OT3bIB

oHIOMAILHOTO ONNOHEHTAa, JAOKTOpPAa MEIHIHMHCKHX HayK, npodeccopa kadeapsl
rOCHHTAJIBLHOM negHaTPHH ®denepaibHOro rocy1apcTBEeHHOI0 OHKETHOI 0
00pa3oBaTeJILHOTO yupexaeHHsi Bbicmero odpasosanms «Kasanckui rocyAapcTBeHHbIH
MeIHIMHCKHIT yHHBepcuTeT» MuHHcTepeTBa 31papooxpanenns Poccniickoin ®enepanum,
JIOKTOpa MeIHIHHCKHX HayK, Boarmnoii Csernanbl SIKOB/JIECBHEI HA JHCCEPTAUHOHHYIO
pabory Mazanosoii Hatanen Huxonaesnsl «OnTHMH3anHs aJropuTMa MOJIEKY I PHOI
auarsocTukd  Gojesam ®abpu B Poccmiickoii ®exepaumm», NpeICTaBJICHHYI0 Ha
COHCKAHHE YYEHOH CTemeHH KAHAHIATA MEIHIHHCKHX HAyK M0 CHeNHaJbHOCTH

1.5.7. 'eneTHKA.

AKTyaJbHOCTH Tembl jauccepTanmonHoii pabGorst H.H. MasaHoBoif He BEI3BIBAET
COMHEHHS M OIpeJelseTcsi BaKHOCTBIO NPOBEIEHHs PaHHEH JHArHOCTHKH, BO3MOXHOCTBIO
MOHHMTOpPHpOBaHHUA >(dekTuBHOCTH NeveHus Oonesnn Pabpu, KoTOpas ABIAETCS PEAKUM
TpOrpeccHpyromEM X-CLUEIIeHHEIM HAC/Ie/ICTBEHHEIM 3a00/IeBAHHEM, BBI3BAHHBIM MYTalMAMH
B reHe -TANAKTO3MIA3l, XapaKTepU3YIOUMMCs AeUIUTOM MM MoTepel (byHKUMOHAIBHOH
AKTUBHOCTH JIH30COMAJIBHOrO ()epMeHTa O-TalakTO3WAa3bl A, MPHBOJAIIMM K HAKOIJIEHHIO
rnoGoTpuaosmmepamuzia, rioborpuaosmwichunrosuna  (Lyso-Gb3) u  mposiBisrommuMes
MYJIBTHCHCTEMHBIMH  IOD@KCHHSMHM  OPraHOB ¢  HCOJHOPOJHBIMM  KIIMHHYECKHMH
XapaKTepHCTHKaMH, KOTOPBIE CYIECTBEHHO BIMSIOT HA Ka4€CTBO M MPOIODKUTEIBHOCTD JKH3HH
MalKeHTa.

Jluccepramus H.H. MasaHoBo#i Hanucana 1o olmemy MUaHy, JIOTHYHa IOCTPOCHA,
M3NOXeHa Ha 135 CTpaHMIAX MANIMHOMMCHOTO TEKCTa M COCTOMT W3 BBeJeHHs, 0030pa
JMTEpATYphl, ONHCAHHA MATEPHAIOB ¥ METONOB MCCIEJOBaHUA, TIIABEL, MOCBSIIEHHOMH
pesynbraTaM M OOCY)KHCHHIO COGCTBEHHBIX —HCCICOBaHHMH, 3aKMOYEHHd, BBIBOJOB,
IPaKTHYECKHX PEKOMEHJALMi H CIHCKa WCTIONB30BAHHON JIHTEpATyphl, coaepikamero 147
pcrounukoB (13 myOnukamuii OTedecTBeHHBIX W 134 myOnmKaimii HHOCTPAHHBIX aBTOPOB).
JluccepTanyonnas paGoTa akKypaTHO OGOpMIEHa H XOpOUIO MIUTKOCTPHPOBAHA, CONCPKHT 20
tabmun 1 30 pHCYHKOB.

