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D8S1179

Xpomocomnas noxanusayus: 8q24.13 (nozuyuu 124 894 800 — 124 895 200)

chrs coz4. 130 [IEE B D EEE L k4 [
Io mannbM BLAT: http://genome.ucsc.edu/cgi-bin/hgBlat (Bepcust Dec. 2013, GRCh38/hg38).

Tanoemnvie nosmopoi: 4 nykneomuoa, komniexcuvie: [TCTAJ, [TCTG],[TCTA], -3".
Jpyeue nazeanus: D6S502, UniSTS: 83408, GO8710, SHGC-4500, CHLC.GATA7G07.

Pe(])epelun Hble ceHomunbl

JIHK K562 | THK 99474 | JHK 9948 | JHK L-68 | THK 007 | JHK 2800M | JHK CO | JHK CP
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Obwue ceedenust u OUACHOCIMUYECKAS 3HAYUMOCINb

[onaumopduslii Mukpocaremut D8S1179 BrepBble ObUT ONKMCAH B COCTaBE TECT-CUCTEMBI JJIS
uneaTudukanyy TuaHocTd B 1995 rony (Oldroyd et al., 1995). Omnako nuz-3a ommoOku B 6aze nanasix CHLC
(Cooperative Human Linkage Center) MUKpOCATEIUIUT B 9TOH paboTe ObLT HEBEpHO 0003Ha4YeH Kak D6S502, uro
OBLIO UCIIPABJICHO APYTUMH aBTOpamu yxe B 1996 rony(Barber & Parkin, 1996, Butler & Hill, 2012).

B 1996 romy ObLIH OTCEKBEHUPOBAHBI OTACIBHEIC aJUICITH 3TOTO JOKYCa U MOKa3aHa KOMILICKCHAS
CTPYKTYpa TaHIEMHBIX OBTOpPOB. B wacTHOCTH, armnenu §-12 coctosaT u3 npocThix noBTopoB MoTHBA (TCTA),.
Torna xak B 6oJiee IIMHHBIX aJUICNX Ha 5’°-y4acTke K 3TuM moBTopam noodasisiercss MotuB (TCTA), (TCTG),
(Barber & Parkin, 1996).

K HacrosieMy BpeMeHH MOKa3aHo, 4To MUKpocareuiut D8S1 179 nokanu3oBaH B MHTPOHHO# 00nacTu
JUTMHHOTO Hekoaupytomiero oenok reHa LINC00964 (mukPHK, IncRNA, long intergenic non-protein coding RNA
964). T'omonmornaneiit Mukpocaremuty D8S1179 noxyc BeIABICH Ha XpoMocoMe 8 mmmnanie. Mapkép D8S1179
MOYKET OBITh MCIIOJIb30BaH B AUArHOCTHKE cuHapoma Mekkens-I pyoepa tuna 3 (Meckel-Gruber Syndrome, Type 3,
MKS3, OMIM: 607361, Morgan et al., 2002).

Muxpocaremut D8S1179 BXOIUT B YHCIIO OCHOBHBIX JIOKYCOB (“‘core loci”’) B MexxayHapomHOH 6a3e
naHHbIX MHTeprona (7 ayTOCOMHBIX JIOKYCOB), a TaK)kKe B HaMOHAIBHBIX 0a3ax maHHbIX CIIA (Combined DNA
Index System, CODIS, 13 ayrocomusix oxycoB), EBpocoto3a (Extended European Standard Set, ESS, 12
ayTOCOMHBIX JIokycoB), Bemukoopurannn (UK Core Loci, 10 ayrocomubIx n0kycoB), ['epmannn (German Core
Loci, 8 ayrocomubIx sokycoB). CpemHsisi yacToTa MyTauii B 3ToM Jokyce coctasisieT 0,14% (STRBase).

