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OT NauueHTa.

Tbn kaTto ce paspaboTrBaTr HOBM WM no-gobpwu m3cneaBaHus,
nabopartopunte MoraT Aa rm u3sbpLiaT BbpXy CbXpaHEHN Npodu
(Hanpumep ako MbPBOTO M3cneaBaHe He e Adano pesyntar),
camMo MNpWU M3PUYHO Cbrfacue OT cTpaHa Ha wuacnensaHus. o
TO3M HAYMH M NAUUEHTUTEe U KNUHUMUMCTUTE MoraT ga Obaar
CMOKOMHW, 4e npu HeobxoauMmMocT we Obae M3BbPLUEH Hau-
CbBpPEMEHHUAT aHanua. Jlabopatopumute morat ga wu3nonssar
aHoHMMHK [HK npobu npn paspaboTBaHETO Ha HOBU MeToaM U
aHanu3u unu ga rv U3nons3eart Npu NpoBexxaaHeTo Ha KayecTtBeH
KoHTpon, oCBEH ako n3crneaBaHUAT He 3asiBM OTKa3 npobaTta my
na 6baoe wm3non3BaHa nNo  TO3M  HauvMH. Kakto  BCUMuKM
CbXpaHsiBaHW KNUHUYHK npobu, Taka n [AHK ce pasrnexpga kato
yacT OT MeOVUMHCKUTE OaHHM Ha nauMeHTa M CbOTBETHO €
KOHMaeHumanHa. ToBa O3HayaBa, 4Ye [[OCTbN OO Hea wumart
CaMO CbOTBETHUTE OTOPU3MPaHM MeaMLUNHCKX nuua.

Hakou nuua nmat npuTecHeHNs OTHOCHO eBeHTyareH OCTbM Ha
nonvuuata o TaxHata [OHK. TakuBa 3asBKM ce nonyvyaBaTt
N3KITIOYNTENHO PSAKO, a U3MbIIHEHMETO MM € BBb3MOXHO CaMo
cnep nony4YaBaHeToO Ha CbOTBETHaTa cbaebHa 3anoBega.

Tasn 6powwypa e pa3paboTteHa ¢ nomowyta Ha Dr lan M Frayling, Institute of
Medical Genetics, University Hospital of Wales, Cardiff, UK; Dr Domenico
Coviello, Laboratory of Medical Genetics, Fondazione IRCCS, Milan, Italy and
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KakBo ce cny4yBa B
reHeTU4yHaTa naboparopua?

UHdopmauusa 3a naumMeHTn m
ceMeuncTBa



KakBo ce crny4yBa B reHeTU4HaTa naboparopusa?

TekcTbT noO-gONy OMMCBa KakBO Ce cryyBa C npobute,
nmanpateHn 3a wuscneaBaHe B reHeTM4Ha nabopaTopus.
Pasrnexpgar ce cneaHMTe OCHOBHU TOYKMW:

pasnuyHMTe MeToau, u3non3eBaHn B nabopatopusita  3a
N3BbPLUBAHE HA FEHETUYHN N3cneaBaHus

3al0 HSAKOM FEHETMYHWU U3CrefBaHus OTHeEMaT TOSNIKOBa MHOrO
Bpeme, a apyru morat ga 6bvaaT u3sbpLueHn 6bp30

3alWo B HAKOM criydam nabopaTtopusiTa He MOXe da CTUrHe Ao
pesyntar

3a nogpobHa wHGopmauuss no Bbhpoca 3awo 6wu Bu ce
HanoOXwno da Cu  HanpaBuTe TEeHEeTUYHO u3cnenBaHe
npernegante OGpowypata ,KakBo npeacTtaensiBa reHETUYHOTO
n3cnegBaHe?”

KakBo npeacrtaBnsiBa reHeTU4HOTO n3scnenBaHe?

