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OT3bIB BEAYIIEN OPTAHU3ALINA
denepaibHOr0 rocyIapcTBEHHOro OI0BKETHOI0 HAYYHOT0 y4pexkKIeHUsT
«MeIqHKo-reHeTHYecK il Hay9Hblii uenTp uvMenn akagemuxa H.IL boukosay
0 HAYYHO-NPAKTHYECKOH 3HAYNMOCTH AUCcCepPTAIHOHHON padoThI
SIxoBjeBoit Ajiexcanapsl EpeMeeBHBI HA TeMY: «MoJIeKyJISIPHO-TeHeTHYeCKUI
AHAJHM3 MHOKECTBEHHOH PK30CTO3HOI XOHAPOANCILIA3HH B AKyTHI»,
NpeACTABJIEHHYIO HA COHCKAHME YYEeHOIl CTeleHH
KAHIUIATA OMOJIOrHYeCKHUX HAYK
10 CIenHaJbHOCTH
1.5.7. Teneruxa (OuosiornyecKne HayKH)

AKTyaJIbHOCTH T€MBbI BLINIOJIHEHHOH paboThI

JluccepTanonsas paboTa TOCBSIIEHa aKTyalbHOU TeMe — MHOXeCTBCHHOM
5K30CTO3HOM XoHApomucuaszui (MOX]I), pacIpoCTpaHeHHO! B MUpe HACIIC[CTBEHHOM
marostorud (1 Ha 50 000 ThIC. HAacEeTCHN)), BHOCSIIEH CYIIECTBEHHBIH BKIA/ B CTPYKTYPY
CKeleTHOH ¥ reHerwdeckod marojoruu. MOXJ[ XapakTepu3yeTcs HalndueM
MHOJKECTBEHHBIX XPSIIEBEIX 5K30CTO30B B paifoHaX KOCTHOTO pocra. OK30CTO3BI
BEI3BIBAIOT CJABIMBAHKE KPYIHBIX COCY/OB X HEPBOB, 4TO TpeOyeT HEOJHOKPATHOTO
XHPYPrUUECKOro BMEINIATENbCTBA [0 HX YHAIEHHUIO B TIEPHOA pOCTa ¥ PasBUTHA
opranmsMa. Kiunudeckoe TedeHue 3aboseBanyusi OOYCIOBIEHO €ro reHEeTUIEeCKON

reteporedHocThi0. I'enpl EXT/ wm EXT2, OTBETCTBEHHBIC 3a pasBHTHC MOX]I,



KapTUPOBAaHbl ¥ KIOHWPOBAaHBI Ha Xpomocomax 8q24 m 11pl2, coorsercrBernHo. Ha
CEeroHSIITHAN JTeHb BhIgBiIeHO Oosee 500 myranwmii B rene EXT] u oxono 400 — B rene
EXT2.

B Pecny6iuke Caxa (SIKyTHsl) HaKOIJIEHBI MHOI'OJIETHHE JAaHHBIE KITMHUIECKUX
HaOMIONIEHUH, B KOTOPHIX OIMCHIBAIOTCS CIOPaJMYECKHE M CEMEWHbIe Cilydau
«IK30CTO3HON OONE3HM», KOTOPEIE CBHUIETENBCTBYIOT O JOCTATOYHO BHEICOKOH 4acToTe
pAcIpOCTPaHEHHOCTH [aHHOW IIaTOJOTMH B peruoHe. Ilpw oTOM  KIMHUKO-
reHeajorMYecKue, SIUAEMHOJIOTHUECKe U MOJIEKYISIPHO-TeHETHIECKHE HCCIIeTOBaHuUs
MOX]I Ha COBPEMEHHOM ypPOBHE HE IPOBOAMIUCE. DTO 00YCIIOBIMBAET AKTyaIbHOCTh
(GyHIaMEHTATbHOU HAyYHON IMpOONEeMbl IO M3YyYEHUIO MOJEKYISIPHO-TEHETUISCKIX
NPUYMH JaHHOTO HACTEICTBEHHOTO 3a00JIeBaHHUA, B TOM YHCJIC U PCLICHUS MEIUKO-
COLMANIBHBIX 3371a4 10 JUATHOCTHKE, MPO(UIaKTUKE U IPOTHO3UPOBAHUIO €TI0 TCUCHUS.