B pa3nuaHBIX TOMYISIASX IS TOTO JIOKYCa TTOKa3aHo CYIIeCTBOBaHHUE He MeHee 15 «OCHOBHBIXY aJutenei
NoNe5 (78 m.H.) — 20 (138 m.H.). J{omOMHNUTENHHO BRIABICHHI MHOTOUNCIICHHBIE, HO JOCTATOYHO PEIKHe
«mpomexxyrounsie» ayuenu: 10.1, 10.2,10.3,11.3,12.1, 12.2, 12.3, 13.1, 13.2, 13.3, 14.1, 14.2, 15.1, 15.2, 15.3,
16.1,17.1, 17.2, 18.1. Taxke onmcaH «IHHHBIN) amiens «Ne24y, kak gyrumukams 48 OCHOBaHHI B
HEIMOCPEICTBCHHO MPUMBIKAOIICH K TaHAeMHBIM moBTOpaM obnactu (Butler, 2013; STRBase). TOYHO OTACIBHBIC
ayutenu Jiokyca D8S1179 MoryT ObITh ONPEAEIeHbl TOIBKO METOJIOM MPSIMOTO CEKBEHHPOBAHUSI.

3TOT OKyC BKJIIOYEH B COCTAB MPAKTHYECKH BCEX KOMMEPUECKUX HAOOPOB, UCIIONB3YEMbIX B HACTOSIIEE
BpeMst s WISHTU(HUKAIIUH JTMYHOCTH ¥ YCTAHOBJICHHSI CIIOPHOTO posicTBa. ONMCaHbI CITy4an «BBITIAICHUS
ayuteneidy, 00yCIOBICHHBIE PEIKUMH MYTAlMsAMHU B 00JIACTH ITOCA/IKU MPAiMEPOB., YTO BEIHYXKIAJIO
MIPOU3BOANTEIICH HAOOPOB MIIM MEHSTH CaMH MOCIIEA0BATEIFHOCTH IPaiiMEpOB MIIM BBOJUTH JOTIOJHUTEILHBIC
KOMITEHCHPYIOIIME TIpaiiMeps! B fopaboTaHHbIe Bepcu HabopoB:Hanpumep, AmpFISTR Profiler Plus PCR
amplification kit, Applied Biosystems, CIIA (Leibelt et al., 2003).

Hcxozst n3 XpoMOCOMHOIA JToKanu3anuu, JJokyc D8S1179 MoxeT ObITh CLEIUIEH C MUKPOCATEIUIUTHBIM
Mapk€pom DES1132, Taxke UCTIONB3YeMBIM B MIPIIIOKEHAIX 110 HACHTU(OUKAIIMH JTTIHOCTH.
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Ycnosus I[P
[lepBas neHatypanus 30-35 muxiios (*) [Tocenuuii cuHTE3 LIENH
94°C, 20 cex
96°C, 2 MuH 58°C, 20 cex 72°C, 5 MuH
72°C, 20 cex

(*) Bunmanmue. [Ipu HEOCTaTOYHOM KOJIMYECTBEHHOM BBIXOJIE IPOJYKTOB PEAKIMHU, B TOM YHCIE 1151 00pa3ioB
«TOJIOKUTENBHBIX KOHTpOei», uncio nuknos [P crexyer yBenuanTs 10 35, mpu 3TOM HET HEOOXOAMMOCTH
YBEJINYUBATh KOJIIMYECTBO 7ag-TOIMMEPa3bl, BHOCUMON B PEAKIIUOHHYIO CMECh.

Pecucmpayus pesyromamog

Hnst unentudukarmu amneneit B [TA ucrosb3yeTcsi COOTBETCTBYIOIIAS AJUIEIBbHAS «JICCTHULIAY, TIPHMEP
KOTOPOH NPHUBEAEH Ha PUCYHKE HIDKE.

@DparMeHT OKpaIIeHHOro OpOMHCTBIM 3TUANEM HeneHarypupyromero ITAIT — 10%, 19:1.

DrekTpodopes MPOBOIUICS B BEpTUKAIbHON kKamepe pazmepom 20x20 cum (VE-
20, «Xemukon», Poccus) ¢ Oydepom /X THE npu nanpspkernu 500 B B Tedenne
2 4 30 MuH.

Buneoszaxsart n300paskeHus OCyLIECTBISIICS B popMare ¢ KOHIEHTPUUECKHUMHU
JVHUSIMH BO M30€KaHHE BO3MOKHBIX BOIIPOCOB O «IIOAPHCOBKEY.

Jopoxkka 3 — ajieJibHast «J1eCTHULA» Ha JIoKyc D8S1179, Briaouaronias
10 anneneii: NeNe 8, 9, 10, 11, 12, 13, 14, 15, 16, 17 (cuu3y BBepXx).

