OT3bIB
Ha aBTOpedepar nuccepraunu Bypreixkunoii FOnun CepreeBusi
«K/IHHHKO-reHeTHYEeCKAsl XaPaKTEPUCTHKA KAPAHOMHOMNATHH €
AHIATAMOHHBIM EHOTHIIOM Y POCCHIICKHX JeTei» HA COUCKAHME YUeHOMH
CTeNEeHH KaHAHAAaTa MeIHIHHCKHX HAYK Mo cnennaabHocTsm 3.1.21.
IlenuaTpusi u 1.5.7. I'eneTnka

B cTrpykrype  cepnedyHO-cOCyIHMCTOH  MATONOrMM  JWIATALMOHHAS
kapauomuonarus (JIKMII) y netei 3aHrMaeT ocob0e MeCTO BBHY paHHEro AedioTa
3aboneBaHMsA, IPOrPECCHPOBAaHHSA XPOHHYECKON Cep/IevHOM HEeI0CTaTOYHOCTH
(XCH) u BBICOKOTO pHCKa JIETAIBHBIX HCXOJOB. B OTIHYHE OT B3pOCIBIX
MalMeHTOB, y AETEH 3HAYUTENBHO BBILLIE IO/l CHHIPOMAJIBHBIX U CEMEHHBIX (hopMm,
a KJIMHMYeCKas MaHH(ecTaluss HepeJKo MAaCKHUPYeTCsS HHTEPKYPPEHTHBIMH
HHQEKIUAMHU. JlnuTenpHOe BpeMsA OTEeYeCTBEHHas NeQuaTpHyecKas IMpaKTHKa
PYKOBOJICTBOBAJIACh JAHHBIMU, 3KCTPANIOIMPOBAHHEIMH K3 B3pPOCIBIX KOTOPT, YTO
3aBEIOMO CHHXaN0 3(G(PEKTUBHOCTh AMArHOCTUKH U JiedeHus. J{HccepTaliOHHOE
uccienosanre bypeikunoii FO.C. BnepBrie B Poccuu npesncTaBinseT KOMILUIEKCHYIO
KJIMHUKO-TeHETHYECKYI0 XapakTepHcTuKy JIKMIT menno y nereit, uro onpenenser
€r0 aKTyallbHOCTh M IIPAKTHYECKYHO 3HAYMMOCTD UL NIeAHaTPUYECKO# CITyKOBI.

ABTOpPOM BIIEPBbI€ YCTAHOBJIEHO, 4YTO CIEKTP Kay3aJbHbIX MyTalHi Yy
POCCHMCKMX JeTedl MMeeT 3HauyuMble OTJIWYHMS OT B3POCHIBIX ITOMYJISALHM:

JOMHMHHPYIOT capKoMepHbIe T'eHbl (72,9%), mpu aToM Hauboliee YacThIM SIBJISAETCS
red MYH7 (40,8%), a He TTN, Kak y B3pOCIbIX. DTO NPHHI[UIHAIBHO BaXXHOE
Hab/II0JeHHe, MEHSIOIIee JUarHOCTUYECKHI alrOpUTM B IlequaTpuu. Briepsbie mis
JNETCKOH KOropThl OINMCAaHbl BO3pacT-CHEU(PHUYHBIE TeHOTHI-()EHOTUITHIECKHE
KOppeJIAlMU: MyTallid B reHaX TOHKoro ¢gumamenta capkomepa (TPMI1, ACTCI)
aCCOLMUPOBAHEl ¢ paHHUM JebroTom (Memuana 3,75 Mec), HH3KO#H  (pakxiuen
BeIOpoca (30,5%) u 10-neTHei BeDKHBaeMocCThIO Beero 80%, Torma Kak BApUaHTHI B
rene MYH?7 XxapaKTepHu3yrOTCsl OTHOCUTEILHO OJIaronpHATHLEIM TEYEHHEM U YaCTHIM
COYETaHHEM C HEKOMIIAKTHBIM MHOKapaoM (47,5%). BeIgBiIeHBI He3aBHCHMEIE

TMeuaTpUYecKie NPeAUKTOPBI HeOIarompHATHOrO HCXO/IA.



