OT3bIB
OduumanbHOro ONNOHEHTA

3aMecTUTENs IMPEKTOpa 10 HAYYHO-KIMHHYECKOH pabore, 3aBeaylomen
naboparopuet  IEHETHYECKOHW  SMUAEMHOIOIHMH,  3aBEAyHONEH kadeapon
OpraHuzaiuy  37[paBOOXPAHEHUs, OOINECTBEHHOrO 30POBbI M  MEIOHMKO-
regeTnyeckoro Mouuropunra @I'bHY «Meauko-reHeTHYecknii Hay4qHbId LEHTP
umenn akagemuka H.II. BoukoBa», IOKTOpa MEIUIIMHCKUX Hayk, npogeccopa,
wileH-koppecriogaeHTa PAH, 3aciayxenHoro pedrens Haykh POCCHICKOH
Ddenepanyu 3uHueHko Pensl AGynb(ha3oBHEI HA JUCCEPTALMOHHOE MCCICIOBAHKE
Tiopuna Antona Bukroposuua Ha Temy: «KIMHUKO-TEHETHUECKOE MCCIEI0BAHUE
MOHOTEHHBIX M MHOIO(aKTOPHBIX 3a001€BaHUN COENMHUTENIBLHON TKaHU»,
NIPEICTABICHHON HA COMCKAHME YUEHOH CTENEHM JOKTOpAa MEAULUMHCKUX HAYK II0

cunenuanpHOCTAM 3.1.18. BuyTtpennue 6onesnu, 1.5.7. I'eneruxka.
AKTYyaJIbHOCTH TEMBI MCCJIEI0BAHNS

3aboneBanys COCOAUHUTCABHON TKAHU MIPEACTABILIIOT COO0H OOIUPHYIO TPYIIITY
IIATOJIOT MM, KOTOPast XapaKTEPU3YETC BHIPAXKEHHOH KIMHUYECKOM BaprabesIbHO CThIO
3a CYET FeTEPOTCHHOCTH COCIMHUTEIILHON TKaH! U € IMIMPOKOI0 paclpoCTPaHEHUs B
opranusMe uesoBeka. Bpigensor guddepeHInpoBaHHYI0  (HACIEACTBEHHYIO,
MOHOTeHHYIO, onuroreHnyio) JICT, Kk koTopoll OTHOCATCS B IIEPBYIO O4Yepeab
Hecosepmennsii ocreorenes (HO, Q78.0) u cunapom Onepca-/lanno (CII, Q79.6).
Orn  3aboneBaHus IIOSBIASAIOTCSA IPU BO3HUKHOBEHMHM MYyTAallMM B CTPYKType
ONpPEACAEHHOTO0 TeHa M IIEPEJalTCs IO HACIEACTBY B COOTBETCTBHM C THIIOM
nacienosanus. Cieayer OTMEeTHTh, uTo B npensiaynmux sepcusaXx MKDB onm Taxke
HAXOJUIINCH B Pa3feie KOCTHO-MBINIEUHBIX 3aboneBanui. Heanbdepernuupopannas
mucrtasus  coegunurenspoin  tkamm  (HJCT, M35.8) — »5T0 renermyecku
IETEPMUHUPOBAHHBIE COCTOSIHHSL, XapakTepusylomuecs Ae(exraMmu BOJIOKHMCTBIX
CTPYKTYp ¥ OCHOBHOTO BEUIECTBA COCIUHUTEIBHOM TKaHHM, NPUBOAAIINE K
Hapymennio (GopmMooOpa3oBaHMsS OPraHOB M CHCTCM, HMEIONIME ITPOTPEANCHTHOE

