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OT3bIB BEAYIENA OPTAHU3ALIUN

0 HAYYHOH HOBH3HE M NPAKTHYECKONH 3HAYIUMOCTH HCCEPTANHOHHOH PaGoTHI
CypkoBa Auapess Huxonaesuua na temy: «[JIHKOreHoBasi 6oJ1e3HL y Aereii:
HOBbIC ACHEKTBbI NaTOreHe3a, COBPeMEHHbIe MNOAXOALI K JHATHOCTHKE,
ONTHMH3ANMS BEACHHsI MAIHEHTOBY, NPEACTABICHHON HA COUCKAHHE YYEeHOI

CTCNCHH JOKTOpa MEAHUHMHCKHX HayK 0o coenuaabnocT 14.01.08 —
Ilexnarpus

AKTYaJIbHOCTH HAYYHOTO HCCJIEN0BAHUS

B nocnenHue roxsl Bce akTyanbHee CTAHOBHTCS obcyxaenue mpobiem,
KacarolnXCsl reHETUYECKOH NaToNOrnK B IEANATPHU, B YACTHOCTH, CBS3AHHON
HapyuieHuem obmena BeuiectB. C  OJHOH CTOPOHBI, B CBA3M C aKTHBHO
pasBuBatoluMucs  Metogamu  JIHK-gmarHoctixu ¢ ycmexoM  BO3MOXKHO
BEPH(ULMPOBATh JIMArHO3, HO, C JPYroi, — Ha MIPaKTHKE HMMEET MECTO HH3Kas
BBISBIIIEMOCTh Takux 3aboseBaHuit. K OHMM U3 HHX OTHOCHUTCS TJIMKOI€HOBAS
OonesHp — TspKenmast (opma IATOJIOTHU YIJIEBOJAHOIO OOMEHa, BO3HMKAIOIAS B
pe3ynbTaTe reHETUYECKUX MYyTallui, B MeHaX, OTBETCTBEHHBIX 34 CHHTE3 U pacraj
[JIMKOreHa, B PE3yJbTaTe Hero MEMO3WThl 3TOTO KPYITHOTO ITOJUMEpA TIIOKO3BI
OTKJIaZBIBAIOTCA, B OCHOBHOM, B [I€YEHM W/WJIM B MBILILAX, YTO MPHBOAUT K

CCPLE3HBIM MATOJIOTUYSCKUM HM3MEHEHUSAM B ITHX OopraHax. Ecmu 3aboJieBanye



BOBpeMsl HE JHArHOCTUPOBATH, Y TMAIMEHTOB C BO3PACTOM HapacTaioT
MeTaboIMYECKUE HapyLLIECHHs, MOBBILIACTCS PUCK PA3BUTUS JKU3HEYTPOXKAIOLIKX
COCTOSIHMH BILIOTH JIO JIETAJIBHOIO MCXO/IA.

CyuecTByroliuid Ha MpaKTHKE aIrOPUTM JIMArHOCTHKH T[JIMKOI€HOBOM
Oosesnu, paspabotaHHbiii Ooniee 15 Jer Hazaa, yxe HE COOTBETCTBYET
COBPEMEHHBIM KPUTEpHUsIM OKa3aHUsi MEJULIMHCKON NOMOLIM B MeIMaTPUK, MHOTHE
METOIAMKK ycTapenu. PasHble THUMbI [IMKOTEHOBOH OO0J€3HH, KOTOPBIX Ha
HACTOSLLIUY MOMEHT M3BECTHO |5, KIMHUYECKH M JTabOpaTOPHO MPOTEKAIOT CXOKE,
OJ/IHAKO IIPOrHO3 NpH Kax10H K3 GopM paziivyeH, MO3TOMY Hpe3BbHaliHO Ba)KHA
TOuHas BepuduKauus TUna 3aboneBaHUs C LENbIO BbIPAOOTKH HWHIWBHIYaTbHOM
TAKTUKHW BeJeHUs KaXJOro TMalyeHTa, B CBsI3M C 4YeM OJHOM u3 Hambolee
aKTyaJbHBIX MNpoOsieM celyac siBisieTcs paszpaboTka HauboJee ONTHMAIBHOTO
METOo/1a MOJIEKYJISIPHO-TeHeTUUECKON JUAarHOCTHKH.

