM xemu4apy [lony Jantony, koju Takohe Huje pas-
JINKOBAO LIPBEHY U 3e7IeHy 00jy, Kao H1 imeros 6par. [la-
toH (Dalton) [2] je 1798. roguHe y pafy IOf HAaCTOBOM
»Heobuune unmwennie y Besu ca Bubemem 60ja” omnnu-
cao cBOje mpobeMe ca Ipero3HaBameM 60ja U IPeTIO-
CTaBHO JIa My je CTAaK/IaCTO TeI0 MOXK/Ia 000jeHO MTaBu-
9aCTo, I1a CeNIEKTUBHO ancopbyje cBetiocTt Behnx Tasa-
CHUX JJy)KMHa — TO je 01O NIPBM IOKYIIaj Ia ce HAyYHO
ob6jacH! 0Baj (peHOMEH.

Tunnyan HaunH HacnehuBama oBux nopemehaja 3a-
IaskeH je jour y 19. Bexy [3, 4], a moyerxoMm 20. Beka Bu-
con (Wilson) [5] je onpenuo fia je y muTamy X-BesaHo pe-
necuBHO Hacnebusame. Taj forabhaj, monupame rena op-
TOBOPHOT 32 Pas3/INKOBake IipBeHe 1 3eeHe 6oje Ha X
XPOMO30M, 4eCTO ce HaBOAY Kao IIparoyeTak Malypa-
1ha XyMaHor reHoMa [6]. Kacuuje je yrBpbheno na je peu
0 [1Ba pa3/IM4unTa IreHCKa JIOKyca Ha X XpOMO30MY KOju
Cy OfITOBOPHU 32 pas/IN4NTe TUIIOBE KOJIOPHNX aHOMA-
nuja. Ha To cy ykasasa usy4aBarmba KOJIOPHOT BUJia KOJ
JKeHa Koje Cy Ouie BOCTPYKM XeTEPO3UTOTH — MAKO Cy
HOCwIIe anefe 3a 0b6a Tuia KomopHux nopemehaja, Hop-
MaJIHO Cy pasiuKoBae 6oje.

Y npBo BpeMe HIUCY ITOCTOja/Iu HY TECTOBY 32 UCIIN-
TUBalbe KOJIOpHOT Buja. MebyTtnum, passoj caobpahaja
n npse Hecpehe y3pokoBaHe HepacIO3HaBabeM CUTHATI-

HUX 60ja HAMETHY/IN Cy IIOTpeby Ha ce OHM yBeny. Te-
CTMparbe KOMIOPHOT BUTA Ce pasBUjajio Off MPBUX PYAU-
MEHTHMX TEXHMKa y 19. BeKy, IpeKo HU3a TeCTOBa KO-
ju ce cajla pyTMHCKM IPUMERYjy Y KIMHIYKO] TPaKCu
(mceymousoxpoMatcke TabnmIie, aHOMAIOCKOII, KOIOp-
He mrounte) [7-10], ;o HajcaBpeMeHMjUX KOMIIjyTepH-
30BaHKX TecToBa [11]. VIHTepecoBame 3a mpobIeM Ko-
TIOPHOT BUJIa IOBEJIO je 10 aKyMy/aliMje CasHamba o 1ep-
nenuyjyu 60ja, 0 pasIMYUTIM TUIIOBMMA aHOMaJINja KO-
JIOpHOT BUJja, YCTAHOB/bEHA je IhUX0Ba Kaacudukanuja
IpeMa TeXXJMHU U [IpeMa OCOBMHI Hepacllo3HaBamwa 00-
ja (ipBeHO-3€e/1eHO0, OFHOCHO ITaBO-XyTo). OrpoMaH Ha-
IpefaK OCTBAPEH je MOC/IebIUX FOJIHA Y pasyMeBatby
MOJIEKyTICKe OCHOBe TTopeMehaja, kao 1 HopMasHe Bapy-
jabUITHOCTY KOJIOPHOT BU/A. Pe3ynTaTy HajHOBMjUX JC-
TpaXkKBamwa oMoryhuu cy objanrmeme KIMHNIKNX 3a-
Ma’kamba — Pa3sHOBPCHOCTM aHOMAINja 10 TUITY U TeXKMU-
HII, Pas/iMKa y yuecTanoCTH, BeNMKe MHAMBUYaTHe Ba-
PMjabUIHOCTY y pesynTaTiiMa TeCTOBa ¥ CIUYHO.

OIICMHCKI T'EHU

BupHM IUTrMeHTH cacToje ce Of allOIPOTEeNHA OICH-
Ha Koju je BesaH 3a lI-cis petunan. ONCuHM Cy JipeB-
Ha KJTaca MOJIEKYJIa; TOjaBVIN Cy Ce PaHO y eBOMYyLH-
j¥ KaO KJbYYHU €IEMEHT MeXaHM3Ma 3a KOHBEP3Ujy CBe-
T/IOCTH Y e/IeKTPUYHE CUTHAJIE Y OMOIOUIKIM CUCTEMU-
Ma. Pasnmke y alcopnumoHMM CIEKTpUMa MUIMeHaTa
HOC/IeVIIA CY PaslinKa y IPUMapHOj CTPYKTYPU OICHK-
Ha. Kozl 9yoBeka mocroje 4yeTupy BUHA MUTMEHTA: PO-
moIcuH u Tpu nurmenta denuha. OBe omncuHe Kopupa-
jy yeTnpu rena o3Hauena kao: OPNISW (paunmje BCP -
blue cone pigment), OPNIMW (pauuje GCP - green cone
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pigment), OPNILW (pauuje RCP - red cone pigment) u
RHO (rhodopsin) reun. Y nureparypu ce, mehyTim, 3are-
He KOju Kofpajy orcyHe dennha yecTo KopucTe 1 03Ha-
Ke: S (short wave-sensitive), M (middle wave-sensitive) u
L (long wave-sensitive) nim, CIMKOBUTO, »IIABI , ,,3€T1e-
HI' U ,,upBeHn” reH. KomopHu Brj YoBeKa 3aCHUBA Ce
Ha pas/lIN4NTOj CHEKTPATHOj OCET/BUBOCTY (POTOMUTME-
HaTa KOjy Ce Hajlase y CBaKoj Off TpM Kjace denuha.

