Ha npasax pykomicnu

KanentneBa
Ancy 3ydpapoBHa

KJIVMHUYECKU E IIPOABTEHUA U MUATHOCTUKA
IMEPBUYHONM OTKPBITOYTOJIBHONM ITAYKOMBI
C YYETOM HACJIEJICTBEHHOM ITPEJIPACIIOIOXEHHOCTU
B PECIIYB/IMKE BAIIKOPTOCTAH

14.00.08-rn1asuble 001e3HN

ABTOPE®EPAT
AUCCepTaliIM HA COMCKAaHNe YYeHOI CTeNeHN KaHauaaTa
MeJMIIMHCKNUX HayK

Camapa-2009



Pabora BeimonHeHa B TocymapcTBeHHOM yupexxpeHun «Ygumckuit HUN
I7IasHbIX 6omesHel» Akagemun Hayk Pecrrybmmky bamkopTocTan

Hayunblit pykoBoguTenn:
TOKTOp MeguIIMHCKuX Hayk  CypkoBa
Banentnna KoncTanTnHOBHA

Od¢unmanbHble ONMOHEHTBHI:
JJOKTOp MeMLIMHCKUX HayK,
npodeccop Epormesckas
Enena bponucnasosna

HoxTop mepuuuHckux Hayk  IlIuxyHoBa
Pumma IlerpoBHa

Bepgymas opranmsanusa: I'Y Hayuyno-mccrnenoBarenbckuit
MHCTUTYT IMIasHbIX 6ose3neit PAMH

3amura guccepTalny COCTOUTCA «___ » 2009 roga

B 10 yacoB Ha 3acemaHMM AuCcepTanoHHOro coBeta [ 208.085.02 mpu I'OY
BIIO «Camapckuii TOCyRapCTBEHHBIN MEINIIMHCKII yHUBepcuTeT» Poc3gpasar
1o azipecy: 443079, . Camapa,

mp.K. Mapkca, 165b.

C puccepranyeil MOXXHO O3HaKOMUTbcsi B Oubmmoreke I'OY BIIO
«Camapcknit TOCy/JlapCTBEHHBII MeAUIIMHCKUIT yHUBepcuTeT» PocsppaBa» 1o

ampecy: 443001, r. Camapa, ynuia Aprebymesckas, 171.

ABropedepaT pa3ociaH « » 2009 ropa.

YueHblil cekpeTaph JUCCEPTALIMOHHOTO COBETA
TOKTOP MEIVIIMHCKMX HayK B.K. Cremanos



Cnmcoxk pa60T OIIY6III/IKOBaHHbIX II0 TeM€ TuccepTanmn

1. AHanua paboThl IPOBENEHHON B XOAe MeCAYHMKA IO 60pbbe
¢ mraykomoit B Pecnmybmmke bamkoprocran /  3.A. [layToBa,
9.I. Kyposiposa, X.I. ®ainsymwmmna, A.3. Cadpuna // HO6uneitHblit
coopuuk Youmckoro HVMMN rnasueix 6onesuerr.- Ya, 2006. - C. 26-27.

2. VIHBanmupHOCTD BC/IEACTBME TI7MayKoMbl B Pecrybnmke bamr-
koproctan / B.K. Cypkosa, A.3. Caduna, H.I. Caanos, JL.K. bynarosa //
I'maykoma. - 2007. - Ne 2. - C. 54-57.

3. Cadmua, A.3. ODTHuUYeCKMe U HACIE[CTBEHHBbIE aCIIEKTbI
IEePBUYHOI OTKPBITOYrO/MbHOM  raykoMsl (O630p nuteparypsr) /
A.3. Cadwmna, JL.Y. I>xemunesa // [Tpobnemsr odpranpmonorun. - 2007. -
Ne 1. - C. 50-54.

