OT3bIB
3aBeJlyIOmero OT/eJIeHHeM TPAHCIIAHTAIMK KOCTHOTO MO3ra PJIKb — ¢uman ®TAOY BO
PHUMY um. H.W. ITuporosa Mun3zpasa Poccun, 1.M.H. CxopoGoraropoii Enenel BiaanMiupoBHbI
na asropedepar mccepraunn Jlebenesoit CBeTaHb! AnexcanipoBHbl Ha Temy «OCTpbIi
MHCTOH/IBIH Jeiiko3 ¢ mepectpoiikamu rema KMT2A4 y npertel: MPOTHOCTHYECKOE 3HAUCHHMC
MOJIEKYJIAPHO-TEHETHUECCKOH XapaKTepUCTHKA H MOHUTOPHHT MHHUMAIBHON OCTATOMHOH DOE3HI,
[PEACTABNCHHOH Ha COMCKAHME YYEHOW CTCNEHH KaHujaTa MEAMIMHCKHX HayK IO - JBYM
cnermaneHocTaM  3.1.28 — I'emaronorus W MEPEIMBAHHC KpOBH H 3.3.8 — Kiunuueckas

naboparopHas JHArHOCTHKA.

JucceprauuonHas padora Jlebenesoi C.A. na temy «OcTpbii MHUEJIOUIHBIN
neiiko3 ¢ mnepectpoiikamu rema KMT2A y neteid: NPOTHOCTHYECKOE 3HAYCHHE
MOJIEKY/ISIPHO-TEHETHUECKOH ~ XapaKTepUCTUKM M MOHMTOPHUHT MU HUMAaIbHOM
0CTAaTOYHON 6OIe3HW» NOCBALIEHA YCOBEPLIEHCTBOBAHMIO MOAX0A0B K IHArHOCTUKE 1
neuenmto aeteil ¢ KMT2A-no3utusaeiM OMIJL. Tlepectpoiiku rena KMT2A BecbMa
pasHooGpastbl, mpu sToM OMIJI ¢ TpaHCcIOKaLMAMM, BKIOHarolwuMu red KMT2A4,
cocTaBIsIoT 10 25% Beex ciaydaes OMJI y metei, uTo 0OycrnaBiuBaeT aKTyalbHOCTb
TeMbl MccaenoBaHusi. OIHO3HAYHBIX JTUTEPATypPHbIX AAHHBIX O BIMSHUM XapakTepa
nepectpoiiku rena KMT2A Ha nporHos 3abolieBaHus B HACTOsILee BpeMs HeT.
[ToMMMO 3TOro, B HACTOSILEE BPeMsi He CYHIECTBYET YHU(MDUIMPOBAHHOTO M0IX0/1a K
onpe/eienuto rnepectpoek rena KMT2A B nebrote reMmo01acTo3a U P MOHUTOPHUHTE
MHUHUMaIBHON ocrarouHoit 6onesnu (MODB). B xome uccienoBaHHs COHCKaTeIeM
BriepBbie B Poccuiickoit Denepauuu OblIM H3y4YeHbI MOJIEKYJISAPHO-TEHETHYECKHE
ocobennocty KMT2A-nozutuHoro OMJI v UX BIMSHHE HA [IPOTHO3 BBDKUBACMOCTH
Ha GOJBIIOH TIpyNHe TNalMEeHTOB TETCKOro BO3pacTa, pa3spabdoTaH ajiropHTM
onpenenenus nepectpoek reHa KMT2A4. C y4eToM BCEro BbIIIEIEPEYHCIIEHHOTO,
BBITIOJIHEHHAs paboTa nMeeT 0e3yCIOBHYIO HayYHYIO H NPAKTHYECKYI0 3HAYMMOCTb.