OTcyTCcTBUE COBPEMEHHOI'0 OMYOIMKOBAHHOIO MPAKTHYECKOr0 pyKOBOJACTBA
JUis Bpaueil MNpUBOJMT K IMINOJMArHOCTUKe OOJIe3HHW B pPeajbHON KIMHHYECKOH
NpakTUKe M OLIMOKaM B TaKTHKe BeAeHMUS NauueHTOB. OTCYTCTBYIOT TaKxKe
mocodus Juid poauTelaed JeTed ¢ I[IMKOreHOBOHW 0Oe3HbIo, I0ITOMY
POJACTBEHHUKU OOJNILHONO HE MMEIOT BO3MOYKHOCTU BbIOpaTh BepHbIE CTpaTeruu
MOBEJIEHNUsT B TSDKEIIOW JKU3HEHHOH cHTyauuu. He paspaboraH anropurm
MaplIpyTU3allMy TallMEHTOB C JTOH NATONOrHed Ha pa3HbIX JTanax OKa3aHHS
MEIHLIMHCKOM MMOMOILIH.

Takum oOpa3oM, KpailHe aKTyaJbHBIM SIBJIISI€TCS pelIeHHe MIpoOIeMbl
ONTUMU3ALMU OKa3aHWsI MEIULIMHCKUN MMOMOIIM U pealu3aliil B KIMHUYECKOM
[IPaKTUKe NMallMeHTOPUEHTUPOBAHHOTO MOAXO0/a K BeIEHUIO JeTel C TJIMKOreHOBOU
Oone3Hpl0,  YIOYYIIEHWIO WX  COIWAJM3alldd, a  TaKKe  IOBBIIIEHUS
OCBEJIOMJICHHOCTH 00 3TOH IATOJIOTUU HE TOJIBKO NMPAaKTHUKYIOIIMX Bpayel, HO u
camMuX IMallMEeHTOB U YIEHOB X CEMEH.

C yueroM BBIIIECKA3aHHOIO AaKTyaJIbHOCTh TEMBI JUCCEPTALMOHHOIO
UCCIIEZIOBAaHUS HE BBI3BIBAET COMHEHHH. ABTOPOM IIOCTaBJIEHA  IIElib,

HallpaBJIEHHasA Ha MOCTHXEHHE U IIOANEPNKAHHUE OIITHUMAJIBHOTO YPOBHA KOHTPOJIA
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HaJ1 0ONE3HBIO Ha OCHOBAaHWH Pa3pabOTKK M BHEIPEHUS MHHOBALHOHHBIX METOIOB
BEJICHUS IalMEeHTOB Yy JETeH C INIMKOreHoBoW Oose3Hpro. llenn momuuMHEHBI

3aa4vy, oTpaKarolHe JJOTUKY M IT0CIIe10BATEIFHOCTEH BBITIOJITHEHHUA paGOTBI.

Cas3b ¢ NJ1AHOM COOTBETCTBYIOLIUX OTPAC/Ield HAYKH
HuccepraumonHas  pabora  BBITOJHEHA IO IUIaHy ~ Hay4HO-
WCCIIEIOBATEIBCKUX paboT  erepalbHOr0 TOCYIapCTBEHHOIO aBTOHOMHOTO
yupexaenus «HaloHalpHbli MEUIMHCKUN UCCIIe0BATeNIBCKUM [IEHTD 3[0POBbS

nerei» Munucrepcrsa 3npaBooxpanenust Poccuiickoit ®eneparium.