Taxum oOpazom, auccepranuoHHas pabora SIkosiesod A.E., mocBsm€HHas
M3YYEHHIO MOIEKYJIIPHO-TEHETHYEeCKUX IPHYIMH MHOMKECTBEHHOW — 9K30CTO3HOU
XOHAPOMUCIUIA3UK B SIKyTHH, SBIAETCS aKTyalbHBIM MCCIIEIOBAaHUECM, HMECIOLIIM

IIPaKTUYICCKYIO ICHHOCTE.

Hayuynasi HoBu3Ha paGoThl

PesynbTarsl JUMCCEPTAI[IOHHOTO HcciaenoBaHus fIkoBneBor A.E. comepkar
BIIEPBBIE TIOJMyYeHHBIE OIHIEMHUOIOIMYECKHE JAHHBIE O pAaCIpOCTPaHEHHOCTH MU
KIMHAKO-TeHeTH4IecKuX ocobennoctsx MOX][ 8 PC (). B cTpykType 3a001eBaeMOCTH
MDX ]I HarGOJIBIIYIO YaCTh OOJTBHBIX COCTABUIIM IIPEACTaBUTENN KOPEHHOIO SKYTCKOTO
HacelneHnus. B pamkax maHHOM paboTel BIEpBBIE IPOBEJEH IIOMCK MOJIEKYISIPHO-
regeTryeckux InpuauH MOX][ ¢  HCIONL30BAaHMEM MacCOBOIO  I1apallIelIbHOIO
cexseHupoanus (MIIC) u cexBennposanust 1o Canrepy. O0HapysxeHbl 10 pasmuaHBIX
MyTanuit B remax EXTI, EXT2. V3 uux 3 myrauma (c.970delT (p.Tyr324Phefs*35),
¢.1003delC (p.Leu335Trpfs*24), ¢.1703 1713delCGGTGCTTTCA
(p.Thr568 Asnfs*16)) B reme EXT! SBIIOTCS HOBBIME U paHEe HEONHMCAHHBIMH. JTO
I03BOJMIO PACIIMPUTHL CIEKTp MyTaiuii B reHax EXTI wu EXT2, SBIAIOMUXCA

MOJICKY TAPHO-TCHETUICCKUMHU IIpHYIruHaAMKU MHOXECTBEHHOU 5K30CTO3HOMU



XOHpoAUCIUIa3uu. BriepBrie nIeHTU(GUITMPOBAHEI 2 MaXKOPHBIE MyTaIlud B reHe EXT2 'y
OompHBIX SKyTCKOM sTHUYeckod rpymmsl: ¢.310delA (p.lle104fs*8) B sk30mHe 2 u
c.751C>T (p.GIn251*) B 5x30He 5. BriepBhie pazpaboTaH alnropuT quarnoctuku MOX ][
C  HKCHONB30BaHUEM  MOJIEKYJISPHO-TEHETHYECKUX  METOOB,  BKIIIOYAIOIIUN

UACHTUDUKAIUIO 2 MaKOPHBIX MyTaluil B rene EXT2.

Hay4ynas n npakTu4yeckasi 3HAYMMOCTH BHIBOJAOB H PeKOMEH au il
AUCCEPTANMOHHON padoThI

Teopernyeckas 3HAUYUMOCTH pE3yNBTATOB HWCCIIENOBAaHUS 3aKII0YaeTCs B
IIOJTyYeHUH HOBBIX (DyH/IaMEHTABHBIX 3HAHUH O MOJIEKYJIIPHO-T€HETHYECKHUX IIPUYNHAX
MHOECTBEHHON 5K30CTO3HOM XOHIPOJIUCIUIA3UU, paHee He OIMCAHHBIX ITaTOrE€HHBIX
BapuaHTax reHa FX7/. Pe3ynbTaTbl JaHHOTO HCCIEIOBAaHUS ITO3BOJISIOT PACIIHPHUTH
M3BECTHBIN ITaTOJIOTUYECKUM CIEKTP MyTauuil B reHax EX71 u EXT2, HOHSITH 3THOJIOTHIO
6one3nn MOX]I, 410 B JaJbHEHIIeM MOXeT OBITh BKJIIOYEHO B IPOrpaMMy paHHEH
JAUarHOCTHKYU 3a00JIeBaHUS.