TeueHue, ONPEASIAIONINE O0COOSHHOCTH aCCOIMMPOBAHHOM TATONOTHH. JlaHHbIH
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IIOATHII ~ ABISICTCS  MHOroakTOpHOH IaToNOrMeHd — HMMEET TIeHETHYECKYIO
IIPEPACIION0KEHHOCTD, HO 3aBUCHT TakXke OT (akTOpoB cpempl. 3a CUCT M3MCHCHUH
CTPYKTYpHI BOJOKOH M Mexkiertoynoro pemecrtsa HJICT oxasbiBaeT BIMSAHME Ha
pa3sBUTHE pAfla COMATHYECKUX 3a00eBaHuMi, B IEPBYIO ouepens - ocreonoposa (OII,
MS80-M81) u ocreoaprpura (OA, M15-M19). Haspanupie MaTONOTHH SIBISIOTCS
Haubosee YacThIMU 3a00JI€BAaHUAMM OIOPHO-ABUTaTEIBHOTO AMIapara, 1o JaHHAIM
BO3, npumepno 1,71 mwuinapaa 4enoBeK B MHUpE CTPamarT oT Ooie3Hel KOCTHO-
MBIIIEYHON CHUCTEMBI, TAKXKE OHM SABJLIIOTCSA BEAYIIMM (PAKTOPOM HHBAIMIU3ALMH.
XOoTA pacupOCTPAHEHHOCTh HAPYWIEHHH M 00Ne3HEH KOCTHO-MBIIIECYHOW CHCTEMEI
YBEIMYMBAETCS C BO3PACTOM, MMM CTPaJaloT Bce 00ee MOJNOABIE JIIOAH, 9TO JENaeT

HU3YUCHHC IlﬂHHOfI I'PYIIIIbL 3a001cBaHuH AKTYaJBHBIM 1 COIMAJIEHO 3HAYUMBIM.

Ha paHHBII MOMEHT WCCIEOBAHUS MOJNEKYISIPHO-TEHETHUECKHX MapKepOR
HACJEACTBEHHBIX M MHOTO(MAKTOPHBIX 3a00JEBaHUN COETUHUTENBHOM TKaHU B
Poccun  HOCAT  (parMeHTapHBIM  XapakTep, 4YTO 00yCIaBIMBAET BBICOKYIO

aKTyaJbHOCTH IPOBEACHHOTO UCCIICIOBAHUA.
JlocTOBEpHOCTH H HOBH3HA Pe3yIbTaTOB

JlOCTOBEPHOCTE PE3YNHTATOB JUCCEPTALIMOHHOIO UCCIIEOBAHUS, BHIIIOJTHEHHOTO
TropunsiM A.B., onipejieiigercs IpaBUILHEIM, TPAMOTHO CIUIAHMPOBAHHBIM JIM3aHHOM
UCCJIENIOBAHMS, LOCTPOEHHBIM C HCIOJIL30BAHUEM COBPEMEHHBIX JabOPAaTOPHO-
WHCTPYMEHTAJIBHBIX METOJIOB IMarHOCTHUKH, B TOM YHCJIE BEICOKONIPOM3BOAUTEIILHOIO
MacCOBOTO IApaUIeNBHOTO CEKBEHUPOBAaHUA HOBOIO IIOKOJIEHHS M aJCKBATHBIM
BBIOOpOM ~ MeToHoB  OnmomH(opmMarnyecko M cTaTUCTHUECKoH  00paboTku

IIOJIYYCHHBIX JaHHBIX.

Hay4unast HOBM3HA JUCCEPTAI[HOHHOTO HCCICIOBAHMA 3aKJIOYAETCA B TOM, YTO
aBTOPOM BIIEPBBIC HA OOJBIION KOrOPTE POCCHHUCKUX IALMEHTOB C HECOBEPEIIHHBIM
OCTEOreHE30M M CHHApOMOM OJnepca-/[aHno npoBefeH MOMCK MOJIEKYISPHBIX
MapKepOB JaHHBIX 3a00JIeBaHUMH, MCCIEN0BAHbI TEHO-(DEHOTHIIMYECKUE KOPPEIAIMH,
BBISIBJICH PsJI YHUKAIBHBIX BAPUAHTOB, B TOM UHCIIE T€, KOTOPHIE BBISBIEHBI TOIBLKO Y