HoBH3Ha HCC/I€J0BAHHS H MOJYYEHHBIX Pe3yJ/IbTATOB

HoBusHa HacTosmero AUCCEPTAllMOHHOIO MCCICHOBAHHUS HE BBI3BIBAET
COMHEHHH. ABTOPOM pa3paboTaH M BHEIPeH KOMIUICKCHBIM alrOpPUTM BeICHMs
JIeTeH ¢ TIIMKOreHOBOM OO0JIe3HBI0, MTO3BOJISIOLIHNHA TePCOHUBUIIMPOBAHHO MOLONTH
K MUWAarHOCTHKE M JIEUEHUIO TAaKMX TALMEHTOB HAa pa3HBIX JTamax OKa3aHMUs
MEIMLMHCKON IIOMOIIY, IpEeAyNpeIuTh pa3BUTHE BO3MOXHBIX OCJIOXKHEHHUH,
IOBBICHTh Ka4eCTBO MX JKU3HM M OOECHEeUHTh IICHXOJIOTO-IIeIarOTHYECKYTO
IOJIEPKKY.

ABTOpOM BII€PBBIE Ha  OCHOBaHHU CO3ZaHMsl  DIIEKTPOHHOU
MEXPErHoHaNbHOM 0a3bl JaHHBIX MALEHTOB JETCKOrO BO3pacTta ¢ IJIMKOTEHOBOM
Oose3Hpio OblIa IpeACTaBlIeHA KOMIUIEKCHAs KIMHUKO-3IIHIEeMUOIOTHIecKasl,
MaTOreHeTHYeCKass M MOJIEKYJIIPHO-TEHETHYEeCKas XapaKTePHCTHKA BBIOOPKH
JETeN ¢ NMEeYEeHOUHBIMU (OpMaMH TIIIMKOreHOBOM OOJIe3HH, ITOKa3aHa IUHAMUKA
71a0OpaTOpHBIX IOKaszareleld Ha (OHe JUIMTEIbHOM Teparud, OCOOEHHOCTH
MOPGOTOTHUECKIX H3MEHEHHU B IICYEHH, OMpEJeNieHbl BO3MOXXHOCTH HOBBIX
METOJOB BHM3yallU3allid B [IMarHOCTUKE IJIMKOI€HOBOW OOJE3HW M OCBEIEHBI
BOIIPOCKHI, Kacaroluecs KayecTBa JKU3HH U IICHXOJIOrO-IeAarornuecKon
peaduIuTaliy TaKUX ITALUEHTOB.

B uactHoctnM, B jguccepranuonHoM wuccienoBanuu CypkoBa A.H.

IIPpEACTaB/JICHbl BaXHBIC JOaHHBIC O pE3yJbTaTax MOJCKYISIPHO-IT€HETHYECKOI 0O
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oOcleoBaHMs  JIeTe ¢ IVIMKOMeHOBOM  OosesHpro. Ha  ocHoBanuu
3allaTeHTOBAaHHON aBTOPOM METOIUKU MacCHBHOTO HapaijieIbHOTO
CEKBEHHPOBAHHUs, IO3BOJIIIOMIMM IIPOBECTH MYJIBTHIUIEKCHYIO IHATHOCTHUKY
TapreTHelx obsactedt 20 reHoB, MyTalWMH B KOTOPBIX INPHUBOMAT K Pa3sBHUTHIO
U3BECTHBIX (POPM TJIMKOT€HOBOM O0Jsie3HH, OBLIO YCTaHOBJIEHO, YTO 4Yallle BCEro
BCTpeUalIUCh MAaTOreHHbIe BapuaHThl reHa PHKAZ2, pexe Bcero — reHa GBEI, 4to
COIJIaceTcsi C MEeKIYyHAPOAHBIMH JaHHBIMU O HaUOOJIBIIEH YacTOTe BCTPEUaeMOCTH
tuna [X u HauMensiuedt — tuna IV. bonbliol uHTEepec MpeacTaBisiOT AaHHBIE O
TOM, 4YTO OBUIM BBISBIEHBl MYTallUM, XapaKTepHble HMEHHO IS POCCHHCKON
TOMYJISAIMK AETeH C TJIMKOreHOBOH Oone3Hnlo, a 53,5% u3 BCeX BBISIBICHHBIX
MATOTeHHBIX BApUAHTOB paHee He OBLIU ONMUCAHBIL.

