OT3bIB
Ha aBropedepat guccepranuu JKoxukosa Jleonnaa Pycnanoeu4a no reme
«OcoGeHHOCTH KIMHUYECKOr0 NPOsiB/IeHHs BApHAHTOB B reHe NBAS npu SOPH-
CHHAPOME», MpeACTABIeHHOH HA COHCKAHME YIEHOMH CTeneHH KaHInIaTa MeHLHHCKHX
Hayk 1o cnenuaasHocTd 1.5.7 I'eHeTHka (MeIHLHHCKHE HAYKH)

Aptopedepar auccepranronHoi paboTel XKoxukosa Jleonuaa Pycnanosrya MocBameH
aKTyaJbHOW mpobieMe COBPEMEHHOH MEJMLMHCKOH TE€HETHKH — H3YYCHHIO pEIKoro
HacieacTeeHHoro 3abonepanus SOPH-cunapoma, acCOLMHMPOBAHHOTO C TATOTEHHBIMH
BapuaHTamMu B reHe NBAS. 3aboieBaHue XapakTepu3yeTCs BBIPaXKEHHBIM KIMHHYECKHM
MOJUMOP(HU3MOM, MYJIBTHCHCTEMHBIM NOPaXKeHHeM M 3HaUYHTENbHBIMH TPYAHOCTAMU paHHEH
JIMArHOCTHKH, YTO OOYC/IaBIMBAET €r0 BEICOKYIO KIMHUYECKYIO 3HaYWMOCTE, 0COOEHHO s
IIPAKTHKM MEIMKO-TEHETHYECKOTO KOHCYJBTHPOBAHMS M JMHAMMYECKOrO HAOIIOICHHS
nauHeHTOB.

AKTyaJIbHOCTb WCCIIEOBAHUS OTpe/eNseTcs He0OX0AMMOCTbIO YTy (IEHHOTO aHaH3a
knuHuKo-(peHoTuniyeckux  ocobennocre  SOPH-cuHppoma,  yTOYHeHMs  CIeKTpa
KIMHHYECKUX MPOSBJIEHHH M WX B3aHMOCBA3M C F€HETHUECKHMHM BapuaHTamu B rene NBAS.
IIpencrasnenHsle B aBropedepare NaHHBIE HMEIOT 0COOYIO IEHHOCTH il KIMHHYECKOH
NPAaKTHKHM, TOCKONbKY OPHEHTHPOBAaHBI Ha IOBBIIIEHME HACTOPOXKEHHOCTH Bpadei
Pa3TMYHBIX ClELMAIbHOCTeH (TeHETHKOB, MEAHaTpoB, O(QTATEMONOT0B, MMMYHOJOTOB) B
OTHOINEHUH JaHHOH MaTONOTHH.

B pafoTe HCHONB30BAH KOMIUIEKC COBPEMEHHBIX KIMHUYECKHUX, MOJEKYJIAPHO-
FeHETHUYECKHX M OMOMH(DOPMATHIECKHX METOJOB UCCIIEI0BaHNs, YTO 00€eCneurBaeT BEICOKYIO
JIOCTOBEPHOCTL TOJYYEHHBIX Pe3yNbTaToOB. BBIBOABI aBTOpa OOOCHOBaHBI H JIOTHYHO
BBITEKAIOT M3 TMpeAcTaBleHHoro Martepuana. OTIeNbHOr0 BHHUMAHHMS — 3aCITy’KMBacT
KIMHAYECKas MHTEPIpeTanus MOJYyYeHHBIX PE3yNbTaTOB H MX COMOCTABICHHE C AAHHBIMU
Hab1r01eHH TAllUEHTOB.

ABTOpedepar U3JI0KeH MOoCIeI0BaTeNbHO, YETKMM HAYYHEIM A3BIKOM U B JIOCTATOYHOM
06bEME OTpaXkaeT OCHOBHEIE MOJIOKESHHUA JUCCEPTAlHOHHON paboThl, BEIHOCUMEIC Ha 3aIIHTY.
[TosyueHHBIe pe3yibTaThl OBNANAOT HE TOJBKO HAY4HOH HOBH3HOH, HO H BBIPOKEHHOH
MPaKTUYeCKOH 3HAUMMOCTBIO, MOCKOJIBKY MOTYT OBITH HCIONB30BaHBl B KJIMHHKO-
JIMArHOCTUYECKOM JEATENBHOCTH, NP (GOPMHUPOBAHUU AITOPHTMOB MEIHUKO-TEHETHUECKOTO
KOHCYJIbTUPOBaHHA, @ TalkKe NMpH HaOMIOJSHHMHM CceMeH C OTATOIEHHBIM HacjeACTBEHHBIM
aHaMHE30M.