[lepBas riaBa mocBsiieHa 0630py JMTEPATYPhl, BKIIOYAIOMIEMY aHAA3 CYIIECTBYIOMHX
B MHpOBOH HayKe NpeJCTaBIeHUH 00 OSMHIEMHONOrHH, STHOJIOTHHM H MNATOTeHe3e Oone3nu
®abpu. VenseTcs BHUMaHHE KIMHHYECKMM OCOOCHHOCTAM TEHYEHHS Oonesnu. Ilpencrasnena
uHpOpMAIUs O JHATHOCTHYECKHX KPUTEPHAX, BKIFOYAIOIIHX OroXUMHUECKUE (OIpeNeneHne
AKTHBHOCTH (PEpMEHTa O-TaJaKTO3MIa3sl A M KOHLEHTPAIMH r1060TpHa03WIC(UHTO3HHA),

MOJIEKYJISIPHO-TEHETHIECKHE METOOBl HCCJIICOOBaHHA. ABTOp OCTaHaBJIMBaEeTCsA Ha BOIIPpOCaAX




NpeHaTalbHOW ¥ NPEHMILIAHTALMOHHOH JMAarHOCTHKH, HEOHATABHOTO M  CENEKTUBHOIO
CKpUHMHTA. PaccMOTpeHBl OOIIMe NMpHHIMNBL JiedeHus OonesHn Pabpu, a TakKe reHOTHII-
deroTHmIUecKHe cBs3u. OG30p A0CTATOUHO MOAPOOEH, HHYOPMATHBEH, CONEPHKHUT 3aKIIOUCHHE,
Iie TOJ4EePKUBAETCS, YTO BOMPOCH! ONTHMU3ALMHA AUATHOCTHYECKOTO AIrOPUTMa y MYKYUH K
JKEHIIMH NPH KIIACCHYECKOH M aTHI4HO# (opmax Gonesnn Dabpu OCTAIOTCH OTKPHITEIMH U
HEJOCTATOYHO U3yYEHHBIMH.

Bropas riaBa — MaTepHaibl U METOIBI, OTPAaXaeT Ju3aiiH uccienoBaHus (6 OCHOBHBIX
JTamoB), BKTIOYAs OMMCAHME IPYII U IPOBEICHUS CEIEKTHBHOTO CKpuHUHIa Golte3nu Pabdpu
¥ XapaKTePHCTHKY METOJOB OHOXMMHYECKOTO M MOJEKYJIAPHO-IeHETHYECKOTO HCClIeJOBaHMUH,
06paboOTKy NAHHBIX C HCIIONB30BAHMEM COBPEMEHHBIX METOJOB CTATUCTHYECKOro aHaM3a.
CeJleKTHBHBI CKPHHMHI NPOBOIJWIICS Ha OCHOBaHHH 12 256 00pa3suoB KpOBH MAalMEeHTOB 8
denepansuEIX OKpyroB Poccuiickoii ®emepammu, u3 kortopsix 10 300 oGpasio ObLTH
HAIpaBJIeHBl I HCKIIOYEHHs Kiaccudeckoi Qopmbl Gonesnu Pabpu, a 6uomarepuan 1 956
IAIMEHTOB MOCTYNAN B PAMKaX POrpaMMBbl CKPHHHHIA Ha aTHIH4HYI0 Gopmy Gosnesnu Pabpw,
IOSIBIISIONLYIOCS THNepTpoduyeckoil Kapauomuonarueii. Takke B riaBe MOAPOGHO OMHCAH
MEeTO TAaHIEMHOHM Macc-CIIEKTPOMETPUM Ul ONpeeNeHHs aKTHBHOCTH (epMeHTa -
rajakTo3uaa3sl A M KOHIEHTpaluK rno6oTpuaosuncduurosnsa, Meroauka seinenenus JIHK u3
CYXHX IATEH KPOBH M BBISBJICHHE NATOTEHHBIX BAPUAHTOB reHa GLA METONOM CEKBEHMPOBAHNS
no CaHrepy.