4. Cadmua, A.3. [ImHaMmKa IIOKasaTesell IMEPBUYHON WHBAIUJ-
HOCTM BC/IeACTBMe IlaykoMbl B Pecmybnmuke bamkoprocran /
A.3. Cadpuna // VIHHOBaLMOHHBIE TEXHONIOIMM B OQTATBMOJIOTUN:
6. Hay4H. Tpy#oB. — Ya, 2007. - C. 67-68.

5. Cadmua, A.3. O HaCcle[CTBEHHOCTM TIPU  IE€PBUYHOIN
OTKpBITOyronbHON rmaykome / A.3. Caduna, B.K.Cypkxosa //
Odranpmonornus. - 2007. — T. 4, Ne 3. - C. 62-65.

6. ABTOMaTU3MpPOBaHHbI reHeTnmdeckuit peructp. IlepBuuHas
oTKpbITOyronbHass rmaykoma (ATP IIOVYT): cBuperenbctBo PP o
TOCyJapCTBEHHOI peructpanun 6aspl gaHHbIXx / A.3 Kamenrbesa,
B.9. Adaes, B.K. Cypkosa. - Ne 2008620363 ot 1.10.2008 T.

7. CypkoBa, B.K. O ponm reHeTndeckoil IpeapacrnonoXKeHHOCTI
K PasBUTMIO II€PBMYHOI OTKPBITOYrO/lbHONM InaykoMmbl / B.K.
Cypxkosa, A.3. Ca¢puna, O.J1. Openbypkuna // Imaykoma. - 2007. - Ne 4.
- C.21-22.

8. CypkoBa, B.K. HacrmencTBeHHas  IpefipacHoONOXEHHOCTb Y
MAIMEeHTOB C IePBMYHON OTKPLITOyronbHOI rmaykoMoii / B.K. Cypkosa,
9.K. Xycmyraunosa, A.3. KanentbeBa // CoBpeMeHHbIE TEXHOIOTUN
NedeHns 3a00/IeBaHMII TepeHer0 U 3aJIHEr0 CeTMEHTOB ITIa3a: MaTep.
MexpyHap. Hayu.-ipakTid. KoH. — Ya, 2008. - C. 318-320.

22

CIIMICOK COKPAIIIEHUN

BI']] - BHyTpUINIasHOE JaB/IE€HNE.

Ien - mocnegoBatenbHOCTh HykneotujgoB B JJHK, koropas
o0yclaBnMBaeT ONpefie/IeHHY (QYHKIMIO B OpPraHM3Me WK
obecreynBaeT TPAaHCKPUIILIMIO IPYTOTO I'eHa.

lenetwyeckmit  Tpys —  yMeHbIIEHHe IPUCIOCOOTEHHOCTI
MOMY/IALMY, BBI3BAHHOE BpEeIHbIMM reHaMM.

I'H]T - rmaykomMa HU3KOTO [JaB/IeHUA.

I'Y «¥Y¢ HUWM I'b» AH Pb - TocymapcTBeHHOe yupexjieHue
«Y(pMCcKnil HayYHO-VICCIeOBATEILCKUI MHCTUTYT» AKafleMny HayK
Pecniy6mukn bamkopTocTan.

IHK - me3okcnpnboHyKIenHOBasA KUCTOTA.

I 3H — puck 3puTenbHOrO HepBa.

KIIO® - xoH(}pOopMaLNOHHBII MOMNMOP(GU3M OTHOHUTEBBIX

¢dparmentos (SSCP).

IIT' - nurMeHTHasA rIayKoma.

[TIP®D - nonuMopdusM AIUH peCTPUKLIMOHHBIX PparMeHTOB.

IIpaiiMmep - ONMIOHYKIEOTH], K KOTOPOMY IIONIMMeEpasa
«IIpUCTpauBaeT» HOBble HYKIeOTHUbI B mponecce cuHTe3a JHK mmn
PHK.

IIOVT - nmepBuYHasA OTKPHITOYTO/IbHASA ITTAyKOMa.