IIpakTrueckas 3HAYUMOCTH PabOThHI CBA3aHa C pa3pabOTKOM W BHEApEeHWEM 2
MEIUIUHCKUAX TEXHOJOIMH B JWAarHOCTUYECKYIO TPAKTUKY MEIUKO-TeHETHIECKOIO
KOHCYJIETHPOBAHUS PErHOHA, IPeIHA3HAYEHHBIX JUIsl TOYHOM JUArHOCTHUKH ABYX YaCTBIX
[aTOIEHHBIX BApUAaHTOB IeHa EXT2, SBISIOIMXCS MPUYMHON 3aboseBanus B 64,0%
ciy4aes. MoJleKyIIpHO-TeHeTHYeCKOoe HCCIeJOBaHNe IPUYMH O0JIe3HU MPOBEIEHO B 31
ceMbe. Io eé pesynbpraram 48 manuerTam u3 25 cemeld moaTBepkaeH quarso3 MOX]]. B
6 CeMbsX IPOJOJDKAETCS MOUCK ITaTOJIOTUYECKUX BAPUAHTOB I'€HOB, OTBETCTBEHHEIX 34
pa3BUTHE 3200JI€BaHHUS.

Knunuko-reHeanorndeckue HcciaelOBaHUS IPOBEACHBI B PENpPe3eHTATUBHON
BeIOOpKe O60mbHBIX ¢ MOX][ 1 ux poacTBeHHUKOB (85 G0mpHBIX U3 41 HEPOACTBEHHOU
ceMbn). M3ydensl snugemuonorundeckue Xxapakrepuctuku MOX]/] B SIKyTuu, morydeHsl
HOBBIE JIaHHBIE O KIWHUKO-TEHETHYECKUX OCOOCHHOCTSX OONBHBIX. Marepuaibl
JTUCCEPTAIMOHHON pabOThl MOTYT OBITH HCIIOJIB30BaHBI B 00pa30BaTEIFHOM IIpOIIecCe

IIpr IOATOTOBKE CTYACHTOB MCIHUIWMHCKHUX H OMOJIOrMYEeCKUX (i)aKy.IIBTeTOB, B



IporpaMMax —IIOBBIIIEHHS KBalIUQUKAUIUU Ha (DaKyJbTeTax IOCIEeTUIIOMHOIO

00pa3oBaHKs ¥ B IPAKTHIECKOM 3PaBOOXPAHEHHUH.

Crenenn 000cHOBAHHOCTH HAYYHBIX MOJIOKEHHI H BHIBOOB, chopmyInpoBaAHHBIX
B INCCEPTAMH, HX J0CTOBEPHOCTE

B nuccepranmonHo# paboTe HCIIONB30BaHbl AKTYaNbHBIE EHETHIECKAE METOMEI
aHanu3a HyKJIEOTHIHOMU Mociie/ioBarenbHocTd MosteKy sl JJHK: MaccoBoe mapamiensHoe
CCKBCHUPOBAHHUC M IPAMOE CEKBEHHpOBaHHE 10 CoHIepy, KOTOPBIE COOTBETCTBYIOT
COBPEMEHHOMY YPOBHIO I'€HETHYCCKHX MCCIENOBAHUMA U IO3BOJSIOT MHTEIPUPOBATEH
IIOJIyYCHHBIE DPE3yNbTaThl C MaHHBIMU JAPYTUX aBTOPOB, DPalOTAIOMUX B IAHHOM
HaIpaBJICHUU.

Pabora obmamaer CTPyKTypHpOBaHHBIM, YETKMM IH3afHOM HCCIENOBAHHS U
BLICOKUM METOIMYECKHM YPOBHEM pEINeHHs IIOCTAaBICHHBIX 3alad. B xozme paGoTHI
IIOCTABIEHHAsA ILeIb WCCIEeNOBaHMsA OblIa JOCTHUTHYTAa B IIOJNHOM 00BEMe. B
JCCEPTALMOHHOM paboTe MpHUBEEH BeCh 00BEM IOTyYEHHEIX Pe3yIbTATOB.