[MoBeyeTo reHeTMYHU nacnegBaHus ce uasbpluBat Bbpxy OHK,
XUMUYECKa CTPYKTypa B HalMTe KNeTKU, KOATO YynpasrisiBa
pacTexa, pasBuTneTo N PyHKUMOHMpaHeTo Ha opraHm3ma. JHK
€ NneHTa oT KogupaHa MHpopmMaumsa, opraHmsnpaHa B nopeauua
OT cneumuyHn MHCTPYKUMKN”, HapuyaHu reHun. [Npu xopata
cbliecTtByBaT okorno 30 xunagu pasnuyHu reHa, nogpeneHn B
HULLKOBUAHW CTPYKTYPU, HapuyaHu
xpomo3omu. Hwe yHacnegssawme
HaLlMUTe XpOMO3OMW OT poauTenute
HK, 23 oT Gawata n 23 oT Mankara,
KaTo MO TO3M HauuH npuTexasame
2 Habopa oT 23 xpomo3omu nnu 23
OBOMKM. AKO cuM npeacrasurte
obpasHo reHeTukaTa KaTo ,KHura Ha
xuBota”, 1o [OHK e aHanor Ha
OykBuTE, reHuTe — Ha gymuTe, a
XPOMO30OMUTE — Ha rnasuTe.
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[OHK He e B JOCTaTb4YHO KONMMYECTBO, aHanM3bT MoOXe Aa obae
HEBB3MOXHO Aa 6bae M3MbIHEH 40 KpaM.

Moxe nu ga uma rpeluka npu pesynratute?

Tbi KaTo reHeTUYHUTE U3cneaBaHns MMaT BaxHU NOocneacTeus
N Bb3OENCTBME BbPXY W3CNeABaHUS WHOMBUL W HErosute
POOHUHWN, KbM TAX Ce MOAXOXOA C MU3KNIYUTENHO BHUMaHME.
KopekTHOoCTTa Ha pesynrata ce nogcurypsisa 4pes
nocriegoBaTesiHM  NPOBEPKM MO BpemMe Ha npoueca Ha
nscnegBsaHe. [lpy ycTaHoBsBaHe Ha MyTauusi, BUHarnm ce
M3BbpLUBA [BOWHA MpoOBepKa, 3a Ja ce MNOTBbPAAT AaHHUTE
(He3aBUCMMO, 4Ye MHOro OT aHanuM3uMTe Cce u3BbplBaT Ha
aBTOMaTU3NPaHO OOOpyABaHE, YYEHUSAT € BMHaruM aHraxupad
nM4yHO © ™ npernexga). Yecto yvyeHuTe M3BbPLUBAT
AONBAHUTENHO M3cnedBaHe C Len ,KpbCTOCaHa npoBepka” Ha
nbpBusa pesyntaT. CblecTByBaT CTaHAAPTM3MPaHU Npoueaypu,
KOUTo nogcurypsieaT npobute ga He ©Obaoat pasmeHeHun. B
AONbNHEHME, MHOro nabopatopun, B3MMaT y4acTne B CXeMn Ha
KauectBeH KoHnTpon (Quality Assurance), koeTo nopcurypsisa
AONBIHUTENHO Ka4YeCTBOTO Ha paboTa.

KakBo e ce cnyum ¢ mosita npoba, cnep npukroYBaHe Ha
reHeTU4YHOTO u3cnepgBaHe?

AKO nauueHTbT He 3adaBu, 4Ye Xenae npobata My ga 6bae
YHULLIOXXEHa cnepj W3cnenBaHeTo,
no npasuno OHK ce cbxpaHsaBa,
Bb3MOXHO Aa Obae CbXpaHeH W
XpOMO30OMEH MaTepuman.

Jlabopatopunte y4ytmBo LWe Bwu
MHGOpMMpAT, Ye MOXeTe MO BCAKO
BpemMe Oa 3asiBuTe BawaTta npoba
na Bwu O6baoe BbpHaTa wnun
yHnuwoxeHa. WacnegBaHeTo 3a
apyrn 3abondaBaHus He ce
n3pbpliBa 6e3 NMCMEHO cbrnacue
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3awWo HAKOM reHeTUYHU u3cneaBaHUsI OTHeMaT TONKOBa
MHOro Bpeme, a Apyrn morat ga 6baart usBbpLieHu 6bp30?