BecbMa IIeHHBIMH SIBISIIOTCS pe3yJbTaThl UCCIEJOBaHUS Pa3TIHYHBIX
OMOMapKepoB, XapaKTepHU3yIOLIUX IPOLECCHl IPOrpaMMUPYyEeMOH  KJIETOYHOM
rubenu, GuOpPO3UPOBAHUS II€UYEHH U KOCTHOIO PEMOJEIUPOBAHHUS, YTO BHOCHUT
HOBBIE 3HAHKS B TOHUMaHUE aCIlIeKTOB [1aTOreHe3a INIMKOreHOBOM 00JIe3H .

Briepeie aBropoM mpozenaHa Oomnpiras paboTa II0 MONYYEHUIO IaHHBIX,
MO3BOJISIFOIIUX JaTh IICHXOJOr0-MeJarornyeckyio XapakTepUCTHKY ITallHeHTaM C
3TUM 3a0osieBaHueM. bbulo nokazaHo, YTO crienudbudeckas CourdanbHas CHTYallns
pa3BUTHSA, PU3NYECKH U COLUAIBHO-IICUXOJIOTUYECKIE OTPAaHUYECHUS CTAHOBSATCS
IIPAYMHON BO3HUKHOBEHUS PA3/IMYHBIX MO CTEIIEHU BBIPAKEHHOCTH OTKJIOHEHUU B
[ICUXOJIOTUYECKOM PA3BUTUHU NETEH C MIIMKOreHOBOW 0O0JIE3HBIO, a TAKKe HU3KOI'O
YPOBHS UX COLIMAJILHON ajjanTalyu.

PesynpTarel  0oOCHeqOBaHUS  MAIMEHTOB  IIOKA3bIBAIOT, YTO OoJjee
OJIaronpusITHOE SMOIMOHAIBHOE cocTosiHMe HaOmomaercs y gereit ¢ VI m IX
TUNaMu, a MeHee OnaronpustHoe — ¢ | u Il Tunamu, 4to TecHO cBsizaHO ¢ pa3HOM
TSDKECTBIO TeYCHHS 3TUX (QOpM 3a00JIeBaHus.

Bce  BBIIECKa3aHHOE  IMO3BOJIMJIO  aBTOPY  BIEpPBble  pa3paboTath
KOMIUIEKCHBIN aJITOPUTM MEIHULMHCKOM M IICHXOJIOTO-IEeAaroru4ecKor IOMOIIHU
AEeTAM C pa3HbBIMH THUIIAMU TJIMKOT€HOBOW OOJIE3HH, YTO SBIAETCS BEChMa

AKTYaJIBHBIM I HGJZ[H&TPH‘-IGCKOI\'? I[TPaKTUKH.



3HAYMMOCTD NOJYYEHHBIX Pe3y/bTATOB ISl PAa3BHTHS OTPAC/IH

Ha ocHOBaHMM TIOMy4YeHHBIX B HCCIEAOBAaHWH JaHHBIX pa3paboTaH
KOMILJIEKCHBIM QJIFOPUTM MEIUKO-TICHXO0JIOTO-I1earOruecKOH MTOMOLIH ACTAM C
IIIMKOreHOBOM 00JIe3HBIO, KaK Ha CTAIIMOHAPHOM, TaM U aMOyJIaTOPHOM 3Tarax.

