[IEHTP 3]IOPOBbS IETELy
MWHVCTEPCTBA 37IPABOOXPAHEHIS POCCHUMCKO ®ETEPALIMA
1O IMCCEPTALIUU
HA COVMICKAHME YYEHOW CTEIEHK KAHJIUJIATA HAVK

aTTECTallHOHHOE 11e10 Ne

PEIICHHE TMCCEPTALIMOHHOrO COBETa OT 24.05.2022r Ne 11

O npucyxnexun MunoBaHoBo#t AnacTacuu Muxaiinosne, rpaxnanke Poccuiickoii
Denepanuu, yyeHoi cremnenu KaHIu1aTa MeIMIHHCKUX HayK,

Huccepramus  «Knunuveckas u MOJIEKYIIPHO-TeHEeTUYeCcKas XapaKTepUCTUKa
BPOXACHHOIO M HH(AHTHIBHOrO HedpoTuyeckoro CHHApOMa» IO CHELHATBHOCTSIM
14.01.08 — «HeJmanst», 03.02.07 — «T'eHeTukay TNIPHHATA K 3ammuTe 21 mapra 2022 T
MpoTokoa Ne 5 AHCCEPTALIMOHHEIM COBETOM bl 001.023.01, CO3JaHHEIM Ha Oaze
$enepaneroro FOCYyNapCTBEHHOIO  aBTOHOMHOIO yapexaenus  «Hauuonansueii
MEMUIMHCKUA  HCClIeHoBaTeNbCKHi LeHTP  310poBBA  p;ereiny MHHHCTepCTBa
3/lpaBooXpaHeHuss Poccuiickoii Qeneparmn (119991, . Mocksa, JlomonoCOBCKHif
TIpocriexT, 2, cTp.1, co3naH B cooTBETCTRUX C IprKa3oM MuHnuctepcrsa o0pa3oBanus u
Hayku PO Ne 714 HK or 02.1 1.2012, wactuynoe uzmenenye COCTaBa B COOTBETCTBHH ¢
lpyukasom MUHKUCTepCTBA HAYKHM U BBICITero obpasoBanust PO Ne 666 HK o 07.07.2021).

Couckarens Muoanoga AHacracus MuxaiinosHa, 27 anpens 1993 roga POXIeHus,
B 2017 r. ¢ orimyuem OKOH4YMJIa (hemepanbHOe TOCYylapCTBEHHOE  OromKeTHOe
obpazoBaTenbHOE YUPEXICHHE BBICIIEr0 06pa30BaHuUs «Poccuiicknil HaumMoHaTBHE
HCCIIeNOBATENbCKHM MeIUIIHHCK i yHUBepcnteT uMmenu H. U. IMuporopay Munucrepcrsa
3paBooxpaHeHnus: Poccuiickoii Delepanuu o crenuantbHOCTH «Ileguatpusy». C 2019 mo
HacToslmee Bpemst obywaercs B aClMpanType B (eneparsHOM roCyIapcTBEHHOM
ABTOHOMHOM  y4pexneHud «Haunonansumii MEMUHMHCKUN HCCIIeN0BATENbCKHI LEHTp
3M0poBBEs  neTel» MuHucTepcrsa 3ApaBoOXpaHeHUs: Poccuiickoit @enepanuu o

cnennaieHocTy "lNeanarpus”,



Huccepranus BRIIIONTHCHA B He()poMOrHYeckonm OTACICHUH  (enepanbHOro
FOCYIAPCTBEHHOT0  aBTOHOMHOrG yapexnenust  «HauMoHambHEL] MEIULHUHCKHI
HCCICI0BATENBCKUE  LeHTp 3M0pPOBbS  JEeTeil Munncrepersa 3IpaBOOXpaHEHHS
Poccuiickoii Deneparyy.

Hayunste pykosomurey:

. loktop Mmemummuckux HayK, mnpogeccop Ilbirun Anexceii Huxonaesny,
dbenepansroe TOCYapCTBeHHOE  aBTOHOMHOe yapexnenne  «Haumowampupmii
MCIMLIUHCKHE  MccemoBaTe skt UCHTD  310pOBBA  feTeity Munncrepcrsa
3paBOOXpaHeHUus Poccuiickoit Denepanum, Hay4qHO-HCCIIe 10BaTe B CK L HHCTHUTYT
Hedpoypooruwy, PYKOBOIMTeIIB, He(pomoruyeckoe OTACJICHHE, 3aBeyIOnIHi.

