OT3hbIB
Ha aBTopedepat aucceprauuu Bunep Mapuanubl EBrenneBHbI Ha Temy:
«IIaTto¢pu3uosornyeckoe 000CHOBaHHe NPHMEHEHHsI TAPreTHbIX METOA0B
Jie4eHHs1 MOHOT€eHHbIX 3a00/1eBaHHH CeTYATKH», NPEACTABJIEHHOH Ha
COMCKaHHe Y4YeHOH CTeNeHH J10KTOpa MeAHLIHHCKHX HAaYK Mo
cnenHajgbHocTsM 14.03.03 — natonornyeckas ¢usunonaorus, 14.01.07 —
rj1asHble 00/1€3HH

MonekynsipHO-reHeTHYeCKUe UCCIIeJOBaHHUsI, TO3BOJISIOIIUE BBISBISATD
pa3nuyHble HacleICTBeHHbIe 3a00IeBaHUs CETYATKH, SIBIISIFOTCS BOXXHBIMU U
HEOOXOJUMBIMH J1JIsi CBOEBPEMEHHOM IMOCTAHOBKH JMAarHo3a U COOTBETCTBYIOLIETO
IpoBeJeHHUs MPOGHIAKTUYECKUX U JIeUeOHBIX MEPOIIPUATHA.

Pa6ora Bunep MapuanHubl EBreHbeBHBI MOCBsIIEHa BOIPOCAaM, CBSI3aHHBIM
¢ npo6ieMoii HacIeACTBEHHBIX MOHOTE€HHBIX 3a00JieBaHul ceTyaTKi. MoHOreHHas
[aTOJIOTHUs CETYaTKH XapaKTepHu3yeTcs reHeTHUEeCKUMHU nebekTamu
dboTopeuenTopoB, MOBPEXAECHUSIMH  KJIETOK MHUIMEHTHOrOo  J3MHUTENUs U
MironnepoBod TIIMM, KOTOpble NPHUBOJAT K TSDKEIBIM IPOrPECCUPYIOIIHMM
yracaHUsIM 3pUTeNbHBIX GYHKIHH, ¢ HeM30€XHOM HHBATUAHOCTBIO.

B Hacrosmeid pabGore aBTOp NpoBeN JUArHOCTUKY M JOJTOCPOYHOE
TapreTHOe JieYeHHe Yy MalUeHTOB C HacleACTBEHHbIMHU MOHOI€HHBIMH
[aTOJOTMsAMH ceT4yaTKU. ABTOpoM ObUI HM3y4eH M CHCTEMAaTU3HpPOBaH CIIEKTP
MyTalUH, XapaKTEpHBIN [Ji1 pOCCUMCKON MOIMYJSLUU TALIUEHTOB C MOHOT'€HHBIMH
3a0o0JIeBaHUsIMU CETYATKHU U JlaHa XapaKTepHUCTHKa OCOOEHHOCTEH 3TUX MyTaluil.
BaxHBIM BKJ1aIoM aBTOpa sIBNisseTCsl OOHapyXKeHHEe HOBBIX, BIIEPBbIE BBISBIEHHBIX
MyTallUi, HE ONHCAaHHBIX paHee, KOTOpble SBJIAIOTCS NMPUYMHHBIMH B pa3BUTHU
MOHOTEHHBIX 3abojieBaHUN CEeTYaTKd B HCCIeyeMO rpyImne mnauueHToB. B
UCCIIEIOBaHUHU OBLIO BBISIBIEHO U OMMUCAHO 54 HOBBIX MYyTallUi.

IlpuMeHeHue aBTOpOM TapreTHOro Je4eHHHs NMPUBOAMIO K CTaOUIBHOMY
YIYYILIEHHIO 3pEHHUs, 4TO SBIAETCA BAXHBIM [OCTH)KEHHEM [JIA IOBBIIIEHHS
KayecTBa )KU3HH MallUeHTOB.

ABTOpedepaT sABISETCS IMOJHOLEHHBIM Hay4YHBIM TPYJOM. 3aMedaHHil K

aBTOpY HE HMEECTCA.



‘3aky0ueHHe. Hucceprauus Bunep MapuaHHBI EBreHbeBHHI,
IpelCTaBlIeHHas Ha COUCKaHHE YYEHOH CTENeHH AOKTOpa MEJULMHCKUX HayK I10
cnenranbHocTsIM: 14.03.03 — Ilatonoruueckas ¢usmnosnorus u 14.01.07 — I'nazHele
Oone3Hu, sBISETCS 3aKOHYEHHOW Hay4YHO-KBalU(UKallHOHHOW paboTol, o
aKTyaJIbHOCTH, HayYHOH M MPaKTHUYECKOH 3HAYMMOCTH IIOJHOCTBIO COOTBETCTBYET
TpeboBaHusM M. 9 «[lomoXxxeHUsT O MOpsIKEe NPHUCYKIEHHs y4YEeHBIX CTeleHe»,
yTBepxxaeHHoro IloctanoBnenuem IlpaBurensctBa PO ot 24.09.2013 r. Ne 842,
IpeahsBIsEMBIM K AUCCEPTALUSIM Ha COUCKaHHE YYEHOU CTENleHH AOKTOpa Hayk, a
ee aBTop MapuanHa EBrenbeBHa BuHep 3aciyxuBaeT INpHCYXAEHHUS HCKOMOM

Y4YEHOU CTEIEHH.

JIOKTOp XMMHUYECKUX HayK,
Benymui Hay4yHbl cotpyaHuk MBX® PAH,
Mockga 119334, yn. Koceiruna, 4. Ten. 8 (495) 939 7171

E-mail: tatikolov@mail.ru
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