B TpeTheii riaBe NpeACTABIEHB! PE3yJIbTaThl COOCTBEHHBIX MCCIICOBAHHH. ABTOp JaeT
XapaKTepUCTHKY TPy HanueHToB C Gone3npto @DadpH, BHIABJICHHBIX B pe3ysibTare
CeJEKTHBHOTO CKPHHMHIA, a TAKKE MAlMEHTOB IPYIIE cpaBHeHMA. B paboTe mokasaHo, 410 Ha
OCHOBE CEJIeKTHBHOTO CKPHHMHTA 06001eHHas OLIEHKA BBIABIAEMOCTH 3a00/IeBaHuUs COCTABIIAIA
0,29% (B ToM umcie 0,27% cpefH HEPOJCTBEHHBIX NALUEHTOB C KIACCHYCCKOH (dopmoii
Gonesnn @abpu u 0,41% — c atunuaHol  ¢Qopmoii). Taike [aHa XapakTepUCTHKA STOTO
nokazartesis o denepanbHeIM okpyraM Poccun.

HccnenoBanack KOHIEHTPAIMA [IOGOTPHAO3MICOUHIO3HHA M aKTHBHOCTH (hepMeHTa
(-TATAKTO3HIA3bl A B CYXHX [ATHaX KPOBH B IPYTIIE NALMEHTOB, KaK Y MY)KYHH, TaK H XKCHIIMH
¢ Kmaccuyeckoil qopmoii 6GomesHn ¢ onpeneneHHeM —pedepeHCHBIX 3HaueHud. B pabore
MIOKA3aHO, UTO OIEHKAa KOHIEHTPAUH IT000TpHAO3HICOUHIO3MHA, YYBCTBUTEIBHOCTD H
criemmduYHOCTs KoToporo coctapisia 100%, MOXKET SBIATECS TECTOM NEPBOrO YpOBHS JUIA
JHATHOCTHKHM Kiaccudeckoil dopmsl Gonesnn ®abpu y npobaHioB 000X MOJOB M3 IPYIIIbL

BBICOKOT'O pHCKA.



B pesynbTaTe NpOBEAEHHS MOJEKY/IAPHO-TEHETHYECKOTO — MCCIEOBaHMS  OBIIO
HICHTHQUIMPOBAHO 33 pasiMYHBIX Kay3aNbHEIX BapuaHTOB rena GLA y 28 mpobannoB ¢
KaaccHueckoit U 8 - ¢ aTumuuHOM (opmoii Gomesnn ®Pabpu, 70% U3 KOTOPHIX OKa3aIHCh
JOKAJM30BAHHBIMH B 5, 6 U 7 9K30HaX reHa. YCTaHOBIEHO, 4TO 12 HYKIEOTHIHBEIX BApPHAHTOB
paHee He ObLIM aHHOTHpPOBaHBI B MexIyHapoaHo# 6aze HGMD (6 BapHaHTOB IpeJCTaBICHbI
pa3THYHBIME YHUKAIGHBIMA MUCCEHC MyTalusMu, | — HOHCeHC myTauyei, 4 — HeGOmbIIMU
JeNeusAMH M 1 BapHaHT — QyIUTHKalueil, IpUBOIAMIEH K OTEPE CTON-KOIOHA).

CnelyeT OTMETHTh, YTO ABTOPOM IIPOBOIHJICS CEJIEKTHBHBIH CKPUHUHT 1956 namueHToB,
MMEIOIUX THIEPTPOPUUECKYIO KapAHOMUOIATHIO, C IIOIO3PEHMEM HA ATHIHMYHYIO (opmy
Gonesrn Pabpu. s sroro ¢ ydacrem H.H. MasanoBoid, Obina paspaborana crenmalibHas
JMarHOCTHYECKasi aHelb, BKmodaromas reH GLA. [To nanaeiM 6MOMHGOPMATHYECKOTO aHAIH3a
6sun BeisiBIeHH 12 (0,6%) nanueHToB B Bo3pacte 60,4+9,2 j1eT ¢ Kay3aJbHBIMA T€HETHICCKHUMH
BapHaHTaMu B reHe GLA, B TOM uucie 5 ciydaes, He onucanHbix B 6ase HGMD. B rpymme
TpeICTABICHHBIX IALHEHTOB OBUTH NEPECMOTPEHBl Pe(epeHCHbIC 3HAYCHHS KOHIECHTPALMH
rio6otprao3wichunrosnna — 2,02 Hr/MIL