Jl0CTOBEPHOCTE IIPE/ICTARIICHHBIX PE3YTBTATOB OATBEPIKIACTCS TEM, YTO JAHHEIE
MaccOBOTO MapaJlIeNIbHOI0 CeKBEHUPOBAHUS B 00A3aTEIBHOM IOPSIKE IIOJBEPralich
BalUJallid METOJIOM IPSMOrO CeKBeHWpoBaHus 10 CoHrepy W IIOZBEPrajInch
6H0HH¢)opMaTquCKomy aHaJM3y C TOMOINBIO INMPOKOTO CIIEKTPa METOHOB

CTaTUCTUYCCKOI'O aHaJlN3a, BKJIFOYAIOIIUX Pa3INYHBIC 0a3ml JaHHBIX.

CtpykTypa paGoTsI
Honueit 06bEM aucceprarmonnoii pabotsl Sxosnesoit A.E. msnoxen Ha 206
CTpaHMIaX MAIIMHOIMCHOIO TEKCTa, COAEpXHUT 33 Tabmuusl, 36 wurocTpamuid, 9
npunoxenni. COCTOUT U3 CIEYIOMMX Pa3[elloB: CIIMCOK COKpAIIeHHH, OrIaBIeHHE,
BBCJICHHE, OCHOBHAS YacThb C pe3yJIbTaraMu COOCTBEHHBIX MCCIIE[OBAHMM, 3aKIIIOUCHHE,
BBIBOZBI, CIIUCOK JIATEPaTypsl M MpHIOKeHMs. bubmuorpaduueckuii ykasareis
.BKIIOYaeT 227 HCTOYHUKOB, U3 HUX 81 oTedecTBEeHHBIX U 128 3apy6eKHEIX aBTOPOB, a

~ Taxxe 18 nHTEpHET pecypcos.



B pasnene «BBexenne» aBTop IOgpoOHO 000CHOBEIBAET AKTYaIbHOCTh, HOBU3HY
IPOBEIEHHOI0 WCCIEOBAHMS, [IPUBOAUT HAy4HBIM 3aJell [0 TeMe HCCICAOBaHUA U
OIIMCEHIBAET CTEIEHE €€ HayYHOH pa3paboTaHHOCTH. B TaHHOM pasjere TakKe N3JI0KEHBI
IeJIb W 3aJa4y¥ KCCIeNOBaHUS, HaydHas METOLOJIOrHH, ITOJIOXKEHHS, BBIHOCUMBIC Ha
3aIIUTy, TEOPETHYECKas U MpaKTHIecKas 3HAUUMOCTh pabOThl, IHNYHOE y4acTHe aBTopa
U CBEJICHUS O Iy OJIMKAIMSX 10 TEME UCCIIEI0OBaHUS.

I'maBa «O630p JHTEpaTypbl» BKIOYaeT B cebs JBe NOArIaBsl. B mepsoi
TIIOATNIABE OIMCAHBIl XapaKTEPUCTHKA TCHETHYeCKOro PpasHOoOOpasus  SKyTCKO
HONYJIALMA U COBPEMEHHOE COCTOSIHHE MOJEKYISPHO-F€HETHYECKUX MCCIIEI0BAHIM.
Bropas IOArNaBa LENMKOM I[IOCBSINEHA COBPEMEHHBIM IPEICTABIECHUAM 00
SIUIEMHUOJIOTUH, KIHHUYECKOW KapTHHE M MOJIEKYJISPHO-TEHETHYECKUX MNPUINHAX
MHOKECTBEHHOHM 3K30CTO3HON XOHIPOIUCIIIA3HH.

" B ruase «MaTepuaJibl 1 MeTOABD> IIPUBEIEH TU3ANH UCCACIOBAHNS M KPUTECPUH
BKJIIOYEHMS IIAI[UEHTOB, a TakKXKe OIHUCAHbl MOJEKYISIPHO-FEHETHICCKIEe METOABI
HCCIIeI0BaHMA M OMOMH(POPMATHYECKOTO aHANM3a JAaHHBIX CeKBeHMpoBaHus. Omnucanue
METOJIOB BBIIIOJIHEHO B ITOJHOM 00BEME U SBISLETCS JOCTATOYHBIM JIUIS MOHUMAHUS UX
CyTH ¥ 000CHOBAaHHOCTH I10JJ00pa B COOTBETCTBUH C IIOCTABICHHBIMU 3a/1a9aMHU.

