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Ha Ne

0 HayYHO-TIPaKTHUYECKOW 3HAYMMOCTHU AuccepTanuy TatapruHoBoOd TaTesaHEI
HukomnaeBHsl «Posb MmyTaruit rena NOTCH 1 B pa3BUTHU KOApKTalliX aOPTHL»,
IpeJCTaBIIEHHOM K 3all[UTe Ha COMCKaHUe YUYEHON CTENeHN KaHAuaaTa MEUIIMH-

cKuX Hayk 1o cnenuainsHocty 14.01.05 — xapauonorus

AKTYyaJIbHOCTh TeMbl BbINIOJIHEHHOH paboThI H €€ CBA3b C COOTBETCTBY-
IOIMMH OTPACISIMHU HAYKH H NPAKTHYECKOH NesiTeIbHOCTH.

PaGora TarapunoBoit TaThssHel HuKOMaeBHEI MOCBSILEHA aKTyalbHOH TEME
— U3YYEHHIO IIPUYUH pa3BUTUA KoapkTanuu aopTsl (KoA), a Takxe OMCKY HOBBIX
METOJIOB JUArHOCTHKU ¥ BBISIBICHMIO JIWL] IPYIIIBI PUCKA, HYXIAIOLIUXCSI B JIO-
HOJHUTENBFHOM oOcnenoBaHuy. [Toqo6GHBIE KOMIIJIEKCHBIE MCCIENOBAHUA IO U3Y-
JeHHI0 ceMmel manueHToB ¢ KoA ¢ NmpuMEHEHHEM COBPEMEHHBIX KOMILIEKCHEIX
METOZOB 00CJIeIOBaHUS ITIOPOKa, B TOM YHCIIE MOJIEKYJIIPHO-TEHETUYECKHX, U pas-
paboOTKOM MpaKTHUYEeCKUX pEeKOMEHIAIMi IUisi Bpaded MpH NPOBEIECHUU MEIUKO-
IeHeTUYECKOr0 KOHCYJBTHPOBAHUS, INPOBOMAITCS BIEpBbIE. BBICOKHH IPOLIEHT
BCTPEYaEMOCTH HCCIIEAyeMOro MopoKa cpeld KpUTUYEeCKUX 3a00/eBaHuil B Iepu-
0Jle HOBOPOXKJIEHHOCTH U O0YyCJIaBIMBaeT HEOOXOAMMOCTh MAaKCHUMAalIbHO paHHEH
IUarHOCTUKU 3TOT0 3ab0seBaHuUs.

INpuumna pa3sutus KoA no cux nop He ycTaHoBlIeHA. POk reHETHYECKOTrO
daxTopa B pa3BUTHUHU BpOXKIeHHBIX MopokoB cepana (BIIC), u B yacTHoCTH aHOMa-

M BBIXOJHOTO OT/ieNa JieBoro xenynouka (BOJDK), usyganace ¢ IOMOIIBIO SKC-
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NEpUMEHTAJIBHBIX MOJIENel Ha JXMBOTHBIX — TPaHCTeHHBIX/HOKAYTHBIX MBIIIAX.
Opnnako o CHX MOp He HAWAEHHI KOHKPETHBIE I'eHBI, OTBEYAIOIIWE 32 Pa3BUTHE
JaHHOM MaTOJOTHUHU, YTOOBI OOBSICHUTE CBS3b CYIIECTBOBAHUSA Pa3IUYHBIX TUIIOB
aHomanuit BOJDK cpenu uineHOB OfHON ceMbH. PHUCK IOBTOpPEHHS B IIOTOMCTBE
ooneHEIX ¢ anoManuaMu BOJDK coctaBnsgeT 7-13%, 4TO 3HAYHUTENHHO BBIIIE, YEM
npu apyrux Bunax BIIC.

B pesynpraTe mociegHMX HCCIeNOBaHUHA OBLIO BBISBIEHO, YTO MYyTaIluy B
curHanbHOU cucreme NOTCHI senstotcs npuuuHoit BIIC, B wactHOCTH [1BY-
ctBopuaroro kiamnana aopthl (BAK), a uacras accomuarus pa3sutus KoA ¢ BAK
(mo 80%) maroT BO3MOXXHOCTH MPEATIONOXUTh X OOIIUI MaTOreHeTUIeCKuii Me-
XaHU3M B sMOpuorenese. OHAKO B HACTOsIIEe BpeMsi OTCYTCTBYIOT pabOTHI, JO-
Ka3pIBalollle BIUSHUE JaHHOTO reHa Ha pa3Butue KoA.