Jlokanuja oncuHCKKX reHa ofpebhena je 1986. rogune
[12]. Tenu Kxoju Kopypajy S IMIMEHT M POJIOIICHH Hajlase
ce Ha ayTO30MMMa, S TeH Ha XxpoMosoMy 7 (7g31.3-7q32),
a TeH 3a POJOIICKH Ha XpoMo3omy 3 (3q21.3-3g24). 3a
pasnuky o muX, L m M renu ce Hajmase Ha X XpOMO30-
My (Xg28) (Cnuka 1), jenan nsa gpyror, y HU3y Koju MO-
Ke Jla Cafip>KU U JI0 IIecT mpuMepaka reHa. IIpsu uman
H13a je L ren, a 3a UM CIeiM je[lHa MM BuIIe Konuja M
reHa. ['eHu Koju Koiupajy OICHHE IMajy CII0XKEHY, MO Y-
JIAPHY CTPYKTYPY — CACTaB/beHMU Cy Off er30HA U MHTPO-
Ha (Tj. O HI30Ba HYK/I€OTH/Ia KOju cafprke MHQOpMaI-
jy 3a CMHTe3y IONIMIENTUIA M HI30Ba KOjJ TY MHPOpMa-
1ujy He cappxe). Kakse he nurmenTte koguparyu oncus-
CKY TeHM 3aBVCH Off, pefloc/ielia HyK/IeOTH/ [ Y IbUXOBUM
ersoHuMa. S TeH ce CacTojy Off TleT eT30Ha U YeTUPU VMH-
TPOHa, BOK M u L reHy umajy 1o IeCT ersoHa ¥ IeT MH-
TpoHa (Cnuka 2).

MorexynapHOTeHeTUYKe aHa/lN3e Pa3nMIUTUX OI-
CUHCKUX TeHa, OJHOCHO IIUT'MeHaTa Koje KOIMPajy yKa-
3ajle Cy Ha HUBO BUXOBe cnyHocTH [12]. S ren je 75%
UAEHTUYAH ca TeHOM 3a POfoNcuH. M 1 L reHu mokasy-
jy 43£1% upeHTMIHOCTH ca S reHoM, a 41+1% upenTH4-
HOCTM ca TeHOM 3a pogoIcuH. Mehyco6no, M u L renn
II0Ka3Yjy BICOK HUBO XOMOJIOTHj€ — U/IEHTUYHU Cy 96%
aKo ce IIOpefie caMo er30H!, OFHOCHO 98% aKo ce y 060-
3up y3umajy u Hexopmpajyhe cexBenre. Mano6pojue
pasnuke nsmeby oBa gBa reHa jaB/bajy ce y er3oHuMa 2-
5; ersoHn 1 u 6 cy mgeHTUYHOT cacTaBa. M u L oncuH ce
PasnMKyjy y YKyIIHO 15 aMMHOKMCe/IMHA, a/I CaMO TPy
3aMeHe (Ha mosuiujama 180, 277 u 285) 6UTHO JOIPUHO-
ce pasnMKaMa y CIieKTPaTHOj oceT/bBOCTY n3Mehy osa
7Ba MUTMEHTA.

Kop TakBMX TeHa 4eCTO /I0a3M [0 HejeffHaKe PeKOM-
Ounanuje npuakoM popmupama ramMeTa (pasMeHa jie-
JI0Ba XOMOJIOTMX XPOMO30Ma, IIITO YK/bYdYyje 1 pa3sMeHy
nsmeby nBa X XpoMo30Ma, PELUIIPOYHA je, a/Iv IIOHEeKa

7 X

CJIUKA 1. Jlokauuja reHa koju kogupajy oncuHe yenuha: S ('nnasu”)
reH Hanasu ce Ha yrom Kpaky Xpomo3oma 7, a L v M renn ("upseHn" u
"3eneHun") Ha Lyrom Kpaky X XpomMo3oma.

FIGURE 1. Location of cone opsin genes: S ("blue") gene resides on the
long arm of chromosome 7, L and M ("red" and "green") genes on the
long arm of X chromosome.
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CJINKA 2. CtpykTypa L, M 1 S ONCUHCKMX reHa (MpaBoyraoHMLM O3Ha-
YaBajy ersoHe, a nvHuje n3mehy HInx MHTPOHE).

FIGURE 2. Representation of the structure of L, M, and S opsin genes
(rectangles represent exons, intervening lines introns).

MIIAK [O/Ta3M IO OfiCTyTaka). Bucok cremnen xomornoruje
nameby L u M rena onakurasa oBaj mpouec [12, 13]. He-
jeliHaKa pasMeHa ce MOKe OIUI'PAaTy Ha MHTEPreHCKOM
VI MHTPAareHCKOM HUBOY, Tj. usMely resa y Husy mwiu
YHYTap I'eHa, a IOCIefMLie CY IyOMTAK jeHOT MM BULIe
reHa, OTHOCHO (hopMuparbe XMOPUIHIX TeHa.

Ha ocHOBY cIMYHOCTM OIICMHCKMX IéHa MOXeE Ce pe-
KOHCTPYMCaTH HbUX0Ba €BONYLMja, IPOLEHUTH KaJja U
KaKO Cy HacTa/Ii pa3IM4MUTU OIICUHCKY TeHU. Y BEIMKO]
MePI je Pas3jallllbeHO IMOPEKIIO TPUXPOMATCKOT BIJA KOJ,
YOBeKa I HheroBa afjallTiBHA yrora. [[pBoOuUTHO je mo-
CTO0jao caMo jefjaH TeH 3a oncuH dennha, Koju je Kogu-
pao MUTMEHT ca MaKCMMYMOM aIlCOpIINje O OKO 555
nm. 3aTuM je JOIIJIO [0 IheroBe AyIIMKaluje U TUBep-
reHIyje y mornefy cTpykrype. Tako ce mojasno u apy-
T I'eH 32 oIlcKHe dyemnha, Koju je KOEMpPao NUTMEHT ca
Anax<500 nm (S reH); To je omoryhmno guxpomarcku
Bujl. Tpehnu reH je HacTao peaTMBHO CKOPO, Ipe OKO
35 MUIMOHA TOAMHA, KA0 PE3YATaT AYIIMKAIlMje Ipe-
JAYKOT TeHa Ha X XpOMO30MY KOl HEeKMX /IMHMja IpUMa-
ta. OBaj, y €eBOyLIMOHMM pa3MepaMa CKOpallliby, ora-
bHaj pasnor je Benuxe cimanoctu L u M rena. Cmarpa ce
Ia je mocTojame 3ace6HNX M 1 L reHa JOHETO 3HAYAjHY
aJJalTUBHY IPEJHOCT BE3aHY 3a ICXPAaHy — TPUXPOMAT-
CKM BU/J] je IpMMaTUMa KOji Cy ra IOCef0Ban/ 3HaTHO
OJaKIlao pasnukoBae auinha u spemor Boha [6].

