. BNOJIOTUA

HHK mapxepu u eenomunusupane

Asmop: /lumumpa Jlepmeposa

TEJTHOCTTAa Ha HYKJIEOTHJIUTE Bapupa C
IIOBTOPH, UHCEPIINH/ EJIEIUN U TPAH3U-
1Y/ TPAHCBEPCUU MEXKAY UHIUBHUIUTE.
ToBa BoAM 710 Bapuamnuu B cCaMUTe BUO0-
Be. 'eHeTUYHUTE BapualUU ce U3CJe]-
BaT C IIeJ1 A ce U3y4u ePeKTUBHUSA I10-
IyJIAlIMOHEH pa3Mep, IOMyJalfMOHHATa
HCTOPUA, KOATO BKJIOYBA MUTDAIlUU U
CKOPOIITHO pa3liupeHue, NoIyJIal[MOHHA
CTPYKTypa ¥ Pa3JIUUHU TeHETUIHH 3a00-
JIABAHUA.

Thymine
€30KCUPUOOHYKJIEMHOBaTa KHCe- Adenine
auHa /JIHK e reHernuHust mare- 5 e":d 9 ' 4 end
pual Ha BCEKU JKUB OPTaHU3BM.  / 7
eHeTHYHaTa HHGOPMANKA B MOJIEKyIa- || \{i
ta Ha JTHK ce Kozupa OT HyKJIeoTHAuTe |\ 9-
TYaHWUH, aJlcHUH, TUMUH U IIUTO3UH. Te >

IIPABAT IIOCJI€AOBATETHOCTUTE, KOUTO
kozxupar amuHokucenunure. JJHK uma

o 3-
o _ Phosphate-
/IBOMHO CIHpAsHA CTPYKTYpa. I'ppbOHa deoxyribose
Ka Ha JIBOMHATa CIHpajia € HU3TPAAEH  packbone
oT ge3okcuprbos3a u ¢ocdarHa rpytma.
Hyxksieotuzinte ca CBbp3aHU C IIOMOIITA _. h °\;2.;
Ha BOJIOPOJIHU BPB3KHU HA NMPUHIUIIA HA 7 N 5
KOMILJIEMEHTAPHOCTTAa U Taka (popMmu- ey
pat aBorHara cnupasia. JJHK e trbTHO A 02"
S Cytosine /™
[IaKeTHpaHa B XPOMO30MUTE, HaMHUpa- GilEFine g
en

U ce B SA/IpOTO Ha KieTkaTta. Hali-mat-
kuA pyHknuoHasneH cermeHT ot JJHK ce

Hapuua reH. BbB Bcexku reH mocsezoBa-

l'enorunusupaHero e Ipoliec Ha aHa-
JIU3VpaHe HA UHAUBUAYAJIHUA T€HOTHUII,
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uype3 uscaezasane Ha JIHK mocienosa-
TEJIHOCTUTE U CPaBHABAHETO UM C Te€3U
Ha JIpyT UHAUBHUJ. TO3W TEPMUH IJIaBHO
ce W3II0JI3Ba, 3a Jla OIMIIe METOoZa Ha
onpenensaHe Ha /IHK — mapkepHu ase-
JI, KOUTO €IVH WHJVBUJ HOCU B JaJieH
reHOMeH JIOKyC. ToBa yJiecHABa UEHTU-
dunupaneTo Ha HacjeACTBeHU Oese3u
Ha /JaJieH UHJUBUJ, B HETOBOTO CeMeu-
CTBO U CBIIIO TaKa KakK Te ce pas3jindyaBatT
MEKAY OTAeJHUTE BU0Be. MHOTO anenu
ca B JOMUHUPAIIY WIN pelleCuBHU HOop-
MU, HO T€ CBIO TaKa MOrar Ja ce eKcC-
Ipecupar I10 pa3JInyYHU HAYWHU, TaKa Ue
naneH Oesier ja Oble YHaAcCaeneH B pas-
sn4yHu Bapuanuu. C Apyru AymMu, reHo-
TUIIA3UPAHETO € MOJICKYJIAPDHUA KO/, Ha
JITHK, xoiiTo Boau /10 u3yuyaBaHe Ha de-
HOTHUIIA Ha JIaJleH OopraHu3bM. Penuiia
H3CJIeBAaHUS YCIEIIHO Ca HAllpaBeH! 3a
uaeatudukanusa Ha JIHK peruonun, kou-
TO yBeJINYaBaT peayin3upaHeTo Ha OeJie-
sute. PazpaboTeHu ca ycCIelHu TECTOBE
3a UJIeHTU(UKAIUA HA HOCUTEJICTBO HA
omnpejiesieHn 6ese3W ¢ MOMOIITAa Ha pe-
JIN1a BUJI0BE TEHETUYHU MapKepPU.

