«HAHO®OP 05» MeToguueckue Matepuansl

Kak paboTaer reHeTu4eckuy aHaamn3arop

Kak pa60TaeT reHeTUYECKUU dHaJ/IN3aTopP

Taxue npubopst
MO3BOASIOT pa3AeAsTh oAHolleriodeuHble MoaeKyabl AHK pasnoit ganHbl
paspelieHNeM B OAVH HyKAeoTud, B guaiiazoHe oT 20 40 950 HyKA1eoTnA0B.
PasaeseHne MoaekyA AeXUT B OCHOBE ABYX ITOAXOAOB K aHaAMU3y —

¢parmenrtHoro anaansa AHK n cekBennposanms mo metoay CoHrepa.

NiHedka w3 8 KAMKNMIPOR
ne[12[1771817]

PucyHok 1. /InHelika Kannnnapos Ana reHeTnyeckoro aHanusatopa HaHodop 05

Marepnaz KanmmAAsIpoB — AMOKCUA KPEMHIS, AU I11aBA€HOe
KBap1eBoe cteka10. B mpubope HAHO®OP 05 ncrioansyercs AnMHeliKa 13 8
KalnAAsSpOB, 9TO IT03B0AsIeT aHaAM3MPOBaTh HECKOABKO 00Pa3IioB
napaaAeAbHO. BHyTpeHHMiT AnaMeTp Kanuaaspos coctasaseT 50 Mkm. Aas
yAy4IIIeHNsT MeXaHNYeCKO IPOYHOCTU CHAPY>KM OHI ITOKPBITH 3aI[UTHBIM
MOAMUMUAHBIM cA0eM. Kanmaaspel MMeIOT BBICOKOE COOTHOIIIEHNE I10IaAl
IIOBEPXHOCTH K 00BbeMY, U HTO 1103B0As1eT 00aee 3¢ deKTUBHO paccenBaTh
TeIL10, YTO, B CBOIO OYepe/b, IT03B0AseT ICII0Ab30BaTh CUABHbIE DAeKTpIIecKye

noas Aas 6oaee 6picTporo pasaeaenns pparmentos AHK.

IMoanmep paboTaeT Kak MOAEKYASIpHOe CUTO: KOpoTkue ¢pparmeHTs JHK
IIPOXOAAT MeXAY MOJeKydaMH IToAuMepa ObIcTpee, AAMHHbIE — TOPMO3ATCSL.
bes moanmepa Bce pparMeHTH ABUTaAMCh OBI TIOYTH C OAMHAKOBOI CKOPOCTBIO,




«HAHO®OP 05» MeToguueckue MaTepuansl

Kak paboTaer reHeTu4eckuy aHaamn3arop

U pa3AeleHust ObI He IPOMCX0A1A0. B KadecTse moanMepa UCIOAB3YIOT
AVHeNHbIN noanauMetuaakpuaamug, (IIAMA). ITAMA BHyTpu Kanmaaspa
aAcopOMpyeTcsl Ha CTeHKe, oDecrieunBasl AHaMI4ecKoe IIOKPBITIE, YTO CO34aeT
YCAOBUA AASl XOPOIIETO pa3leAeHus: TT0AaBAsgeTcs] DAeKTPOOCMOTNYeCKII
IOTOK U IpegoTspalaercs npuannanmue AHK k crenke. DTo rosbIIaer

3¢ PextrBHOCTD pasgeaenns AHK 1 ToarnocTs aHaansa.
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PucyHok 2. Cxematuyeckoe n3obparkeHune pasgeneHuna monekyn AHK npobol
nNpwv ABUMKEHUN OT OTPULATENBHO K MONOXKNTE/IbHO 3apAXKEHHOMY 31eKTpoay
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KElllVI/l/lSlpr pac110/10>1<e111,1 Me>1<4y D/IQKTpOA'EUVI]/l. OAI/IH BAGKTPOA 3ap}I>KeH
MOAOXKUTEABHO (aHOJ), BTOPOI OTpUIjaTeABHO (KaTo4), 5TO o0ecrieunBaeT
»aeKTpudeckoe nmoae. Moaexyarer AHK HecyT oTpumiaTeAbHbIN 3aps14 U B
DAEKTPUIECKOM I104e HauMHAIOT ABUTATLCs OT KaTtoja K aHoAy. CKOpoCTh Mx
ABVDKEHIA B IOAVIMepe 3aBUCHUT OT AAMHEL [IosTOMy B DAeKTpudecKkoM 1oae
MO/€KYBI IIOCTEIIEHHO pa3AeAsI0TCs 110 pa3Mepy: 4eM Kopoue pparMeHT

AHK, Tem OpIcTpee OH MUTpUpPYET.