PesynbTatsl MccnefoBaHHS BHOCST CYIIECTBEHHBIH BKIAL B TOHHMAHHE
BO3PacTHBIX 0COOEHHOCTE! peMoIeMpOBaHus MUOKapaa y jeTeit. [IpakTHueckas
LEHHOCTh paboThl ompefenseTcs pa3paboTKOi KOHKPETHOrO aNropHTMa BeIeHHs
pebGerka ¢ JIKMII, BK/IFOYAKOIIEro: MOJIEKYISPHO-TEHETUYECKOE OOCIIeJOBAHHE,
TeHOTHII-CIICUDHUYECKYI0 ~ YacTOTY  HaOMONEHHdA,  pEeKOMEHIALUWH 110
CBOCBPEMEHHOMY HaIpaBleHUI0 Ha xupyprudeckoe nedeHne XCH. Oco6Goro
BHUMaHHS 3aCIy:KMBaeT pasfiell, IOCBAUICHHBIH CeMEMHOMY CKPUHUHTY B
nenuaTpuyeckon mpaktuke. bypeikunoit HO.C. mokasano, uto B 16,7% cemei
obcreoBanue pebeHKa CTano CIeCTBHEM BIIEPBbIE BBIABIECHHON KapIMOMHONATHN
y pomutens, a y 33,7% cemeH IOATBEPXKJCH HACIEICTBEHHBIH XapakTep
3abosieBaHHA. 10 000CHOBBIBAaET HEO0OXOIUMOCTh 00s13aTeILHOTO
Kap/IMOJIOrM4ecKoro oOcC/eIoBaHUsl pOJMTENel IMPHU YCTAHOBJIEHHM JMAarHo3a
JHAKMIIT y pebGenka. Pa3paboraHHble peKOMEHIAUUH 10  HaOIIONECHHIO
OeCCHMNTOMHBIX HOCHTENeH INPUYHUHHBEIX BAPHAHTOB SBJISIOTCA HPAKTHYECKH
3HAYMMBIMH JJIA OPTaHU3ALUHN AUCIIAHCEPHOTO HAOIIOIEHHS.

ABropedepar u3IoxkeH Ha 24 CTpaHMIEAX, COIEPXKHUT Bce 00s3aTelbHbIE
pasaensl. Ocoboro BHMMaHMA 3aciyXXHBAIOT IPeACTaBIECHHbIE IaHHbE 0 196
NalMeHTax ¢ MeauaHoi HabmomeHus 52,5 Mecsia, yto obeclieunBaeT BEICOKYIO
JAOCTOBEPHOCTE BBIBOJAOB O BEDKHBAE€MOCTH TalMeHTOB. MiumocTpaTuBHBIN
MaTepHall BbIIIOJIHEH Ha BEICOKOM NPO(GECCHOHATIBHOM YPOBHE M MO3BOJISIET JIETKO
BOCIIPHHATH OCHOBHEIE pe3yJbTaThl. MeToN0I0rHs HCClIeIOBaHUS COOTBETCTBYET
COBpEMEHHBIM  TpeOOBaHMAM:  PETPOCHEKTHBHO-IIPOCIEKTHBHEIA  JM3aiiH,
UCIIOIb30BaHKE TMEIUATPHYECKHX HOPM (Z-score 1o JaHHBIM 3XOKapauorpaduu,
nporpamma WHO Anthro 11 anTporomMeTpun), BaluIMpOBaHHEIE IIKAJIbI OLEHKH
TskecTd XCH y netei, koppekTHas cTaTucTiHdeckas 00pabotka. [ [puHIMITHATBHBIX
3aMeyaHuH K coOIepKaHUI0 U O(POPMIIEHHIO HET.

Hcxons u3 copmepxaHus aBropedepara, clIeayeT 3aKIIOYUTh, HYTO
nuccepranuonHas pabora bypeikunoit FOmuu CepreeBusl « KIMHHKO-reHeTHYEeCKast
XapaKTepUCTHKAa KapIHOMHOIIATHH C JHJIATALMOHHBIM (EHOTHUIIOM Y POCCHHCKHX

JieTel» SBJIAETCS 3aBEpPIIEHHON HayYHO-KBATH(UKAIMOHHON paboToM, B KOTOPOii



CONEPIKUTCS pelleHHe BaXKHOM HAy4yHOW 3alavyél — MOBBINIEHNE 3()(PEKTUBHOCTH
AWArHOCTHKM M INporHozupoBanus TedeHus JAKMII y nereit 3a cuer BHeApeHHs
[IEPCOHAITM3UPOBAHHOIO MOAXO0A.

Hucceprauus bypbikunoi FO.C. IOJIHOCTBIO COOTBETCTBYET TPEOOBAHHSM I1. 9
«[lonoxeHnss O  MpPUCYXKIEHMH  y4YEHBIX  CTeneHeil»,  yTBepPXkISEHHOTO
noctaHoBjeHHeM [ IpaBurenscTBa Poccuiickoit @eneparuu oT 24.09.2013 r. No 842
(B neMcTBYyIOIEH pelaKIiK), IPEeabsBISEMEIM MUHUCTEPCTBOM HAYKU U BHICILETO
oOpasoBanus PO K puccepTaliaM Ha COUCKaHHE yI&HOM CTENeHH KaHauAaTa Hayk,
a e€ asrop, bypeikuna IOmmusa CepreeBHa, 3aciiyKuUBaeT MPUCYXIEHUS HMCKOMOIA
CTENeHHU KaHAHJaTa MeAHUMHCKUX HayK 1o crnenuansHocTaM 3.1.21. Ilequatpus u

1.5.7. T'enetuka.

JIoKTOp MEIUIIMHCKUX HAYK, JIOIIEHT,

3aBeaylowas Kadenpoit bakyIpTeTCKOMH
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BeICIIEr0 0OpasoBaHus «Ps3aHCKui rocy1apCTBEHHBIH MEAMIMHCKHUN YHHBEPCUTET
uMmenH akajnemuka M.I1. Tlanosa» MunucrepcTBa 31paBooxpaneHus Poccuiickoit
®enepanun (PI'BOY BO Psa3s[' MY Munsnpasa Poccun).
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