M1 2 3 - s M 1 2

Muroxonapuaana /IHK / mt/THK/.
Muwuroxonapuannara JJHK e manka nu-
KJIUYHA MOJIEKyJa KOATO UMa MpuobsIu-
3UTEJIHO 37 reHu, koqupainu 22 TPHK —
u, 2 pPHK — u 13 u”PHK — u B nuroxpom
B KOZIUPAIll PETUOH, KOUTO Ce U3II0JI3Ba
3a 1esTa Ha (QUJIOTeHEeTUYHU U3CJIe/IBa-
HUA. PUIoreHeTHYHUTE U3CIIeIBAHUSA
CBII[O Ce MPOBEXKAAT U B €JUH HEKOJU-
pai peruoH, (D-loop), Ko#iTo KOHTpOJTH-
pa ekcupecudara Ha MT/IHK. mT/IHK no-
JUMOpPdU3MHU ca HMIUPOKO M3MOJI3BAHU
3a OIpeJiesIsTHE Ha CTPYKTypaTa Ha IOILy-
JIanUATA, Pa3Inuusa MeXK/ly BUJIOBETE U
€BOJIIOIIMOHHU B3aUMOOTHOIIIEHUS.

RFLPs (Restriction Fragment
Length Polymorphism, mosmmop-
$dusmMu B TbKMHATA HA pecTpU-
KIIMOHHUTe (Ppparmentu). Te ca Oa-
3UpaHU Ha HApA3BAHETO HA Bepurara Ha
JHK ¢ n3BecTHU pPEeCTPUKIIMOHHU €H-
sumu. OtaenHute GparMeHTH OOUKHO-
BEHHO Ce PasjndaBaT, IIopaju TOUYKOBU
MyTallii, KOUTO Ch3/1aBaT/ HapylaBat
MACTOTO Ha cpa3BaHe Ha JIHK wiu upes

KAPA Mouse Genotyping Kit
(1 h protocol)

148 | http://nauka.bg

Sigma REDExtract-N-Amp™
Tissue PCR Kit
{1 h 45 min protocol)

Finnzymes Phire® Animal
Tissue Direct PCR Kit
(37 min protocal)



. BHUOJIOTUA

JleJIelu/MHCEPIIMU MOTaT Jia IIpoMe-
HAT JBJKUHATA HA PECTPUKIMOHHUA
¢dparmenTt. RFLPs ca mmpoko n3nosus-
BaHM KATO KOJOMUHUPAII MapKepu. 3a
niesita Ha To3u MeToA JIHK Tpsi6Ba na e ¢
MHOTO BUCOKO KadecTBO. Bbopeku ToBa,
TO3U METOJI € MHOTO IOJIXOAAI 3a (pu-
JIOTEHETUYHU U3CJIe/IBAHUS, BBIIPEKU Ue
IOpaJu Te:KKAaTa MeTOAO0JIOTHA Ha MPU-
JlaTaHeTO My Jla CTaBa BCe MO-MaJIKO Ha-
JleKIEeH.

Inheritance of Parenis
RFLP markers
Sihlings
I E
AL aa Aa Az  Aa a2 Aa  AA

AFLPs (Amplification Fragment
Length Polymorphism, moaunmop-
¢pu3mu Mo AbpAKHUHA HA aMILIA(QU-
nupanure pparmenTu). To3u MeTon
ce OTJINYaBa OT MPEAXOAHUS 110 HATUYUU-
€TO WJIN OTCHCTBHUETO HA PECTPUKITUOH-
HU pparMeHTU a He IO TOJIEMUHATa Ha
¢dparmenture. Hopmanno AFLP mpaii-
MEpPHUTE ca CTPOTO cuenuUIHU KbM Tap-
TETHOTO PECTPUKITUOHHO MSCTO 32 IeJIHSA
Hapsa3aH reHoM. KoraTo Te3m mapkepu
ca JOMUHAHTHH, T€ MOTaT J]a ce U3TO0JI3-
BaT caMo 3a OIleHKa Ha reHeTHYHaTa Ba-
puabunHoct HanpuMmep npu JJTHK dun-
rpp npuHTUHT / DNA finger printing / u
He MOTraT /ia ce U3MO0JI3BAT MPH MOIyJIa-
IIUOHHU TeHETUUHU U3CJIe/IBAHUS

RAPD (Random Amplified
Polymorphic DNA, CiayyaiiHo aMII-
mupunupann /THK nmoaumopdus-
mu). Metosia ce 6a3upa Ha KbCU apOu-
TPpaKHU IIpaliMepU, KOUTO Ce CBBHP3BAT
K'bM JIaJIEHO MSCTO B IOCJIE]OBATETHOCT-
ta Ha /JIHK, 6e3 ToBa 51a e mpeaBapu-
TEJIHO U3BECTHO, HA CJIy4yaeH HMPUHIIUII.
[TosryyeHUTE TapreTHU MPOJIYKTU CE aM-
wmduIupar u uscjaeasar. B ciayuait Ha
MyTaIliid, HEChOTBETCTBUS MEXKAY Tap-
retTa U IpaviMepa, Te IIe ce OTPaA3AT Ha
npojsykra. ToBa ca JOMUHAHTHU MapKe-
pU, KaTO JeTeKIUATa Ha MOJUMOpPPuUs-
MU e orpaHuydeHo. Ilo mpuHIUI, aKo ce
M3M0JI3BaT 3a JOMHWHAHTHU MapKepu
3a perucTpupaHe Ha XeTEePO3UTOTHOCT,
HeoOXO0/INMU ca IOHe OIle JBa KOJIOMU-
HAHTHU.