Ako nabopatopusaTa uacnegBa HacodYeHO 3a gageHa myTauus,
3al0TO MMa [aHHU OT ApYrM YrieHOBE Ha CEeMEWCTBOTO UNK e
npenBapuUTEnHO HasiCHO KOS1 KOHKpeTHaTa obnacT oT reHa ga ce
nscnegsa, 3agadata M € MHOro no-ynecHeHa. MacnepgsaHeTo
MOXXe ga oTHeme camo 1-2 cegmuum.

Korato obaye nunceaTt npeaBapuTenHuW LAHHW OT POOHUHMUTE
mnn cbc 3abonsBaHETO Ca CBbpP3aHM HAKOMKO TeHa,
n3cnegBaHeTo cTaBa MoO-Tpygoemko. JlabopaTopuaTa HaAma
Bb3MOXHOCT [a Ce CbCpeaoToun BbpXy egHa obnacTt oT reHa u
MOXe [a 1 Ce HanoXu Aa u3crneaBa Lenus reH, a Jopu 1 noeeye
OT eanH reH. Pabotata moxe ga NpoabimKM 3HAYMTENHO BpeMe,
a opu MOXe Aa OTHEME M MHOro meceun. MNMpoabImKMTENHOCTTa
3aBUCK OT pasnuyHM akTopu, KaTo HanpuMMep KOSKO € rofsm
reHa W KakBO € HanuMyHoTO obopyaBaHe B KOHKpeTHaTa
nabopatopusi.

Hanpumep, myckynHata auctpodpua tmn QioweH (Duchenne) ce
npeansBMKBa OT MyTauusa B reHa auctpoduH (dystrophin), konto
€ efuH OT Han-AbnAruTe M3BECTHWU reHn. CblLUecTBYBaT Xunsam
pasnu4yHM MyTauumn, KOUTO MoraT Jda Bb3HWKHAT, Taka u4e
YyCTaHOBSABAHETO Ha KOHKpeTHaTa MyTauus B AaeHO CEMENCTBO
MOXe Aa 6bae MHOro obnbr U Tpyaoembk npouec. OT gpyra
CTpaHa, B cnyyute ¢ 6onectra Ha XbHTUMHITBH (Huntington’s),
MyTauuuTe B reHa huntingtin BuHarn Bb3HMKBaT B €VH N CbLUU
ManbK PervoH, Taka 4ye yyeHuTe 3HasaT KbAe TOYHO Aa TbpCAT B
reHa un nscnenBaHeTo € OTHOCUTESHO NIECHO U OTHEMA MHOTO No-
Marko Bpeme.

KayectBoto Ha [OHK cbuwio mma BaHO 3Ha4veHue. [loHsakora
nabopatopunte pabotar ¢ OHK oT nounHanu, 3a ga OTKpuAT
napeHa mytauma. Ako HK Ha noynHanua e ¢ nowo kadecTtBo,
TOBa MOXe Aa yBenuvyn HeobxoauMOTO BpeMe 3a M3BbPLUBAHE
Ha paboTata ABOWHO, a OOpPY M TPOWMHO. B HsAKOM cnydam, ako