Bonpmas tepputropus PO, oTnaneHHOCTh psia PETMOHOB OT YYPEXICHUN
CHEIHAN3UPOBAHHON MEIUIIMHCKON IOMOIIM W OTCYTCTBHE O0S3aTeIBHOrO 3XO-
kapauorpaduyueckoro uccienoBanus (OxoKI') B CkpuHUHTE B IEepUO] HOBOPOXK-
JEHHOCTHU AENaloT 3Ty TeMy OCOOEHHO aKTyalbHOM Ui Hallledl cTpaHbl. BeIaBie-
HUe TpyIIsl pucka poxaeHus pedenka ¢ KoA Tonbpko Ha ocHOBe cOopa aHaMHe3a
ITO3BOJIUT PEKOMEHI0BATh BEINIOIHEHHE JXOKI[ HOBOPOXIEHHOMY, YTO OOECIIEUUT
PaHHIOIO TMarHOCTHKY 3a00JeBaHUsI, CBOEBPEMEHHOE OKa3aHHE MEIULIMHCKON I10-
MOIIM, ¥ TEM CaMbiM CHHU3WT JIETAIBHOCTh M KOJUYECTBO IOCIEONEpPAlMOHHBIX

OCJIOJKHEHUH.

HayyHasi HOBH3HA HCCJIEOBAHUS, MOJYYEeHHbIX pe3yJbTaTOB, BLIBOJAOB
U peKoMeHAauuii, copMyIHpPOBAaHHBIX B JHCCEPTALMH.

B pesyibsTaTe npoBeAEHHON paboThl OBUTH 0OXapaKTepU30BaHEl MOPPOPYHK-
ITHOHAJIbHBIE 0COOeHHOCTH KOA B HM30JIMpOBaHHOM €€ BapHaHTE U B COYETaHUU C
BAK u npyrumu BIIC, a Taxxe ompezeiieHa 4acToTa ceMeHHBIX ciydaeB KoA u
Ipyrux BpoxaeHHbIX aHoMmanmuii BOJDK, Ha ocHOBaHMM KOTOPOH OBLIM BIIEPBEIE
BBIBJIEHB! (DaKTOPBI PHCKa, BIUSIONIMX Ha TeueHHe OepeMeHHOCTH U (OpMUpPOBa-
Hue KoA y mioga.

B mucceprarnuonnoM uccienoBanuu Tarapunooil T.H. Brepseie npencras-
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JIeHbl JaHHBIe, IOJydYeHHBbIe IyTeM IPSMOro ceKBeHHpoBaHMs 10 3K30HOB reHa
NOTCHI y 200 gyenoBeK KOHTPOJBHOMW TIPYIIBI, YTO IIO3BOJIMJIO IIOJHOCTBIO HC-
KIIIOYUTh y HUX Halnu4due remopuHammuecku He3Haunmbix BIIC. ABTopoM BBISB-
JeHsl HOBbIe BapuaHThl reHa NOTCHI, paHee He ONUCaHHBIE IO JAHHBIM OTEde-
CTBEHHOH U 3apyOexXHOU JUTepaTypsl M He BCTpEYaroIIrecs B FeHeTUUeCKUX 0azax
IaHHBIX, KaK y nanueHToB ¢ KoA, Tak u B rpymme KOHTpois. Briepsrie ycTaHOBIIE-
Ha CBS3b MEXIY CyIllecTBOBaHUEM 3aMeH/MyTanuii B reHe NOTCHI y manMeHToB
c couetanueM KoA ¢ BAK B 3aBucuMocTy OT HapyIleHUs QyHKLIUU a0pTaIbHOTO
KJjamaHa. Tak)ke BIepBBIe yCTaHOBJIEeHa cBs3b 3amMeHbl R1279H rena NOTCHI c
pazButueM KoA.