Asro3uvu u I3o3ummu. Te ca BapuanTu
Ha €JIVH U ChII] eH3UM. Pasjmkara Mex-
JIy TSX € KOAWpaHa OT Pa3IMyHU aJIesTn
Ha pa3juJHU reHu. KaTo mpoayKT Ha Te-
HHaTa JAyOJUKAIlhsA, aKO €IUH BapHaHT
IIpeMUHaBa B TIOKOJIEHUETO, JAPYT MOXKE
7la O'b/1e 3ary0eH B pe3yJITaT Ha MyTalus,
CJIeIOBATETHO TIOKa3Ba TeHETHYHA Ba-
puarus. Te yecTo ce U3MOI3BAT KATO Te-
HETHYHHU Mapkepu. Te3u MOJIEKYIAPHU
MapKepU ce U3MO0JI3BAT B MOILyJIAlHOH-
HUS TeHEeTUUEeH aHAJIU3 U ce U3CJIeIBaT C
IIOMOIIITAa Ha TeJl eekTpodopesa, OCHO-
BaHA HA €H3UMHUS eJIeKTPUUYEH 3aps.
TBi KaTO MHOTO €H3UMU ca HEBapUaTUB-
HU B TIOIyJIAIIMUTE, M3IOJI3BAHETO HA
W303UMHU U AJIO3UMHU KaTO MOJIEKYJIAPHU
MapKepy 3a TeHETUYHU W3CJIE/IBAHUS €
OTPAHUYEHO.

SNPs / enuHUUYHU HYKJIEOTHUAHU
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nosanmMmopduamu, single nucleotide
polymorphisms/. Te mpexacrasisBar
IIpOMsHA Ha e/lHa 0a3a B TeHOMHATa MOo-
cJIe0BaTeJTHOCT. V3mos3Bar ce IJIaBHO
KaTo O — ajieJIHU, KOJIOMUHAHTHU reHe-
TUYHU MapKepH, Thil KaTO MOKa3BaT Mo-
auMopdu3bM Ha HUBO Mosekyna JJHK.
l'enorunusupanero cse SNPs 3aBucu ot
CPaBHABAHETO HA JIOKYC — CIEeNU(pUIHU
IIOCJIeZIOBATETHOCTH, KOUTO ca Ha pas-
JIMYHU XPOMO30MHU. Te3um mapkepu ce
HYKJQAT OT JIOKYC CIeIUdUIHO Tpau-
MEPH U CHIIO ca OTPAHUUYEHU OT IJIe/THA
TOYKA U3CJIeIBAHE HA XETEPO3UTOTHOCT-
Ta.

Muxkpocaresutu [Microsatellites
/. MukpocaTeJuTuTe ca IocjieaoBaTes-
Hoctu ot JHK, xouto mmMaT KbCHU TaH-
JIEMHU TIOBTOpU. TaHAEeMHUTE IMOBTOPHU
BapupaT MeXKay WHAUBUIUTE, TaKa dUe
HSIMa UHAUBUJ, C €IHU U CHIIH TOBTOPU
¢ apyr. MUKpocaTeJTUTUTE ce U3M0I3BaT
B KPHUMHHAJIMCTUKATA, JAUATHOCTUKATA
Ha 0oJiecTH, MOMYyJIallMOHHO TeHEeTHYHU
H3cjIe/IBaHusl, B KOHCEpPBAIlOHHATA Te-
HEeTUKa U aHaJIu3 Ha CBHhP3aHOCT, Oopa-
N TEXHUS MOJIUMOPPU3BM U 0OOUITHOTO
UM IIPHUCHCTBUE B TeHOMA.