®dwur. 1: N'eHn, xpomozomu n AAIHK

*/“XPOMO30MMU - 23 [BOIKM

XpomoaoMaTa € CbCTaBeHa
OT reHu

© Clinical Skills Ltd

[MpoMeHNUTE B reHuTe M XPOMO3OMUTE Ce HapuyaT MyTauuu.
MoxeTe ga cu rv npegcraBuTe Kato NPoMsiHa B U3NUCBaHETOo w/
unu nogpenbaTta Ha gymute B AageHo mspedenune. Mytaummte
ca YecTOo CcpeLlaHn 1 BCEKU eOQUH OT Hac € HOCUTEN Ha MHOro oT
Tax. EQHa myTauua moxe da vma MonoXUTenHo, oTpuuaTeriHo
UnnM nunceallo Bb3gencTane. KakbB TOYHO We 6bae eekTsbT,
3aBMCW OT MHOXECTBO dakTopu, KaTo oOKoriHata cpeaa,
CrnyyYyanHu B3anMoAencTBus (LWaHC) U AOMbIAHUTESNTHU MyTaumn B
apyrm  renln. MytaumuTte npegusBukBaT npobnemu, Korato
NpekbCcHaT NPaBUMHUAT MPoOLEC Ha npedaBaHe Ha WMHCTPYKUMU
OT TreHuTe WM XpPOMO3OMUTE, KOWTO € Heobxogum 3a
NPaBUMHOTO (YHKUWOHUPAHE Ha TAnoTto. 3a Ja ce YTOYHU U
OTKpMe MyTauuaTa B CbOTBETHUSA FEeH, Ce U3Non3sBaT reHeTU4HU
nacneasaHus. OBUKHOBEHO Te Ce M3BbPLUBAT BbPXY MaTtepuan
OT KpbBHa npoba unu noHsKora OT ApYyrM TbkaHW. (B Hsakou
cnyyam e Bb3MOXHO fa ce nsonupa OHK oT cnioHka. YyeHute
obaye 4yecTo NpeanoynTaT KpbBHUTE NPOOM Npen CrntoHKaTa, Tbi
KaTo Te No3BonsiBaT M30NMPaHETO Ha MO-rofiiMO KONMYEeCTBO U
no-kadecteeHa [HK). Cnen B3umaHeTo Ha npobata oT
naumeHTa, T9 ce usnpawa B CboTBeTHaTa flabopaTtopus, KbAeTo
reHUTe N XpomMo3omuTe e 6baaT n3crneaBaHn u aHanu3npaHu.
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[eHeTMYHUTE KMMHWUKM NO NpPaBWUiO MMaT COGCTBEHU FEHETUYHMU
nabopatopuu, KaTo CbCTaBHa 4YacT OT TAXHaTa CTPyKTypa.
Bbnpekn ToBa, NopaauM OrpOMHOTO KONMYECTBO HacneacTBeHU
3abonaBaHNs M TEeHEeTUYHW W3crnefBaHMs Ha npakTuka He
cbliecTByBa nabopaTopusi, KOSTO Aa NpoBexaa MbiHMsS Habop
OT m3cnegBaHusi. ToBa e 0coOeHO xapaKTepHO 3a Mo-peakuTe
3abonaBaHNS U MOXe [a HanoXWu M3npallaHeTo Ha npobaTta B
apyra, cneumanuaupaHa nabopaTopusi, KOATO W3BbpLUBA
aHanusa, U3nckaH oT nekyealus By nekap.

Coblwo Taka e HeobxoaMMoO Aa ce 3Hae, Ye JafeHO FeHeTUYHO
nscnegBaHe ce MnpoBexaa WM NpedocTtaBss  HacoveHa
MHOpMaUMa camMo 3a KOHKpeTHO 3abonsaBaHe. He cbuiecTByBa
o6LLO mn3cnegBaHe 3a BCUMYKM FeHETMYHWM 3abonsBaHus. Llenta
Ha reHeTMYHOTO M3cnefBaHe € Oa NpeaocTaBu AOMbIHUTENHA
nHdopmMauusa 3a 3gpaBeTo Ha UHAMBMAA WM CEMENCTBOTO My.
[eHeTMYHNTE KIMHMKM NO NpaBUMO He npoBexaaT apyru
n3cnegBaHusi, KaTto Hanpumep  yAOCTOBEpPSBAHETO Ha
GaLNHCTBO, BbMNPEKM Y€ € Bb3MOXHO NogobHa nHdopmaumsa ga
6bae ycTaHOBEHa No BpeMe Ha NpoBeX4aHeTo Ha aHanuanTe.

FeHeTnyHU JlaGopaTopum

C'bl.l.l,eCTByBaT OBa OCHOBHW TUMa TreHeTu4Hu na6opaTopvw|.
|_|'prI/ITe mnacrneaBsart reHnTe, a BTopute — XpoMo3oMuTe.

1) UuToreHeTuka

Ako nekapsaT nogosvpa, 4e
reHeTM4yHoTO 3abonsBaHe e
npeansBMkaHo OT npobnem B
Xpomo3omMute, TOM wWe Bwu
HaAco4Yn KbM UMTOreHeTU4Ha
nabopatopus, KbaeTo Te Lwe
6baaT uscnegsanu. Morat ga
6baoat uanonseaHuM npobu ot

KPbB, KOXa, aMHMOLeHTEe3a P

MNn XopuoHHa OBuoncus.
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Hapuya “de novo” (0T NaTUHCKKN) NN HOBONOSABUIA Ce MyTauus.