2. Jlokrop Guonoruyeckux Hayk CaBocThSHOB Kupunn Buktoposuy, (enepansHoe
T'OCYNapCTBEHHOE  aBTOHOMHOe yapexnenue  «Hanunonampmemi MEeJTUIUHCKHIT
HCCICIOBATENbCKHUM  LeHTp 3N0pOBbA  gmetelt»  Munucrepcrra 3IpaBOOXpaHeHHs
Poccuiickoii Denepanum, Menuko-renernaeckuii LUCHTP, HavaJpHHUK, naboparopus
MEIHUHHCKOM reHOMHUKH, 3aBEAYIOIIHIA,

Odunmansurie onmowenTy:

I.  3okupon Hypanu 3omposuy - AOKTOp MEeIMUMHCKHX Hayk, npodeccop,
dbenepansroe roCynapcTBeHHoe GromKkeTHOe yapexnenue «®DenepanbHslii Hay4YHO-
KIMHAYCCKUI LeHTp nereif u IopocTKOB» PenepanbHoro MEIUKO-OHOIOrHyeckoro
arenrcrtea  Poccum,  Hedpomoruueckoe OTACICHUE,  3aBeyrOIIHii; benepansuoe
TOCyAapCcTBeHHOE OrOMKETHOE yapexnenue «Penepansuprit HayqHO-KIMHHYeCKHii neHTp
CICUHMATH3UPOBAHHEIX BHIOB MeMIHHCKOMN MOMOIIM ¥ MEeIUUHHCKHX TEXHOIOIHiiy
denepanpHoro MEJIUKO-OHOIOTHYECKOTO  areHTCTR Poccun, Kadenpa neIuaTpun

aKaJIeMHUH TMOCTAUILIOMHOTO obpa3oBanus, 3aBEYIOIHIA;

naboparopus I[PH(-,unarHochH, 3aBeAYIOIIHI
Aalld MOJIOXKUTETBHEIE OT3BIBEI Ha Auccepranuio. OT3bIB 1.M.H., npo¢. 3okuposa H.3.

COAEPXHUT Bompocel. OT3eIB 1,6.H. IlonsikoBa A.B. COIEPXXHT HEeNPUHLIUNHATBHEE



3aMeYyaHus,

Benymas OPTaHH3alMA - denepanpHoe TOCYNapCTBeHHOe  aBTOHOMHOE

CHHIPOME C y4eTOM KIHHHYECKOH K MOJIEKYIsIpHO-TeHeTHYeCKOjf XapaKTepUCTHKH

3aboneBanus. OT35IB He CONCPXKHT 3aMeYaHuii ¥ BONpocos,

HedpoTHUecKoro CHHZIPOMA Yy DPOCCHICKHX neTeify (Munosanosa AM.,, Tlymkos AA,
Casoctbsinos K.B., u Ap. Hepponorus u muamus. 2021 3 23(1):57-72) orpaens: OCHOBHBIE
PE3YJIBTAaTEl MOJIEKyYIISIPHO-TeHEeTHYECKOro obcneoBanus neteii B I'PYNIax BpoXIeHHOro
U HH(aHTHIIBHOTO He(POTHYECKOro CHHIpOMA. ABTOPCKHIA Bk — 90%.

B cratse «Ocobennoctu BPOXACHHOrO M  HH(AHTHIBHOrO He(poTHyeckoro

CHHApOMA y poccuiickux neteit» (MHUIOBAHOBA AM., Ananpun I1.B., Baurypuua TB.n



Ap- Poccuiickuit neguatpuyeckuii KypHai. 2021;24(6):381-388) ormucanss KIHHHYECKHE 1
J1abopatopHsle ocobenHoCTH ACTeH C BPOXKIEHHBIM I HHQAHTHIIEHEIM HeQpoTHdeckum
CHHIIPOMOM, BEI3BaHHBIM nedexramu B Pa3nnYHBIX reqax. ABTOpCcKuii BKIIas — 85%,

B pabore «Kmunnueckas TCTEPOreHHOCTb POCCHMICKUX neTelf o HYKJICOTUAHEIMH
BapuaHTamu B rene CRB2» (MunoBanopa AM,, Banrypuna T.B., Ananenn [1B,, 4 ap.
Memununcekas remernka, 2021; 20(12): 58-61) Bnepeie B Pd ONHCaHBI KIHHHYECKHe
OCOOEHHOCTH JeTeli ¢ IPHYHHHBIMA HYKIICOTHIHBIMU BapuaHTamMmu B reme CRB2.
ABTOpCKHit BKIa — 70%.