[IALMEHTOB TATapCcKol M OamKuMpCKOM DTHUYCCKOM rpynubl. Beuio BeisiBieHo 16
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NATOreHHLIX u3Menenuil B reue COLIAI, 11 narorennsix MmyTanuii B reve COLIA2,
o oxgHoi myranuu B reHax P3HI1 u IFITMS5. CTpyKTypHBIC H3MCHEHMs B I€HaX,
XapakTepHbIX U JApYyrux 3aboneBamuif, Osum BesBneHel y 13,46% (7/52)
IaIMEHTOB, a OTcyrcTBHEe u3Menennd — y 25% (13/52) namuentor ¢
HeCOBEpIIEHHBIM ocTeoreHe3oM. OOHapykeHo 11 panee HEONMCAHHBIX TATOTCHHBIX
u3meHenuii: 3 B rene COLIAL, 78 COLIA2 n 1 myranus B rede P3H]. Y naiuesToB
C CHHAPOMOM Olepca-/laHno BBIBICHO IISTh M3MEHEHHUH  HYKJICOTH/IHOM

nocneaoBarebHocT B reHe COLSAI n tpu — B rene COLSA2.

By onucaHel KIMHUYECKUE HAOMIONEHMS M TEHETHYECKOe MOATBEPIKICHHUE
[AIUEHTOB C PEAKMMH IIOATHIIAMH HECOBEPIICHHOTO OCTEOreHe3a — V THIIOM,
XapaKTEPU3YIONIUMCI Hanu4yueM KOCTHOM wmo3omu (ren [FITMS5) wm  ciuydai
HACJIEJICTBEHHOW XPYIKOCTH KOCTEH ¢ KOJMBICBUIHBIMH ITOPAXKCHUIMHU KOCTEH ueperna
(ren SGMS?2), xoTOphIC HA CETONHSIIHANA MOMEHT ONHCAHBl y 15 manueHToB M3 &

CEMEH BO BCEM MHpE.

Crenens 000CHOBAHHOCTH HAYYHBIX MOJIOKEHUIA, BLIBOJOB, PEKOMEHIAMIA,

c(popMyIHPOBAHHBIX B IHUCCEPTALMHU

OOGOCHOBAHHOCTH PE3YJILTATOB PAdOTHI JOCTUIHYTA Oarofaps JO0CTATOYHOH 110
00beMy  BBIOOpKE  BIJTIOUEHHBIX  IAIMEHTOB, a4  TaKXe  COOTBETCTBHUEM
METOJI0JIOTUYECKOM YacTH MCCIEAOBAHUA IIOCTABICHHBIM €M M 3ajadaM, B
MarepHalax M MeTojax  M3JIo)KeHa  Besid  HeoOxoaumass — MH(pOpMAaIuA.
ChopMynupoBaHHBIE IT0JIOKEHMSI, BBIBOABI M PEKOMEHIALMU apryMEHTUPOBAHbLI U
JOTHYHEI, BRITCKAIOT M3 CHCTEMHOrO aHajM3a IIOJYYCHHBIX JAHHBIX M OTBEYAIOT HA

IIOCTABJICHHBIE 3aa4H.
Hay4Ho-npakTnyecKkoe 3HAYEHHE NOJYYEeHHBIX Pe3y1bTaToB

Hayunoe nccnenoranue Tropuna A.B. MOCBSIIEHO pELIEHUIO BAXKHOU HAYYHOM
NpoOIIEMbI — KOMIUIEKCHOMY M3Y4YEHHUIO CTPYKTYPHBIX 3a00I€BaHUN COCAMHUTEIBHON
Tkanu. IlodydeHHBIC pe3yinbTaThl BHOCAT HEOUEHHUMBIM BKJIAQJ B IIOHAMaHHE

IIaTOTCHE3a, B TOM YHCIIC MOJNCKYIAPHO-TCHETHYECKOTO, YTO ABJISIETCS OCHOBOHM 1151



p33pa60TKH IICPCIICKTUBHLIX METOAMK l‘IpO(l)I/IJIaKTHKH, JUArHOCTUKHM H JICYCHHA

JIAHHOH TpyIIIbI 3a00I€BaHMA.