B Hsikou cnyyau, naGopatopusita MOXe Oa HsSIMa KOHKPETHO
CTaHOBMLIE Oanu gageHa myTtauus e bonectHa munm He. ToBa
MOXe [a ce Chyyu, korato MyTauusitTa € MHOro neka. Teau
MyTauunm ce HapuyaT  HeknacuduuupaHu BapuaHTu MU
nonyyaBaHeTo Ha TaKkbB pe3yntat Moxe ObAe W3KNHYUTENHO
cTpecupallo 3a naumeHTa. OT WUBKMHYUTENHO 3HAYeHue e
nabopatopusitTa Oa He Mocoysa, 4Ye MyTauusita e 6onecTHa,
KoraTo TOBa He € CUrypHo, T.K. ToBa MOXe [Oa [doBede .o
nocTaBsiHe Ha MnorpellHa anarHo3a Ha AafeH nauueHT.

Morat nu nabopatopuute BMHarM pOa YycTaHoBsBaT
TbpCceHuTe MyTaummn?

B Hsikon cnyyam crnep M3BbpLUBAHETO Ha reHETUYHO U3cneaBaHe

3a JageHo 3abonsiBaHe, He ce HaMMpa MyTauums.

ToBa MOXe Aa ce Ob/MKU Ha PasnnyYHN NPUYUHK:

. [MoHsIKora reHeTUYHOTO M3creaBaHe NpoBepsiBa caMo Hal-
yecTute MyTauuum, npeausBMKBaALLM CbLOTBETHOTO
3abonsiBaHe. AKO MauUMEHTbLT MMa psgka  MyTauus,
nabopartopusTa MOXe Aa He s OTKpue.

U YyeHnTe Bce oOlle He ca YCTaHOBUIIN BCUYKN TEHMU,
npegn3BnkKeall reHeTn4H" 3abonsaBaHus.

. MaumMeHTbT MOXe nOa uma 3abonsiBaHe, pasnUYHO OT
npeanonaraemMoto M CbOTBETHO [Oa He e uscnensBaH
NPaBUMHUAT reH.

. Heobxogumo e pa ce wuma npegBua, 4e meTtoauTe Ha
reHeTUYHUTE WU3CneABaHus M HawuTe MNO3HaHMS B Tasu
obnact HanpegsaT Obp3o. ToBa 0O3HayaBa, 4Ye [OpU U
AajeHa MyTauus ga He Moxe Ada O6bae ycTaHOBeHa B
MOMEHTA, BUHArn CblLUEeCTBYBa Bb3MOXHOCT TOBa Aa 6bae
n3BbpLIEHO B Obaelle, vMmanku npeasug MNOCTOAHHOTO
Hay4yHOTO pa3BuTME U pa3paboTBaHETO HA HOBM METOAMN.
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Kak B nabopaTopusiTa yctaHOBABaT Aanu fageHa MyTtaums e
oonecTtHa?

ToBa € WU3KMWYUTENHO BaxXeH BbNpoc. B reHeTU4HUTE
nabopartopuu ce Ka3Ba, 4e ,BCEKM MOXE Aa Hamepwu MyTaumsi, HO
He BCEKM MOXe Aa s UHTepnpeTtupa’. MyTtaummte ce cteneHysaT
MO 3HAa4YeHMe U YCTaHOBSABAHETO HAa KOHKPETHUSI UM edekT
M3NCKBA EKCMEPTHWU MO3HAHUSA 3a KOHKpeTHaTa ©onect, reH wu
XpPOMO30Ma, KakTO M npeumsHocT. W Bce nak, Kak TOYHO ce
nocTura ToBa B reHeTM4YHaTa nabopaTtopusa?