3a aBTOMaTHM4eCcKyIO CMeHy HoAMMepa B Kannaasipax oTsedaeT Hacoc.
Hacoc BrigaBamBaeT cTapblii HOAMMEP B @MKOCTb A4 coOpoca. C moanmepom

BpIXOAAT ocTaTku AHK oT npeapigyiiero aHaansa.
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PucyHok 3. Cxema moaynem reHeTM4eckoro aHanansaTopa HaHodop 05

OCHOBHbIMMW MOAYIAAMM FEHETUYECKOTO aHaIM3aTopa ABAAIOTCA BbICOKOBOLTHbIN MCTOYHMK (1),
no3nuMoHep (2), Ha KOTOpPbIK YCTaHaBAMBAOT 0DpasLibl U XUAKOCTU ANa paboTbl aHaM3aTopa (KaToAHbIN
bydep, Boay ANA NPOMbIBKM Kanuaaapos, BoAy ANA C/IMBa OTPabOTaHHOIo NOMMEPa), IMHENKa
Kanunnapos (3), TepmocTaT (4), 610K nepesano/iHeHns nomMmepa (BKIYatoLWMA EMKOCTA C NOTIMMEPOM
M aHoAHbIM Bydepom 1 Hacoc) (5), cuctema pernctpaumm curHana (6) n cuctema aHanmsa AaHHbIx (7).

A: doTorpadusa reHeTnyeckoro aHanmnsatopa HAHO®OP 05, B: cxema 0CHOBHbIX Moay/iein npmubopa.
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— BBIpaBHUBaHUE 3aPs40B
MeKkay Oypepom n rmoanmepowm. I1pedopes Hy>keH, uToOb MOHBI OyPepa
paBHOMEPHO paclpeAeANANCh B IOAUMEPe U CO34aAN CTabuAbHOE
DAEKTpUIECKOe I10/1€ TI0 BCell AAMHe Kanuaaspa. bes sToro ckopocTs
ABVKeHUs pparMeHTOB OyAeT HEITOCTOSIHHOY, U pe3yAbTaThl He
BOCITpOU3BeAyTCs. s mpedopesa KaInAASphI HOTPY>KaIOTCs B 6ydep, 1
BKAIOYAEeTCs BBICOKOBOABTHBIV VICTOYHVIK Ha 3a4aHHBII IIPOMEXYTOK BpeMeH!

(06pryHO — Ha 180 cek).

ITocae npedopesa u mocae nHbeKIIUN 0Opasiia KOHIMKY KallAASIPOB
OI10aCKMBAIOTCSl B KOHTEIHepe A4 IIPOMBIBKM «Boga». [IpoMbIBKa Hy>KHa,
9TOOBI YOpaTh C KOHYMKOB KallAAAPOB OCTaTKu Oydepa nam odpasiia,

KOTOpbI€ MOTYT 3arps3HUTD CA€AYIOIi€ PaCTBOPBI ! MICKAa3UTDh pe3yAbTaThl.

DNeKTpoA
—_—

Kanunnap
—_—

PucyHok 4. KoHel, Kanuanspa NoMellleH B MeTanIMyeckyto TpybRry, KoTopas
KOHTaKTUPYET C 3N1eKTPOLOM

Kanmaasper morpy>karoTcs B AyHKM IAaHIIeTa ¢ obpasiamu. Jas
MHBEKIIMM Ha KOHIIBI KallAASPOB, KOTOPhIe IIOMeIlleHbl B MeTalAdecKue
TpyOOUKH, IT0AAeTCs Halpsi>KeHle, I OTpUIIaTeAbHO 3apssKeHHbIe MOAEKYAbI
3aX04AT BHYTPb, CTPEMSICH K II0AO0XKUTEABHO 3apsI>KEeHHOMY 9AeKTPO4y Ha

APYTOM KOHIIE€ KaIllAAspa.