Ha OCHOBaHMM aHalIM3a KJIMHHAYECKOM BapmaOENbHOCTH HECOBEPLIIEHHOTO
ocTeoreHe3a M cHHapoma Dnepca-lamio aBTopoM ObIIM pa3paboTaHbl ajIrOPUTMEI
MUArHOCTUKKA OTUX 3a0oneBanuid. Jlanueie ajJropuTMbl SBIAIOTCS IIPOCTHIM U
JOCTYIIHBEIM MHCTPYMEHTOM JUIS MCIIOJIB30BAHUS B NMPAKTHUIECKOM 3/IPAaBOOXPAHEHHH
BpayaM# IEPBOI'O KOHTAKTA, M TAKKE MPEACTABISIOT OCHOBY JUIS cO3MaHus Oonee
IIMPOKHX AJITOPUTMOB JUArHOCTUKM HACHEICTBCHHBIX 3a00JICBAHHI, B TOM YHCIIC C
IIPUMEHEHMEM  METOAOB  MAallMHHOrO  o0ydeHus. BuHexpenme wux — Moxer
ONTUMU3UPOBATE MHOOpPMAIMIO 0 (EHOTUIIE NALUEHTOB M JY4INE ONPEACIUTH
1eeBoe 3aboneBaHMe, a TaKkKe NPUHATL peleHne o0 oObeMe TIeHEeTHYECKOTO
uccaenopanuss. Ha  ocHoBamMM — aHanM3a  MOJEKYJSIPHOM — apXHUTEKTYPhI
HECOBEPIICHHOTO OCTE€OTeHe3a H CHHJApoMma Ojepca-JaHno y manmeHToB U3
PecnyOnuxm Bamxoprocrad OBLIM CO3MaHBI ITAHENH JIJIS CEKBEHHUPOBAHHS HOBOTO
IIOKOJICHUA,  KOTOPBIE  HPOACMOHCTPHPOBANM  BBICOKYIO  JIMArHOCTHYECKYIO
CIIOCOOHOCTH HapsIAy C YMEPEHHBIMHU MarTepuajbHBEIMU M BPEMEHHBIMH 3aTpaTaMi,
yTO JAenaer Mx onruMansHeiMu g8 JAHK-nuarHocTMKM  HECOBEPILEHHOIO
ocTeoreHesa u cuHapoMa Jnepca-/lanno He Tonbko B Pecnybnuke bamkoprocras, HO

W JI71s TALIMEHTOB U3 APYTUX PErMOHOB.
O0mast xapakTepucTHKA PadoThI

Juccepranus ogopmiieHa TpPaIuIMOHHO, IIpeAcTaBieHa Ha 377 crpaHunax
MaIIMHOIIMCHOTO TEKCTa, comepkuT 63 Tabmumpl u 42 pucynka. PabGora mHanucana
XOPOIIMM JIATEPATYPHBIM SI3bIKOM M COCTOMT M3 BBEACHUS, TPEX IMAB, 3aKIIIOYEHMS,
BBIBOJIOB, IPAKTUYECKUX PEKOMECHIALMH, TNPWIOKEHUH M CHUCKA JIMUTEPATyphl,
KOTOPBII BKIIOYAaeT B cedst 657 MCTOUHMKOB, U3 HUX 76 — oTeyecTBEHHBIX U 581 —

3apyOe;KHBIX aBTOPOB.