VupuBumyanHe pas3nnke y nepleniyju 60ja HUCY Be-
3aHe caMo 3a aHOMaje KomopHor Bupa. Hu ce ocobe
ca HOpMa/IHMM KOJIOPHMM BUJOM He Bufie 000jeHe 00jek-
Te Ha MCTU HauuH. Pasjor Trome je monumopdnsam om-
CMHCKIX TeHa (Tj. IpUCYCcTBO 6ap [iBe ajie/icCKe BapyjaH-
Te, off Kojux ce peba jaBma ¢ yuecranomhy Behom of
1%), Koju TpMB/IAYM CBE BUIIE ITaKIbe Y CAaBPEeMEeHIM HC-
TpakuBamwuMa [14]. S reH cKopo Ia u He Bapupa y by A-
ckuM nonynanujama (Monomopdat je). Hacympor mwe-
My, M n L reHn ¢y nonnMop¢Hu, Tj. MOCTOje y pasin-
ynTUM BapujaHtama. HajsHauajHuju monumopdusam sa-
CHIBA Ce Ha IpOMeHM y KofloHy 180, Koja 3a mocneguiy
uMa 3aMeHy ceprHa (Ser) anmanuHoM (Ala) Ha ofroBapa-
jyhem mecty y oncuny. ITocnenuiia oBe 3aMeHe je Maiu
IOMaK y arcOpIIjul.
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Taj monumopdusam nocroju u ko L u ko M rexa. Y
IIPOCEKY, KOl L reHa BapyujaHTa Ca CEpMHOM Ha ITO3UIIN-
ju 180 jaBpa ce ¢ yuectasnouhy of 56,3%, a BapujaHTa ¢
amaHnHOM c ydectanoinhy op 43,7%. Kog M rena Bapu-
jaHTa ca cepuHOM je 3HaTHO peba, oko 6%, a mpeosaby-
je BapmjaHTa C aJaHMHOM Ha mo3uuuju 180 — 94% [15-
17]. Hocapamrme CTyfuje Cy IoKasase ia HocToje Meby-
HOIy/IAllMOHE pa3/iiKe y y4ecTa/oCTUMa; Ha IIpuMep,
BapMjaHTa ca CEPMHOM 3acTyIl/beHa je ca 4yak 80% kop
Adpukanaran 84% kon Jamanara [18]. Pasnuunre anesn-
CKe BapujaHTe objanrmasajy ¢une pasnuke n3mehy oco-
0a ca HOpMa/THUM KOJIOPHMM BUIOM — Ha IIPUMep, OHI
KOju Majy cepuH Ha MecTy 180 oceT/bMBUjI Cy Ha IJpBe-
HO (A4« j€e IOMepeH Ka BehnM TamacHnM gyXnHama).

M u L reHy uMajy u pasnu4ute XubpugHe Bapujan-
Te. XMOPUIHY TeHU Cy pe3y/ITar Cliajarba [je/ioBa pasiin-
g TUX reHa. HacTajy kaga TokoM Mejose mobe o mpe-
KIfJJa YHYTap TeHa ¥ pa3MeHe [efloBa, OGHOCHO OfiTOBa-
pajyhux HyKIeoTHMX CeKBeHIM. XMOPUIHM T'eHM ca-
Apxe jemaH 6poj ersoHa us L reHa, a gApyru us M reHa.
Onnu Koju nounmby L er3soHoM obenexxaBajy ce kao L-M
(vnn ,,ipBeHO-3e/IeHN” ) XMOPUHY TeHN, TOK Ce OHM KO-
ju nounmwy M ersoHoM o3Ha4yaBajy Kao M-L (,,3emeHo-
npBeHn”) reHu. XMOPUAHY reHu KOZMPAjy pPasaindnTe
[IUTMEHTe, KOjU, IIpeMa OCEeT/bIBOCTY CIIeKTPa, MOry Ou-
U cIMuHM M uam cimyey L nurMeHTMMa, 1To 3aBUCH
Ol IbJMIXOBOT CacTaBa, OJHOCHO Off IIOpeK/Ia ersoHa. Me-
byTtum, pasnuke usmebhy L u M reHa orpaHndeHe Cy Ha
€r30He 2-5, oK cy ersonnu 1 u 6 ugeHTnyHu. Vs rora cue-
1M Jla, Y 3aBYICHOCTH Off MeCTa IIpeKN/ia I CIlajama, He-
K1 XMOpUIHY Tenu de facto Kopupajy HeXMOpuIHe InT-
MEHTe.

Hus oncuuckux rea Ha X XpoM0O30My MoOxe OUTH
pasnnuure Ay)XuHe n Hajuermrhe cagp)xu Bulle Off fBa
rena [12]. ITokasao ce ga 0ko 25% MCIUTAHNX HN30Ba
cafipXu fBa rena, 50% — tpu, 20% — getupu, a 5% — mer
uny Buire rexa [13, 19, 20]. IIpBu y Husy je L reH, nsa
Kojer cnepie jenan M red mm Buite wux (Cnnka 3). He-
K ayTOPU M3HOCE U ApyTradyje MpoljeHe YKYIIHOT 6po-
jareHay Husy, kao 1 6poja L rena [21], annu To je yrmas-
HOM II0C/IefuIia Kopuinhermba pa3nnyuTux TexXHuKa (1mo-
Ka3aJjio ce fia [oje/iiiHe TeXHIKe Ipelenyjy 6poj reHa y
HU3Y).

Excrpecnjy oBuX rena KOHTPOINUIIY IPOMOTOPU U
LCR (mpomortop je perynauvonu seo [JHK koju ce Ha-
71a3y Y3BOJIHO Of] Te€Ha U yTU4e Ha IberOBY TPAHCKPUII-
1ujy). CBaky reH uMa IPOMOTOP, @ Ha TIOYETKY CBAKOT
HI3a eHa Ha/la3y ce TeHeTUYKN eleMeHT Ha3BaH LCR
(locus control region), Koju je HEOIIXONAH 3a eKCIIPECHjy
o6a tuma rera — u L u M. C 063upom Ha pasmuyaut 6poj
reHa y HU3Y, IUTame je KOju TeHN Ce 3aUCTa eKCIIPUMHU-
Pajy y poropenentopuma. [la v ce eKCIPUMUPAjJY CBU
VI caMo TojeAuHM? AHa/N3€e peflociesia TeHa KOl 0Co-
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CJINKA 3. TunnyaH H13 ONCUHCKMX reHa Ha X XpOMO30My: NMPBY Y H-
3y je L reH (03HaueH TaMHOM 60joM), a 3a HiM crefe jefaH M reH unm
BUILLE HOUX.

FIGURE 3. Typical opsin gene array on X chromosome: a single L gene
(dark grey) is followed by one or more M genes.