B mpoBeneHHOM HCCIIeJOBaHUM BIIEPBHIE MPEJIOKEHAa MaTeMaTudecKasi Mo-
IeNb IPOrHO3upoBaHus pa3Butusi KoA Ha OCHOBaHMM HCCIEOBAHUS 3aMEH I'eHa
NOTCHI. Cnenyet OTMETHTb, 4TO rpymmna manueHToB ¢ KoA B xonmuectBe 51 ge-
JIOBEeKa, KOTOPBIM OBLIO BBIMTOJIHEHO MOJEKYISIPHO-T€HETHYECKOE HCCIIENOBAHUE
(cexBenupoBanue resa NOTCHI) B HacTosIee BpeMs IO JaHHBIM JIUTEPaTypHl

SIBIISIETCSI CaMO MHOT'OYHCJIEHHOM.

3HAYMMOCTD JJISI HAYKH M NPAaKTHYECKOH [efiTeJIbHOCTH NOJyYeHHBIX
COMCKATeJIeEM Pe3yIbTATOB.

BrisiBieHBI (hakTOpHI pUCKa, criocoOcTByromue pa3Butuio KoA, 4uro mo3so-
JIJIO BBIAENTUTH TPYIITY JIMI, UMEIOIINX BBICOKHI PUCK pOXXKIeHUs peOeHKa ¢ JaH-
HOIi ITaToJIOrHeH, 1 000CHOBAThH HEOOXOIUMOCTh MEIUKO-TEHETUYECKOTO KOHCYIIh-
THPOBaHHUS U SXOKapauorpaduuecKoro oocieqoBaHms OyayIux poguTeneii, B ToM
YJHucie OTIa peOeHKa.

OmnpeneneHsl moka3aHus K nposenernto OxoKI™ B koMIIIeKce CKPHHUHTOBO-
ro o0ciieI0BaHMs HOBOPOXKIECHHBIX, POIUTENIHN KOTOPBIX uMeroT anoManuu BOJDK,
1 B yactHocTH BAK, BHe 3aBHCHMOCTH OT OTCYTCTBHS y HHX IIATOJIOTHU IO JIaH-
HBIM BHYTPHUYTPOOHOM TUArHOCTHKY cep/ilia IIofa.

Pa3paboTaHbl peKOMEHIALUU NEeTalbHOI0 YTOYHEHHS HE TOJBKO aHATOMU-
YECKHUX 0CODEHHOCTEH, HO ¥ (YHKIIMOHAIBHBIX HApYIIEHUH aOpTaJbHOIO KiallaHa

IIpU [POBEJCHUN MEIUKO-TeHETHYECKOT0 KOHCYIbTHpOBaHMs nanueHToB ¢ BAK.
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BrinonaenHoe B pa60Te MOJICKYJISIPHO-TCHETHUYCCKOE HUCCIECA0BAHUE 3HAYUTEIIBHO

IononHseT npenctapieHus o6 stuonorur KoA u anomanuit BOJDK.

CTpykTypa H cofep:kanue padboThl.

Huccepranus u3noxeHa Ha 97 cTpaHUIlaX MallMHONMCHOro Tekcra. Pabora
comepxuT 10 Tabmun u 8 pucynkoB. Pabora Hanucana B TpaaWIMOHHOM CTHIIE H
COCTOHUT U3 BBEIEHUs, 0030pa JIUTEpaTyphl, XapaKTEPUCTUKU 00CIeJOBaHHBIX Ma-
IIUEHTOB M METOJIOB HCCJIEJOBaHUS, Pe3yJbTaTOB COOCTBEHHBIX HCCIIEIOBaHUMH,
o0CYXIeHHsI, BBIBOZOB, IPAaKTHUYECKUX PEKOMEHJAIlMH M CIIUCKA JIMTEPaTyphl,
BKIto4aromiero 158 mcroynmkoB. AGCOMOTHOE OOJBIMMHCTBO MUCTOYHUKOB SIBIIS-
I0TCsl paboTaMu IOCIEIHEro AECATUJIETHS, NPEUMYIIECTBEHHO BBITOJHEHHBIMU
3apyOeXHBIMU HUCCIIEIOBATEINSIMH.