[IITOYT - mpocTas nepBuYHasi OTKPLITOYIO/IbHAS ITIAYKOMa.

[19T - nceBRoaKcoOMMaTUBHASA TIAYKOMA.

[19C - nceBrosKkcHOMMATUBHBIN CHAPOM.

IIIIP - nonuMmepasHas LeNnHas peaKLus.

PB - Pecniy6nmka BamkopTocTaH.

CIIl — cuHAPOM NUTMEHTHON OVICIIEPCUM.

CYPB]I - cucrema ynpapieHNA peALMOHHBIMY 6a3aMU JaHHBIX.

TBI'/l - TonepaHTHOE BHYTPUIJIA3HOE JaBJIEHME.

YHII PAH - Yumckuit Hay4Hblit neHTp Poccuiickoit Akagemun
HayK.



OBIIAA XAPAKTEPUCTUKA NUCCEPTALIMN
AKTYyalIbHOCTDb TEMBbI

IlepBuvHasg  OTKPBITOYTONbHASA  INAyKOMa  ABJAETCA  CaMON
pacnpocTpaHeHHO KIMHIYecKoil GpopMoii 3aboneBanys. JHaYNTeIbHbIE
TeppUTOPMATIbHBIE pasmmana CTAaTUCTUYIECKUX TTOKa3aTeyneit
XapaKTepU3yI0T COCTOSIHME 3[0pOoBbsl HaceseHusa B PO B 1menom nu
maHHble 1O TMaykome B dvacTHoctu (A.IL. Hecrepos, 2003; M.B.
IMlepyenko c¢ coasT., 2007). 3HaueHue [JITayKOMbl KaK OJIHOM U3
OCHOBHBIX MPUYMH C/IENOTHl OTMEYaeTCsd IIPAKTUYECKNM BCEMH
yd4eHbIMU-O(pTaNIbMONOraMu. B cTpykType I/masHbIX 3aboseBaHuMii,
IpUBeNLINX K crenore B Poccun, Ha OO I7TayKOMBI IPUXOAMUTCA OKOJIO
21% (B.B. Bonkos, 1999; B.II. Epuues, 2004; E.C. JIubman, 2007).
B pecrrybnuke bamkopTocTaH B CTPYKType HepBUYHON MHBATUIHOCTU
BCJIE[ICTBYUE IVIa3HBIX 3aboneBanHumii rmaykoma ¢ 2001 ropma 3aHmMmaer
nepoe Mecto (B.E. IllupsieB ¢ coaBt., 2002). Bompoc xayectBa
IVCIIAHCEPHOTO HAOMIOfieHNs - OAVH U3 acIeKTOB 3¢ (eKTUBHOCTI
MenuiuHCKoro obcnyxuBauusa Hacenenus (E.C.JIubman ¢ coasr.,
2000; B.FO. Cemenon, 2004). IIpuBrnedenne  BBIYMCAUTENBHBIX
CPeCTB I IPOBEfEHNE MHOTOMEPHOTO CTAaTMCTUMYECKOIO aHajau3a
paclIMpAIOT  BO3MOXKHOCTM — [MCHAHCepU3allMy U MOHUTOPUHIA
6ombubIx (T.A.Benenkas, 1999). OgHako BHenpeHue MHGOPMALVIOHHBIX
TEeXHOJ/IOTNI1 B ToBcegHeBHY0 pakTuKy JIITY B PB Tpebyet fanbHerimero
Pa3BUTHA U COBEPIIEHCTBOBAHNA.