Pa3paboTaHHBI  JNMEKTPOHHBIM  perucrp  NANUEeHTOB  IIO3BOJIET
MOAJEPKUBATh CHCTEMATH3AIMI0O U IOCTOBEPHOCTH [AHHBIX, HX OIEHKY B
OVMHAMUKe. ABTOPOM IIpOBEJeHa OLIGHKAa pPerucTpa, IPOAHATU3HPOBAHBI
O0COOEHHOCTH  TEYEeHHsI  pa3IMYHbIX  THUIIOB  TIJHKOT€HOBOM  0oje3HH,
npoaHaau3upoBaHa 3PPEKTHBHOCTH TEPAIIUH.

B 1ies1oM, pe3yibTaThl MPOBEJSHHOTO UCCIe0BaHUs [T03BOJIAIOT FOBOPHUTE O
copMUPOBAaHHOW W HAy4HO-OOOCHOBAHHOM aBTOPOM KOHIENTYalbHOW MOJIENH
HaOJIIOIEHH, TIPEATIONIararoIeil MOICPHU3ALUI0 METOJOB MOHUTOPHHTA 340POBbS
y JIeTedl C TJMKONeHOBOH OOJIE3HBIO B pealbHOM KIMHHUYECKOH IpaKTHKe

3ApaBOOXPAHEHUS.

CreneHb 000CHOBAHHOCTH HAYUYHbIX MOJI0KEHHH, BLIBOJAOB
U peKoMeHauui, c(popMyIHPOBAHHBIX B AHCCEPTALHH

OG0CHOBAaHHOCTE U JOCTOBEPHOCTH Pe3y/IbTATOB HACTOALIET0 UCCIIeA0BaHUS
omnpenensercst ciaenyommmu (akramu. CypkoBsiM A.H. TmiatensHO BBICTPOEH
nu3aifH paGoThl, OCHOBAHHBIM HA MHOTOSTAIIHOCTH HCCIeAOoBaHHUS (25 sTamos),
IpeaIoJiararo i I10CJIeIOBATEIbHOE, JIOTUYECKHU BBITEKAIoILee u3
IpeAIeCTBYIOIIEero, BhINOJIHEHUE IIOCTAaBICHHBIX 3a1ad. OOmas ¥ IosTanHas
BEIOOpOYHAsE COBOKYITHOCTH OOCIe/lyeMbIX OTBe4YaeT 3aKoHaM (DOPMHUPOBAHUS
KCClieyeMoil BBIOOPKH, UTO XapaKTepU3yeT e€e PEenpe3eHTaTUBHOCTh U O3HAYaeT
BO3MOYKHOCTH OKCTPAIlOJIMPOBAHMUsSI TIOJYyUYEHHBIX pPe3yJbTaTOB Ha IeHepaIbHYIO
MOMYJISIIAOHHYIO COBOKYITHOCTb.

VpeitHas HampaBlIeHHOCTh paboThl M ee IIpaKTUYecKas pealusarys
OCHOBAaHbl Ha TIIATENBHO IPOAHAIU3UPOBAHHONW aBTOPOM  COBPEMEHHOM
J0Ka3aTenpHoi 0a3e 0 xauecTBe, 3QGEKTUBHOCTH M 0€30MIaCHOCTH MEIUIUHCKON
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IIOMOIIM JIE€TCKOMY HACCJIEHHIO C IJIMKON€HOBOW OOJIE3HBIO, BKIIFOYAIOIIEH
OCHOBOIIOJIAralOIIMe MHUPOBLIE HMCTOYHHKH HOKa3aTENbHBIX CBEISHUN B 00JACTH
menuuunel (Cochrane Library MEDLINE, EMBASE u ap.).