Ha nbpBO MSCTO € OT W3KMYMTENHO 3HA4YeHMe eKCnepTbT,
HanpuMep KNUHUYHUAT FreHeTUK, aa npernega BCUYKU OaHHM 338
naumMeHTa, HeroBuTe POOHWHW, POOOCMOBHOTO ObPBO, a MNpu
HeoOXOAMMOCT U pe3ynTaTute OT BCUYKM  M3BBLPLLEHU
OOMbIHUTENHN  u3cnegBaHua. Tasum  umHdopmauus gaea
Bb3MOXHOCT Ha reHeTMka [a Cce HacouM KbM aHanus Ha
KOHKpeTHa XpoMO30Ma Unu reH. Taka Hanpumep, ako reHeTUKbT
CMSTa, Ye NauMeHTbT UMa MyKOBUCLMAO03a, T.K. CUMNTOMUTE MY
Haco4BaT KbM TOBa 3abonsiBaHe, a U APYrM HErOBM POAHMHM ca
6unu 6onHKN, Ton We B3eme Npoba OT NauyueHTa u We 9 nanpatm
3a reHeTUYHO n3crneaBaHe B crneumnanuanpaHa nabopatopus. Ha
nabopartopusita we 6bae ocurypeHa usanata Heobxoguma
MHpopmaumusa 3a naumeHtTa M poaoHUMHUTE My U LWe Obae
M3nckaHo u3cneaBaHe Ha MyTauuuTe  Npean3BMKBaLLY
mykoBucungosa. Ako nabopartopusata

yCTaHOBM ABETE MyTauuu, Heobxoanmu 3a

pa3Butme Ha 3abonsBaHeTo, TO fa
KNMHUYHaTa AnarHo3a MyKOBUCLMAO3a Le fw\ %

6boe noTBbpAEHA

[
B Hakoum cnyyau, peTteto nposiBsiBa
JageHo 3abonsaBaHe, HO HUTO eOuH OT

poouTenuTe HAMa HanuyHa MyTaums,
KOATO Aa ro npeamssuka. B To3n cnyyan
ce npuema, Yye MytTauusTa e Bb3HWKHaNa
3a NMbpBM NbT NpU 3a4yeBaHeTo. ToBa ce
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MbpBO KNETKUTE Ce OTrnexaaT, B NOCrneAcTBMe XpOMO3oOMUTE ce
ouBeTaABaT MO MOAXOAALW, HayuH, 3a [da € Mo-NecHo
pasno3HaBaHeTO UM 1 ce NpernexaaT nog MUKPOCKON.

dur. 2: Kak uarnexpgar Xpomo3omMmuTe, nornegHatu npes
MMUKpOCKon
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LinToreHeTuKbT NMbpBO NpoBepsiBa HGponkata Ha XpPOMO3OMUTE.
Hakon 3abonsiBaHus ca npeamsBuKaHM OT HanNMunMeTo Ha
AOMbIHUTENHM XPOMO3OMWU. EANH OT Han-yectuTe npumepu e
cnHgpoMbT Ha [dayH. XopaTa ¢ ToBa 3abonsiBaHe OOMKHOBEHO
nmaT egHa Xpomo3oMa B nosede. LintoreHeTukbT CbLIO Taka
npoBepsiBa CTpyKTypaTa Ha xpomosomuTte. [lpomeHuTe B
XpOMO30MHaTa CTPyKTypa Ce MnposABsBaT Korato cyynBaHe W
npenogpexgaHe Ha uarpaxgawmsa s maTtepuan, kato ToBa 6u
MOrno da gosede Ao 3aryba vnu nosiBa Ha AOMbIHUTENEH
XpOMO30OMeH MmaTepuman. Hakom oT Te3anm NpoMeHu ca TorikoBa
Manku, 4Ye e U3KN4YMTenHoO TpyaHo ga 6baaT 3acedeHn. ToBa
MOHSAKOra Hanara W3non3BaHeTo Ha gpyra TexHuka — FISH
(dpnyopecueHTHa in situ xubpuamnsaums), KOATO NO3BoONsIBa No-
Aobpo pasrpaHMyaBaHe UM OOMbIIHUTENHa NpoBepka Ha Mo-
MarnkntTe XpoOMO3OMHW MPOMEHU NO4 MUKPOCKON.
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®wur. 3: Habop oT nogpeAeHN XPOMO3OMU - KAPUOTUN
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LInToreHeTMYHOTO Wu3creaBaHe TMOHSKOra MOXe [Oa OTHeme
3HauuTenHo Bpeme. B reHetTuyHaTa naGopatopus MbPBO Cce
N3BbPLUBA OTIMEXAaHe Ha KNeTKWU, KaTo ToBa OTHEMA MoHe efHa
cegmuua. Heobxoamma e olle egHa cegmuua 3a NOAroToBKa Ha
MUWKPOCKOMNCKUTE npenapaTti 1 U3BbPLLUBAHETO Ha aHanu3a, KaTto
XpPOMO30OMUTE Ce NpernexaaTt egHa no eaHa nog MUKPOCKON.