B rmaBe «PesyabTaThl W 00cy:KAeHHe» IIPEACTABICHBl  PE3yIbTaTh
JTUCCEePTALMOHHOIO WCCIIeIOBaHUsA " 155:4 oOcy>XJeHue. [IpuBeneHsl
snuneMuonorudeckue xapakrepuctuku MO X/ 1o TeppUTOpUaIbHEIM IPYIIIaM PaHOHOB
Sxytun. OO6CYXIEHbl KIHHUKO-TCHEAJIOIMYeCKUe JaHHble OONBHBIX, pe3yJbTaThl
MOJIEKYJIAPHO-TEHEeTHIECKOTO ~ [OUCKA [PUYUMH 3a00NeBaHMs M OCOOEHHOCTH
KJIHHIYECKOTO TedeH!s 3a00JIeBaHys B 3aBUCUMOCTH OT yCTaHOBJIEHHBIX MyTalui. Bee
TOJTyYeHHBIE ABTOPOM PE3YJBTaThl MCCICHOBAHUs IPENCTABICHBl B BHAE TabIUI[ 1
HarJLIHBIX HITIOCTPALMEA ¢ COOTBETCTBYIOIIUM OIIMCAHAEM U 00CYXKIICHUEM.

B  «3axaiouyenuu»  IOJBEJEHB  OCHOBHBIE  HTOTH  WCCIIE[IOBaHUS,
IIPOAHANM3UPOBAHBl XaPAKTEPUCTUKK pacmpoctpanéunocty MOXJ, ocobeHHOCTH
KJIMHAYECKOTO MOJUMOP(H3Ma B 3aBUCUMOCTH OT MOJIEKY JIIPHO-TCHETUIECKUX IIPUIUH.

[ToquépKUBArOTCS JJOCTOMHCTBA IUCCEPTAI[MOHHON paboTHI.



«BbIBOABD) OTpaXXaroT OCHOBHEBIE PE3YJILTATEI JUCCEPTAMOHHOTO UCCIIENOBAHMS

U IIOJTHOCTBIO COOTBETCTBYIOT IIOCTABJICHHBLIM 3a{a9adM.

PexomMenaanuu 00 HCHOJIB30BAHHIO PE3yIbTATOB H BLIBOJIOB
Pe3ynbTaThl JUCCEPTAl[OHHOM pPabGOTBI MOTYT OBITh WCIIOJNB30BAaHBI B
KJIMHAYECKON IIPaKTHKE TIE€HETHKOB, TPaBMAaTOJIOrOB-OPTONENOB W Bpaded JpyTrux
CIeUaNbHOCTed IpH  [POBEACHAM  MOJEKYJIAPHO-TEHETUYECKOM  ITHArHOCTHKHU
mammeETaM ¢ MOXJ[ B PecmyOmuke Caxa (SxyTms). Kpome toro, pesynbTarsl
HCCIIeJOBAHMS MOI'YT OBITH KMCIIOJNB30BaHBI B Kypcax JIEKUUH Ul CTYIEHTOB BY30B U

CJI}’HIaTeJIefI IIUKJIOB ITOBBIINICHUA KBaJ'II/I(I)I/IKaIII/II/I.

IMoaHOTA M3JI0KEHUS JHCCEPTANMH B OMy0JHKOBaHHBIX padoTax
[To TeMe JMCCEpTalMOHHONM paboThl omyOiMKoBaHO 13 HaydHBIX paboT, B TOM
ypciae 5 crarel B pelEH3MPYEMBIX HayJHBIX XKypHalaX, PEeKOMEHJOBaHHbIX Bprcien
ATTECTAIIOHHOM KoMHccHeld mpu MUHHMCTEPCTBE HAyKH H BBICIIETO 0O0pa3OBaHMUs
Poccuiickoi Mezepaliu, a TAK)Ke TE3UCHI JOKIJ0B Ha POCCHUCKHUX ¥ MEXITyHapOJHBIX
KOH(bEpEeHIHSIX.
3amevanus k pabore

Bompocos 1 3aMedaHuii 110 JUCCepTallMOHHON paboTe HeT.

