OT3bIB
Ha asropedepar auccepraumn CapocrbsinoBa Kupuniana Bukroposuua
«ONTHMH3AUUA  MOJIEKYIHPHOH IHATHOCTHKH PEIKHX HACICICTBCHHbIX
DogesHeli v poccHiiCKHX NalUHeHTOB», NPeICTAB/IAEHHOH K 3alUMTe Ha
COHCKaHHEe Y4YeHOH CcTelmeHH JloKTopa OHOJIOrHYECKHX  HayK Mo
cneunaibaocTh 03.02.07 - lenernka.

AKTyallbHOCTE Hay4HoW paboTthl 00YyC/OBIEHA TeM, YTO Kbl COTbIH
poknaroiuiics pedeHok o0najgaer MaToreHHbLIMH BApPHAHTAMH HYKJICOTHIHOMN
MocneN0BaTe/IbHOCTH MeHOMA, KOTOPbIE MOTYT MPHBOJAHTh K Pa3sBUTHIO THKEIbIX
MHBATHAM3UPYIOLIUX 3a0oneBaHHi, MaHH(eCTHPYIOIHX B JETCKOM BO3pacTte.
Kax npaBuno, uem panbile aedioTupyer 0OonesHb, TeM Tskenee (eHOTHI
naumerTa. [losroMy MonekynspHas JQHarHOCTHKAa HacleJCTBeHHBIX Oone3Hel
MpejacTaBiseT 0co0yH LUEHHOCTh UMEHHO B PaHHEM MEPHOE, J0 HACTYIICHHSA
HeoOpaTHMBIX H3MEHeHWIt B opraHax W TKaHsx nauuentoB. Ocobyio
AKTYaJbHOCTb CBOEBpPEMEHHas MOJIEKY/sApHas JHArHoCTHKA npuoldperaer aias
Hac/Ie[CTBEHHbIX 3a00/1eBaHHi, HMEIOUNX NATOreHETHYECKYHO TEParuio, a TakkKe
Ana OoNe3HeH, CTpaTerHio JIedeHuss KOTOPBIX MOKHO CKOPPEKTHPOBAT,
pacro3HaB MX OSTHO/IOTHYECKMe NpH4MHBl. MMeHHO pa3paboTke HOBLIX H
ONTHMH3AIMH CYUIECTBYIOUIHX METOAOB [HArHOCTHKH Takux Oojesneit y
POCCHICKHMX JIeTeli M NOCBAlleHA 3Ta Hay4yHas paboTa, MMEHHO Takyio Uefb M
CTaBMT nepeji co00i aBTOp JaHHOTO HAYYHOIO MCC/IeI0BaHHS.

Bribopku naunenTos, obcie0BaHHbIe B X0/€ JMCCEPTALMOHHONH paboThI,
BECbMa PpeNnpe3eHTATHBHBLI, OCODEHHO C YYETOM PeAKOCTH OIKHChIBAEMbIX
HO30710THH. TeXHONOrMM MarHOCTHKH, HCNOJB30OBAHHbIE NS PeleHHs
MOCTaBJIE€HHbIX 3ajad, MOJHOCTBIO COOTBETCTBYIOT COBpPEMEHHBIM
BBICOKOTEXHOJIOTHYHBIM MOAX0AaM. ABTOp MOA4epPKHBAeT, 4TO B OONBIIMHCTBE
Cly4aeB  HEBO3MOXKHO  paspabotatk W NPHMEHHTh  E€JHHCTBEHHBII,
YHHBEpCalbHbIH METOJl [HArHOCTHKH KO BCEM [AlMEHTaM, Ha [paKkTHKe
J0Ka3biBas, 4TO HaWMEHee TpyJo3arpaTHble M Haubosee MNPOU3BOAMTE/ILHbIE