B pesynbTare NpPOBEJEHHOTO CENEKTHBHOrO CKpuHuHra 10 300 pamueHTOB C
I0J03peHneM Ha KIaccHueckyio gopmy Gonesnn ®abpu BeiasneHo 28 yenosek 10 (35,7%) u3
KOTOPBIX OKA3aJiCh €J{MHCTBEHHBIMH 3a00JIEBIIMMH B POJOCIOBHOM. JlO/II CEMEHHBIX CITy4aes
Gonesnn Pabph B HACTOSIIEM HCCIEOBaHHM cocTaBmia 64,3% (52 denoseka). beim
pe/ICTaBIEHbl MOJIEKYI/ISPHBIE XapaKTepHCTHKH TaTOTeHHbIX BapuaHToB resa GLA w
KOJIN4eCTBO OOJILHBIX B KaXI0M U3 18 ponocinoBHeIX. B 1uccepTaliiOHHOM MCCIIeIOBAHUU aBTOP
10APOGHO OMUCANl KIHHHYECKHE NPOSBIICHHA GOJNE3HH Y JIMIL MYXKCKOTO (¢ Ae0I0TOM B TepBOM
JECATHIETHH JKH3HHM) M JKEHCKOrO [Oja, a TaKkkKe KIMHHYECKHE IpOsBJeHHs OONe3HH y
MAIMEHTOB, YbH MYTALMM paHee HE YCTAHOBIEHBI M He oTpaxeHsl B 6ase HGMD. bruro
[I0Ka3aHO, YTO GHOMAapKep I1000TPHA03HICHHHIO3HH MOKET OBITh HMCIIONB30BAaH B KaueCTBE
KpHTepHst KOHTpOJI 3(QEKTHBHOCTH MNpoBeeHHs (EPMEHTO3aMECTUTEILHON Tepamid y
nanueHToB ¢ 6one3Hpro Padbpu.

B pesynbTaTe aHaM3a B3aUMOCBsA3ed CHEIM@UYHOCTH TICHOTHNIA C  TKECTBIO
KJIMHUYECKHX NPOSIBJIEHHIA, pasnuaui MEXIY YPOBHEM fbuomapkepa
TI060TPHA03WICHUHTO3MHA, THIOM IIaTOTeHHBIX BapuanToB rema GLA u Hamuuuem y
MAIMEHTOB XPOHHYECKOH MOYEUHOH HENOCTATOYHOCTH, & TAKKE €¢ COYCTAHHE C MHCYJIBTOM
HE BBISBJICHO.

B pabore GrecTsmie ONHMCAaH CeMEHHBIH CTydail ¢ NPEOCTABICHHEM POJOCIOBHOH H
noJpoGHEIM ONMCAaHKEM IIOMHMO Tpobanja eie 6 POICTBEHHHKOB, UMEIONIMX KIMHHYCCKHC

nposiBienns 6onesnu. ClieyeT moA4epKHyTh, YTO B 3aK/I0YeHIH necneaoanus H.H. MazanoBa



YCOBEPUIEHCTBOBANA AJITOPHTM KOMILIEKCHOH 1a00paTOpHOH IHArHOCTHKH KJIACCHYECKOH H
ATUNAIHON (hopMEL Oone3nn ®abpu c HCIOJIb30BAHHEM TEXHOJIOTHH
BBICOKOITPOM3BOAUTEIBHOTO CEKBEHUPOBAHHA.

I'N1aBa XOpOIIO HJUIOCTpHpOBaHa rpaduxamu u Tabnuiamu. CTaTHCTHIECKas obpaboTka
pe3ynbTaToOB MPOBEAEHAa HAa BBHICOKOM COBPEMEHHOM YPOBHE, NOATBEPHKAAs NOCTOBEPHOCTH
C/IeNTaHHBIX BBIBOJOB.