Ha muccepranmo u aBTopedepaT nocTymumy OT3BIBEI OT:

- K.M.H., 3aBe/[yIOILEr0 OTHeTeHmeN Anamusa OCIT PIIKB ®IAQY BO PHUMY uwm.
H.HU. ITuporoga Munsnpasa Poccuy AJL Pymsunesa. Orsgg TIOJIOXKHUTETbHEIH,
3aMEYaHHH He COIEpPKHT.,

- AMH., npodeccopa, npodeccopa Kaeapel rocnmTansHol; NeIHaTPHH uM.,
aKamemuka B.A. TaGomuna [Nexuatpuyeckoro bakynsrera ®IAOY BO PHUMY uwm.
HMW. TITuporosa Munsnpasa Poceun O HyryHoBo#t. Or3ps [OJIOXKHUTENBHEIH,
3aMCYaHuN He COmepIKHUT.

- A.M.H., ipoeccopa, 3aBenyromei kadeapoii fiernarpun PI'60Y BO MIMCY uy.
AWM. Esnoxumopa Munsnpasa Poccun O.B. 3aiineBoit. Or3ps TIOJIOXKHUTENBHBL,
3aMEYaHU He CONEePIKHUT.

Beibop  oduumansusx OIIIIOHCHTOB ~ OGOCHOBBIBAaeTCS  mx IIpaKTHYeCKOif

[IoZpasfeyieHusIMH, a Takke LIHPOKOI 6a30ii Hay41HO0-00pa3oBaTe b HEX HI0Zpasienenui,

HCCIIeJOBaHMUIL:



BPOXXACHHBIM, WH(DAHTHILHEIM HeppoTHYeCKUM CHHJIDOMOM M CTepOHIPE3NCTeHTHLIM
HeQpOTHYeCKHM CHHIPOMOM C BO3pacToM ne6roTa CTapie 1 ropa;

NpeNIoKeH MHHUMAJLHEL] TICPEYCHE I'€HOB, BBI3BIBAIOIIUX HeppoTudeckuii
CHHAPOM H €ro (eHokonuy, HeOOXOIUMBIi s HCCIICNIOBaHUA y Bcex poccmiicKix
MALHCHTOB  C  paHHUM  ge6roToM HeppoTHYeckoro CHHIpOMa, a Takke co
CTCPOHIPE3UCTEHTHBIM He(pOTHYeCKHM CHHIPOMOM C BO3PacToM nebrora CTapie 1 rofa;

AOKa3aHa Hu3Kas 5¢deKTHBHOCTS HHTHOHUTOPOB KalbUMHEHpUHa y geteii ¢
TCHETHYECKH NeTepMHHMPOBAHHBIM He()pOTHYECKUM CHH/IDOMOM, a Taxke OATBepyneHa
3¢ pexTuBHOCTH creurpuyeckoit MeTtabonuyeckoii T€panuu y nereft ¢ naromorwmei
K03H3uMa Q10;

BBE/IEHO B IPAaKTHKY MOJIEKYIISIPHO-reHETHYECKOe uccienoBanue Meronom NGS c
00513aTe/IBHEIM BKITFOYeHMEM 10 renos, mauGonee wacro BBI3BIBAIOINNX He(poTHUeCKHi
CHHIPOM H ero ()eHOKOmuyu Y poccuiickux nereii.