6a ca HOpMaTHUM U aHOMa/THUM KOJIOPHUM BUIOM I10-
Kasasie Cy Jia ce, y CBUM HM30BMMa ca TPY WM BIMIIIE Te-
Ha, eKCIIPUMIPAjy camo npBa iBa [19, 22, 23], mrto ce 06-
jamrmasa 6nm3rHOM KoHTpOnHOTr pernona (LCR).

MOJIEKYTAPHA TEHETUKA AHOMAJINUJA
KOJITOPHOT BUIJA

Hacnenne anomanuje KOJIOPHOT Bijja Hajuenrhe Ha-
CTajy Kao pes3y/aTaT IpoMeHa Y TeHMMa KOju KOfupajy
oncute yenuha. I[Tpu Tome, moxxe gohn fo: ryburka re-
Ha (ycreq; HejejHaKe MHTEPreHCKe peKoMOnHaIuje), Iy-
6nrka ¢pyHKIuje reHa (Kao mocaennIia MyTanuja) uin
npoMeHe QyHKIuje reHa (Kao MOCIefulia MyTaiyja
WIN MHTPareHCKe peKOMOMHaIMje, OFHOCHO HaCTaHKa
xubpuaHuX reHa). Ha HUBOy peHOTUIIA KOTTOPHOT BU-
Jla, pe3y/ITaTy OBUX IIPOMEHA Cy: aHOMaTHa TPUXPOMa-
3uja (kafia jemaH of murMeHara demmha uma npomerse-
HY 0CeT/BUBOCT CIIEKTPa), AUXpoMasuja (kaja je jesaH
op murMeHaTa yennha HeyHKIMOHA/IAH) I MOHOXPO-
Masuja (Kaja Cy Ba My CBa Tpy MUrMeHTa dennha He-
dyHKIMOHATHA).

[Tpomene jegHoT Ooff murMeHaTa — L, M wnu S - mo-
Bofe 1o nopemehaja KonmopHor Buja Koju ce 03HavaBa-
jy Kao mporaH, geyTtaH u TputaH fedexru. Hasusu no-
TUYY Off [PUKMX Pednu protos — IpBu, deuteros — [pyru,
tritos - Tpehu, ca cypukcom aHOManuja Kaja je ped o fe-
BUjaHTHOj QYHKLIMjJ IMTMeHaTa, OHOCHO aHOIIMja Ka-
Iaje ped o usoctaHKy pynkuuje. Hexe HacnegHe mpome-
He VIMajy 3a IToC/IeA NIy TyOuTak QyHKIMje jBa IUTMeH-
ta yennha. TakBa omrehersa 03HaYeHa Cy Ka0 MOHOXPO-
Mmasuje dennha n mory 6utu: S MoHOXpOMasuje (kaga je
(dyHKIMOHAIaH CaMO S OIICKH), OHOCHO M MOHOXpOMa-
3nje u L moHOXpOMasuje. 'yburax pyHxiyje cBa Tpu n-
na yernyha ZOBOAM KO MOTIYHe aXPOMATOIICHje MU MO-
HoxpoMmasnje mranuha; HacTaje Kao MOCTe[UIA MyTa-
LMje, He TeHa 3a OICMHe, Beh OHMX KOju KORMPajy gpyre
KOMIIOHEHTe HeOIIXOfjHe 3a GYHKIMOHNUCabe Yennha.

Ilporan u peyTaH gedexTn

Hajuemrthu o6mmun Hacmeguux nmopemehaja xomop-
HOT BUJja Cy IIPOTaH U ieyTaH AedeKTy, IO3HATH 1 Kao
KOJIOpHE aHOMaJIMje y OCOBIHU LIpBEeHO—3€JIeHO, KOj1 Ha-
CTajy ycep rybuTka uny npomere GyHkIuje L, ogHO-
cHo M nurmenTa. ['yourak QyHKIuje jeSHOT Of IUrMe-
HaTa JOBOZM /IO CMakbeba TPUMXPOMATCKOT BIAIA HA U~
XPpOMAaTCKH, IIPY YeMy IIPOTAHOMIM HUCY ,,CTIeTIN 32 LIpBe-
HO”, HUTU Jiey TePaHOIIN ,,CTIETIN 3a 3€JIEHO ; MOXKe Ce pe-
hu na cy u jemHu u gpyTH ,,CIE€NN 32 IIPBEHO U 3€/IEHO .
KnacnuHo Tymaderse 6uro je ga oBu nopemehaju HacTa-
jy ycren moTmyHor ry6uTKa jefHOT Off IMTMeHAaTa, JOK
CY OCTa/Ii IUTMEHTH HerpoMmetbeHn [24]. Mehytum, ca-
Ta ce 3HA Jla CUTYyal[Uja HUje TAKO jefHOCTaBHa, Beh /a
MIOCTOjU 3HATHA BapUjabMTHOCT U Ha TEHOTUIICKOM I Ha
¢denorunckom HuBoy. Hekn mportanonu u feyTepaHo-
M 3a1CTA MMAajy caMo jeflaH X-Be3aHM OICMHCKU T€H,
UaeHTHYaH HopManHoM L unu M reny. Kog gpyrux Hu-
je Taxo: Ha mpyUMep, HeK!U IMTPOTAHOIM MMAjy CaMo jeflaH
reH, aimu xubpunau. Kox ocoba xoje nmajy Behu 6poj
reHa y Husy, OMTHO je Ha KOjoj ce IO3NUIjI Ha/la3e X1-
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6pI/IHHI/I Wiy MyTUpaHU T€HN. CaMa TeXX1tHa aHOMaJIl-
je KOJIOPHOT BMJIA je Y KOPEeaLyji C pasinkoM y A, 13-
Mehy BapujaHTHU IMIMeHTa KOje KOZMpajy [IpBa /iBa reHa
y Hu3y [25]. Curyanujy JogaTHO KOMIUIMKYje HOpMai-
HY TO/IMMOp$13aM OBMX reHa (II0CeOHO OMEHYTH 110-
nuMop¢u3saM Ha mo3unyuju 180), Koju FOTIpUHOCU MHIY-
BUIYa/IHUM Pa3/IuKaMa IIpU TeCTUPALY.

CaBpeMeHM MeTOAY Cy OMOI'YhMu fa ce yTBpAu u
IpaBa npupopa konopHe aHoManuje [Tona Jantona. Vc-
NUTHBAHe M3BPIIEHO HETTOCPEIHO MOCIIE Iher0Be CMPTHU
1844. roguHe OOWUIIO je BEroBy XUIIOTE3Y, A/l je 0CTa-
JIO JOBO/BHO CadyyBaHOT TKMBa fa oMoryhu Mosnekyap-
HOTeHeTUYKY aHanusy 150 rogyHa KacHuje [26]. Anamm-
3a pparMeHara OIICHCKIX TeHa JoKa3aa je /ja je y y3op-
Ky IIPMCYyTHA CaMO CeKBeHIIa TUIIMYHA 3a L reH; HeflocTa-
tak M reHa ykasyje Ha To ia je [lanToH, y cTBapu, 610 fie-
yTepaHoIl, a He IPOTAHOII, KAKO Ce PaHlije MUCTIUIIO.