B KOHIE JMCCEpPTAIMOHHON PaboTHI MpejcTaBleHO 3aKkmodenue. ODO3Ha4eHHAs LENb
paboTel cOPMyIHpOBaHa YETKO, M3 KOTOPOH JIOTHYHO BBITEKAET KPYT IOCTaBICHHBIX 3alad.
[IpeACTaBIEHHBIE BHIBOABI OTPAXKAIOT OOIIYI0 KOHUENUMIO PabOThI, COOTBETCTBYIOT CYTH
IPOBENEHHBIX WCCIEJOBAHMH H HE DPAacXOMATCA C COJACPKAHHEM [JAB [HCCEPTALHH.

l'[palc'mqecxne PECKOMEHOANH YKa3aHbl aapeCcHO IJIA Bpaqeﬁ T€HETHKOB H KIMHHUITUCTOB.

JloCTOBEPHOCTH H HOBH3HA Pe3y/ILTATOB AHCCEPTALHH

BeicOKast CTeNeHb JOCTOBEPHOCTH pE3YJIbTATOB IHCCEPTAlMU  MOATBEPHKIACTCH
3HAYMTENBHEIM UHCJIOM TPOBENEHHBIX WCCIEJOBaHMI HAa PENpPE3CHTATHBHOH BBIOOPKE
POCCHICKHX TMAlMEHTOB ¢ moxo3peHueM Ha GoxesHp @aOpu, oONpeneieHHEM nu3aiiHa
MICCIIEIOBAHKsS, COOTBETCTBYIOIMIETO IIOCTABICHHONW LMW M CHOPMYIMPOBAHHBIM 3aJadaM.
Pe3ynbTaThl, IONy4eHHble B  paboTe, OCHOBAaHBI HAa MPHUMEHEHMM  COBPEMEHHBIX
BBICOKOTEXHOJIOTHYHBIX METOIOB MCCIIEIOBAHMS M JOKa3aHBl NMPOBEJECHHEM CTATHCTHYECKOH
06pabOTKH H MOJydeHHEM J0CTOBEPHBIX JaHHBIX. CHOPMYIMPOBAHHBIE BBIBO/BI MOAKPEILICHEI
MOTYYeHHEIMH H PACCYMTAHHBIMM OKCIEPUMEHTAIBHBIME JaHHBIMH, KOTODBIE HAIIIAIHO
Tpe/ICTaBJIeHs! B BU/E PHCYHKOB M TaOJIMIL.

B AHCCEpPTALIMOHHOM HMCC/IE/IOBAHHE BIEPBBIE OCYIIECTBICH KOMILIEKCHBIH MOIXOA K
auarHoctuke OonesHn @abpu ¢ HCHONB30BAHMEM HOBEHIIMX  BbICOKOTEXHOJOTMYHBIX
CKPHHHMHTOBBIX METOJOB HCClIenoBanusa. Ha OCHOBAHHH MOJIY4EHHBIX PE3yIbTAaTOB J0KA3aHO
HAYIHO OOOCHOBAaHO MCIONB30BaHME OHOMapkepa MEpBOTO . IOpsAka —IHATHOCTHKA
1060 TpHA03WICGUHIO3MHA KaK Y MYXKUHH, TaK H Y KEHIIMH C MOJ03PEHAEM Ha KIIACCHIECKYIO
dopmy  Gonesnu  Pabpu. Kpurepumem  KOHTpOIA 3¢bPeKTUBHOCTH  NPUMEHEHHA
dbepMeHTO3aMeCTUTEIPHOM TEpAINH MpenapaTaMy arajicuiasa ansda u arajcugasa bera MOXKeT
CIYXKHTh CHWKEHHE KOHIEHTDAIMM TIOOOTPHAO30JICOHUHIO3MHA y MALKMEHTOB C fone3HprO
®abpu. B paboTe CKOPPEKTHPOBAaH AITOPUTM JAMATHOCTHKH Gonesnn Pabpy ¢ KIacCHYECKOH
dopmoii. BiepBrie NIpeyioKeH aITOPHTM AHATHOCTHKA atunmuHOi Gopmsl Gone3nn Pabpu.