Bo BBeleHMM HallUId OTpa)K€HUE aKTyalbHOCTb, L€ U 33a4d HUCCIeI0Ba-
HUS, HOBH3HA U HAYYHO-TIPAKTUYECKass 3HAYUMOCTH pabOTHI, OCHOBHEIE IIOJIOXKE-
HUSI, BBIHOCHMBIE Ha 3aIlUTy, arnpobarus paboTsl, a TaKkke CTpPyKTypa U 00BeM pa-
6otsl. B rimaBe 1 aBTOpOM MpPUBOAATCS MOAPOOHBIE JaHHBIE O YaCTOTE BCTpedae-
Moctd KoA, omucansl e€ aHaTOMUYECKHE U MAaTOPU3UOIOTHIECKHE 0COOEHHOCTH.
Jlanbl cBeeHUs 00 aKTyaJIbHOCTH IPOOJIEMBbI M TPYOHOCTSX NpeHaTaJbHOU aua-
THOCTHKH. [1oApoOHO OCBSIEHEI acleKThl 3MOpHoHanpHOro pa3Butus KoA u na-
HBI HICTOPUYECKHE CBEICHHUS O CYIIECTBYIONIMX Teoprsix hopmupoBanus KoA.

U3 rnaBel 2 CTaHOBUTCS SICHBIM 3HAYHUTENBHBIH 00beM IpOBeAeHHOU pabo-
TBHI: BXOKapauorpaduieckoe HUcciaefoBaHue OBUIO BHIIOJHEHO y 68 mamueHTOB ¢
KoA u ux 77 ponureneit, y 60 nereit u 120 ponurteneit eTCKOil KOHTPOJIBHOM
rpynnsl ¥y 200 KOHTpoIel s MOJIeKyJsIpHO-TeHeThYecKoro uccienoBanus. Ce-
kBeHupoBanue rena NOTCHI (10 3kK30HOB U IpuyIexalye K HeMy WHTPOHBI) IIpo-
Bommwiock y 51 nanuenTta U 200 yenoBek KOHTPOJIBHOM Ipynmnbl. Takxke mpencras-
JieHa XapaKTepUCTUKa 00CIe0BaHHbBIX JIHIl. B o6Iryro rpymiry Bounio 68 manueH-
ToB ¢ KOA pa3nuyHO# JoKalu3alyy, CTENeHH CYXKEeHHsI ¥ IIPOTSHKEHHOCTH. Bhine-
JIeHBI 2 Tpynnsl nanueHToB ¢ KoA: B H30IMpOBaHHOM €€ BapUaHTE U B COUECTAHUHU
¢ BAK. B KOHTpOJIbHYIO TpyIIy I KIMHHYECKOIro HcciaeAoBaHus Bouwio 60 me-

teit u 120 ux pomureneii. s reHeTHYECKOro MccieoBaHUs OBIIO 00CIenOBaHO



200 gyenosexk crapure 18 ner.

Jns pemeHns NOCTaBIEHHBIX 3a/lad aBTOPOM HCHOJIB30BAHBI COBPEMEHHEIE
MeTonsl HucciiemoBaHus KoA, koTopple BKIOYaIHM B ceOs moapoOHEBIM cOop
aHaMHe3a (aKylIepcKuii aHaMHe3, Haluyue Ipo(decCHOHANBHBIX BpPEOHOCTEH H
otaromeHHoi HacneactBeHHocTd o BIIC y poputeneli, Hanuuue 3KCTpareHH-
TaJILHOM IIAaTOJIOTHH MaTepH), oO1muit ocMoTp (B ToM uucie usMeperue A/l Ha py-
Kax U Horax), OxoKI', MynbTHCIHpaNbHas KOMIIBIOTEpHAas TOMOrpagusl aopThl,
aoprorpadus, HHTpaoIlepalliOHHAs PEBU3US 30HBI KOAPKTAIH, a TAKXKE MOJIEKY-
JSIpHO-TeHeTH4YecKoe uccienoBanue. Ctaructuyeckas o0paboTka MoyuyeHHBIX pe-
3yJIbTaTOB OCYILECTBIEHA aBTOPOM C YYETOM COBPEMEHHBIX TpeOOBaHUMN K aHAIIU-
3y JJaHHBIX MEIUKO-OMOJIOTHYECKUX UCCIIEJOBaHUH.