Beenenne mnpencraBiser  co00Ml  MBIOXKEHME — AKTYaJIbHOCTH,  CTENCHH
paspaboTaHHOCTH TeMbl. B 5TOM paszene aBrop onpenender Lenb U 3aJayuH

UCCJICJI0BAHUS, IIPEACTARISIECT HAYUYHYI0 HOBHU3HY, TEOPETHYECKYIO M IIPAKTHYECKYIO
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3HAYUMOCTH pabOTBI, a TakKe OTPAKAET JHMYHBIA BKIAJ, BBICOKYHO CTENEHb

JIOCTOBEPHOCTH M YPOBEHb BHEPEHMS PE3YIBTATOB B IPAKTHKY.

O030p AMTEPATYpPH IMOJTHOCTBIO PACKPBIBACT AKTYaJlIbHOCTh MCCJIEN0BAHNA,
IPaMOTHO pa3/ieiieH Ha IOINABbL H OTPAXKAET CHEKTP HEPEILEHHBIX IIPOOIEM 110 TeMe

JUccepTau.

Bo BTOpo# miaBe IpejacTaBiIeH JU3aiH MCCIENOBAHMS, ONPEAENEHbl KPUTEPHH
BKJIIOYCHUSI M HEBKIIIOUCHMS TIAIIMEHTOB, NAHBI XapaKTEPUCTUKH MCCIICHOBAHHBIX
rpynn.  ABrop — mogpoOHO — ONMCBIBAET — NPUMEHEHHBIE  JabopaTopHo-
UHCTPYMEHTAJIBHBIC METOJIBI JIMATHOCTUKHU, B TOM YHCJIE C THIATETBHBIM OIMMCAHUEM
U3y4aeMBbIX METOJUK, HEOOXOMMMBIX U PELICHHs TOCTaBICHHBIX 3a/1a4. B moiaHoM
o0BeMe TIpeICTaBICHbI METOIbI CTATUCTUYECKON 1 OMOMH(pOpMaTHICCKOH 00paboTKM

TTOTYYCHHBIX JaHHbIX.

Tperbsa rmapa conepxuT 7 MOAINIaB, TAe IPUBOAATCS PE3YIBTATHl HCCIEIOBAHUS
pacnpoOCTPaHEHHOCTH, KIMHUYECKUX XapaKTePUCTHK M MOJEKY/ISIPHO-T€HETHYE CKUX
MapKepoB OCTE0ApTPUTA, OCTEOIOPO3a, HECOBEPIIEHHOTO OCTEOTeHe3a M CHHAPOMA
Onepca-Jlanno. OtaenbHble  MoApasfensl  MOCBSIIEHBI  pa3paboTKe  KIHHUKO-
IEHETHYECKUX MPOTHOCTUYECKUX Mojenelf MHOTO(paKkTOPHBIX 3aD0NEBaHKH, a TaKkxkKe
KJIMHUYCCKHUX ¥ JIA0OpATOPHBEIX aJTOPHTMOB JHATHOCTHKH HACIIECICTBEHHBIX (opMm
IIaTOJIOTMM, YTO IPENCTAaBIEHO B OTEUYECTBEHHOM IuTeparype BliepBble. Kaxabrii
paszfen pe3yabTaToB CONPOBOXKAACTCA OOCYKIECHUEM, IIE IIPOBEACH CPaBHUTEIBHBIN
aHaJlM3 II0JY4YCHHBIX aBTOPOM [JAHHBIX M PE3YJIbTaTOB MCCIEHOBAHUH JPYyTUX
aBTOpoB. JluccepraHT JaeT apryMEHTHMPOBAaHHOE OOBSCHEHHE COOCTBEHHBIX

PE3YNLTATOB B KOHTCKCTC COBPCMCHHBIX OTCYCCTBCHHBIX H 3apY6e}KHI:IX JaHHBIX.

3aKI0YeHNeM JHUCCEPTAlUd  SBISETCS (OPMYIMPOBKA OCHOBHBIX BBLIBOZOB

paboTHI M MPEACTABICHUE IIPAKTUYECKUX PEKOMEH AL,
CoorBeTcTBHE aBTOpPEdepaTa OCHOBHBIM MOJ0KEHUAM AUCCEPTALUM

Bce ocHOBHBIC 3ajda4yy MCCJaCIOBaHMsl, ITOJIOKCHHMS, BBIBOABI M IIPAKTHYCCKHC
PCKOMCH Il B ITOJIHOM MCPC H3JIIOKCHBI B aBTOPC(praTC H MOJHOCTBIO OTPaXKaroT

CoZIepIKaHNE JUCCEePTALIMOHHON paboTHL.