YdecranmocT mpoTaH 1 ieyTaH fedpexara 3HaYajHO Bapu-
pay /pyackuM nomynanujama. Hajseha ydecranocr je xox
EBpomnpaHa, a HajMama Kof cTapocefienala AycTpanuje,
jy>KHOIMAnMGUIKNX OCTPBA U CeBepHOAMEpUYKMUX VIH-
nujaHana. Pasnnke ce o6jalnmaBajy CMambeHNM CeNeKIfi-
OHJM IPUTUCKOM Ha OBY OCOOMHY y MHJYCTPMjaIN30Ba-
HYM JIPyIITBMMA Yy OfIHOCY Ha JIOBAYKO-CaKyI/badyKe 3ajefl-
Hune. Koj Hapozia eBpoIICKOr IIOpeK/Ia IPOTaH U ey TaH
nedexTy ce jaBrbajy Koj 0Ko 8% MyIUIKapalia; KOf )KeHa je
Ta y4eCcTanocT 3HaTHO Mama (0,4%), jep ce KO BUX 0Ba
0COOMHa UCII0/baBa CAMO Y XOMO3UTOTHOM CTatby. AHa/IN-
3a ysopka of ckopo 80.000 ocoba [6] mokasara je ciefe-
he: xop MyIIKaparia je yuecTasoct mpoTaH fedexara ou-
na 2,09% (mporanomanuje 1,08%, mporanomnuje 1,01%), a
meyTtaH pgedekara 5,9% (neyrepaHomanuje 4,63%, neyTe-
panonuje 1,27%). Kop »eHa je 3acTyn/beHOCT IPOTaH fe-
¢ekara 6mma 0,05% (0,03% 1 0,02%), a seyTaH gedexara
0,37% (0,36% 1 0,01%). Y ckmamy ¢ TUM Cy U Hajlasu uc-
Tpa’KiBama Koja cy o6aB/beHa Kojj Hac [7, 9]: y y3opky ox
1.500 my1kapana, s1x 7,6% umano je ypohete mporomo-
pemehaje u eyreponopemehaje, y mopebemy ca 0,4% sxe-
Ha (2 o 500). Jeyreponopemehaja je 6umo sHaTHO BuIile
Hero nporomnopemehaja (73,5% mpema 26,5%), a nake je-
yrepanomanuje cy 6uie Hajuemrhe. HaBenenn pesynratn
IIOKa3Yyjy Jia IPOTaHOINja I eyTepaHoINja IMajy ClInd-
HY Y4ecTasocT, IOK je JieyTepaHOMasuja 3HaTHO denrha
Off IpoTaHOMasuje. YKYIIHO, AeyTaH fiepeKTu Cy OKO Tpu
nyra deurhn ox mpota fedpexara. Objalmere neXu y
CTPYKTYpM HI32A OLICUHCKIX TeHa Ha X XPOMO30MY, Kao 1
y unmeHnny fAa BehnHa HU30Ba MMa BIIle YIAHOBA, LITO
IpeCTaB/ba MPeANCIIO3NIIN)Y 32 HejeHAKY peKOMONHa-
IVjy U HACTaHAK XMOPUIHVX TeHa.

ITpomeHe OIICMHCKIUX I'eHa Koje HOBOJIe ;O OBaKBe -
XpoMasuje MOry OMTM M3a3BaHe TaYKaCTUM MyTalllja-
Ma, flefleljjaMa VI HejefHaKOM pa3MeHOM. Taukacre
MyTaiuje (3aMeHe jefHOT HyK/IeOTU/A LPYTUM) MOTY Ce
moroputu y xogupajyhum cexsennama L unu M reHa,
IITO 3a IOC/IEAMLY VIMa IIPOMEHY CTPYKType U flecTabu-
JIM3AINjy OTIICMHCKOT MOTIeKyna [27], uay y mpoMoTop-
CKOM PETMOHY, Kajia He J10Iasy 0 eKCIIpecje ofiroBapa-
jyher reHa. Jenna on HajHOBMjUX cTyAUja [28] je mOKa3a-
J1a J]a je TO YeCT C/y4aj: y y30pKy off 247 leyTepaHona u
ZeyTepaHOMasa, Koj 4ak 15% je 3abeexxeH HOpManaH
TeHOTHUII Y NIOITIefy CTPYKType Hi3a, OGHOCHO yoOuya-
jeHe, HexnbpuznHe L u M reHe, IITO 3HAYN A je BUXO-
Ba KOJIOpHa flepuIIMjeHIMja pesyiTaT MyTamyja. YIias-
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CJIMKA 4. MNocneawe NHTEPreHCKe 1 MHTPareHcke pekomburHaumje.
(A) HejenHaka pekomburHaLmnja n3mehy reHa ;oBoamM 10 NpomeHe 6po-
ja reHa y HM3y; Kafa oCTaHe camo jefaH L reH, nocneguua je feytepa-
Honwja. (B) HejeHaka MHTpareHcKa pekomburHalmja AOBOAV [0 MOja-
Be XMOPUAHVIX reHa; nocnefuLe no KOMOPHY BUA 3aBMUCe Of CcacTaBa
XMOPUIHOT reHa 1 Herose nosuynje y HU3y (CTpenuue npeacTasbajy
nojeAvHauHe rexe; P — npotaHonuja, D — geytepaHonuja, DA — neyte-
paHomanuja, N — HopmanaH KONOpHW BUA).

MopundurkosaHo npema [6].

FIGURE 4. Consequences of inter- and intragenic recombination. (A)
Unequal intergenic recombination changes number of genes in the
array; when the array is reduced to a single L gene, the result is deu-
teranopia. (B) Unequal intragenic recombination results in hybrid
genes; colour vision phenotype depends on the structure of hybrid
gene and its position in the array (each gene is represented by an ar-
row; P — protanopia, D — deuteranopia, DA — deuteranomalia, N - nor-
mal colour vision).

Modified according to [6].

HOM je ped 0 HyKJIeOTHJHUM 3aMeHaMa y CaMOM TeHY
JJIY IPOMOTOPCKOM PEruoHy; Koj 4ak 86% Hocumana
MyTaluja yTBpheHa je ueHTMYHA 3aMeHa y IPOMOTOP-
CKOM pernoHy M reHa.

