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0 Hay4HOU kBanupukauun Yepemoxuna [Mutpus AnnpeeBrya — COUCKATENsl YUEHOH CTENEHH
KaHauIaTa MEIULMHCKHX HAYK, MO crneuuanbHoCcTh 14.03.09 — KnuHuueckas UMMYHOJIOTHS,
aJIepronorus

Uepemoxun [Mutpuit  AHAPEEBHY OKOHUMII MEJAMKO-OMOJIOrMYECKHIA
dakynbTeT mno cneumanbHocTH «MemumuHckas Omoxumus» DPI'BOY  BO
Cubupckuii rocyaapcTBeHHbIH MeaunuHckui yHuBepcuter B 2019 roay. B
Hacrosuee Bpema oOydaercs B OuyHOM  acnupantype  DenepanbHOro
rOCyAapCTBEHHOr0 OKOKETHOrO YUYpPEKACHHUS Hayku MHCTUTYT UMMYHOJIOTHHM H
¢uzunonorun YpO PAH no cnennansiocts 14.03.09 — knuHUueckas HMMYHOJIOTHS,
AJIJIEPrOJIOTH.

Bo Bpems pabotel Haa auccepraumei Yepemoxun JI.A. oBnames MHOTHMH
METOJaMH KJIMHUYECKOTO aHaInu3a MEIULIMHCKOW JOKYMEHTAIMU U J1a00paToOpHbIX
MOJIEKYJIIDHO-TEHETUYECKUX  MCcledoBaHui:  metodsl  Beiaenenus  JIHK,
noJuMepa3Has LenHas peakuuss B PEXKUME PeaTbHOTO BPEMEHH, METO/bI
CPaBHUTE/IbHOM TeHOMHOM ruOpuaM3alMu, OCHOBAHHBIX Ha Metomax MLPA wu
BACs-on-Beads, peanusyembix Ha 0a3e 1abopaTopru MOJIEKYJISIPHOM AMArHOCTHKH
['AY3 Ceepmiosckoii obnmactu «K/IL| «Oxpana 310poBbsi MaTtepu M pedeHKay. -
JIMuTpuii AHApPEEeBUY COBMECTHO C HAYYHBIMH PYKOBOJWTEISIMH IJIAHWPOBAJ
MCCIIEI0BAHNE U CAMOCTOATEABHO OCYLIECTBIISUT BCE €r0 ITarbl.

Uepemoxun JI.A. monyuus cieayroniie, Han0ojiee BaXHbIE Pe3yJIbTaThl:
|. BpoxaeHHble MOPOKM cepaua — 4YacTh CHMITOMOKOMITJIEKCA BPOXKICHHBIX

OoMOOK HMMMYHHTETa, BCTpevaromascs B 323 % ciyd4aeB MNEPBUYHBIX
UMMYHOIC(HHUIIUTOB. CpeIr KOTOPBIX cHHAapom aeneund 22ql1.2 (cunapom
HuJlxopaxu, BenokapanodacumaibHblii CHHAPOM, CUHApPOM nedunuta 7BX1),
CHARGE-cunapom, cunapom IlIBaxmana- /laiimonaa, cunapom Kabyku 1-ro u
2-r0  TUMOB, M XPOMOCOMHBIE OOJIE3HM B BapMaHTaX C TAKEIBIM
ummyHoaeduuToM: TpucoMus 1o 21 xpomocome (cuHapom JlayHa), TpucomMus
no 18 xpomocome (cMHApPOM DBapjaca) U MOHOCOMHA MO X-XpOMOCOMeE
(cunapowm [lepemesckoro-TepHepa).

2. Yacrora Bctpeyaemoctu cunapoma aeneuun 22q11.2 8 CeepuioBekoit oGnactu
coctaBiaeTr 1:9895 nerteit, deHOTUNMHMUECKHE TNPOABJIECHHA KOTOPOTO OYEHb
BapuabenbHbl U XapaKTepU3YIOTCA BPOMKACHHBIMH Topokamu cepaua B 80%
ciydaes, JMieBbiM aucmopduszmom B 78%, runomnaszuei tumyca B 58%,
carkenneM TREC B 49%, nesposnornyeckumu npossiaeHusMu B 90% ciyuaes.

3. JIMarHOCTMYECKHUH  alrOpuT™M  MPU  TEPBUUYHBIX umMyHozedumTax ¢
BPOKJICHHBIMH TIOPOKAaMHM CEpAlA, BKIKOUas MNPOBEACHUE CKPUHUHIOBBIX




MPOrpaMM MO BBIABICHHID MAapPKEPOB UMMYHOAE(DHUIIMTHBIX COCTOSHUMN, IPHEM
Bpaua ajuleprosiora-MMMYHOJIOra, YJIBTPa3BYKOBOE HCCIIEIOBAHHE THMYCA,
UMMYHOJIOTHYECKHE J1JaDOpAaTOpHBIE TECTBI, MPOBEACHHE MOJIEKYISPHO-
TEHETUUECKHX WCCJICAOBAHMM U1 UCKIIFOYEHUs CUHapoMma nenerwu 22ql1.2,
JOJIKHbBI IPUMEHATHCSA C MOMEHTA POKICHHUS.

Yepemoxun JI.A. — aBrop 7 mnedarHeix paboT, M3 HMX CTaTteid B
PCLECH3UPYEMBIX HAY4YHBIX JKypHanax — 4, ape nyOnuMkauuu B COOPHUKAX TE3UCOB K
JIOKJIalaM Ha KOH(EpeHLHUsX, U 0JJHOU MOHOTPa(hMK B KAYECTBE COABTOPA.

Beinonusas auccepraiuonnyto paborty, Uepemoxuu JIMuTpuii Anapeesudy
MPOsBHII c€0d Kak OTBETCTBEHHBIM HCMOJNHHUTE/b, YMEIOIIMHA CTaBUTh LEIH H
HaXOAWThb METOJMYECKHE CMOCOOb HMX JOCTHIKEHMS, 00JIaJaloui IHPOKOH
HAYYHOW JPYAMUIHEH H CrOCOOHBIH ry0OKO M KPUTHUECKH aHAIM3MPOBATh, KAk
JAQHHbIC JIMTEPATYPHBIX HCTOYHMKOB, TaK M CaAMOCTOATEIBHO IOJIyYEHHBIE
PE3yJbTaTHhI.

Bece o510 mnospomsier oueHuth Uepemoxuna J[.A. Kak CJIOXKMBILIETOCA
MCCITE0BATENIS, CIIOCOOHOTO K CaMOCTOATENIEHOMY HaydyHOMY TMoMcKy. CorucKareb
cooTBeTCTBYET KpuTepus «[losiokenus O nopsake NPUCYIKACHHS HAYUHBIX
CTENEHEN.

Or3biB nan ansa npenocrasieHus B COBET MO 3aliuTe JMCCEpPTaLMid Ha
COMCKaHHWE YUCHOM CTENEHM KaHAU/1aTa HayK, Ha COMCKaHHe CTEMEHH JIOKTOPa HayK
J1004.027.02 na 6aze ®I'bYH HHctutyT ummynonoruu u pusuooruu YpO PAH.
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