SAK/IIOYEHHE

JlucceprannonHoe uccienoBanne SJkoBneBoi Anexcanapsl EpeMeeBHbI Ha TeMy
«MoneKy ISpHO-reHeTUIECKII aHaTU3 MHOXKECTBEHHOM 9K30CTO3HOM XOHIPOAUCIIIIA3 A
B SIKyTHF» SBISETCS 3aKOHUEHHOW, CaMOCTOSTENhHOM Hay4HO-KBAIM(UKAIMOHHOMK
paboToif, KOTOpas COACPKUT peIIeHHe aKTyalbHOW NPOONEMBI IO H3YYCHHIO
MOJIEKyIAPHO-TEHETUYECKIX TIPUYMH MHOKECTBEHHON 9K30CTO3HOU XOHAPOJUCIIA3HH.
Pe3ynbTaThl paGoTHI JOMONHSIOT CYIIECTBYIOIIME MPEACTaBICHUS O MOJEKYIAPHBIX
IPUYMHAX Pa3BUTUS M Oco0eHHocTed KimuHmdeckoro TteueHuss MOXJI, a Tawke

BBISIBJISIFOT HOBBIE ITATOJIOTHYCCKHEC BapHUaHThI I'CHOB.



[lo cBoell aKTyalbHOCTH, HayYHOW HOBU3HE, IIPAKTUYECKOM IIEHHOCTH
IOJIyYEHHBIX PE3yJIbTaTOB, METOIWYECKOMY YPOBHIO M 00BEMY IIPOBEIEHHBIX
UCCIIEOBAHUM Tpe/ICTaBlIeHHAs JUCCEpTAlMOHHAs paboTa IOJHOCTBIO COOTBETCTBYET
TpeOOBaHUSIM, YCTAHOBIECHHBIM IIyHKTOM 9-14 «IIoJ0XKeHHsS 0 IPUCYKICHUU YyIEHBIX
crenedeit», yreepxaéanoro [locranosnenuem [IpaBurenscrsa Poccniickoi @enepanyn
or 24.09.2013 r. Ne842 (c u3MeHEHUSIMM B pelakluu HocTaHoBieHud [IpaBurenscTaa
P® ot 20.03.2013 1. Ne426, ot 25.01.2024 1. Ne62), mpeabsIBIsieMbIX K KaHIAJATCKAM
muccepramusiM, a e€ aBTop — SIkoBneBa Auekcaniapa EpemeesHa 3aciry’KHBaeT
[PUCY’KIEHUsT YYeHON CTENeHH KaHauaaTa OMOJOTMYECKHMX HayK IO CIENUaIbHOCTH
1.5.7. I'enetuka (Ononoruyueckre HayKH).

OT3LIB  BeIyIlel OpraHW3aldd Ha JIUCCEPTALUOHHYI0 paboTy JSIkoBieBoi
Anexcannpsl  EpemeeBHsl Ha  TeMy — «MOIEKyIApHO-TEHETHYECKUH  aHAU3
MHOKECTBEHHOM 3K30CTO3HOM XOHAPOAUCILIA3UU B SIKyTUM» 00CYyKIeH U ofoOpeH Ha
3aceljaHuM  Hay4HO-KOHCyapTaTiBHOrO otaena @OIBHY «Menuko-reneTHdecKuia

Hay4HbIA HenTp umenn akagemuka H.IT. BoukoBay (mpoTtoxon Ne2 ot 11.04. 2024 1.).

3aBeyromas Hay4YHO-KOHCYJIBTaTUBHBIM OTIEIIOM
demepalbHOTO TOCYAaPCTBEHHOIO OFOJKETHOTO HAYYHOI'O YUPEKIECHUS
«MeuKo-reHeTHIECKUI HayYHBIN IIeHTp nMeHH akafgeMmuka H.IT. boukosay,

JIOKTOp MEAUIMHCKHUX HayK

Mapxkosa TatesiHa Biriagumuposna

Cenenus o BeAyIllel opraHu3aluu:
denepanbHOE TOCYIAPCTBEHHOE OIOMKETHOE HAYYHOE YUPEKICHNE
«MenuKO-TeHeTHIECKHM HayYHBIN LIEHTP

nMenn akagemrka H.IT. Boukosa» (PI'BHY «MI'HLI»)

+7 (499) 612-86-07, +7 (499) 61
E-mail: mgnc@med-gen.ru 4
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