Hopoxka 1 — orpuniatenbhblii koHTposs [TLP.

Jopoxku 2, 4 u 5 — ceMeiiHblil aHaIN3 (MOATBeP:KAeHUE OTHOBCTBA).
Jopoxka 2 — mpemonaraeMsiid orery, reaorum 10/ 12.

Hopoxxka 4 — pe6&rok, reqorum 12 / 13.

S Jlopokka 5 — math pe06énka, renorun 13/ 13.

B cBsi31 ¢ ycoBepuIeHCTBOBaHHEM HAOOPOB COCTAB aJUICIBHON «JICCTHHIIBDY H3MEHSCTCS. AKTyaIbHAs BEPCHUS
AIIETFHON «IeCTHUIB Ha Jokyc D8S1179 Bxmrouaer 10 ayeneii: 8, 9, 10, 11, 12, 13, 14, 15, 16, 17. Annenu,
BXOJSIIIHE B COCTAB aJlIEJIbHON «JIECTHHIILD», BEIAEIICHBI IIBETOM B TAOJIMIIE aJIJIEIBHBIX YaCTOT.

Ilar MEXAY OTACIBbHBIMUA AJUUICIISIMA B aJUICIIbHOU <JICCTHHIEC» COCTABIIACT 4mH.

IIpenpiayimye Bepcuu ajlieIbHbIX «JIECTHULDY:
e Oamreneit (8, 10, 11, 12, 13, 14, 15, 16, 17), no 01-2011.

P(Z(l)@p@HWlel@ HyK.7€()I71u()Hbl€ nocie0osamelbHoCmu

Hocrtyn Jara CrpyKTypa TaHIeMHOro 0JI0Ka 10 BEpXHEH Win aMHHH(l;)?I%:Iep eMOro
GenBank myOUKauu HIDKHEH [EIIIM Hpy
¢parmenra, 1.H.
13 moBtopoB: (TATC),(TGTC)(TATC), nnn
NC_000008 - - p 2 110
~ 02-MAR-2020 (ATAG),,(ACAG)( ATAG)
AC_000051 25-0CT-2010 12 nmoBropos: (TATC),, nmu (ATAG), 106

NC_000008: “Homo sapiens chromosome 8, GRCh38.p13 Primary Assembly”.
AC_000051: “Homo sapiens chromosome 8, alternate assembly Hs_Celera, whole genome shotgun sequence”.
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Pazmepsl 1 mony asiquOHHBIE YACTOTHI ajljiesel B Jiokyce D8S1179

. YacToTs! ajuiesneid, KOTOpble peKOMEHTyeTCsl
Atenu PaSMf Pl Hacrorel aeien b BrIOOpKe WCIIOJIb30BATH ISl BEPOSTHOCTHBIX PAacu€ToB
ayenei, I.H. W3 pyccko morryrsa (*) .
110 pyccKoi nmomysiiun (**)
5 78 0 0,001
6 82 0 0,001
7 86 0 0,001
8 90 0,00539 0,007
9 94 0,00404 0,005
10 98 0,05256 0,054
11 102 0,06199 0,063
12 106 0,16173 0,163
13 110 0,34097 0,342
14 114 0,22372 0,225
15 118 0,11860 0,120
16 122 0,02291 0,024
17 126 0,00674 0,008
18 130 0,00135 0,003
19 134 0 0,001
«24» 154 0 0,001

Hymepanus anieneit MexayHapoaHasi U OTPAXKAET YUCIIO COMEPIKANINKCSA B HUX TAHIAEMHBIX TOBTOPOB.

(*) no nauueiM Zhivotovsky et al., 2009; nonynsionHas Bbioopka 371 HEpOACTBEHHBIN YeIOBEK.

(**) «koHCEepBaTHBHASL» OIICHKA YaCTOT aJDIETICH MPOBEACHA IS HCCIICAOBAHHON BRIOOPKH (TIPEABIIYIITHIA CTOIOCIT
TalnuIBl) cornacHo pekomeHnauusm Gjertson et al., 2007.
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,Z]()n OJIHUmMeJlbHAA l/llld)()p.lflalﬂl}l

Habope1 TAIIOTHJIM npenna3HaueHbl AJIs1 KCCIIEI0BATEILCKUX PA0OT in vitro (TO €CTh B IPOOUPKE, BHE
JKUBOT'O OPTaHU3Ma).