Ucnonesopanueiii B paboTe WMpOKHN KOMILUIEKC METOLOB WCCIIEIOBAHUS
(1a6OpaTOpHBIX, HMHCTPYMEHTAIbHbBIX, MOJIEKYISPHO-TeHETHIECKNX, [ICHXOJIOTo-
NeJIarOrui4eCKuX U Ip.) COOTBETCTBYET TPeOOBAHUIM KIMHHYECKAX PEKOMEH AL
U OTpaXkaeT COBPEMEHHBIE MHPOBBIC TEHICHIIMH B O0JIACTH JUATHOCTHKH
HACJIe/ICTBEHHbIX OojIe3Hell OOMeHa BeIIecTB W MPAKTHKH OIEHKH KadyecTBa
KU3HH, OCHOBAHHOH Ha BBICOKO BAJIUAM3HPOBAHHEIX METOIUKAX.

KoMIuteke cTaTUCTHUECKHX METOJOB aHaiu3a (aKTHYECKOro MaTepuala
BKJIIOYA Hapsay ¢ TpaJAULHOHHBIMH METOHAaMH OITHCATEJIbHOM CTAaTHCTHKH
aHATTUTHYIECKHE METOMBI — JIMHEHHBIH KOPPeIAMOHHBIA aHaIN3, ONHOMAKTOPHBIH
AUCIEPCUOHHbBIM aHalu3 JUls [OBTOPHBIX M3MEPEHHH, YTO IOATBEPXKIAET
BBICOKYIO CTEIIEHb JOCTOBEPHOCTHU MOTYUEHHEIX PE3YJILTATOB.

HccnemoBanue mpoBEeJeHO ¢  IPUMEHEHHEM  METOAA  H3BIICUEHUS
UHpOpMAlMK M3  KIMHMYECKMX TEKCTOB, METOJOB  HHTEJUIEKTyalbHOM
JUArHOCTUKM, METOHAa OIpEeAeNIeHUs] OTHOCHTENbHONH 3HAaYMMOCTH CHMIITOMOB
3a0o/eBaHMs, MeTOJa IIOCTPOCHHMSI ACCOLMATHBHBIX IPABHJ, 4YTO, B IIEJIOM,
OIIpeJIeIsieT BHICOKHM YpPOBEHb [10KA3aTENbHOCTH BBIJABUIAEMBIX IIOJIOXKEHUNH U
BbIBO/IOB. [lomydeHHble aBTOpOM JaHHBIE COIIOCTAaBJIEHbl C COBPEMEHHBIMHU
3apyO€XHBIMH HCCIIeIOBAHHSAMHM, UTO IIOJHOCTBIO ITOATBEPIKAAET BBICOKYIO
CTEIIEeHb aKTyaJIbHOCTH U3yUeHHUs] JaHHOH MPOOJIeMBI.

Takum oOpasom, mens, mocTaBieHHas &aBTOPOM, JOCTUIHYTa, 3alayu
BRINIOJIHEHBL.  O0BEM  BBIONHEHHBIX ~ WCCIENOBaHWN,  PasHOCTOPOHHEE
JAUAarHOCTUYECKOE COINPOBOKIACHHUE, HCIIOJIIb30BAHHBIE METOJbI CTAaTHCTHYECKOIO
aHallM3a [I03BOJIAIOT CYUTATh HAy4YHYI0 HOBH3HY, BBIJBHIaeMble€ I10JIOKEHUS,
BBIBOZBI  pabOThl, IPAKTHYECKHE PEKOMEHJAIMH  apryMeHTHPOBAaHHBIMH,

000CHOBaHHBIMH U JIOCTOBEPHBIMH.



Or3biB Ha jucceprayuio Cypkosa Angnpes Hukonaeswua «I nukorenosas
OonesHb y nereif: HOBble acleKTHl MATOreHesa, COBPEMEHHBIE TOAXOABI K
/IMArHOCTHKE, ONTHMH3ALMsA BEICHHS IALMEHTOB» OGCYXKHEH H OXOGpeH Ha
34CEIaHUN HAyYHBIX COTPYNHHMKOB JIaGOPaTOPHH BO3DACTHOM HyTPHLHONOTHH,
OTACTICHHsA TNEeNHaTPHYECKOH IacTPOIHTEPONIOrHH, IeNaTONOTHH U JHeTOJOrHH
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