HecmoTps Ha HamMuMe MIMPOKOTO apceHaja COBpPeMeHHbIX
AMATHOCTUYECKUX METOJOB, IIpobieMa paHHel AMarHOCTUKY I/IayKOMBI
ellle flajieKa OT CBOETO pellleHN s, TaK KaK HI OJJVH 113 paHHUX CUMIITOMOB
He SBJISETCS CelMPUYHBIM TONBKO ist 9Toro 3aboneBanus (B. Drum
et al., 1986; H.A. Quigley, 2002). TpapuimoHHble METOAbI OCHOBAHbI Ha
BBISIBJICHUN y>K€ MMEIOIeViCsI K/IMHIYeCKY BbIPAXKEHHOI CMIITOMATUKI
[7IayKOMBI (A.IT. Hectepos, 1995; E.A Eropos c coasr.,, 2003).

Hamubonee BecomMbiM (akTOpOM pucka pasBUTUs IEPBUYHON
OTKPBITOYTO/IbHOJ ITTayKOMBI SB/ISETCS OTATOIEHHas Hac/lelCTBeH-
HocTh (E.A. Eropos, 1999). Ilepsoe ymoMmHaHme O 3HA4MMON pOIN
HAC/Ie[ICTBEHHbIX (PAKTOPOB B IIATOre€He3e ITIaYKOMBI IPMHAMITEXKNT
Graefe (1869). B nmreparype uMeOTCA eAMHMYHbIE COOOIIEHMA
00 MCCleoBaHMAX —CeMeil ¢ MHOXKecTBeHHbIMM ciaydasmu IIOYT
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IIpakTnyeckne peKoMeHAAN

1. Buenpenue ApTomarmsuposaHHoro peructpa ITIOYI nmoxasano
B IOMUK/INHUKAX, IJIAYyKOMHBIX KaOMHeTaX, OQTaIbMOTOINIECKNX
otpenenusx JIIIY paiionos u ropopos Peciybnmmkn bamkopTrocTas.

2. Y mui ¢ OTATOIIEHHON HAaCIeACTBEHHOCTBIO IO IIEPBUYHOIN
OTKPBITOYTO/IBHOI I/IayKOMe HeoOXOAUMO IIpOBefeHNe AVCIaHCePHBIX
MepONpUATUI y L, B Bo3pacrte ot 30 fer.

3. Ilpm Hammuum cemeiiHOro aHaMHe3a 3abomeBanusi [1OYT
HEOOXOIVMM MOJIEKY/IAPHO-TEHeTUYEeCKMII aHalIN3 TeHa MUOLVINHA.
Boiapnenre myramum Q368X y mpobaHpa CIy>KUT OCHOBOW JiA
npemop6upnHoi guarnoctuky IIOYT y ero KpOBHBIX POJCTBEHHIKOB.
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B KOTOpBIX IIepBMYHAs OTKPBITOYTO/NbHAsA IJIAayKOMa YCTaHOBJIEHA
B HECKONBKMX IIOKOTEHMAX, BBIABUIO CXOACTBO  KIMHUYECKNX
IpOsABIEHNIT 3a00/IeBaHNA, IPOCIEXNBAETCA (PEeHOMEH aHTUIMIIALINNL.
Cpennuit BospacT MaHmudectaunm 3aboneBaHus B IpyIIe OOIbHBIX
C OTATOLICHHBIM aHAMHE30M JIOCTOBEpPHO MeHblle (Z=3,28, p<0,002)
TAaKOBOTO B Trpymrme 0e3 oOTAromeHHoro aHamHesa (57,7219 n
65,35+1,02 COOTBETCTBEHHO).

4. PaspaboTaH aBTOMAaTM3MPOBAaHHBIN peructp  «IlepBuyHas
OTKpPBITOYTONIbHAasA ~ INayKoMa» B  Pecrmybmmke — bBamkoprocras,
bYHKIMAMN  KOTOPOTO ABIANTCA  GopmupoBaHne 6aspl aHHBIX
no 6ompHBIM ¢ IIOYI' m MX pOACTBEHHMKAM, OIpefe/leHue Kpyra
ML, U3 TPYIIBl PUCKA, MOAAEXKAIIMX MEeJUKO-TeHeTHIEeCKOMY
KOHCYJIbTUPOBAHMIO,  BEJEHME U KOHTPO/Ib  JNMCHAHCEPHOTO
Habmonenusi, Mountopunr IIOYT B pecrrybnuke.