IIpuioxkeHre Ha MHUKPOCATEJIUT-
HUTE MapKepu

leHeTWYHUTE U3CIeABaHUsA, Oa3UpaHU
HAa MUKDPOCATEJIMTU ca MOTBHPAEHU OT
IIPOYYBaHUs HA POJCTBEHU BPH3KHU IIPU
aKBaKyJITypH. B ToBa mpoyuBaHe, WH/H-
BH/I Ha Mopcku oxyioB Haliotis asinine
e TEHOTUNU3WpPaH Ype3 aHaju3 Ha II0-
JIUMOPGHU MHUKDPOCATEJIUTUA. 5 TIOJIH-
MOp(dHU JIOKyca ca U3CJIe/IBAaHU 3a Ja ce
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UHJIEHTU(PUIUPAT POJAUTEIUTE, IOIY-
YeHU OT 3 PA3JINYHU KPBCTOCKH, KOETO
ce MOCTUTa OT ChUYeTaBaHe HA ajejil OT
e/IuH JIOKyC. 96% OT pOAUTECTBOTO Oe
MOTBBPAEHO. [Ipu oKkoJIeHne, NoJIy4eHo
IIPU KPBCTOCKA HA €IUH POAUTE]I, CAaMO
eZIUH JIOKYyC TOTBBP:KJaBa HACJIENCTBO-
TOo. ToBa u3cienBaHe CHINO TakKa BOJAU
JI0 3aKJII0YEHUETO, Y€ MHUKPOCATEJIUTHU-
T€ MOTarT Ja CJy»aT KaTO MapKep NIpu
KPBCTOCBAHETO U MOA00psABaHe HA MPO-
rpaMuTe 3a yCIeIIHO MO//TbpP>KaHe Ha Te-
HETUUYHOTO pa3dHooOpasue. ['eHeTuHaTA
CTPYKTYypa Ha IOMAIIIHUTE BU0BE, KOATO
ce IeJIM OT Ipolieca Ha OZJ0MalllHsABaHe-
TO, Ype3 reHeTUYHU U3CJIe/IBAHNA U aHA-
JIN3U e HampaBeHa B TyHuc Ha 3ailliu ¢
IIOMOIITAa HA MUKPOCATEJIUTHU MapKEPHU.
JleTaliyin3upaHo ce aHAIU3UpPA TeHEeTUY-
HOTO pPa3HOOOpa3usi HAa TYHU3UNUCKUTE
nomysanuu 3aumu. [Ipu ToBa usciensa-
He 50 3aellKU MOIyJaluu OT HaceJeH!U
Mecta oT To3yp zmo I'ad3a ca ananusu-
paHu 110 36 MUKPOCATEJIUTHU MapKepH,
Bb3 OCHOBA HA KOETO Ca TeHTONU3UPaHU
204. 'eHeTUYHOTO pa3zHOOOpa3Ue MEKITY
MOIIyJIAIIUUTE IOKAa3Ba, 4ye 98,9% OT 14-
JIOTO TEHETUYHO pa3zHOoOOpasue ce u3s-
CHSIBAa C UHAUBU/IyaTHATa BapuabUIHOCT
C XeTepO3UTOTHOCT Bapupaiia ot 0,3 A0
0,53. To3u aHanmu3 He camo Iomara 3a
KOHCepBallMATa Ha IIOMyJIAallUUTE, HO
CBIIIO TAaKa CIIOMara UJeHTU(UKAIUATA
Ha JIOKYCU 32 UKOHOMUWYECKH Ba*kKHU be-
sesu. [Ipu BBIIUTE ca U3CIeIBAHU pe-
KOJIOHU3ATOPCKUTE MIPOIECH C TOMOIITA
Ha IOIIyJIAallNOHHATa reHeTuKa. Boanure
oT AJiniute 1 AlTIEeHUHUTE Ca TEHOTUIIN3U-
PaHU C IOMOIITA HAa 12 MUKPOCATEJINTHU
JIOKyCa U € U35CHEHO, Ye BBJIIUTE OT AJI-
IIUTe NOKa3BaT HUCKO T€eHETUYHO PA3HO-
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obpasue B cpaBHEHUE C T€3U OT AmeHU-
HUTe. 32 JIa Ce NJOKaXKaT Bb3MOKHOCTUTE
Ha MHKPOCATEJIUTHUTE MapKepHu ca u3-
clelBaHU Kydera. Kyderata HOpMasHO
ce pasjuuaBaT no deHOTUNHU Oese3u,
TaKMBAa KaTO pa3Mmep, dopma, OKpac-
Ka Ha KO3WHATa U MoBeJieHue. Bolipeku
Te3W pasjanuusd, 28 mopoau Kydera ca
QHAJIN3VPAHU 32 TeHeTUYHU Bapualluu
C OOMOINTa Ha 100 MHKpPOCATEJINTHU
Mapkepu. IlosyuyeHure mopoau — Crieru-
(pryHU asesTHU 4eCTOTH ca U3IMO0JI3BaHU
3a UHTepHOpeTalysa Ha TeHeTUYHaTa JUC-
TaHIUA Mexay nopopute. I[lomydyenure
pes3yJITaTH ChIO NOKA3BAT, Y€ XeTePO3U-
TOTHOCTTA HaMajsgBa KOTATO MOIIyJa-
UATA HaMaJIsIBa pa3Mepa CH.

Koratro MwukpocaTeJuTHUTE MapKepu
IIPUCHCTBAT B IIOJIOBUTE XPOMO30MH, T€
CBIIIO TaKa Ce U3II0JI3BAT 34 OIpe/eisiHe
Ha 1oJia. KoHcucTeHIuATa Ha MapKepUTe
3a omnpezesiAHe HA X U Y — XpOMO30MU-
T€e, JOPHU U B II0JIOBO HE3PeJIu UHAUBUH,
BOJI [0 HAJEKJHOCTTA HA MUKpOCaTe-
JIMTHUTE MapKepu IIPU OmpejiesisiHe Ha
oJIa.

OnpeaenaHe Ha moJia

dyHpameHTasieH mpollec MPU MOBEUETO
BHUJIOBE € CBbP3aH C MOJI0BUA (peHOTHUI,
KOUTO ompejiesiss ObeNneTo Ha UHNBU-
Jla OT eMOpHOHaIHUA Tepuojl. MexaHu-
3Ma Ha MOJIOBAaTa JIeTEpMUHAIUSA BOJU
710 Pa3BUTHETO Ha eMOpUOHA IO JBa
Pa3JINYHU ITHTA: HA KEHCKH U MBXKKHA
penotun. Unentudukanuara Ha IoJia e
MHOTO Ba’K€H KPUTEPHUU B €BOJIIOIUATA,
MIpUPOI03aIUTHA 1IeJI, IpeHaTaIHaTa
MUATHOCTUKA, KPUMHUHAIMCTAKATA, I10-
MyJIallMOHHATa TE€HETUKA W ChIO TaKa