2) MonekynsipHa reHeTUKa

AKO nekapAT nogosvpa reHeTuyHo 3abonsBaHe, NpPean3BYKaHO
OT npomMsiHa (MyTauus) Ha HUBO reH, Ton we Bu Hacounm Kbm
MONEeKynsipHoO-reHeTn4YHa nabopartopus 3a uscneasaHe Ha OJHK
Ha onpepgeneH reH. HctpykumnTe B HK ce nanuceat ypes kopa,
cberosw, ce oT yetupn Gyksu: A, C, G n T. MonekynapHo-
reHeTMyHaTa nabopatopuyss MOXe [da wu3cnedBa TodHaTta
nocriegoBaTesNIHOCT Ha Kofa B KOHKPETHUA FeH, 3a [Ja YCTaHOBWU
HanNM4MeTo Ha rpeLLKn UM KasaHo Mno-nNpocTo — Ha MPOMEHU Npu
nanuceaHeto. EanH reH, obaye, Moxe ga cbabpxka Hag 10
xunagn 6yken ot OHK koga. lNpodecnoHanHuTe ymMeHus Ha

7

MONEKYNSPHMA FTEHETUK My No3BoNsABaT Aa ,npoyeTe” Koga n ga
OTKpUe npomeHuTe. AKO NPOMeHUTe npeau3BuKBaT NogaBaHe Ha
FPELUHN WMHCTPYKUUM OT reHa KbM TAMOTO, TOBa BOAW A0
reHeTu4yHo 3abonsaBaHe.

3a pasnuka oT xpomosomute, AHK He mMoxe pa ce Buaum npes
MuKpockon. MonekynspHuaT reHeTuk nsonupa OHK ot knetkute
N Ype3 NoCcrneaoBaTeNHOCT OT CNEUUdUYHN XUMUYECKU peakuuu,
,apoynta” Koga Ha reHa npeacTaBngdBall, WHTepec.
YCcTaHOBABAHETO Ha MyTaLuMM Ce M3BbPLUBA Ype3 pasHoobOpasHu
TeXHWUKN. LLIMpoKo n3nonseBaHo e pas3ymTaHeTo (CeKkBeHupaHe) Ha
TOYHaTa nocnegoBaTtenHocT (cekBeHums ) Ha OHK.

®dur. 4: AHK cekBeHupaHe: OTkpuuTte pasnukute!

GG TCAGCTGAAGARATCCT GGTCAGC TGRARAGARATCCT

HopmarnHa cekBeHUunsA CekBeHUMA Ha naumeHT
[Mo-rope ce Hamupa KpaTbK y4aCTbK OT reHeTudeH kon. AKo
BMXKOaTe purypute B LBAT, Le YCTaHOBUTE, Ye Bcsika BykBa OT
AOHK koga e oueTeHa pasnuyHo. durypata B NABO MNokassa
HOpMarHa cekBeHuus, a curypata B OACHO e OT nauueHT. Ha
durypaTa B nsiBO ce BMXAa, Ye BCcska OykBa Mma no eauH nuk.
Ha durypaTta B gsicHo, obade, ce Bmxaa, 4Ye ca HannyHu 2 nuka
B eAHa n cbla nosvuma — G (YepHata nuHusa) n C (cuHsaTa
nunHKUSA). ToBa nokassa HanNMYMETO Ha MyTauus B Ta3n To4Yka Npu
e[Ha OT XPOMO3OMHUTE OBOMKN.



