OT3bIB
Ha aBTopedepar aucceprauuu CaocTbsiHoBa Kupuina Bukroposuya
«OnTuMH3aUs MOJIEKYJISIPHOM JUATHOCTHKH PeAKHX HACJIeICTBEHHbIX
0oJie3Hell y pOCCUIICKUX MAIHEHTOB», PEACTABJIEHHOH K 3allUTe Ha
COMCKAHHE YUEHOM CTerneHH JOKTOPa OH0JIOrHYeCKHX HAyK IO

cnenuajibHocTy 03.02.07 — I'eHerHnka.

B Hacrosiiee BpeMsi aKTyallbHOCTh NMPOOJIEMBI PEIKHUX HACIEACTBEHHBIX
3a00JIeBaHMM JUI1 COBPEMEHHOHM MEIUIUHBI OCOOCHHO O4YEBHIHA, BBHIY
mosiBiieHHsS  3(G(EKTUBHBIX  CIIOCOOOB  JIeUeHUs OpQaHHBIX OOJNBHBIX |
pacIIUpEeHreM BO3MOXKHOCTEH WX paHHEeH AuarHocTukd. bomee 75% pemkux
HACJIEICTBEHHBIX 00JIe3HEH NeOI0THPYET B IETCKOM BO3PACTE, BBI3BIBAS TAKEILYIO
WHBAJTUIU3AITHIO MTAIIMEHTOB B 65% cilydaes U JieTalbHBIA UCXO HA IEPBOM TOIY
Xm3Hu y 35% OGompHbIx getedt. CI0XHOCTh KIMHHUYECKOM OHArHOCTHKHU
opdannbix OOJE3HEH CBsA3aHA € TEM, YTO OHH 3aQYaCTyI0 TMPOTEKAOT IIOX
«MackaMu» JApyrux, Oojee pacnpoCTpaHEHHBIX 3a0oneBanwii. Pa3paboTka u
ONTHUMHU3ALNS BBICOKOTEXHOJIOTUYHBIX METOJOB CKPHHUHTOBON OMOXMMHYECKOU
U NOATBEPXKAAIOIIEH MONEKYISIPHO-TEHETHYECKOM TUAarHOCTUKH Oone3Hei ['ome,
®abpu, [ToMne, mykonoaucaxapuao30B, TAPO3UHEMUH U IIUCTHHO3a, U3YUYCHHBIX
B [JHCCEPTALIMOHHOW paloTe, MpeAcTaBIseT OCOOYK0 3HAYUMOCTh, TaK Kak
MIO3BOJISIET HA3HAYUTh CBOEBPEMEHHYIO ITATONEHETHUYECKYIO TEPAHUIO, YCIEX
KOTOPOM HampsSMyI0 CBS3aH ¢ WX PpAHHEH [AHArHOCTUKOW. [ JIHMKOTE€HO3HI,
HECOBEPIIECHHBIH OCTeOreHe3, HeHpPOTUYECKUH CHHAPDOM H KapIHMOMUOIATHH,
TaKKe U3yUEHHBIE B HACTOSIIEH paboTe, B OCHOBHOM HE UMEIOT 3 heKTUBHOM
MATOT€HETUYECKON Tepanuy, Ha3HAa4eHHE KOTOPOM HAmpsMyI0 CBSI3aHO C
naboparopHol BepudHUKalmel OuarHosa, OQHAKO JOBOJIBHO YacTO PEe3YJIbTAThI
MPOBEICHHBIX MOJEKYJIAPHBIX HCCICOOBAHUM IOMOTAIOT CKOPPEKTUPOBATH
TaKTUKy TEpalud U COKPATUTh NOCIEACTBUA BO3MOXXHONW HHBAIHAW3ALNH,

SHAYHUTCIIBHO ITOBBICHB KAQYE€CTBO >KHU3HHU TAKHX ITAITHCHTOB.