IIPU U3CJIEABAHUS HA 3aCTPAIIIEHH OT U3-
ye3BaHe Bu0Be. [los10BOTO ompesesns-
He e pasJieJIeHO Ha JIBe ToJieMUu KaTero-
pUU: OompeJiesissHe Ha M0J1a, 3aBUCEIO OT
okostHaTa cpeaa (ESD) u reHeTHYHO OII-
penensHe Ha nosa (GSD). [Ipu mbpBara
KaTeropwusi, IoJia ce OIpesesisi OT BhHIII-
HU CUTHAJIN CJIeJ] OILIOKIAHETO, KOETO
03HauYaBa, ye oJia B KOUTO 3UToTara Jiu-
(bepeHIIIpa He 3aBUCU OT I'eHETUYHATA
XpoMo30MHa komnoaunus. IIlpu 6o3aii-
HUITATE OIPEJIEJITHETO HA I10J1a TJIAaBHO
3aBUCU OT XPOMO30OMHATa KOHCTHUTYIIHS
Ha rameture. Ilosa ce onpesiesnsa ot no-
JIOBUTE XPOMO30MHU, KaTo XX ompezess
J’KeHCKH, a XY MBXKH HHAuUBHA. B re-
HOMa Ha 0o3allHUIUTE, Y XpOMO30MaTa
HOCU OIIpejiesieH Habop OT reHU, KOUTO
ompezessaT 6amuHCcTBOTO. [IpucheTBHe-
To Ha SRY(sex determination gene, rex
3a TIOJIOBO JIeTEpMUHUPaAHE) HAa KbCO-
TO paMoO Ha Y XPOMO30OMUTE ITO3BOJISIBA
OIIpeJIeITHETO HA IOJIa. Y - XPOMO30M-
HATE CHeNUDUIHU eJUHUIHU HYKJIEeO-
TUAHU nosmMopdusmu SNPs nmar HU-
CKO MYTaIlTHOHHO HUBO W C€ W3MO0JI3BAT
Y — crenuduIHU MHUKPOCATETUTH. STy
reHa ChIIO ce U3I0JI3Ba KaTO JUPEKTEH
dwroreHeTnueH Mapkep. Sry reHa Ipu-
HaJIEKU KbM (paMmImaTa Ha Sox reHH,
KOUTO KOJHWpaT TpyHa OT TPaHCKPH-
MITUOHHU (DAKTOPH, CBBP3BAIIH CE C MaJI-
kaTa O6paszia Ha iBorHaTa crimpasna JJHK.
Tes3u SoxX reHn TPUHAJIEIKAT KbM CyTIED
— daMuIHuA OT TeHU, XapaKTepU3UpaIu
ce C XOMOJIOTHHU IIOCJIEI0BATETHOCTH, Ha-
peueHr BHCOKO MOABMIKHA rpyma / high
mobility group HMG box/. 13BecTHU ca
1oBeYe OT 20 SoxX TreHu npu 603aUHUIU-
T€e, BHIIPEKH Ue HAKOU OT TAX HAMAT OT-
HOIIIEHWE 3a TI0JI0BaTa JeTepMUHAIIHs.
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S0X9 reHa e yCTaHOBEH, Ue ce BKJIIOUYBA
B ONIpe/ieJIAHETO Ha MOoJIa, KaTO HEroBaTa
eKcIpecus e crenqu@uyHa 3a MBKKUTE
TOHAIY Ha ITUIM U 003alfHUIIA U HAIMA
eKCIpeCHUs MPU JKEHCKUTE. SOX TEHUTE Ce
peryaupar OT Sty reHa.

IMuak ¢uarsp aomeiHu /Zinc
finger domains/. ZFY e reH 3a IuHK
— (UHTBP OPOTENH KOAUPAH B Y — XpO-
Mo3omarta, ZFX ¢boTBeTHO B X — XpOMO-
3omara. B AlnoHusa e ekcriepuMeHTUPAHO
OIIpeZiesIAHeTO Ha IIoJia IIPU MapMO3eT-
KU/ HAa OCHOBA HA Te3U I'€HU, C IIOMOIITA
Ha PCR nHa nosmumopdusmu B IBILKU-
HATa HA PECTPUKIMOHHUTE (PparMeHTU
(RFLP).Cnen kato ca IOJIydeHH OIpesie-
JileHUu (pparMeHTH W CJieJl TOBA ca Haps-
3aHMU C OIIpeJieJIeHU eH3UMU, Ca OTKPUTU
pa3JIMYHU UBUILM [IPU I'eJIHATA €JIeKTPO-
dopesa, xapakrepusupaiiy JiBara IoJa.