Teoperuyeckas SHAYHMOCTE HCCJIeJOBAHUS 0bocHOBaHa Tem, 4yTo:

AOKa3aHa  BEICOKAasA  yacToTa TCHETHIECKH  NmeTepMHHMPOBAHHEIX dopm
HedpoTHyeckoro CHHIIpOMa IIpH paHHEM 1e6roTe 3aboneBanus, yro IIO3BOJISIET B KAYeCTRe
AHArHOCTHYIECKOr0  MepOIpHSTHS NEPBOH JIMHMH peKOMEHIOBATE [IPOBEZICHHE He
IYHKIHOHHOM HeppoGuoncuu, a MOJIEKYISIPHO-re HETHYECKOro HCCIIeIOBaHUs;

NPHMEHMTEILHO K mpoGiaemMaTHke AHCCEPTANHH pe3yJIbTATHBHO (3¢ dexTusno,
TO €CTh ¢ MoJIy4eHHeM 00121210 X HOBH3HOI P€3y/IbTaTOB) HCMO/IB30BaH KOMILTEKC
Oubnuorpaduueckux, 71abopaTopHEIX, HHCTPYMEHTaJIbHEIX, KIMHUYEeCcKuX,
AHATUTHYECKHX H MaTeMaTHKO-CTaTHCTHYECKIX METO/IOB;

H3JI0jKeHBl HaOMIONEHUS o Gojee ObIcTpoM IIPOrPECCHPOBaHUH  XPOHHYECKO]
Oonesnn mouek y nereii ¢ PaHHHM nebroToM 3aboneBanus, uyro COOTBETCTBYeT GoJiee
BBICOKOMY IPOLIEHTY IeHeTHYeCKK ACTEPMUHMPOBAHHEIX (OPM B 3TOii rpynre;

PACKPBITEI  mpo6Giemsi, OTPaHMYHMBAIOIIME  MPOBELEHHE MOJIEKYIISIPHO-
TEHETHIECKOro HccnenoBanus y POCCHHCKHX xeTelt, uTo TIPHBOIIMT K HH3KOMY 4HCITy

,IIOOﬁCJIEI[OBaHHBIX AeTen u OrpaHU4YHBaeT BO3MOXHOCTH Tepanuu;



H3YHeHbI TCHICHINM NOYeyHojf BbIKMBAaEMOCTH Y JieTelf co CTePOHIPE3UCTEHTHRIM

He(ppoTHyecKkum CHHIIPOMOM B 3aBHCHMOCTH OT BO3pacTa Jie6roTa;

ACTEH  C  BPOXIEHHBIM, HHQAHTUIBHEIM HeppoTuyeckum CHHIPDOMOM g
CTePOHIPEIUCTEHTHBIM HePOTHYECKHM CHHJPOMOM C BO3pacToM ne6rora cTapie 1 ropa.
3Havenne MOJTyYeHHBIX COHCKaTejeMm PE3y/IbTaTOB  mcenenoBanma g

NPaKTHKH nmoaTBep:KAaeTCH TeM, 4YTO:

CHHJIPOMOM, CTE€pPOUAPE3HCTEHTHEIM He(poTHYeCKUM CHHJIPOMOM C BoO3pacToM ne6roTa
CTapure | ropa;

onpeae/ieHbI II€PCHIEKTUBEI IIpaKTHYECKOro IIPUMEHEH U MO.TICK}’JI}IPHO-

HHOaHTHIBHOrO He(poTHYEeCKOro CHHIpOMa, CTepOHIPE3HCTEHTHOrO He(poTHYeckoro
CHHIIpOMa C BO3pacToM nebroTa cTapiue 1 ropa;

NPEACTaBIeHbl  NpemnoKeHHs 1o AanbHeHIIeMy COBEPUICHCTBOBAHHUIO
MEIMLIIMHCKON moMoImH nersim ¢ BPOXACHHBIM W HHOAHTHIBHEIM He(ppoTHYeckum
CHHJIPOMOM.

Onenka AOCTOBEPHOCTH pe3y/IbTATOB HCC/I€10BAHHSA BbISIBH.IA:

AV NIPOBENEHHON paGoTs! paspabotaH peneBaHTHEIH AM3aHH  HCCIe0BaHus,
HCIIONIb30BAHEI  COBpEMEHHbIe METOIbI  MccltenoBaHus, KOTOpbIE  COOTBETCTRYIOT
TIOCTaBICHHBIM B paboTe wemsiMm u 3ala4aM, a HayyHEple [IOJIOKEHHS, BEIBOINBI U
PCKOMeHIanuy, chopMynuposanmbe p AMCCEPTALH, IOJKpPEIIEHBI ybenurensHeIMu

(baKTH‘iECKHMH HAaHHBIMH, NIOATOTOBKA, aHaIHu3 H HHTEeprpeTanus ITOJIY4Y€HHBIX



Pe€3ynbTatoB nposemenp; HCTIOJIE30BaHKeM COBPEMEHHEIX  MeTomoB obpaborku

HHDOpMaruy 1 CTaTHCTHYECKOr0 aHaM3a.