Bceepoccuiickuii 0XBaT CEIEKTHBHOIO CKpWHUHTa Ha 11 rpymm peaxux
OonesHeli, H3yUYEHHBIX B JUCCEPTAllOHHOW paboTe, MO3BOIMI COOpATh
pENpe3eHTAaTUBHYIO BBIOOPKY U3 31954 mauueHToB U HUCCIEAOBaTh UX B paMKax
KOMILJIEKCHOTO alrOpUTMa, pa3pabOTaHHOTO aBTOPOM, C IOMOIIBIO Pa3JIMYHBIX
TEXHOJIOTUA COBPEMEHHOM MOJIEKYJISIDHOM [OHAarHOCTHKUA. B d9acTHOCTH, IA
MIPOBEACHUS OMOXUMHUYECKOMH JMarHOCTUKU ObLTa HCIIOJIb30BaHa
MPOU3BOAUTENIbHAS ~ TEXHOJOTUS  TAaHAEMHOW  Macc-CIIEKTPOMETPHH, LA
MIOATBEPXKIAIOMIEH MOJIEKYJISIPHO-TEHETHUECKOH TUAarHOCTUKH — TEXHOJOTHS
CEeKBEHHpPOBaHUsA o CaHrepy, Ui U3ydeHUs: OOJe3HEH, BBI3BIBAIOIIUX CXOJHBIC
KIIMHUYECKHUE IPOSBJICHUS, BbI3bIBAEMBIE MYTAIlUSIMU B HECKOJNBKUX TE€HaX, —
TEXHOJIOTHSI MAaCCOBOTO NapalIeIbHOTO CEKBEHUPOBAHUA.

AHanmu3  JaHHBIX, TOJNYYEHHBIX B  pE3ydbTaTe OHOXUMUYECKOTO
HUCCIIEOBAHUS JIN30COMHBIX OOJIe3HEH HAKOIUICHHS, TO3BOJIMI TPEUIOXKUTh
ONTHUMH3ALMIO THATHOCTUKU MEPBUYHOTO CKPUHUHTA 00e3Hn Dadpu y MyXUUH
u Oone3nu [ome y mauueHTOoB OOOMX MOJOB, C IOMOIIBIO OINpPEAEIICHUS
KOHILIEHTPAllUd JIM30COMANIbHBIX COUHTOMUNUA0B Jn30-1'03 u  mmzo-I'nl,
HAKAITUBAIOIIMXCA B OPraHax M TKaHAX MNaleHTOB C COOTBETCTBYIOIIUMU
Oonesnsimu. KpomMe TOro, aBTOp NPENIOXWUI ONTUMH3ALUIO JUATHOCTHKU
IIUCTUHA B MOJUMOPGHOSAEPHBIX JEHKOIUTAaX KPOBU CO CTabmiHM3anuen ocaaka
pPacTBOPOM 3THJIMANIEUMH/IA, IPETSATCTBYIOMIEH pacnaay MOJIEKYJBl LECTHHA 10
MIPOBEACHUS JETEKIIUH.

MonekynspHO-TeHETHUECKass [UAarHOCTHKA PpEIKUX HaCJIeICTBEHHBIX
Oone3Hel, U3YyYEHHBIX aBTOPOM B IUCCEPTAMIOHHON paboTe, crmocoOcTBOBana
BBIBJICHUIO JTHOJIOTHYECKHX TPUYUH ux pasButus y 1142 poccuiickux
MAlMEHTOB, YTO COCTAaBISET CYIIECTBEHHYIO JOMO OpdaHHBIX OOJBHBIX,
OMHMCAaHHBIX K HACTOSIEMYy BpeMeHH. [IoMHUMO ompeneneHus Ccoekrpa u
OTHOCUTEIBHBIX YAaCTOT BBIABICHHBIX MYyTallMd B Pa3IUYHBIX PETHOHAX U
MONYJIALMOHHBIX TPyNNax, aBTOp OOHAPYXMJI M OMHCAall UX CBSI3b C TSKECTBIO
KIIMHUYECKOW KapTUHBI U ONPEAEICHHBIMU OCOOEHHOCTSMU (peHOoTUma OOJIbHBIX.

TaK, B Ciayda€ IHCTHHO3A4, OBIJIM  BBIABJICHEI MyTalllHd, XapaKTCPHBIC JIA



YEYEHCKON M KapadyaeBCKOM 3THUYECKUX Ipymnm, B ciydae Oone3nn ®abpu Oblia
oOHapy>keHa accolMalus MYyTallui, MPEXACBPEMEHHO MPEPHIBAIOIINX CHHTE3
KOIUPYEMBIX O€TKOB, C Pa3BUTHEM HHCYJBTA, @ B CIy4ae HECOBEPIICHHOIO
OCTEOT€HEe3a ~— aCCOIMAaIUsl MHCCEHC MYyTaluid TJIUIHUHOBBIX  OCTaTKOB
nenTpanbHoro nomena reHa COLIAI ¢ TsokensiMu ¢hOpMaMu HECOBEPIICHHOTO
ocTeoreHesa, Tum 3 u 4.