AmesioreHUH. AMeJIOTeHWHA € TIJia-
BEH IIPOTEUH, KOUTO (opMupa BbHHII-
HHUS eMaiyIoB cjioi Ha 350uTe. AMELX/
AMELY renute ca XOMOJIOTHH MOCJIE/O-
BaTeJTHOCTH, KOUTO ce HaMUupaT B I10JIO-
BUTE XpOMO30MU Ha Oo3ariHurnute. [Ipe-
JINMCTBAaTA Jla ce U3I10JI3Ba Ta3U TEXHUKA
e Ta3u, 4e aMIUinguKausaTa Ha JaBaTa
amuinoreHnia AMELX/AMELY xoowm-
JIOTHU TIOCJIE€JIOBATEIHOCTU MOXKE /ia ce
HallpaBU B eJHA peakmusA. TakuBa u3-
CJIe/IBAHUS ca HallpaBeHU ¢ KOMepCcUaJi-
Ha 1eJ1 TIpU Ko3Uu. [IBpBO ca KJIIOHUpaHU
U OIpejieJIEHH UHTPOHHUTE MOCJIeI0Ba-
testHOocTT Ha AMELX/AMELY renure
Ha KO3UTE OT MBKKH U OT JKEHCKU WH-
nuBuM / ipobaTa ce B3uMa, KaTo ThKaH
ot ymute/. Pe3yntarure 6a3upaHu Ha Ha
PCR Ha mosimMopdpu3Mu B AbJKUHATA HA
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pecrpuknnonnure ¢parmentu (RFLP)
u Southern blot xubpuausanus, mokas-
BaT, ue B AMELY rena nma mmoBeue geJie-
uu/uHcepnuu, B cpaBHeHne ¢ AMELX
reHa W CBIINO Taka 4e intron 5 mMa caMo
48% cxoxmuoct ¢ To3u Ha AMELX rena.
Cnen ToBa mpu aMIUIUUKAIMATAa Ha
(parMeHTH OT /IBETE MOJIOBU XPOMO30-
MU MU30JUpaHU Ha araposeH reia ¢ PCR,
W3MO0JI3BAaUKU IIOJIOBO — CIEeNUUIHU
nparimMepu, ca AudepeHIupain nojaa Ha
etar Oyiacromep / paHHO eMOPUOHATHO
pazButue/. To3u mMeTon € MIUPOKO HU3-
I0JI3BaH, ITIOPA/IY TOBA Y€ 3a PA3JIUKA OT
nerexknuATa upes3 SRY gene, Tyk jsiecHO ce
n30srBa mpobsieMa ChC 3aMbPCIBAHETO
Ha npobata u rpemieH pesyarar. Ilpen-
nounta ce u npen ZFY/ZFX renna Je-
TEeKITUA Ha I10J1a, MOPaJik CBOSITA UYBCT-
BUTEJTHOCT, aKypPaTHOCT, HaJIEXK/THOCT U
MIPUJIOKUMOCT U JIOPH 3apajix TOBA, Ue €
MIPWJIOKUM JIOPH U IPU 0.5Ng U30JIUpa-
Ha HavastHa/ maTtpuuHa,/ [[THK.

Hpe/]I/IMCTBa Ha MUKPOCaATC/INTUTE

Haii-Ba>KHOTO HpPEIMMCTBO Ha HW3MOJI3-
BaHETO Ha MUKPOCATEJIUTUTE 32 Pa3/INU-
HU W3CJIeJ[BAHUSA € TOBa, Ye Te Ce HyX-
AT OT MAaJIKO KOJIMUECTBO MaTpUYHA
JIHK (10-100ng). HasimuneTo Ha MUKPO-
catesauture B reaomHara JIHK u TsaxHa-
Ta CJAYYalHOCT B pas3mpejieIeHUETO UM
e JIOITbJIHUTEJIHO MMO3UTHBEH KPUTEPUU.
JIpyro mosie3Ho KadecTBO € 3HAUuTe-
HOTO UM HUBO Ha nmoaumMopdusbsm. I1po-
(una Ha UBUIIMTE MOKe J1a ObJle NHTEP-
IIPETUPAH OT IJIeJIHA TOYKA Ha JIOKYCU U
aJIeJITHU KOJAOMWHAHTHU Mapkepu. ['oste-
MHHaATa Ha ajieJiuTe MoKe Ja ObJie OIl-
penesieHa c roJjisiMa cTerneH Ha TOYHOCT.



. BHUOJIOTUA

MukpocaTeJIMTUTE ca AOCTa IOAXOAAIN
3a usnosizBaHe Ha myiruiuiekceH PCR.
Te ce usnos3sar B peaulia IPUI0KEHUA
KaTO KPpUMUHAJIUCTUKATA, JUATHOCTUKA-
Ta U OIpeJleJITHETO HAa YOBEUIKU OoJie-
CTH, KOHCEPBAIlMOHHATA OUOJIOTUS U JIP.
ITporeca moxxe 71a Ob/le HAITBJIHO ABTO-
MaTU3UpPaH.

JAn3aiiH HAa MUKPOCATEeJINTHU Map-
Kepu/ mpanMepu

C nomomrra Ha PRIMERS3 codrtyep moxke
Jla ce HAIlpaBW JU3allH HA MUKpocaTe-
JINTHU MapKepHU U PeCIEKTUBHO IIpaiiMe-
pU 3a TAX, 32 KOHKPETHUS BUJI, HA KOUTO
npefcTou aHaims. Moxke ChIIo Taka Jja ce
nznoas3sa MULTIPLX program 3a ga ce
rpynupar mnpavMepu 3a MYJITHUILIEKCEH
PCR. OcHoBHaTa 11eJ1 Ha 100puTe mpar-
MEPH € /1a ce MOoIy4dH epuKacHa U JOCTa-
ThuHa aMIUmmukanus. KauectBoTo Ha
IpaliMepuTe € IMPOMOPIIMOHAIHO Ha yC-
nexa Ha amIiuukanuaTa. brKuHaTa
Ha MpaliMepUTe € CBbpP3aHa ChC CIIEIU-
(pukara Ha aMILUTUDUKATIUATA.