Cpenu BceX HICHTHQUIMPOBAHHBIX  Kay3albHBIX BapHaHTOB B ICHE GLA O6bun

BBISBIICHHI 12 HOBBIX MYTAllWii, HE MpEJACTaBICHHBIX paHee B 0ase JaHHBIX Human Genome



Mutation Database, ¢ onucaHueM KJIMHHYECKHX OCOOCHHOCTEH TedeHMs OONE3HH y 3THX
MalHEeHTOB.

Crenenb 0600CHOBAHHOCTH HAYYHBIX 110/105K€HHIl, BLIBOI0OB H PEKOMEHIAHI,

chopmMy THPOBAHHBIX B IHCCEPTAHOHHOI padoTe

[Tonoxenus, chopmynupoBanHble B auccepranun Hartamen HukonaeBHel Ma3zaHOBOI,
000CHOBaHBI IPEJICTABIEHHBIM /IM3aHHOM HCC/IEI0OBAHHA C HCIOJIb30BAaHHEM COBPEMEHHBIX
OMOXUMHYECKHX, MOJIEKYISAPHO-TEHETHYECKHX METO/IOB, & TaKK€ CTATHCTHYECKHX METOIOB
aHaIM3a MOJTY4YeHHBIX JaHHBIX. [T0/10)KeHHs, BHIHOCUMBIE Ha 3alUTY, BHIBOALI H IPAKTHYECKHE
pekoMeHJannuH, O0OCHOBAHBI M TOJHOCTBIO MOATBEPXKAAKOTCH TMOMYYEHHBIMH pe3yIbTaTaMu
UCCIIEIOBAHUS.

IleHHOCTH ISl HAYKH H NPAKTHKH Pe3yJIbTaTOB patoThl

B pesynbraTe mccienoBaHus IOJy4YeHbl HOBbIE AaHHbIe. PaspaboTaHHbIE aJrOpUTMBI
KOMILIEKCHOI 1abopaTOpHO# JHarHOCTHKH KJIaCCHYECKOH H aTHMHYHOH dopmbl Gone3nu ®abpu
TMOKa3aJi BEICOKYIO 3((EKTHUBHOCTb NMPHU MPOBEJACHHH CEJIEKTHMBHOIO CKpPHHUHIA MAllUEHTOB M3
IPYNNbl BBICOKOTO PHCKa, 4YTO MO3BOJIWIO ONTHMH3HPOBAaTh [JHATHOCTHKY IAIIHEHTOB C
nomo3penneM Ha Oone3Hp Pabpu. IlpoBeneHHOe HCclIe0BaHHE NPEACTABHIO BO3MOXHOCTH
HCIIOJIB30BAHUS TI000TpHAO3MWICHUHIO3MHA B KayecTBe MEPBUYHOr0 OMOMapkepa s paHHEH
JIMarHOCTHKH KJaccu4yeckoil opmbl 6one3nn ®abpu y npobannoB oboux nmonos. BeisBieHH u
ONMHCAHBl  THNbl Kay3aJbHBIX BapHaHTOB Y POCCHHCKMX NaIMEHTOB C KJIACCHYECKOH H
aTunuyHOH (popmoii Gone3Hwu, BKIIOYAs HOBBIE NATOTeHHbIE BapHaHThl reHa GLA, paHee He
OMHUCaHHBIE B MexAyHapoaHo# 6aze HGMD.

[TonydyeHHBle NaHHBIE MPHUMEHSAIOTCA B KJIHHMYECKOH IIPaKTHKE IIPH OKa3aHUH
MEIMIMHCKOMN MOMOILM NMalMeHTaM ¢ nofo3peHueM Ha 6onesns ®abpu. [IpeanoxkeHHble METOIbI
HCCIIeI0BaHUA BHEJPEHB! B 1TaOOpaTOPUH MOJIEKYJISIPHOM MeHETUKH U MEJMIIMHCKOH MeHOMMKH
llenTpa ¢yHIaMEHTAJbHBIX MCCIEJ0OBAHMI B NeJUaTpHH, a Takke B pabore KoHcynbraTMBHO-
nuarHoctudeckoro uentpa @I'AY «HMMUL] 3n0poBbs aereii» MuUHHCTEPCTBa 3ipaBOOXPaHEHHS
Poccuiickoit ®enepanmn. Pe3ynsraThl Hay4HOH pabOTHI MCMONB3YIOTCA B y4eOHOM Ipouecce
kadeapsr meauumHckoi revetuku ®I'BOY JIIIO PMAHIIO MunucTtepersa 3paBooXpaHEeHHs!