ABTOpOM cOopMyITHpOBaHbl M YCHEIIHO  PelleHbI KITFOYEBbIE
UCCIIeIOBAaTeNIbCKUE  3aJayH:  XapaKTepUCTHKA  MOJIEKYJISIPHO-T€HETHYECKUX
ocobennocreii KMT2A-nozutusHoro OMIJI y nerei, oueHKa BIHAHHUS CTPYKTYPBHI

KMT2A-xumepHoro reHa Ha o0uyt0 U 06eccoOBITMHHYIO BBDKHBAEGMOCTb, a TaKKe



CPaBHEHHE MOJICKYIISIPHO-TEHETHYECKUX METONOB MoHuTOpHHra MOB y nanHOif
TPYIIIBI NALHEHTOB.

Meroznonornyeckn paboTa nocTpoeHa Ha BHICOKOM YPOBHE, C HCIIONb30BAHHEM
COBPEMEHHBIX KIMHWUYECKHX, 1aDOPaTOPHBIX M CTATHCTHYECKMX MOAXOH0B. B xoie
MCCIIe0BaHUsl aBTOPOM COOCTBEHHOPYYHO OBLIH BBIMONHEHBI COOP KIMHUYECKHX
AGHHBIX M MOJICKYJIPHO-IEHETUYECKHE UCCIIEI0BAHUS, @ TAKIKE aHAJIU3 TI0JTyYeHHBIX
pe3ynbTaToB. sl JOCTHIKEHHS LIeJIM U PelleHHUs MOCTABIEHHbIX 3a1a4 COMCKATeIeM
OBLIN COPMUPOBAHBI pPeNpe3eHTATUBHbIE TPYIIIb MALMEHTOB: B pabote noapobHO
OTMCAHBl MOJICKYIAPHO-TEHETHYECKHE 0COOEHHOCTH 296 BKIIOYEHHBIX MALUEHTOB,
BBITIOJTHEH aHa/IM3 pe3yabTaToB Tepanuu 116 mauuenToB. OrTaenpHas uacTh
HCCIICIOBAHNA  IIOCBAILCHA CPABHEHHIO MOJEKYISPHO-FeHETUYECKHX METOIOB
monuTopunra MOB, a Taxoke pazpaboTke ajaropurma onpegeneHus EPECTPOEK reHa
KMT2A4, KOTOpbI#A MOXeT OBITh HCIIONBb30BAH NPH MEPBHYHON IMArHOCTHKE W npu
nanbHeimem Monutopunre MOB.

PesynbraTel uccnenoBaHus ObUlM  TpeACTaBIE€HBI HA MHOTOYHCIICHHBIX
KOH(EPEHUUAX U ONyOIMKOBaHBI B NPOPUIBHBIX WU3TAHUSX, YTO MOJITBEPAKAAET UX
HAay4HYI0 3HAaYMMOCTh. BeposATHo, pasgensl «Pe3ynbTaThl HCCIEHOBaHHUS» U
«O0cyxienune pe3ynbTaToBy ObLIH Obl elé Gosiee HHTEPECHBIMH, eC/ii Obl aBTOPOM
ObLTH TPUBE/ICHbl NaHHBIE O CTPYKTYpPe JETANbHOCTH MMAlHEHTOB, MOTYYABLINX
TEpanuio B pamKaX TIpyIIbl BBICOKOIO M MNPOMEXYTOYHOIO PHCKA, a TaKKe
NpoaHalU3UPOBAHEI 3HAYEHHs S-JIeTHel o0uieil 1 0ecCOOBITHIHON BELKUBAEMOCTH Y
MALKMEHTOB TPYNNbl NPOMEKYTOYHOTO pucka ¢ t(9;11) u 6e3 nepecrpoiiku rena
KMT24. bonemoi wuHTepec Takke BbI3biBaeT Biausinde t(1;11) wWa mnporuos
BbDKHBaeMocTH y gereil ¢ OMJIL. OgHako Bee BbllLIENIEpeUHCIEHHOE CKOPee SIBIISeTCs
NPENIOKEHUsIMU il M3YyYeHHMs B XOIe JalbHEHIIMX HCCIeNOBaHWi, a He
3aMe4aHUusIMH.