He(poTHyeckoro CHHIIpOMa;

HAE ONTHMU3ALUMM OTeYeCTBeHHEX &ITOPUTMOB MO JMATHOCTHKE M ewenmo
BPOXACHHOTO M MH(AHTHIBHOrO HedpoTryeckoro CHHIpOMa OGasupyercsi Ha MHPOBOM
OIIBITE 06CJ'IEJ_IOBEIHHH H JICYEeHHSI u TCHACHLUHAX K MHHI/IMHSaHI/IPI HHBa3WBHBIX METOOB

obcnenoBanus B II0JIb3Y MeHee TPaBMaTHYHEIX;

COQ2, COQ6, CUBN:
YCTAHOBJIEHO  KayecTBeHHOe COBManeHne  aBTOpcKmx Pe3yIpTaToB o
PCBATHPOBAHHA TPEX TIeHOB, MYTallklh B KOTOPBIX SBISIOTCH Haubonee wacTeiMu
IIPHYHHAMHM  BPOXJEHHOro g HHbaHTHIEHOrO HeppoTuyeckoro CHHIpOMa, ¢
ONyOJIMKOBAaHHBIMHY B HE3aBHCHMEIX 3apyGeKHBIX HCTOYHMKAX 110 1aHHOM TeMaTHKe;
HCTIO/IB30BAHBI  COBpeMeHHEBIe METOIuKH cGopa wu 06paboTku  mcxonHOi
MH(DOPMAIINH ¢ IpumMeHeHmeN Tiporpammer IBM SPSS Statistics 26. IIpumenensr metoss
ONHCATeNbHOM W BapuanMOHHO CTaTHCTHKH,  KOPpENSLHOHHEIL] aHAIN3 ¢
HCIIONB30BaHHeM ko3ddunmenTa Cnupmena. IToyeynag BBDKHUBAa€MOCTE OLIEHEHa
TIOMOIIBI0  KPHBEIX KannaHa-MaI‘flepa. IIposeneno CPaBHEHHe Menmman BO3pacra
AOCTHXKEHHS XPOHHYECKOH 6ose3Hy moYeK 3 C¢T. u 5 ¢r. B TPynnax BpoxmeHHOTO,
HHQaHTUIEHOrO He(ppoTHyeckoro CHHApOMa M HedpoTHYecKkoro CHHIpOMa ¢ Bo3pacTom

nebIoTa crapre ropa ¢ oMok kpurepust Kpackena-Vomca.



AAHHBIX, CTaTHCTUYECKOl o0paboTke, amamuze TOy4eHHEIX pesympraTos, YYacCTHH B
Hay4JHO-NpaKTHYeCKx KOH(epeHIHsx, BHEJIpeHHH B KTMHUYECKYI0  mpakTHKy
paspaborannpix PeKOMeHnaImii, Ha ocHOBaHuy KOTOPEIX GObmH copMynupoBanE;

OCHOBHEIe NONIOXKeHus HAHUCCEePTAHOHHOrO I/ICCHE,I[OBEIHHH, BBIBOOEI H IIpaKTu4yeckue

PeKOMeHnamumy,

MEIULMHCKHX HayK.
Ilpu nposenenun TaHHOT'O TOJIOCOBAHMUY AUCCEPTAllHOHHEIN COBeT B KoJinyecTse 32
9EJI0BEK, H3 HuX 12 AOKTOPOB HayK o CrienuaneHOCcTH 14.01.08 — «Ilennatpusiy u 3

AOKTOPOB Hayk 1o cnennanbHoctH 03.02.07 — « CHETHKAY, y4acTBOBABIINX B 3acellaHuH,

Ilpencenarens
,I[HCCepTaHPIOHHOFO coBeTa

Yuensrit CeKpeTaph J
AUCCEPTALlHOHHOIO CoBeTa ‘é \}X\

et

| BHHHpcﬁgﬂ/HpHHa Banepuesna

"25" mas 2022 .,