KaHI/I/l/UIpI)I, I10 KOTOPBIM I104, ,Z|,€‘I7[CTBI/I€‘M DAEKTPMIECKOTO ITOAST ABVIPKYTCA

¢pparmentnr AHK, pacroao:xens: BHyTpu . B repmocrate
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Kak paboTaer reHeTu4eckuy aHaamn3arop

MoAAep>KMBaeTCsI IIOCTOsIHHAsI TeMnepaTypa (06sraH0 60°C), 9TO HOBHIIIIAET
CKOPOCTb IIpOTeKaHNs DAeKTpodopesa U Hy>KHO AAs TOAYIEHI
BOCIIPOM3BOAUMEBIX BpeMeH murpanuu ¢pparmentos AHK. Taxke npn
nosbiieHHoM Temnepatype AHK aenatypupyert (40 04HOIIEITOYEYHBIX
MoeKky4). bes genatypanum BTopudHble CTPYKTYpPhI (HalpyMep, IIINABKI)
MCKaxkaau ObI IOABUKHOCTH I1e/1€BbIX MOAEKYA. 3a IoAJeprKaHne CTab1ABHOI
TeMIlepaTyphl OTBeJaeT D1eMeHT lleabThe — TepMOBAEKTPUIECKIUII DAEMEHT,

KOTOpI)Iﬁ MOZKET 1 Harpepath, I OXAa’X4aThb.

O06pas1ipl, mpeoaoaes 1myTh B 36 cM (mau 50 cM B 3aBUCMMOCTH OT AAMHBI
KaIlUAASPOB), IIPOXOAAT Yepe3 OKHO AeTeKI[NIi, B KOTOPOM CUUTHIBAeTCs
curHaa ¢payopectieHInn. YToObI OBBICUTH pa3pellieHne, 5TO OKHO TaKKe
TepMocTaTupyeTcs. JAnHa Kannaaspa orpeaeaseT TPaHUIIB pa3peIeHs:
4eM JAVMHHee KalliAAAP, TeM Aydllle pa3AeAsioTcs 0olee 4AMHHbBIE (pparMeHThI

(HO TeMm Aoabllle aHAANS).

Kax nmponcxoant canreisanne? /azep Bo3OyKaaeT PpAyopecrieHTHYIO MeTKY,
KoTopoi MedeH pparmenT AHK. DT1oT curnaa nonagaer Ha AMPPaKIMOHHYIO

pelIeTKy, TAe pacIieIAseTcs 10 CIIeKTPy.

Kanuanap
AndpakumoHHas
cncTema
OkHO
AeTekuMn

PucyHok 5. eTeKkuma dnyopecleHTHOro curHana

3atem oH nonagaet Ha KMOII-kamepy. KMOII-kaMepa — 5T0 MaTpulia
CBETOYYBCTBUTEABHBIX DA€MEHTOB, Ka’KABIil 13 KOTOPHIX ITpeoOpa3yeT CBeT B
9DAKTPUYECKUI CUTHaA. DTO M03B0AsIeT IapalAeAbHO CIUTHIBATh CUTHAA CO

BCEX KallnAAsIpOB. HOA AeVICTBIEM CBeTa B KaMepe BO3HUKaeT 9AeKTpM‘IeCKVII71
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Kak paboTaer reHeTu4eckuy aHaamn3arop

CHTHAa, KOTOPHIN 0OpabaThiBaeTCsl CUCTEMO aHaAM3a AaHHBIX. DTO MOKHO
Ha0A104aTh B peXIMe peaabHOTO BpeMeHM B BlJe BLIXOAA IMKOB Ha
aaexTpodoperpamme. CurHaasl pAyopecLieHIIUN pa3HbIX KpacuTeAei
KOHBEPTUPYIOTCSI B MHOTOLIBETHBIE ITMKM Ha IpadMKax ¢ IOMOIIBIO IIPOTPaMMEI
perucrpanuu. UToOsI mporpaMma MOTAa pa3ANMIuTh CUTHAADI Pa3HBIX

KpacuTeell, IpejsapuTeAbHO IIPOBOAUTCS CIIeKTpaabHas KaauOpOBKa.