CrnefyeT OTMETHTh, 4YTO aBTOPOM IIPOBEAEH JETajbHbIM aHalli3 KIHHHYECKHX
nposienennii SOPH-cHHIpOMa Ha penpe3eHTaTHBHOM KOropTe AKYTCKHX MalueHToB (n=93),
BKITIOYAIOIIEH JaHHbIE IO TOP&KEHHIO 3PUTEIBHOrO aHaIH3aTopa, KOCTHO-CKENIeTHOH
CHCTEMBl W MMMYHHO# cucTeMbl. B apropedepare OTpaKeHBI Pe3yJbTaThl CHCTEMaTH3aLHNH
(DEHOTMNMYECKMX INPU3HAKOB € yKa3aHMEM MX YacTOTEI, BO3pacTa MaHH(ecTalud H
KIMHUYECKOH BapuabeNbHOCTH, YTO MMEET CYIECTBEHHOE 3HAUCHHE Ui MPaKTHUKYHOIUX
Bpauel mnpu mnpoBeneHuH AUddepeHLHanbHON JHAarHOCTHKH PEOKMX HaCIeACTBEHHBIX
3a0oyIeBaHUH.



Ocoforo BHHUMaHHS 3aCIy)KHBAIOT TpeICTaBlIeHHble B paboTe pe3y/ibTarhl
6uoundopMaruueckoro ananuza Oenka NBAS, B pamkax KOTOpPOro naroreHHbIe BapHaHTEL,
acconuupoBannbie ¢ SOPH-cuuIpoMoM, cooTHeceHE! ¢ C-KOHLIEBEIM PETHOHOM Oenka M
KJIIOYEBBIMKM yuacTKaMH OelKOBBIX B3aumojelcTBuil. IIpuBen€HHEBIE JaHHEBIE TTO3BOJNAIOT
KJIMHUYECKH MHTEPNPETUPOBATE BBHIABICHHBIE T@HETMYECKHE BapHAHTEl H OOOCHOBBIBAOT
BLIBEHHYIO CBA3b MEJKY T€HOTHIIOM U TSXKECTBIO KIMHHIECKHX MPOSABIEHUH 3200 I€BAHMSL.

Takum o00pa3oM, cojepxaHde aBTopedepaTa I03BOJIAET CHENaTh BBIBOA, 4YTO
nuccepraunonHas — pabora  JKoxukosa JLP.  gBigercs  3aBepINEHHBIM  Hay4dHO-
KBaTU(QUKAIIMOHHEIM HCCIEOBAaHHEM, BBIIOJHEHHBLIM HA AKTyalbHYI TeMy, HMEIOLIMM
Hay4HYH) HOBM3HY M MPaKTHYECKYIO 3HAYMMOCTb. JlhccepTauuoHHas pabora MOJHOCTBIO
cooTBeTcTBYyeT TpeboBanusm 11. 9 «[TonoxeHUs 0 MOPAAKE NPUCYKICHHS YUEHBIX CTETCHE,
yTBepkaennoro [locranosnenueM [pasurensctpa Poccutickolt ®enepauuu ot 24.09.2013 r.
Ne 842 (B pemakuuy ¢ M3MEHEHHAMH, yTBepxkIeHHBIMH [Toctanoenenuem IIpaBuTenbcTBa
Poccuiickoit @epepaiu ot 16.10.2024 r. Ne 1382), npenbaBiseMbIM K THCCEpPTALMAM Ha
COMCKaHHE yYEHOH CTerleHy KaHquAaTa Hayk, a e§ aBTop 3acTy KHBAeT [PUCYK/IEHUs YUCHOH
CTereHd KaHIWAAaTa MEIMIMHCKHMX Hayk o creuuansHoctd 1.5.7 Ienetrka (MeqUUMHCKHE
HAYKH).

3aBeqyromas MeJUKO-reHeTHYECKOH KOHCY IbTalUeH

["ocy mapcTBEHHOr0 aBTOHOMHOTO YUPEkKAEHHS 3[paBOOXpaHEeHHs
«PecnybnukancKui mepuHAaTaIBHBIA LIEHTPY

MuHHCTEpPCTBA 3ApaBooxpaHenua Pecybnuku byparus
Kanpunar MepuuuHckux Hayk (1.5.7 reneruxa)

Epemuna Enena Pobeprosna e nnaiid ) (moanuce)
S gerd 2 2025 T

S, Epemuna Enena PoGepToBHa, 1at0 cornacie Ha BKIIOYEHHE CBOMX NEPCOHANBHBIX JaHHBIX
B JOKYMEHTBl, CBS3aHHble C paboTOM muccepraumonHoro cosera 24.1.215.03 wna Gase
defepanbHOrO  TOCYJApPCTBEHHOTO — OIOMKETHOr0 HayyHoro yupexaeHus «Tomckuit
HAIMOHANBHBIH MCCIIEN0BATEIBCKIH MEIHUIMHCKHH LeHTp Poccuiickol akaja VFH

HX JanbHeHmyo 06paboTKy. &

[Tonnuce Epemunoi E. P. 3aBepsio
HayansHKK otaeia Kagpos F'AY3 PITL M3 Pb CmonuHa B.H.
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