B rnaBe 3 mpencTaBieHB! pe3ybTaThl COOCTBEHHBIX KIMHUYECKUX, HHCTPY-
MEHTAIBHBIX M MOJEKYJISIPHO-TEHETUYECKOr0 METOLOB MCCIIEOBAHUS BBIAEIECH-
HBIX TPYII. ABTOpOM IOJIpPOOHO OXapakTepu3oBaHbI manueHTsl ¢ KoA B 3aBucu-
MOCTH OT HAJIMYHUS WM OTCYTCTBHUS Y HUX 3aMeH B reHe NOTCH]I. B rnase 4 npo-
BeleH TTyOOKHit TeTaabHBIN aHaIN3 MOJyYeHHBIX pPe3yJIbTaTOB B COIIOCTABICHUH C
JUTEPATyPHBIMU JAHHBIMH, YTO MO3BOJIMIO aBTOPY C(HOPMYIHpPOBaTh 5 Hay4HBIX
BEIBOZIOB.

Taxum oOpa3oM, guccepTanroHHOe uccinenoBanue TatapuHoBoi T.H. mpo-
BEIEHO METOIOJIOTHYECKH MPaBUIBHO, B JOCTIXEHUN 0003HAUEHHOH LienH pelle-
HBl BCE IMOCTaBlIeHHBIE 3afaud. OOIMpHBIM KIMHUYECKUNA MaTepual, aaeKBaT-
HOCTh METOJIOB HCCJIEOBaHUS MTOCTABJICHHBIM 3a/ladaM, TIIATENbHBIA U KOPPEKT-
HBIA CTATHCTHYECKHUI aHaIN3 OINpeNessIFoT 000CHOBaHHOCTh M JOCTOBEPHOCTH BEI-
HOCHUMBIX Ha 3alllUTy HAyYHBIX ITOJIOKEHUMU, BEIBOJOB U NPAKTUYECKUX pPEKOMEHa-
nui. Jluccepranus HamucaHa TPaMOTHO M M3JIOXKEHA C JIOTMYECKOH IIOCIeNoBa-
TenbHOCTRIO. Colepxanue aBropedepara MOIHOCTHIO OTPaXkaeT COAECpPXKaHUE JIUC-
CEpPTAIHOHHOIO HCcliefnoBanusa. [lo MarepwanaM IUCCEpTalMM OILyOIMKOBaHO
6 Hay4HBIX paboT, U3 HUX 3 CTaThU B XXypHalax, pekoMeHnoBaHHEIX BAK Munu-
crepcTBa 0OpazoBaHus U Hayku PO.

VkazagHas 00JacTh HCCIIENOBaHUS U MaTepUabl AUCCEPTALMHA COOTBET-

cTBYIOT (opmyite crenuansHoctd 14.01.05 — xapauonorus Kak o0JacTH HayKH,
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3aHHUMAIOIIEHCI U3ydeHHEeM IIHPOKOro CIeKTpa IpobiieM, CBA3aHHBIX KaK C HOP-
MaJIbHBIM (YHKIIMOHUPOBAaHHUEM, TaK ¥ C IATOJIOTHEH CepAeYHO-COCYNUCTOM CH-

CTEMBI YC€JIOBCKA.

PexoMeHnaanum mo HCNoJIb30BaHUIO Pe3yJIbTATOB M BBIBOJAOB JAHCCEPTa-
HHOHHOI paloTHI.

Pesynpratel auccepTanpoHHOro uccienoanus TarapuHoBoil T.H. ucmoms-
3yI0TCs B yueOHO# pabote kadenps! nenuaTpuu uMeHu npodeccopa .M. Boposn-
110Ba (aKyJIbTETa MOCIIEBY30BCKOTO U JIOMOIHUTEIHHOTO IIPO(ECCHOHAIBHOIO 00-
pasoBanust [ BOY BIIO «Cankt-IleTepOyprckuii rocyapcTBEHHBIN IeauaTpuye-
CKUM MeIMUUHCKHP yHHMBepcuTeT» Mun3mpaBa Poccum (194100, Poccus, T.
Cankr-IletepGypr, yi. JlutoBckas, 1. 2), a Takxe B KIMHU4YecKoi pabore MHCTH-
TyTa nepuHarosioruu u neguatpun ®I'BY «Cesepo-3anannsiii penepanbHbi Me-
IVMILAHCKAN HCCIIeoBaTeIbcKUil eHTp uM. B.A. AnmaszoBa» Munszapasa Poccun
(197341, Poccus, r. Cankr-IlerepOypr, yn. Akkyparosa, a. 2). Llemecoo6pasHo
IPONO/DKUTE  BHENPEHHWE pe3yJBTaTOB B  NPAKTHKY JpPYTHX JedeOHo-
IPOQHIAKTHIECKIX, KOHCYITbTaTUBHO-IUArHOCTHYECKUX M MEAMKO-TEHETHYECKUX