3ameyanus no padore

TTpMHIMITHATBHBIX 3aMEYaHHH 10 AUCCEPTAllMU HET. B paMKaX JUCKYCCHU

HeoOX0AMMO IOTYYUTh OTBET Ha PsiJl BOIIPOCOB:

1. Berpeuarorcs 11 MyTalluy B OJ[HUX ¥ TeX ke reHax y naiuentos ¢ HO u CO/I?
CymecTByIoT Jid 00IIHE MOJEKYISIPHO-TEHETUIECKUE 3BCHbS 1IATOTEHE3a STHX

3a0o0JieBanmii?

2. EcTh 11 0COOEHHOCTH TCpalun y Nall€HTOB ¢ HECOBCPIICHHBIM OCTCOTCHE30M B

3aBUCHUMOCTH OT BBIABIECHHBIX MyTallHu?
3axiouenne

Huccepranponnoe uccnepopanue Topuna Anrona Bukroposnua «KnuHuko-
ICHETHYECKOEC MCCIIEJOBAHUE MOHOI'CHHBIX M MHOTOMAKTOPHEIX 3aboneBanuii
COCIAMHUTENBHONM  TKaHW»  IIPEACTaBIAET  CcOOOM  3aKOHYCHHBIA  HayyHO-
KBaJIM(PMKAIIMOHHBINA TPYA M COAEPIKUT HOBOE PELICHHE aKTyalbHOM HAYyUHOM 3a1aun
— KOMIUICKCHOTO MCCICAOBAHUE KIMHUKO-3IHIEMHOJIOTHYECKHX M MOJICKYJIIPHO-
TEHETHYCCKMX AaCIEKTOB HECOBEPLIEHHOTO OCTEOreHe3a, cupapoma Inepca-/lanio,
OCTEOapTPHTa ¥ 0CTEONOPO3a s ONTUMU3AINY UX JIMATHOCTUKY M JiedeHus. Pabora
MIOJIHOCTBIO COOTBETCTBYET TPEOOBAHUAM, NPEABABIAEMBIM K JIUCCEPTALUAM Ha
COHMCKaHME YYCHOM CTEIIEHH JOKTOpa MEAMLMHCKHUX HayK, corniacHo 1. 2.2 pazuena 11
ITonoxenns o0 IPUCYNKACHUN YUEHBIX CTEIleHeH B (elepabHOM TOCyAapCTBEHHOM
ABTOHOMHOM 00pa30BaTEIFHOM YYPEKICHHM BbICIIEro oOpazoBanms «Poccuiickuil
YHUBEPCUTET OPYyKOBI HAPOJOBY», YTBEPKICHHOTO yueHEIM coBeToM PY/IH mportoxon
Ne VC-1 or 22.01.2024 r,, a ee aBrop, Tiopun AHTOH BMKTOpPOBHY, 3aCiIy>KHUBacT
NPUCYKIEHUSA YYEHOM CTEIECHM JIOKTOpa MEIMLMHCKMX HayK IO CIEHHATBHOCTSM

3.1.18. Bayrpennue donesum u 1.5.7. I'enernka.
OdunuajbHbIH ONNOHCHT:

3aMecTUTENb  JUPEKTOpa II0  HAy4yHO-KJIMHMYECKOH  paboTe, 3aBepyromast
naboparopueil  TEHETHYECKOHW  SNUJEMHONIOTHH,  3aBeAymlomas  Kadeapoit

Opranmzanmum =~ 3paBOOXpaHEHHs, OOIIECTBEHHOTO  3J0POBBI M MEAUKO-
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