TEXHOJOIHH, CNocoOHBIe AHAJIH3IHPOBATE MHOMKECTBO OHOJOrHYECKHX CIﬁpﬂELlﬂE B



eIMHUIY BpeMeHH, TaKHe KaK TaH/IeMHas Macc-CIeKTPOMETPHS, AONOJHAIOTCA,
fonee JOPOTOCTOSIIMMH M TPYLO3aTPaTHLIMH TEXHONOIUAMH, TAKHMH KaK
cexpeHupoBanue 1o Canrepy, pazpaboTaHHBIMH VIS NOATBEPAKACHHSA CJIMHUYHBIX
C/ly4aeB OTK/IOHEHHS OT pedepeHCHbIX 3HaueHHH. COBPEMEHHYH) MEIMIMHCKYIO
reHeTHKY HEBO3MOXKHO MpeAcTaBHTh 03 HCNOoJL30BaHHsA TEXHOJIOMHH MaCcCOBOro
napaiie]bHoro  CeKBeHMpOBaHHMs  JUls  MOMCKAa MATOreHHbIX — BapHaHTOB
HyKIeoTHaHOH  nocnenosarensHocTH  JIHK B HeCKOObKMX,  3a4acTyio
MPOTSKEHHBIX TeHaX, BHI3BIBAIOIIMX TreHeTHYeckue OonesHu, obdnajatouiue
CXOAHBbIMH KJIHHMYECKHMH TIPOSBJCHMAMU. ABTOpP € YCHEXOM HCHOJB3YET
HAKOIUIGHHBIE 3HAHMA OSTHONATOreHesa Takux Oone3zHell Kak HeQPOTHHECKHH
CHHIPOM, HECOBEpPLICHHbIH OCTeoreHes, ITHKOreHO3bl W KapAHOMHOIATHH,
paspabaTkiBag NMaHeIH TapreTHIX 00nacTeil reHoMa, BKIHOHAKOLINX KOMPYIOne
00JIaCTH TEHOB, AKCTPEecCHpYIOUWMX OenkH, 3aJeHCTBOBAHHBIE B Pa3/IHYHBIX
M3BECTHBIX K HACTOALIEMY BPEMEHH MEXAHH3IMAX HX Pa3BUTHA.
buonHpopmaTndeckuii aHajiW3 NaTOrNeHHOCTH BbISABICHHBIX BapHaHTOB
HyK/J1eoTHHOH nocnenoBatensHocTd JIHK, He aHHOTHpOBaHHBIX paHee B Oase
JIaHHBIX 110 MYTaILHAM, BBINOIHEH Hauboee ONTHMANbLHLIM CrIOCODOM, Ha OCHOBE
OTeHeCTBEHHBIX CTAHIAPTOB, 3aKperieHHbIX B PykoBoACTBE 10 HHTEPNpeTaluu
aanHelx  nocaeposarensHoctw  JIHK  uenoseka. B pesynbrate  Takoro
KOMILIEKCHOIO MOAX0ja K pa3paboTke alropuTMOB MOIEKYIAPHOH JAHArHOCTHKH
H aHanu3a MoJy4YeHHBIX JaHHBIX YyJajiochk nposectd oOcnenosanue 319354
NalMeHTOB, HTOrOM KOTOPOro CTajl0 ONHcaHHe KIMHWYECKHX, reorpaduueckux,
BO3PACTHBIX M IeHeTH4YeCKHX ocobeHHocTeidl Oonesneid @abpu, [ouwe,
mykomnonucaxapunosos, tun I wu II, Ttuposunemun, Tun [, uMcTHHO3a,
HECOBEPILIEHHOT0 OCTEOreHe3a, TJIMKOreHoBOH OoJe3HH, He(pPOTHHECKOTO
CHHAPOMA M pa3IM4HBIX THIOB KapAuoMuonatuii y 1142 poccHiCKHX NAalUEHTOB.
Brnepeeie B Poccuu ycTaHOBNEHB! J0AM Pa3IMYHBIX THIIOB [NIHKOT€HOBOM
Gose3Hu, MOHOTeHHBIX (opM HedpoTHYECKOro CHHAPOMA, HECOBEPLUIEHHOTO
OcTeoreHe3a U MOHOTeHHBIX (OpPM KapJIHOMHONATHH ¥ JeTeH, a TaKKe onpe/ieleH

CMeKTp MYyTauuil, uX Bbi3biBalolHid. Brnepsesie B Mupe onucansl 321 HOBBIH



HYKJICOTH/IHbIH BApHAHT reHOMa, He aHHOTUPOBAHHBIH B Da3e JaHHbIX HGMD no
NpOBEIeHHs HACTOSILETO HMCCIeN0BaHuUsA, 1 OOJBIIMHCTBA KOTOPbIX ONMHMCAHbI
BBI3biBaeMble UMK (eHOTHNHYECKHe npossiends OonesHed. Briepsbie nokasaHo
HaJMYMe XapaKTepHBIX 1718 poccuickux geted myrtaumd 11 renos, a TaKike
ornpe/ieieHbl HX OTHOCHTENbHbIe YacToThl. OCOBEHHO ClielyeT OTMETHTh acTleKT
MOMyIALUMOHHOI TeHeTHKH, MpeACTaBlIeHHbIH B jJaHHO# paboTe HECKOIbKMMH
MATOreHHBIMH  BapHaHTaAMM HYKJICOTHIHOH [0C/I€10BaTeIbHOCTH JHK. B
YACTHOCTH,  BBIABIEHBI  MYTalMH, XapakTepHbie  [UI8  ONpeAe/ieHHBIX
reorpad)uuecKuX pernoHOB HALleH CTPaHbl, & TAKKE /1A ONpPe/IeIeHHbIX 3THOCOB,
Hacenalnx Teppuropuio PO,