Poccuiickoii ®enepaiu.

IMoaTBepxIeHHs OMYOJHKOBAHHS OCHOBHBIX Pe3y/IbTATOB IHCCEPTALIHH B HAYYHOH

ne4daTH

OCHOBHEIE pe3yJabTaThl JHUCCEPTALIMH H3JIOXKEHBI B Haquoif: nedatu. [lo Teme
MarepvajaM JUccepTalHHd IIPEACTaBIIEHO 6 Hay4YHBIX pa60T, B TOM 4YHCle 2 CTaTbH

onyOJIMKOBaHbBl B PEelleH3MPYEeMBIX HayYHBIX XKypHalax, pekoMeHayembix BAK MunuctepcTBa



HAyKH M Bbicmiero obpazoeanust Poccuiickoit ®enepanuu, 3 CcTarkd HaneyaTaHel B
MHOCTPAHHBIX JKypHalax J[Uld COMCKaTeledl YYEHOH CTeleHM KaHAWJaTa WIH JOKTopa

MEIMIMHCKHAX HayK, BXoAsmumX B 6a3y naHHeIX Scopus 1 Web of Science.

CooTBercTBHE aBTope(]JepaTa OCHOBHBIM NOJIOZKEHHAM JHCCEPTALIHH

ABTopedepaT COOTBETCTBYET COJEPXKAHMIO JUCCEPTALMHM, MONHOCTBIO OTOOpaXaeT eé
OCHOBHBIE TONIOXKeHHA. Jlucceprauust M aBropedepaT HaNMCaHa XOPOUIMM JIMTEPATYPHBIM

SA3BIKOM.
3ameuyanns no pabore

[TpuHUMNHANEHBIX 3aMEYaHWil Mo JuccepTauuoHHO#M pabote Her. XOTs B HaydHOM
pabore BcTpedaroTCs JOCalHble IpaMMaTHYeCKHe OMMOKM M omnedaTku. JluccepranuoHHOE
HCCIEIOBAHHE COOTBETCTBYET KPHTEPHAM, YCTAHOBJICHHbIM IloNOXKEHHEM O MPHCYKICHHH

YYEHBIX CTEIICHEIH.

B Xoz1€ ONMOHUPOBAHUS JUCCEPTALUH BOZHHKIIM CJIEYIOMIHE BOIPOCHI.

1. YV psna NanueHToB ¢ THUIEpTPOGHYECKOif KapIHOMHOMATHEH C HOPMaJlbHBIMH
YpOBHSIMH OHOMapkepa r1000TpHa03WICHHHIO3MHA U HOPMAILHOH aKTHBHOCTBIO (epMeHTa
o-rajakTosuaassl A B xozae Bamiero uccienoBaHus ObUIM BBISBJIEHBI Pa3iM4Hble H3MEHEHHUS
pedepeHcHOM mocnenoBaTeNbHOCTH reHa GLA. MoxkeT mM y HHX MaHH(ECTHPOBaTh
3aboneBanue B Oyaymem?

2 YeM OOBSACHHTH, YTO INpPH [PUMEHEHHH (EPMEHTO3aMECTHTENBHOM Tepanuu
YPOBEHb TJI0O0TPHAO3HICGUHIO3MHA Y NALMEHTOB ¢ Kiaccuueckod dopmoii Gonesnn Pabpu

0CTaeTCsl BBIIE HOPMBI?