Haji-uecT TEXHMKH 3a T€HOTHUIIH-
3UpaHe

FeHOoTHTIN3MpPAHETO MOXKe 7a Ob/ie 1mo-
CTUTHATO C TIOMOIITa HA MHOTO TEXHHU-
ku. RFLPs (Restriction Fragment Length
Polymorphism, mosmmopdusmu B rbii-
J)KMHATa Ha PECTPUKIHOHHUTE (par-
meHTH); AFLPs (Amplification Fragment
Length Polymorphism, momumopdus-
MM 10 JBJDKUHA Ha aMIUTHQUITTPAHUTE
dparmenTtn) ; RAPD (Random Amplified
Polymorphic DNA, Ciryuaitno amiumudu-
nupanu JJHK nmonmumopdusmmu); SNPs /

eITUHUYHU HYKJIEOTHUJIHU MOJIUMOPPuU3-
mu, single nucleotide polymorphisms/
U T[OoJIMMepa3Ha BepHKHA peakIus,
polymerase chain reaction (PCR). ToBa
ca caMO HSKOUW OT HaW-yCIENTHUTE U
e(peKTUBHU TEeXHUKH, U3IOJI3BAHU 32
reHepupaHe Ha ToJiAM Opod aHOHUMHU
JHK mapkepu 3a :KUBOTHU U PACTEHUS.

Myaruimiekcen PCR e mHOro ycre-
IIeH U IIMPOKO H3IOJI3BAaH MOXBAT HA
reHotTunusupase. Ilpu Hero e Bb3M0OKHA
amMInuKanuaTa Ha Ba U MoBeyve IIpo-
ZIyKTa B €/IHA peaknuA. AMIn@puuupar
ce MHOIO PeruoHd OT eAHa MaTpUYHA
JHK uiu ce u3moa3BaT HAKOJIKO Ma-
tpuunu JITHK — u ioBeue oT ezjuH HaboOPp
IpaliMepu B e/iHA peakius. M13mos3Ba ce
C [IeJ1 KaUeCTBEeH reHHO — €KCIIPECUOHEH
aHAIN3, KPUMUHAJIUCTUKATA, JUATHOC-
TUYHUTE JIaDOpaTOpUU U JIp, HA eyKapu-
OTHU U IIpoKapuoTHu opranusmu. PCR
¢ dyopeclieHTHO Oesiss3aHU IIpavMepu
MOK€ /la TEeHOTUIIM3UpPA >KUBOTUHCKA
MOMmyJlalivisA, HOCella HOPMAJIHU U My-
taHTHU TeHH. (Qiagen Multiplex PCR
handbook, October 2010).

IIpnioxkeHnre Ha MYJATHILIEKCHUSA
PCR

[Ipu *kMBOTHU/Y0BeKa: AHAJIN3 HaA caTe-
sutHa JIHK, reHorunmnsupane Ha TpaH-
FeHHU >KUBOTHU, aHAJIU3 HA CBBP3aHOC-
TTa, JETEeKIUA Ha IIaTOreHU, OIIpe/ieIgAHe
Ha II0J1a, JeTeKUd Ha MyTaluu U Ka-
YECTBEH U KOJIMYECTBEH aHaJi3 Ha re-
HHA eKCIIpecusl.

IIpu pacrenusa: 'MO aHanuns, reHOTUIIN-
3UpaHe HAa TPAHT€HHU pPaCTEeHUsd, aHAINU3
Ha CBBP3aHOCTTA, JETeKLUA Ha IaTore-

http://nauka.bg

cn. benrapcka Hayka Opoit 65

—_
(9,1
W



. BNOJIOTUA
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HU, OIpeZiejisiHe Ha I0JIa, AeTeKIUsA Ha
MyTalli U KauyeCcTBEH U KOJINUECTBEH
aHaJIU3 Ha TeHHA

IIpu OGakrepuute/BUpPyCcUTE: XUTUEHEH
aHaJIN3, IMarHOCTUKA/TIaTOTeHHA JIeTeK-
1S ¥ KaUueCTBEH U KOJINUECTBEH aHAJIU3
Ha TeHHAaTa eKCIIpecus.