Juxpomasuja ce unak 4errhe jaBmba Kao mocaegua
HejeffHaKe peKoMOMHaIje, Koja MOXKe JOBECTH [0 pas-
mantux ucxopa (Cnuka 4). Perjumo, y jerHOM HU3y MO-
JKe OCTaTI CaMo jefjaH reH, u To L (y apyrom Husy he ce
onpa Hahm M ren Buure). Myuikaparg Koju Haclefu Ta-
KaB HU3 Of] CBOje Majke Ouhe ,kmacu4an’ feyTepaHOn
ca caMo jefHUM reHoM (13B. single-gene deuteranop). Ta-
KB C/Iy4ajeBM YMHe Mambe of 50% CBUX feyTepaHoIa
[17]; BehmHa n3a HopManHor L reHa MMa XnOpUAHY MIN
MyTypaHu M reH. XubpujHu reHu ce Halase y pasin-
YMTUM KOMOMHAIIMjaMa ca HOPMa/IHUM TeHIMa, a jelaH
ox Moryhux mcxopa je ga XMOPUIHM r'eH OCTaHe jeuHN
yi1aH Husa. To je cnydaj kog Mame off 50% cBuUX mpora-
Homa [17]; Behnua mpoTanoma nsa xnbpuHOT reHa nMa
jenaH HopManaH M reH Uy BULIE bUX.

Ia nmn he nohn no anonmje nau anomanmje 3aBUCH OF
Mecta pasmene. CacraB xubpupgHor L-M reuna ogpebyje
na nu he ce oH ,,moHamaTn” kao M miu caMmo Kao M-ciun-
4aH (aKO KOAMpa aHOMa/IHY IIUTMEHT Yuju ce A,,,, ZOHe-
KJIe pasnukyje). Vicro Baxky u 3a xubpupguu M-L ren: o
IETOBOT CacTaBa 3aBUCHK fia i he XMOPUAHM TUTMEHT
Ourtu ucty Kao HopmasnHu L (mocnenuia je geyrepaHo-
Mja) MM IpoMerbeHe OCeT/bIBOCTY CIIeKTpa (HacTaje
IeyTepaHOManuja).

AHoManuje IOKa3yjy 3HaYajHy MHAVBUAYATHY Bapu-
jabUIHOCT; pa3nM4YuTe Cy TeXMHE, Of Bp/Io 61arux mo
excrpemHnx. Ocobe ca 6arnm aHOMaIMjaMa MOry Ou-
TU U HECBECHE TOTa, JOK OHEe C eKCTPEMHIM UMajy Ipo-
671eMe ¢ pasnuKoBameM 0oja cIMYHe AUXpoMaTyMa. Be-
NMKa BapyjabMITHOCT AaHOMAJTHUX TPUXPOMATa MOXKe ce
00jacHUTY HOCTOjabeM PasIMIUTUX TUIIOBA XUOPUJ-
HIUX TeHa (KOji ce Marbe VM BUILE Pa3jNKyjy Of HOp-
manHux L u M rena), KOMOMHOBAHIX C je[{HOM Off aJief-
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CKMX BapyjaHTV HOPMAJIHOT T'eHa. JeflaH Off HajBa>KHU-
jux paxTopa KOjyu yTUUy Ha TeXUHY aHOMaMje je A, .
aHOMaJIHOT IINTMeHTa — YKO/IUKO je Beha pasynka crex-
TPa/THUX OCET/BUBOCTY HOPMA/THOT 1 AHOMAJIHOT IUT-
MeHTa, XpoMarcka guckpumnHanuja he 6uru 6oma.

KpurndHa 3a ojaBy anomanuje je mosuiuja xubpus-
HOT TeHa y Husy [29, 30]. Camo mpBa /jBa TeHa y HU3Y Ofi-
pebyjy denorun y morneny xonopsor suga [6, 25], mro
objalmaBa pa3aMynTe aHOMaIUje y OCOBUHU I[PBEHO—
3€/IeHO, Ka0 1 II0jaBy fia HeKe o0cobe 1MMajy HOpMaiaH
KOJIOPHU BUJ] MAaKO IIOCeYjy 1 XubpuHe rene. YTBpbhe-
HO je fa 4-8% MyIIKapana ca HOpMaJTHUM KOJIOPHUM BH-
oM MMa, Toper; L 1 M reHa, 1 XuOpupiHe reHe, KOju 04n-
[7Ie[{HO He yTUYY Ha pas/uKoBabe 60ja [13, 31]. Mymkap-
LU KOju MMajy Tpu reHa — L, M u xubpugan M-L - nma-
he nnu neyTan fedekar Wi HOpManTHU KOTIOPHU BUT, ¥
3aBUCHOCTH Off TOTA JIa /1M Ce XMOPWIHM T'eH Ha/masy Ha
npyroj umu tpehoj nosuumju [23]. Axo ce Hahe mame of
IpyTe IO3MLMje, XUOPUIHY TeH Ce He eKCIIPUMUPA NN
0ap He y Mepy JOBOJbHO] fla HAPYILV TPUXPOMATCKI BUJ,.
Cmarpa ce fa je pasyior yJja/beHOCT Off KOHTPOTHOT Peru-
oHa (LCR), Koju1 je HEOIIXOIaH 3a TPAHCKPUIILH]Y.

Kogp >xeHa je curyanuja jour cinoxenuja. ITomro oHe
uMajy gBa X XpoMO30Ma, HaBeeHM 00NN JUXPOMA3H-
je MM aHOMajIHe TPUXPOMasyje UCII0/baBajy ce CaMo Ka-
na ce Haby y xomosuroTHoM cramy. MehyTum, xop sxena
KOje Cy XeTepO3UTOTH, KAo IIOC/Ie NIl leaKTUBallMje jef-
HoT off X XpOMO30Ma, peTMHATHI MO3auK Yemmha cacro-
ju ce off MellTaBYHE HOPMa/THUX U M3MEeHheHMX CerMeHa-
Ta. AKO leaKTuBalja HUje paBHOMEPHA 1 C/Iy4ajHa, aKo
ce genthe feakTUBUpa ,,HOpManHn X XPOMO3OM, I KOJ
XeTepo3urora Moxxke fohu Jjo ucrospaBarma M3BECHOT He-
JoCTaTKa y KojlopHoM Bujy. CaBpeMeHa CTpaXkuBama
MOJIEKyJICKe OCHOBe OBIX TopeMehaja mokasana cy fia cy
Mmoryhe u cnoxxene kombunanuje. Ha npumep, onncana
jexeHa ca 671arum 06/IMKOM IIpOTaHOMAIVje KOja je XeTe-
PO3UTOT ca JiBa pa3nuyuTa XubpujgHa resa [32].