Jakouenue

Juccepranponnoe pabora H.H. Masanosoit «OnTumusanus ajiropurMa MOJEKyJISpHOi
muargoctukr OGonesnn ®abpu B Poccuiickoit Penepanum», NpencTaBieHHas Ha COMCKaHHME
YY4eHO! CTEeNeHH KaHAuJaTa MeJHIMHCKHMX HayK, BBIIOJHEHHAs MOJ PYKOBOJACTBOM HAay4HOIO
PYKOBOJIMTEJIS IOKTOpa MEIHIMHCKHX HayK, npogeccopa Anust FOpbreBrya AcaHOBa H HAYYHOTO
KOHCYJIbTaHTa JoKTOpa Ononorudeckux Hayk Kupuiana Bukroposnua CaBOCTbSHOBA, SBJISETCH
3aKOHYEHHOW Hay4HO-KBATM(HUIMPOBAHHOH paboTOd, COBOKYNHOCTh MOJIOXKEHHH KOTOPOi

COOCPKHUT PpELICHHE OJHOH H3 AKTYaJIbHBIX npoﬁneM IF'€HETHKH — YCOBEPIICHCTBOBAaHHE




-

9(PEeKTUBHOCTH NpOBEAEHUS (EPMEHTO3aMECTUTENLHON TepAlMK y NALMEHTOB ¢ GONE3HBIO
®abpu, HMEIOIIEH BaXKHOE 3HAYEHHE UL HAYKH M IIPAKTHKH. I10 aKTyalIbHOCTH TeMsl, HOBU3HE,
IIPaKTHYECKOH 3HAYMMOCTH, JIOCTOBEPHOCTH MOJYYEHHBIX PE3yJHTATOB M IOJHOTE M3JIOMKEHHS
MaTepHanoB B paboTe M HAyYHBIX MyONMKAIMAX J[MCCEPTALMOHHAS paboTa MOTHOCTHIO
COOTBETCTBYET TPEOOBAHUAM, NIPEABABIAEMBIM K JUCCEPTALIMSIM HA COUCKAHHE YYEHOMH CTeneHH
KaHJH1aTa MEIUIIMHCKUX HayK, cornacHo n.2.2 pasaena Il [TonoxeHus o MPUCYXK/JIEHUH YUeHBIX
CTemeHel B  (hefepaTbHOM IOCYNAPCTBEHHOM O0Opa3oBATENHHOM YUPEXK/ICHHH BBICIIETO
oOpasoBanus «PoccuiCKMH yHHBEPCHTET IpykObl HApOJOB HMEHH ITatpuca JIymyMmOEI»,
yTBepIeHHOro YuensM coetoM PYJIH mportokon Ne VC-1 ot 22.01.2024r., a eé aBTop,
Maszanosa Hatanbs HukosnaeHa, 3aciy)KHBaeT IpPHCYXIGHHS Y4eHOH CTENeHH KaHIHIATa

MEMIMHCKHX HayK IO cnenuansHocTH 1.5.7. I'eneTuka (MeIUIMHCKHE HAYKH).

OdunuanbHEIi ONMIOHEHT:

JIOKTOp MEHITMHCKHX HAYK, podeccop Kadeapsl
TOCIHTAIBHOM neauatpuu DenepansbHOro
roCyJapCTBEHHOr 0 Or0KETHOrO 06pa30BaTeIBHOIO
yupexieHus Boiciuero obpazopanua «Kazanckuit

rOCYIapCTBEHHBIM MEIULIMHCKHH YHHBEPCHTET) /

Musnnctepcrsa 3npasooxpanenus Poccniickoii ®enepamuu C\ W vze C.A1. Boaruna
20.01.2025 e

Yupexnenue: PenepalsHOe TIoCYIapCTBEHH HOe 00pa3oBaTeNIbHOE YUPEKICHHE

BeIcmIero  obOpasoBanms  «Kasanckmii fed
MunncreperBa 31paBooxpanenus PoccliEios
Mun3znpasa Poccun) L[
Anpec: 420012, Pecrry6iuka Tatapcras) $sKd
Ten. +7(843) 236-69-02, e-ampec: sciefjcaist

ITonnuce Boarunoit Ceeriansl SIKOBIeBHMN
VYyenslii cekpetaps Yuenoro Cosera
®I'bOY BO «Ka3zanckuit TMY» =
Munsapasa Poccun, npodeccop Mycradun Unsimar l'anneBny —