[IpencTtaBUTETPHOCT,  BBHIOOPOK  MAIMEHTOB, a TakKXe aJeKBATHO
CIUIAaHUPOBAHHBIC U BHITIOJIHEHHBIE JJA0OPATOPHBIE TECTH 00ECTIEUNBAIOT MOJTHOTY
JOCTHIKEHHS LEeNu HuccaeqoBaHus. J[OCTOBEpHOCTh MAHHBIX, JOTHYHOCTh U
00OCHOBAaHHOCTh BBIBOJOB pa0OTBl HE BBI3BIBAIOT COMHEHUH. BBHIBOIBI U
IPaKTUYECKUEe PEKOMEHJAIlMHd, OCHOBAHHBIE HAa  pe3yjpTarax padoTHl,
chopMyJIHMpPOBAHBI JJAKOHUYHO, 3HAYUMBI U MPEICTABIAIOT 0COOYIO IIEHHOCTh HE
TOJBKO 11 GyHIaMEHTAIbHOM HAYKH, HO U JUI MPAKTHYECKON MEIUITUHBL.

ABTOpedepaT QUCCEpTallMM COUCKATENs BBITOJHO OTJIWYAETCS HAYYHBIM
CTWJIEM U JOTUYHOCTBIO H3JIOXKEHUs, NPEACTaBIeH Kak (QyHIaMEHTaIbHAS
Hay4dHas paboTa, B KOTOPOW H3JI0XKEHBI PE3yJbTaThl OCHOBHBIX HCCJIEIOBAHHM,
BBINIOJIHEHHBIX aBTOPOM, a TaK)Xe MPEJIOKEH psl 0OOCHOBAHHBIX MOJIOXKEHHM,
COBOKYMHOCTh KOTOPBIX BHOCUT 3HAYUTEIbHBINA BKJIaJ B COBPEMEHHYIO T€HETHUKY .

[To TemMe muccepTaiuu onyOJIHMKOBaHO 79 nedyaTHhIX padoT, B TOM ducie 27
HAy4HBIX CTarel B XypHajaX, PEKOMEHIOBAaHHBIX BrICIIEH arTecTaluOHHON
KoMuccuen npu Munncrepcrse o0pazoBanus U Hayku P®, 2 moHorpadum u 2
MaTeHTa Ha H300pETEHHs, YTO HaIJIIHO CBUJETEIBCTBYET O JOCTOBEPHOCTH
MOJYYEHHBIX JIAHHBIX. Y4YacTHE€ aBTOpa B pa3pabOTKe  KIMHUYECKHUX
PEKOMEHIallui, ONMyOIMKOBAaHHBIX Ha caiite Munznpasa Poccun, moguepkuBaeT
MPaKTUYECKYIO IIEHHOCTh TUCCEPTAIMOHHON paboThl. Ee pe3ynbTaTsl 00CY KIEHBI

Ha MHOT'OYHCJICHHBIX KOH(prCHHI/IHX, KPYTJLBIX CTOJIaX U IMIPAKTHYCCKHX IIKOJIAX.

Coneprxanue apTopedepara  CBHACTEIBCTBYET O  TOM,  4YTO
micceprannonHas pabora CasocTesiHOBa Kupmmia BukropoBnua Ha Temy:
«OnTUMHU3anusa MOJNEKYJISIPHON AUATHOCTHKH PEIKUX HACIIEICTBEHHEIX OOJIE3HEH

Yy POCCHMCKHX IallUEHTOBY, SIBIIAETCS 3aKOHYEHHON HAyJHO-KBaTH(PHKAIHOHHOMN



pa60T0171, BBIIIOJIHEHHOM CaMOCTOSITEIbHO HA BEICOKOM HAay9YHOM H MCTOAUYCCKOM

YPOBHE, aKTyaJIbHOCTh, HaAY4YHas:s HOBU3HA U IIPAKTHYCCKAsl HCHHOCTD pa6OTBI HC

BBI3BIBAIOT COMHCHHH. I[PICCGpTaI.II/IOHHaﬂ pa60Ta IIOJTHOCTBKO COOTBETCTBYCT

tpeboBanusmM 1. 9 «llomoxeHuss O TPUCYXKACHHUM YUYCHBIX CTEIECHEN,

YTBEPXIAEHHOTO TmocTaHoBieHueM IIpaBurensctBa Pocculickoit @enepaunn

Ne842 ot 24.09.2013 1., mpeabsIBAIEMBIM K JUCCEPTALUSIM Ha COUCKAHHUE YUECHOMN

CTENeHW JOKTOpa Hayk, a ee aBtop, CaBocTesaHOB Kupumn Buxropowuu,

3aCITy>XKMBAET IPUCYXIACHUS UCKOMOM CTETIEHH JTOKTOpa OMOJIOTHYECKUX HAyK IO

cueruansHoct 03.02.07 — 'eneruka.
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