IIEHTPOB.

3ameuyanus k pabdore.

[TpUHIUOMATBHEIX 3aMeYaHui 10 IUCCepTallid M aBTopedepaTy AuccepTa-

IIUH HET.

3ak/ao4YeHue.

Huccepranus TarapunoBoit TaTtbsHbl HukonaesHel Ha TeMy: «Ponps MyTa-
uuii resa NOTCHI B pa3BUTUU KOApKTallMM aoOpThD», MPEICTaBICHHAS K 3allUTe
Ha COMCKaHWe y4&HOM CTeleHU KaHIuaaTa MEIUIMHCKUX HayK II0 CIEIHaIbHOCTH
14.01.05 — xapauoiorus, SBJISETCS 3aKOHYEHHOH Hay4JHO-KBaNM(UKALMOHHOHA pa-
60TOM, B KOTOPOI Ha OCHOBaHHMHU BEHIIOJIHEHHBIX aBTOPOM HCCIIeIOBaHHM paspabo-
TaHBl ~ TEOPETHYEeCKHe  IIOJNIOKEHMs,  XapaKTepU3yMoIlHe  MOJCKYJIIpHO-
FeHETHYECKHII METOJT NMAarHOCTUKW KOapKTallMd aopThl Ha OCHOBaHWM 3aMEH B

reie NOTCH]I, a Taxxe M3JIOXEHE HaydHO 0OOCHOBaHHbIE IPHHIMIEI 00CIEN0-



BaHUS U MEIUKO-T€HETHYECKOTO KOHCYJIbTUPOBAHUS MAallMEHTOB, UMEIOIINX PUCK
poXneHus pebeHKa C KoapKTaluedl aopThl, COBOKYITHOCTh KOTOPBIX MOXHO KBa-
TUQHUIMPOBATh KaK pelleHHe 3aJadyd, HMEIOLIeH CYIIeCTBEHHOE 3HAueHHe IS
Pa3BUTHS KIIMHWUYECKON MEAUIIUHEI U 3IPaBOOXPaHEHHUS.

ITo cBoei#t akTyaJIbHOCTH, HAyYHOH HOBH3HE, 00HEMY BEHIITOJIHEHHBIX HCCIIe-
NOBaHUM M MPaKTUYECKON 3HAYMMOCTH IOJYYEHHBIX PEe3ylbTaTOB, MpPe/ICTaBIICH-
Hasi paboTa cooTBeTCTBYET TpeboBaHuIM I1. 9 «[lomoXkeHHs 0 opsAIKe MPUCYKIE-
HUS YYE€HBIX cTeneHei», yrBepxkaéHHoro Ilocranosnenmem IlpaButenscrtBa Poc-
cuiickor @enepaunn ot 24.09.2013 roga Ne 842, npenpsaBisieMbIM K OUCCEpTaIU-
SIM Ha COMCKaHUe y4E€HOU CTEIEHU KaHAMaTa HaykK, a €€ aBTOp JOCTOUH MPUCYK-

JICHUsI HICKOMOM cTerneHnu no crnenuansHoctd 14.01.05 — xkapauonorus.

OT3BIB 00CYXIEH U 0I0OpeH Ha 3acefaHuu Kadeapsl BOEHHO-MOPCKOM Te-
panuu BoenHo-menunuHckoi akanemuu umenn C.M. KupoBa, mpoTokoi 3acena-

Hust Ne 23 ot 12 anpens 2016 rona.

AOKTOPp MCIHUIIUHCKUX HAYK
,/

i Illynennn Koncrantun CepreeBuy