Tpuran gedexTn

Hacnenun tputan gedextu HacTajy ycreq ryburka
wnn nopemehaja dyHkuuje S oncyHa, OFHOCHO ycep,
npomeHay S reny. [IpomeHe S oncyHa yTH4y Ha CIIoco6-
HOCT Pas/nKoBama 60ja y jby6mnIacToM, IaBoM U Iij1a-
BO3eJIeHOM feny criektpa. Haunn Hacnehnama je ayro-
30MHO JOMMHAHTaH Ca HEHOTIIYHOM II€HeTpaOuIHO-
why. S reH ce, 3a pasnuky of L u M reHa, Hamasu Ha Xpo-
MO30My 7 U HHUje YIaH HM3a; HeMa CyCeJHMX I'eHa ca BU-
COKMM CTEIIeHOM XOMOJIOT' €, 11a Heje/JHaKa pa3MeHa OB-
fle HeMa 3Ha4ajHy yIory. Ypobeuu Tputas fedextu cy
petku (ox 1:13.000 mo 1:65.000) [33, 34] u Huje uX MaKO
OTKpUTH. Y Be3M C TUM IIOCTOj¥ HU3 TpobIemMa: Texe Au-
jarHOCTMKOBAIbe, Matbe OUMITIE[THE CMETH>€, HEIIOTITyHa
HeHeTPabMIHOCT, Kao 11 YMbeHI1IA [ja CY CTeYeHa OLITe-
hema konopxor Bupia Hajuerthe Tpuras tuna [35, 36].

TpuTaHomuja nokasyje HENMOTIYHO UCIO/baBalbe. Pas-
JIMYUTA IEHeTPAOUITHOCT U eKCIIPECUBHOCT, Ka0 U Be/N-
Ka YHYTapIOpOAMYHA BApUjabMTHOCT Y pe3yaTaTuma Te-
CTOBa OIVICAHM CY jOII paHMje y Hu3y paziosa [37, 38]. Y Be-
311 C TUM IIOCTaB/ba Ce U NIMTabe KAKO PAa3IMKOBaTU TPHU-
TaHOMaJ/IMjy Off HEMOTIIYHO MCIIO/beHe TpuTaHonuje. He-
KM ayTOPM 3aTO CMATpajy Jja TPUTAaHOMAjIyja 1 He IOCTOj!

Kao ofiBojen eHtuteT [6]. [Jo caja je Kox TpUTAHOIA U/IEH-
T1NKOBAHO BUILe TAYKACTIX MyTallyja Koje 3a IOCTIe -
Iy MMajy 3aMeHy aMIHOKJCe/IIHA Ha ofiroBapajyhum me-
crumay S oncuny [39, 40], a 3ameHe cy TakBse fja 036M/BHO
HapyIIaBajy CTPYKTYPY U CTAOMTHOCT HUIMEHTA.

Monoxpomasuje
S monoxpomasuja

S MoHOXpoMasuja je Bpyo pegak mopemehaj fo kojer
monasu ycnen ryburtka ¢yHnkunuje L u M nurmenra, a
NIOBe3aH je Ca 3HATHO CMakbeHOM OITpuHOM Bupa. Of
¢doropernentopa pyHKmoHNLIY camo S Yenmhiu 1 mta-
nuhu. Ocobe ¢ oBum nopemehajem o6u4HO ce cMaTpa-
jy moTmyHo cienum 3a 6oje, anyu noctoju MoryhHoct
TIa MMajy M3BeCTaH pesyyanTHy JUXPOMATCK Buf, Oa-
3upaH Ha nHTepakiyju S yennha u mramnha y meson-
cKkuM ycnoBuma. IToce6HM TeCTOBY IU3ajHUPAHN CY Ha
OTKPHjy MOHOXpOMaTe, Kao U Ia PasinKyjy S MOHOXPO-
MasMjy off MOHOXpoMasuje mTanuha [6].

leneTnuky y3pok S MOHOXpoMasuje Cy IIpOMeHe
y HU3Y OIICMHCKMX TreHa Ha X xpomosomy [41, 42]. To
MOTy OUTH eeryje 3ajeJHNIKOT KOHTPOTHOT Peruo-
Ha WM MyTallyje Koje leaKTUBYPajy IojefHaYHe Te-
He. XeTepOreHOCT TeHOTUIIOBA je BeNKa, IITO YKa3yje
Ha TO J1a IIOCTOj! BMIIIE Pas3INMIUTUX MYTALMOHUX ITy-
TeBa Koju ioBofe fo ryburka dynxnuje u L u M oncu-
Ha [25] y jemHOM MM y fBa KOpaka. Y IPBOM CITy4ajy,
menenyje pasnnyunTe BeNMYMHE 3aXBaTajy KOHTPOTHNU
pernoH (LCR) Ha TOYeTKy HI3a U TUMe CIIpeyaBajy eKc-
Ipecujy reHa y Hu3y. JlBocTeneHne npoMeHe OfurpaBa-
jy ce Ha pa3nu4nTe HauMHe: Ha IpyUMep, Moxe fohnu no
TayKacTe MyTallije y HU3y KOjU je IPETXONHO CBeJjeH
Ha caMo jefaH reH [43]. S moHOXpOMasuja ce Hacnehyje
Kao X-Be3aHa pelieCHBHA OCOOMHA, YMja Ce YIeCTamoCT
npouewyje Ha 1:100.000, mazia TauHe 6pOjKe HUCY TIO-
3Hare [6]. CBu o cafia onmycaHy Cy6jeKT! Cy MyIIKap-
111, ILTO je ¥ O4eKMBAHO, C 003 POM Ha TO JIa je IIopeMe-
haj Bpro pegax.

L monoxpomasuja u M monoxpomasuja

L monoxpomasuja u M MOHOXpOMa3uja ce Ha3UBajy
jour 1 ,,IOTIYHa aXpOMATOIICHja C HOPMa/THOM OIITpPH-
HoM Buzia”. OmucaH je Bpao Maju 6poj 0coba ¢ 0BUM II0-
pemehajem, a HujenaH crydaj Huje npuxBaheH kao mMoT-
IyHO ayTeHTH4aH [6]. OBakBy MopemMehaju cy ekcTpem-
HO peTky (mporemnyje ce oko 1:10.000.000), a mory 6u-
T, JENMVIMYHO VN IIOTIIYHO, M IIOCIEANIIAa IIOCTPELEII-
Topckor omrehema.