Habops! He noasexar 0043aTeNbHON cepTH(HUKAIINY U ASKIapUPOBAHUIO COOTBETCTBUS B CHcTeMe
ceprudukarym ['OCT P.

Konpr nponykiun OKIT/I2 (OK 034-2014, KITEC 2008): 20.59.52.190 (PeareHTs! ci1o)KHbBIE MarHOCTHYECKUE
WK J1a00paTopHBIe, HEe BKIIOUYEHHBIE B JPYTUe rpynmupoBkn), 20.59.52.199 (PearenTs! cioxHbIe
JMarHOCTHYECKHE WM Ja0OpaTOpHBIE MTPOUYHe, HE BKIIOYESHHBIE B APYTHE IPYIIIHPOBKN).

Habopsr TAIIOTHIIH He SIBIAIOTCS U3ACTAEM MEIUIIMHCKOTO HA3HAYCHHS, HE MPEIHA3HAYCHBI IS
HCIOJIB30BAHUS B IETSIX MEAUIIMHCKON TMarHOCTUKY, 11 TUATHOCTHUECKUX MPOLEAYD, U1 MPODHIAKTUKH U
neyenus 3abosneBanuid. [1lo atum npuunnam vadopsl TAIIOTHJIHU ue nojuiexar rocyiapCTBEHHOM perucTpauu
Ha Tepputopuu PO (B ToM uncie B PoczapaBHamzope) B KauecTBe MEAUITTHCKOTO H3/ICIIHS.
MornekyisipHo-reHeTHYeckue uccienoanus (MI'U) o ycTaHOBJICHUIO TeHOTUIIOB OT/IEIBHBIX JIUII, B TOM
YHCIIe 110 HACHTH(HUKALMHY JTHYHOCTH U YCTAHOBJICHHIO CIIOPHOTO POJCTBA METOAOM aHAIM3a MOJMMOP(HBIX
JIOKYCOB T'€HOMa 4eJIOBEKA He SBIIAIOTCS MEAULIMHCKON AEATENbHOCTIO: YCTAHABINBAIOTCS UMEHHO
omonornyeckne GakThl (TEHOTHUITHI 00CIIETyEMBIX JIHII).

Pezynbrater MI'U MBI pekoMeH1yeM oopMIIATh B BUie 3aKimodeHus crenuancra, oruéra o HUP u
AQHAJIOTWYHBIX JOKYMECHTOB, HE SIBJISIOMMXCS MEAUIIMHCKIMH TOKYMEHTAMH.

WuTepnperanys MEAUIIMHCKOW 3HAYMMOCTH MOTYYEHHBIX JAHHBIX U MPUHATHE KIMHUIECKOTO PEIICHUS
OTHOCHTCS K KOMIIETEHIIH Bpaya.

The Tapotili Kit is intended for molecular biology applications, including forensic or paternity usage. This
product is not intended for the diagnosis, prevention, or treatment of a disease.

Texnuueckoe coodeticmsue / unghopmayus

Bnarogapum Bac 3a To, uTo BBl npenmnousy Hanry npoxyKIuio u 0yeM pajsl IPOJIOIDKUTE COTPYIHUIECTBO.
JononauTensHas uHGopManys o qpyrux Habopax Tanomuau (10JIHAS MHCTPYKIMS) JOCTYIIHA 110 CCBUIKE:

http://tapotili.ru/doc/tapotili.pdf.

AXTyallbHasi BEpCHsI HEITOCPEICTBEHHO ATOT0 OMUCAHMsI AOCTYITHA 3/1ech: http:/tapotili.ru/doc/d8s1179.pdf.

AnpecyiiTe Bce BOIPOCHI, TPETIOKEHHS, a TAK)KE BO3MOKHBIC PEKJIAMAIUH

Wurepuer: www.tapotili.ru

DnexrponHHas noyta: info@tapotili.ru

Mo0. ten.: +7-903-786-4-789.

Edpemor Unbs AnexceeBud, kKaHauIaT OUOIOTHYECKIX HAYK
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