BHenpenne  IMAarHOCTHYECKOINO  ajrOPUTMa, BKIHOYAMOIIETO  KOMILIEKC
LIUTOTEHETUUECKUX U  MOJIEKYJISAPHO-TEHETHYECKMX METOJOB, B TPAKTUKY B
71ab0paTopyu LUTOr€HETHKH W MOJeKyJsipHOoW renetuku ®OI'BY «HMMUIL] JATOU

HMEHH ,HMI’ITPI/IH Poraqeaa», 4 TaKXe BHEIPEHHUE pPe3yJIbTATOB HMCCIeJ0BaHUS B



NPaKTUKY NPOQUIBHBIX KIMHMYECKMX OT/EJIeHHUH ®I'BY «HMUILL AI'ON umenu
Jlmutpusi Porauesa» M Jpyrux neueOHBIX yUpexIeHUH Poccuiickoii MDenepanuu
MOATBEP/KAAIOT MPAKTUYECKYIO 3HAYMMOCTH PaboThl M MOTYT OBITH TONOKEHbI B
OCHOBY MOAM(UKAIMKA CTpaTU(PUKALWKM TPYNI  PHCKA  MCCIENOBATEIBCKHX
IIPOTOKOJIOB.

ABTOpedepaT MOJHOCTHIO OTPAXKAET OCHOBHbIE MOJNOKEHHS JIUCCEPTALHOHHOM
paboThl U B TOJHOM Mepe JAEMOHCTPUPYET aKTyalbHOCTh, HOBU3HY M NPUKIAJHYIO
LEHHOCTh ITPOBEJEHHOTO HCClIe/I0BaHUA. ABTOp IPUBOJUT JaHHBIE O YacToTe
BCTPEYaeMOCTH pPa3IMYHBIX BapUaHTOB nepectpoek resa KMT2A, aHanu3upyeT uX
BIIMSIHUE Ha MPOrHo3 3abonesanus y aereit ¢ OMJI. Matepuan u3noXkeH JOrHYHO
MOCJIE/I0BATENIbHO, COMPOBOX/EH JOCTATOYHBIM KOJUYECTBOM WILIFOCTPATUBHOTO
MaTepuana, 4TO CHOCOOCTBYET HArNAJHOCTH  W3loXeHusd. JlocToBepHOCTH
pe3yabTaTOB HE BbI3bIBa€T COMHEHUM. [IpUHLMNIMANBHBIX 3aMEYaHUI HET.

Taxkum obpa3om, Ha OCHOBAaHMHU IPEACTABIEHHOro aBTOpedepara auccepTaius
Jlebenesoit C.A. sBisfercs 3aBeplIEHHON Hay4YHO-KBaNU(DUKALMOHHON paboTOM, B
KOTOpOH pellleHa akTyalbHas Hay4dHas 3aja4a — YCOBEPIIEHCTBOBAHME TMOIXOIOB K
JAHarHOCTHMKE M JICYCHHWIO IMALMEHTOB ETCKOro Bo3pacta ¢ KMT2A-103UTUBHBIM
OMJIL. [Tnccepraunonnas paboTta MOMHOCTBIO COOTBETCTBYET TpeboBaHusM m. 9-11,
13, 14 «IlonoxeHus o MOpPSAKE MPUCYKIEHUH YUEHBIX CTEMEHEH, YTBEPXKJI€HHOTO
nocranosnenueM IlpaButensctsa Poccuiickoit ®@epepaunu ot 24.09.2013 No842 (8
JIeAICTBYIOLIEH PeaKnn), MPebsIBISeMbIM K AMCCEPTALMAM HA COUCKAHHE YYEHOI
CTENEHHU KaHAHMJaTa HayK, a ee aBTOp 3aCly’KMBAeT MPUCYXKIEHUS YYEHOH CcTerneHu
KaHaujaata MEIMUIMHCKMX HayK 1o crneuuanbHoctsM 3.1.28 — I'emartonoruss wu

nepenuBanue Kposu U 3.3.8 — Kiinnuueckast maboparopHasi 1MarHOCTHKA.

JOKTOp METMUMHCKUX HAYK, 3aBe/lyIOIIUI OTAeIeHUEM
TpaHCIIaHTaluK KocTHOro mosra PJIKb — dunuan

OI'AOY BO PHUMY um. H.U. Iuporosa Munsapara
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