Axpomaitioticuja

[ToTyHa axpomarorncuja (111 MOHOXpoMasuja IITa-
nuha) Hacraje ycen ry6utka GyHKIMje cBuX dennha
(kaza je pyHKUMja yenha geMMMUYHO OUYyBaHa, ped je
0 HEIOTIYHOj axpomaroricuju). To je Bpio pefax mope-
mehaj; Hacnebyje ce ayrosomuo perecusHo. Omnukyjy
ra IOTIIYHO HepasnnkoBambe 60ja, porodobuja, Bpo
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cMameHa omTpuHa Buja. C 063upoM Ha Knacuukaru-
jy nopemehaja, npeosnabyje cras na ypohene axpoma-
toricuje Tpeba cBpcTaTu y cuHpgpome guchyHkiuje de-
nuha [44] n fa ux He Tpeba MeIIaTy Ca IPOTPECUBHUM
nucrtpodujama yennha, jep HUCY IPOTPeCUBHE U He BO-
me cnenuny. [Ipouene yyecranmoctu cy ManobpojHe, anu
BehmHa cmarpa ga cy oko 1:50.000 [6]. C 063upom Ha
HauMH HacnehnBama, He u3HeHabhyje moparak o yecrom
KOHCaHTBMHUTETY POAMTesba. VI3yseTak y OIIeny yde-
cranocty je aton [Tunrenan y sanagnom Iaunduxy, roe
je Ta 6pojka 4-10% 1 Koju je IIOCTA0 MO3HAT Ka0 ,,0CTPBO
cenux 3a 60je”. OBaKo BUCOKA YUECTAIOCT MTHAYE PeT-
KOT Hac/IeTHOT 000/berba 06jallbaBa ce eBONyLMIOHNM
edexToM [46-48], mocnennIIoM TOra IITO ce KpajeM 18.
BeKa CTAHOBHMIITBO OCTPBA CBEJIO Ha CBeTa IBafieCeTak
ocoba, off KOjuX je jefHa 6uIa HoCuIal MyTaLuje.

Haxo je ucrorpaBame oBor nopemehaja jegHako ry-
OMTKY CBa TPM THUIIA OIICUMHCKMX I'€Ha, Y3POLY Cy ipyTra-
unju [49-53]. MonexynapHOreHeTUYKe aHa/In3e II0Be3a-
7ie Cy aXpOMATOIICHjy ca MyTallijaMa reHa Kojyu Kofupa-
jy enemenre crienuéudHe 3a yennhe — o u § cybjennuu-
e nporerHa kaHana (CNGA3 u CNGB3, renu Ha Xpo-
Mo3oMuMa 2 u 8), Kao 1 & CyOjeAMHNIY TPAaHCAYI{MHA
(GNAT2, rex Ha xpomo3somy 1). TpeHyTHO HajaKTye/THM-
ja McTpaXkuBama y 06/1acTi MOJIEKY/ICKE OCHOBE aHOMa-
JIMija KOJIOPHOT BUJia Be3aHa CY yIIpaBo 3a OBy IIpobieMa-
TUKY [25, 44, 54-58].

3AK/bYYAK

OrpomaH Hanpefak y Ho3HaBamby MOEKY/ICKe OCHO-
Be paszmunTux nopemehaja u 060/perma ocTBapeH je mo-
CIefBUX TOAVHA, a Hajehe mocTuruyhe je ynosnasame
CTPYKTYype TeHOMa 4YOBeKa. »,IIpojekaT XymMaHOT TeHo-
Mma’, MehyHapogHI IOAYXBaT KOji je Tpajao 13 ropnHa,
IPUBYKAO je U3y3eTHY HaXmwy pebpyapa 2001. rogune,
Kasia je 00jaB/beHO fia je II03HATa CTPYKTYpa Halller 'eHo-
Ma y IpBoj, rpy60j Bepsuju [59, 60]. [Ipouena ykymHor
Opoja reHa Koy 40BeKa HeJlaBHO je CMalbeHa ca IIPBOOUT-
Hux 35.000 na 20.000-25.000. OBa ucrpaxxusama Beh
Cy fa/la MHOT€ 3Ha4YajHe Pe3y/iTare, a HOBM Pe3ynTaTH,
IOCeOHO y TIOI/Iefly OYyBama 31paB/ba U IPOLYKeTKa
JKUBOTA, TEK Ce 04eKyjy. MoneKymapHOreHeTH4Ke aHa-
nuse omoryhue cy fa ce 150 roguna nocie JanToHo-
Be CMPTH YTBPJM Jja OH HUje 6uo mpoTanon Beh aeyre-
PaHOI — ITO OTBapa HOBe MOryhHOCTH 1 TOIpYyYja mpu-
MeHe. VIaKo jour He TIOCTOj1 HAUMH JIedYeha ypoheHux
aHOMarMja KOJIOPHOT BUJIA, CABPEMEHA CTPaKMBamba y
00/1acTV MOJIEKy/IapHE TeHeTHKe KOTOPHOT Buzia yop3a-
HO [1ajy OATOBOPE ¥ Ha IIPEOCTa/a HepelleHa ATamba.
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INHERITED COLOUR VISION DEFICIENCIES — FROM DALTON TO MOLECULAR GENETICS

Dragana CVETKOVIC', Dobrosav CVETKOVIC?
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ABSTRACT

In recent years, great advances have been made in our
understanding of the molecular basis of colour vision defects,
as well as of the patterns of genetic variation in individuals
with normal colour vision. Molecular genetic analyses have
explained the diversity of types and degrees of severity in
colour vision anomalies, their frequencies, pronounced indi-
vidual variations in test results, etc. New techniques have even
enabled the determination of John Dalton’s real colour vision
defect, 150 years after his death. Inherited colour vision defi-
ciencies most often result from the mutations of genes that
encode cone opsins. Cone opsin genes are linked to chro-
mosomes 7 (the S or “blue” gene) and X (the L or “red” gene
and the M or “green” gene). The L and M genes are located on
the g arm of the X chromosome in a head-to-tail array, com-
posed of 2 to 6 (typically 3) genes — a single L is followed by
one or more M genes. Only the first two genes of the array are
expressed and contribute to the colour vision phenotype. The
high degree of homology (96%) between the L and M genes
predisposes them to unequal recombination, leading to gene
deletion or the formation of hybrid genes (comprising portions
of both the L and M genes), explaining the majority of the com-

mon red-green colour vision deficiencies. The severity of any
deficiency is influenced by the difference in spectral sensitiv-
ity between the opsins encoded by the first two genes of the
array. A rare defect, S monochromacy, is caused either by the
deletion of the regulatory region of the array or by mutations
that inactivate the L and M genes. Most recent research con-
cerns the molecular basis of complete achromatopsia, a rare
disorder that involves the complete loss of all cone function.
This is not caused by mutations in opsin genes, but in other
genes that encode cone-specific proteins, e.g. channel pro-
teins and transducin.

Key words: colour vision; molecular genetics; colour vision
deficiencies; opsin genes
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