ITpy cexsenmpoBanyy IUKU COOTBETCTBYIOT YeTHIPEM BUAaM HyKA€OTUAOB, Ha
KOTOpBIe OKaHuMBaloTcsA Moaekyanl AHK, moaydyennsie B peakiium
cekBeHMpoBaHus. Jas pacriosdHasaHms ocHoBanuit A, T, G, C ucrioanayiorcs 4
Kpacureasd. AHaaAu3 rpaduKa IO3BOAsIET pacndpoBaTh HyKACOTUAHYIO

I10CAe40BaTeAbHOCTbD.
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PucyHok 6. Pe3ynbTaTbl cekBeHMpoBaHua Ha HAHO®OP 05. Moanmep MAMA-6,
Kanuanapsl 50 cm. CekBeHunposaHue MTAHK Lymantria monacha (wwenkonpas-
MOHallleHKa). AHann3 obpasua B nporpamme Mutation Surveyor®.

Aast GparMeHTHOIO anaAnsa MOXKeT UCII0Ab30BaThCs 40 7 KpacuTeaell B
04HOM aHaause. IIpu 9ToM 0gHUM U3 KpacuTeaell MeTAT BHyTPeHHUI CTaHAapT

AAVIH, HeOOXOAMMBIN 445 pacdeTa AAMH aHaAu3upyeMbix ¢parmentos AHK.
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PucyHok 7. Pe3ynbTathl pparmeHTHOro aHaansa Ha HAHO®OP 05. Habop
peareHToB «CuHApom Kunbbepa (Gilbert Syndrome)» (CuHTON) ANA
onpeaeneHusa Konmyectsa TA-NOBTOPOB B NPOMOTOPHOM obnactu reHa UGT1AI.
Buna, obpaslia c reTeposnroTHbIM aniesibHbIM BapuaHToM HopMmbl: (TA)5/(TA)7.
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HpI/I BAQKTPOCI)OPQBQ B HeA€HaTypUpPYIOMNX YCAOBUIX C
VHTEePKaANPYIOMINM KpacuTteaeM IIPOBOAUTCI pa3M€prII7[ n
HO/lyKO/lI/I‘«IeCTBeHHbIﬁI aHaAUn3 HyKA€MMHOBBIX KMCAOT B 06pa3ue. 9T0

MIpUAOXKeHNe BOCTpeOOBaHO, HanpuMep, npu orjeHke NGS-6ubanoTex.

eHomHasn bubnmoTeka: Genlib_K+_F6
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PucyHok 8. Pe3ynbTaTbl aHanm3a reHomHom 6ubamnotekn Ha HAHODOP 05 8
HeaeHaTYPUPYIOLWMX yCioBusaX. AHann3 obpasua B nporpamme «AHK HO».

IIpubop paspaboTan 1 TPOU3BOAUTCSI KOHCOPLYMOM
«Poccniickue reHeTHYECKIIe TEXHOAOTUM» B cocTase VIHcTUTyTA
aHaauTndeckoro npudopocrpoennss PAH (r. Cankr Iletepbypr), 3aBoaa PI'YII
D3AH (r. Yepnoroaoska) u OOO «HIT® Cunroa» (1. Mocksa).

PaspaboTka 1 TpoU3BOACTBEO MPUOOPOB TAKOTO KAacca sIBASETCS OAHOM U3
Hanboee HayKOeMKIX OTpacaell B OMOTeXHOAOTMYeCKOl MHAYCTPUN, TIODTOMY
Ha MIPOBOM PBIHKE CePUIMHBIN BBIITYCK FeHeTHUYeCKIX aHaA13aTOPOB
OCYIIIeCTBASIETCS BCETO B TPEX CTpaHaX, MMeIOIINX COOTBETCTBYIOITYIO Hay4HO-
TexHoaormyeckyio 6asy: 5 CIIIA (mpon3BoACcTBO IepesaHo Ha 32504 PUPMBI
Hitachi, SIrronust), Poccun u Kurae.