PCR Nuxuo6uropu

MHOTO yueHH ca U3IpaBeHU Ipes Ipe-
JIn3BUKaresicTBaTa Ha ycrermnHata PCR
ammndukanusa. MHXuOUTopuTe B3au-
MOJIEUCTBAT WU JUPEKTHO C MaTpUU-
Hara /JIHK wiu ¢ JJHK nmommmepasara,
KaTo WU HaMaJIsIBaT KOJIUYECTBOTO HAa
MIPOAYKTA WJIM HAIThJIHO CTOIIMpAT pe-
akmnusaTa. Maruesusi, KOUTO € KpUTHUEH
kodakrop Ha JJHK nosmmepasara e oou-
yaliHa MUIlleHa Ha Te3u nHxubutopu. Te
ce CBbp3BaT C MarHe3us WX HaMaJssiBaT
KOHIIeHTpAaIlusATa My U TaKa WHXHOUpaT
PCR. ObuuaiiHO Te3W HWHXUOUTOPU Ce
HaMUpaT B KPbBTA, JJaMaCKU, ThKaHHUTE
1po0Ou, MOYBEHNU U3TOYHUIIU B PE3YJITAT
Ha U3JINIIBK Ha KaJIneB XJIOPU/, HaTpHU-
€B XJIOpU/l U Apyru coau. ChIIo Taka r'u
“Ma B IIPUCHCTBUETO HA N30 — JIeTePreH-
TU, GEeHOJI, ETAHOJI U IPYTH AJTKOXOJIH.

16 — kammiaapeH 3130 xl zememu-
yeH aHnaaudamop; 16-capillary
3130xl Genetic Analyzer (Applied
Biosystems)

Applied Biosystems wumar gbirorojau-
IIIeH OITUT B JIOCTaBsIHE HA HHCTPYMEHTH,
peareHTU U coPTyep 3a OO — HAYIHUTE
JenapraMeHTH. TpaaunusaTa B Cbhb3/a-
BAaHETO U BHBEXKJTAHETO Ha MHOBAIIUH B
obJiacTTa Ha TEHETUYHUTE NU3CIIETBAHUSA
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6e mpoabiKeHa C UHTPOJIYIIUPAHETO HA
3130xl Genetic Analyzers. 16 — kamnu-
JlapHUs 3130 xI TeHeTHUeH aHaIU3aTOP
e JI0Ka3aJl CBOETO MPEeAUMCTBO U MOJ3U-
Te OT TexHukaTa Ha Applied Biosystems
C MOJCUTYPSABAHETO HA BHUCOKO KauecT-
BO Ha JlaHHUTe, Obp3WHA, aBTOMATHU3a-
U U HAZEXTHOCT IPU CEKBEHHPAHE,
pe — CekBeHUpaHe, TE€HOTUIIU3UPAHE
u (parmeHTeH aHanu3. Ta3u cucrema
BKJTBUBA CBIIO MHOIO IOJIE3HU COPTY-
epu Kato Sequencing analysis software
/ CodTyep 3a CeKBEHIIMOHEH aHa/IIU3/,
SeqScape® u Gene Mapper. Sequencing
analysis ocurypsiBa, aHasT3upa 1 MoKa3-
Ba CEKBEHIIMOHHUTE JAaHHU. SeqScape®
ce U3MO0JI3Ba 3a JeTeKIUs Ha MyTalluu
u npodunaupade. GeneMapper e uzea-
JIEeH WHCTPYMEHT 00XBaIlam MHOKECTBO
(pyHKIIMM 3a T€eHOTUNU3UPaHe, aJeJieH
aHaJn3, OIpeJleJisHe ToJeMUHaTa Ha
dparmenTure m SNP ananmms. Quality
Values (QV) e npesiHa3HaUeHa 3a aHAJIN3
Ha (parMeHTUTEe U BCEKU €UH OT TAX
JIECHO MOXe Jila Objie uAeHTUu(GUINpaH.
[TpuioskeHUs BKJIIOUBAIN MUKpPOCAaTe-
JINTEH aHAIN3 / HA TUTUIOUAN U TIOJIHAII-
sounu/, kaprupane, SNP ananus, AFLP,
(iryopeciieHT CBBbp3aH KOJUYECTBEH
aHaJIN3, BKJIIOYBAIIL 3aryba Ha XeTepo3u-
TOTHOCT ¥ KOH(OPMAIIMOHHO OTpe/Iesis-
He.

JlaHHUTE OT T€HOTUNU3UPAHETO Ce U3-
[0JI3BAT 3a aHAJIU3 W U3ydyaBaHe Ha
TeHOMHOTO KapTUpaHe, TOIyJIalu0OH-
HaTa TeHeTUKa. ['€eHOTUNMU3UPAHETO C
HeyTPaJTHU MapKepH IT03BOJISABA OIIpe/ie-
JITHETO Ha MYTAIlU{, KOUTO ca IIPOIOP-
[IMOHAJIHU Ha IoJuMopdu3Ma Ha Hey-
TPAJTHUTE MapKepH.



. BUOJIOT'UA

CreneHTa Ha MyTalliM cIloMara 3a OlleH-
Ka Ha TeHeTUYHaTa JUCTAHIUA U CHIIO
ce HAOJTIO/TaBa IPU Mpe/laBaHETO Ha ajie-
JIUTE OT POJIUTESIUTE Ha ITOKOJIEHHETO,
KaTo JJAHHUTE ce W3MO0JI3BAT 3a aHaIU3
Ha CBBP3aHOCTTa U POJOCTOBHUETO HA UH-
nuBUuTE. '€ HOTUTIN3UPAHETO HA OCHO-
Ba HAa MUKPOCATEJIUTHU MapKeEPU CHIIO
TaKa ce M3IM0J3Ba NPU UJIeHTUDUKAIIHS
Ha Oal[UHCTBO, KPUMHUHAJIUCTUKA U B
MIOMyJIallMOHHATA T€HETHKA.
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