Koppensiuu reHoTHIA U (eHOTHIIA, ONHCAHHBIE Y POCCHHCKUX MAlHEHTOB
¢ M3YyYEHHBLIMH aBTOPOM 0O0JIe3HAMH, CMOCODOCTBYIOT NPOTHO3HPOBAHHIO TEHEHMS
TUX Gose3Hel ¥ KOPPEKLHH CYILECTBYIONIEH NaTOreHETHYECKOH TeparnHH.

[MpessioxkeHHbI aBTOPOM JHCCEPTALlMH KOMIUIEKCHBI JMArHOCTHHECKHI
MOAX0J, BHYLUIMTENbHBIH M0 MepKaMm peakux Oosie3Hedl o0beM aHAIHU3HPYeMON
BLIOOPKH ¥ MHOTO(AKTOPHbBIA aHaIW3 MOAYYEHHBIX AAHHBIX € MNPHMEHEHHCM
COBPEMEHHBIX CTATHCTHYECKMX METOJ0B 00eCreuuBaiOT MOJHOTY AOCTHKEHHS
Le/IH MCelieI0BaHHs, JOCTOBEPHOCTE, JOIHYHOCTE H 0DOCHOBAHHOCTH OCHOBHBIX
[MOJI0KEHHH, BEIBOJIOB paboThl H MPAKTHYECKHUX PEKOMEH1allHii.

B asropedepare anccepraunonHoii pabotel CasocTesHoBa K.B. n3ioxensbl
pe3yabTaTbl OCHOBHBIX HCC/IEJIOBAHMH, BBIMOJHEHHBIX aBTOPOM, a TaKike
paspaboTaHbl IOOKEHHs, COBOKYIMHOCTE KOTOPBIX, ABIAETCA CYLIECTBEHHbLIM
HAy4YHBIM JOCTHKEGHHEM M BHOCHT 3HA4YMTE/IbHBIH BKIa]l B COBPEMEHHYIO
reHeTHKY.

ITo Teme nucceprauuu ony6aukosaHo 79 neyatHeIx padboT, 2 MoHOrpaduu,
2 nareHta Ha H300peTeHHs, 5 KIMHMYECKMX peKoMeHaauuii. Pesyibrarsl
MPOBEEHHOr0 HCCIEIOBAHUS JON0KEeHB M OOCYXKIEHbI Ha POCCHHCKHX W
MEX/1YHApOIHBIX Hay4HO-TIPAKTHYECKHX KOH(epeHlHaX, CeMHHApax U KpyriibiX
CTOJIAX, YTO JIONOJHMTEIbHO MOAYEpPKHBAeT [JOCTOBEPHOCTb MOJIYYEHHBIX

JaHHBIX.



Jakal4YeHHe

Astopedepar  auccepraunonHoii  paborsl  Casoctesnosa  Kupuina
Bukroposuua Ha TeMmy: «OnTHMHU3aUMSA MOJEKYJIAPHOH JHArHOCTHKH PEAKHX
HACIe/ICTBEHHBIX Gone3Hell y POCCHIICKHX MalMeHTOB», SB/IAETCH 3aKOHUEHHOI
HAYYHO-KBAIM(HKAIIMOHHOH pabOTOH, BLINOJIHEHHOW HAa BBICOKOM Hay4yHOM H
METOJMYECKOM YpPOBHE. AKTYanbHOCTh, Hay4Has HOBH3HA M TNpaKTHHECKas
3HauuMocTh paborel  Geccriophbl.  JlMccepTalMoOHHas —paboTa  MOJHOCThIO
coorsetcTByer TpeboBaHusaM 1. 9 «llonokenus o MNPHCYKIACHHH YHCHBIX
cTereHeii», yTBepieHHoro rmnoctaHoenenuem [lpasurenscrsa Poccuiickoii
depepaunn Ne842 ot 24.09.2013 r., nmpeabsBIAeMbIM K JHCCEPTALMAM HA
coMcKaHHe yueHoll cTemeHH JOKTOpa Hayk, a ee asrop, CasoctbaHoB Kupuii
BUKTOpOBHY, 3aciy:KMBaeT MNPHCYKACHMS  MCKOMOH  CTereHu  JIOKTOpa

OuoSOrHYecKHX HayK 1o creuuanbHoct 03.02.07 — Ienetuka.
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