ITpu6opsr Hanodop 05 ncrmoas3yioTcest 4451 pemieHns IIMPOKOTo KpyTa 3ajad B
PpasAMIHBIX 00AaCTIX MeANMIIVHBI, JKMBOTHOBOACTBA, pacTeHUEBOACTBa,
BeTepUHapUy, pbIOHOTO XO3511CTBa, B KAPaHTUHHOI cAy>k0e, B caHUTapHO-
SMUAEMIOAOTMYECKOM KOHTpOA€e, B KPUMIHAANUCTIIKe, OMOTeXHOAOTUN U B

(l)yH,Zl,aMeHTaAbeIX Hay4HBIX 1CCAeA0BaHNIX.

* PerucrpanMoHHOE yAOCTOBepeHMe Ha MeAuIIMHCKoe usaeane NoP3H
2015/3474 ot 11 mapta 2022 1.

* Bxarouen B PeecTp poccuiickoit IIpOMBIIIA€HHOM IIPOAYKLII
(peectposas sammcy Noe 10837138 ot 20.05.2026 1.)




«HAHO®OP 05» MeToauueckue MaTepuanbi
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UHdopMaumsa ang 3akasa

FEHETUYECKUIN AHAJTTUSATOP HAHO®OP 05

Hanodop-Mb I'eretrraecknit anaanzatop HAHO®OP 05. OcHarrieH criennaAn3upOoBaHHbIM
IIpOrpaMMHEBIM ObecrieueHneM A4 MoaekyaspHo-broaornaeckmx mccaeA0BaHMIT
(cexBennposanne u ¢pparmMenTHsit aHaan3 AHK)

Hanodop-UA1 I'eretrraecknit anaanzatop HAHO®OP 05. OcHarrieH criennaAn3upOBaHHbIM

IIporpaMMHEIM obecrieuenueM Aas Vaerrndukarmm AnaHocTy (CeKBeHNpOBaHe
u ¢pparmentHslit aHaans JHK)

PEAKTUBbI N PACXOOHbIE MATEPUAIbI 419 TEHETUHMECKOIO AHAJTUBATOPA HAHO®OP 05

Kar. Homep Hassanmne

I1A-0407 IMoanmep aas kanmuaaspHoro saexTpodpopesa «ITAMA-4», 7 ma

I1A4-0607 IMoaumep aas xammaaspaoro saexrpodopesa «[IAMA-6», 7 Ma

POP-0407 IToaumep aas xamaaspraoro saexrpodopesa «[14MA-4 HID», 7 ma

ITHA-0407 IMoanmmep «ITAMA-4-HA» A5t HeageHaTypUpYIOIIero saeKTpodopesa, 7 Ma
BTC-0050 10-xparnslit 6ydep a4 Karmaaspaoro saexrpodopesa «TATIC», 50 ma

/AK-50 Aynerika KannuAaAasapos AavHon 50 cm

/AK-36 yHeliKa KaMUAASIPOB AAVHON 36 cM

SQ-104-20 AHTUMCIApUTEAD 445 96-AYHOUHOTO IAaHIIIeTa HaHO(l)Op 05, 20 T B yriakoske
S$Q-105-20 Antnucnapureas Aas pesepsyapos Hanodop 05 (6ydep, Boaa, caus), 20 mr/yrmax
SQ-106 ITaanmer 96-aynounstit Aas ITLIP, 10 mr/ymax

NPH-W250 BricokoounineHHas Boga 4451 obcay>kusanus mpudbopa Hanodop 05, 250 ma
DIFA-10 JenoHN3MpOBaHHEIN pOpMaMIA A4 DAEKTPOKIHETIIECKON MHBeKIINM 00pa3IioB

PeakTunl AOCTYIIHBI B Pa3ANYIHBIX (l)aCOBKaX.

Mp1 OyaeM paspl TIOMOYB BaM IT0A400paTh ONTUMAaABHBIN BapUaHT.

S CNHTOA

HAYYHO-MPOWU3BOACTBEHHAS KOMNOAHUSA

000 «HIT® Cunroa» | 127550, Mocksa, Tumupsizesckasi, 42
T (495) 984-6993 MHOTOKaHaABHEI | syntol@syntol.ru




