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nqlroHHoro saKropa FRAI B naToreHe3e ncopua3a),

n peAcTaBneH Hoil Ha concKaH ne yqeHoil creneH n KaH.qn,qaT a 5vonofw{ecKn r HayK
no cneqraflbHocrl4 03.02.07 - "J-eHert4Ka"

flnccepraqilF 3oflorapeHKo A.,[. noceeu]eHa oAHoft r43 caMbrx aKryaflbHbtx npo6neM
coBpeMeHHofi reHernKu qenoBeKar Bblf,cHeHhlo reHeTnqecKnx saKTopoB, orBeTcTBeHHbtx
3a naroreHe3 Heu3requMbtx Ha rqaHHbrft MoMeHT 3a6oneBaHnh, KoTopbte 3HaltnTenbHo
cHilxapr KaLrecrBo x143H14 n]oAefi. TlccneEoaaHn[ A[ccepraHTa 6blJ114 cQoKycr4poBaHbt Ha
ncopHa3e, pacnpocTpaHeHHofi noflilreHHoil naTofiornil, nprltnHF|otJ-left cTpaAaHilr 3%
HacefleHue, npnLreM rflxenbre sopruu ncopila3a (30o/o cnyqaeB) npnBoAFr K BpeMeHHoil
norepe rpyAocnoco6Hocrvr tA nHBanv+V3aLlnn. Cyqecraytou{ue MeroAbt reqeHyle ncopila3a
flnlrtb cHnxapr ero rf,xecrb; reHernqecKile npnqnHbr ncopua3a .qo cilx nop He 6ulnu
ycraHoBflenur. floeroMy aKryanbHooTb reMbt Al4ccepralln,| He Bbt3btBaer coMHeHuil.

B caoefi,qilccepraquoHHofi pa6ore 3onorapenro A.,[. npnMeHilfla coBpeMeHHbtil Mero4
nonHoreHoMHoro ceKBeHilpoBaHilF TpaHcKphnToMa KepaTilHoqr,rroe (crpyKrypHbtx tfieToK
KOXI4, nOpaXeHHOh n Bn3yanbHo He nopaxeHHofi ncopua3oM) or HecroflbKr4x naqneHToB,
npoBefla KoMnblorepHbrft aHanv3 TpaHcKpilnroMa Enn peKoHcrpyKql4l4 reHHofi ceril sToro
3a6oneBaHun, BbrnBuna B Heil Macrep-reH n peryflupyeMbre uM reHbt-Mt4tueHh, co3Aana
reHeThlfecKue KoHcTpyKrbr Aflfl 14H,qyqr6enunofi cynepeKcnpeccil14 sToro Macrep-reHa u Anf,
unru6upoeaHils ero eKcnpeccilil c noMolt1uto uanoil nnrepQepeHll4oHHot4 PHK B KaqecrBe
MoAetfefi ncopila3a r ero repantAu Ha ypoBHe Kynbrypbr KreroK HaCaT qenoBeKa. Can/lulvr
LleHHblM B Al4CCepTan1'nV nBnFeTCf,, nO MOeMy MHeHUto, TO, LITO OHa npeACTaBngeT CO6Oft
nonHutfi HayqHo-r4ccnerqoBarenucrufi qilKn or B3ATUA npoour rKaHh nallileHTa Ao yKa3aHilF
BpaqaM Ha KnloqeBoil B naroreHe3e ncopila3a reH FRA1 qenoBeKa u Bocnpon3BeiqeHt4e
cilMnroMoe groil 3a6oneBaHuF B Kyflbrype KneroK npu aApecHoM Bo3,qeiActann Ha eror feH.

B raqecree 3aMeqaHuFVnA, ToqHee, noxenaH[F cfierqyer, no MoeMy MHeHn]o, orMerrrb,
L{TO El4CCepTaqnF 3OnOrapeHrO A.,[. Mor.na 6Ut Craru ucqepnblBapuJl4M l4ccneAoBaHileM no
reHeruKe, ecJlr4 6ur e paMKax o6ule4ocrynHbtx,qaHHbrx npoeKTa'1000 reHoMoB" aBTop
paccMorpefla oAHoHyrneorugHurfi nonnuop$usur (SNP) eurnaneHHoro eto reHa FRA|
qefloBeKa h paHxhpoBafla ero noTeHlluaflbHbre SNP-rvrapxepbr no ux o6ocHoBaHHocrr4 B
KaqecrBe Mep reHern.{ecrofi npe4pacnofloxeHHocrr,r K ncopna3y AnF yqera B npeAnKThBHo-
npeBeHTnBnofr nepcoHanil3ilpoeaFrFrofi Me,qullnHe. OAHaro, ero coo6paxeHue He cHnxaer
BblcoKylo oqeHKy AaHHoil .qucceprawv, a cBrAereflbcrByer o ee ooraroM noreHllnane.

Aarope$epar FcHo npe4craBnner 6uonornLrecKile 3a4aqh Anccepraqnr, Mero.qbt ytx
peuJeHun, noflyqeHHbre pe3ynbrarbr, Mepy ux AocroBepHocrr4 n o6ocHoeaHHocrb BbtBoEoB.
OcHoeHute Marepilaflbr Ar4ccepral.1,uv 6arl.u npeAcraBneHbr 14 o6cyx4eHbt Ha Be,qyult4x
Hayq H brx xoHQepen qvr,x, ony6n u xoBaH br B qeHTpan bH brx H ayq H blx x{ypHanax.

C,trtap, qro Hacroqulat ErccepraqiloHHae pa6ora orBer{aer BceM npeAbFBnFeMbtM
BAK PO rpeboeanVeM, a 3onorapenro A.,[. 3acflyxrlBaer npncBoeHnf, efi yvenofi creneHn
KaHAilAara 6nonorw{ecKux HayK no cneLlnaflbHocrr4 03.02.07 - "l-eHerr4Ka".
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