5. Cospgan 6ank JHK mammentos c¢ IIOYI B Pb. B pesynbrare
MOJIEKY/IIDHO-T€HEeTUYECKOTO aHa/lM3a YCTAHOB/IEHO, 4YTO 4YacToTa
mytaunn Q368X TeHa MHOLWIMHA B TIpyIIe C OTATOLIEHHON
HaCNIeJCTBEHHOCTbI0  cocTaBnsgeT  1,35%, 4TO  yKasbiBaeT Ha
11e71eCO00Pa3HOCTh €€ TeCTMPOBAHMA Y JIMI[ C CEMENHBIM aHaMHE30M
3ab0eBaHMA.
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B POZOCIOBHOM. Y OTUX JIUI] BBIABJAEHBI crHeluduIecKre TeHBbl,
accoMMpOBaHHbIe C pasBUTHEM AaHHoro 3aboneBanus (E.M. Stone et
al., 1997; R. Melki et al., 2004). CrieKTp ONMCAaHHBIX MyTaIWil B 9TUX
TeHaX AB/IAeTCA  CHeUMUYHBIM I OTHEIbHBIX  IOMY/IALNI
(FO.C.AcraxoB ¢ coaBT., 2005). B cBAsM C 9TMM, HEBO3MOXXHO B
LeIAX AVATHOCTUKM ONMPATbCA HA JIaHHbBIE, IIOJTy4eHHble B IPYTUX
permonax (G.Gonq et al, 2004). B Pecnybnmke bamxkoprocTas,
XapakTepu3yromercs cBoeobpasmeM reHodoHza OT/E/TbHBIX
stHmdeckux rpymn  (9.K.  XycHyrmuuoBa, 1999), momoOHBIX
UCCTIeIOBAHNIT paHee He IPOBOJMIOCH.

Boicokas conuanbHasg 3HAUMMOCTb INIAYKOMBI KaK IIPUYVHBI
HeoOpaTMMON C/IeNoThl 1M MHBAIMAHOCTM IO 3PEHUI0 U BCe
BBIIIEN3IOKEHHOE apryMeHTHpYeT aKTya/lIbHOCTb pOO6IIEMBI
COBepLIeHCTBOBaHM:A MeTofoB auarHoctuku IIOYT, B Tom uncie y nnr ¢
HACJIeICTBEHHON NPepacioNoKeHHOCTHIO.

Ien» wuccnepoBanmsa: Iloseimenne sddexktuBHOCTH HpODU-
JTAKTUKN ¥ JAVATHOCTUKY IIEPBUYHON OTKPBITOYTO/NBHON ITTAYKOMBI C
y4eTOM HaC/IeICTBEHHOI IIPepaCcIIONIOKeHHOCTH.

3amaun nccnegoBaHILA:

1. V3yuuTb pacIpOCTpaHEHHOCTb IE€PBMYHOIN OTKPBITOYTOIbHON
IJIAayKOMBI U JUHAMMKY IOKasaTenel MHBanmupHoctu B PB ¢ 2002 mo
2007 rr.

2. VccnemoBath 0COOEHHOCTH KIMHUYECKNUX IPOSB/ICHNII IePBUYIHON
OTKPBITOYTONIBHOJI ~ I7IAYyKOMBI Yy OONBHBIX C  OTATOLIEHHOM
HaC/IeACTBEHHOCTDIO.

3. PaspaboraTh aBTOMaTM3MPOBAHHBIII PETUCTP OOIBHBIX C IEPBUYHOI
OTKPBITOYTOJIbHOII I/IayKoMoit B Pecrry6nmke Bamkoprocras.

4. Cosparp 6ank [HK wu mpoBecTM CKPMHMHI MyTauuMii Mu
HOMMMOP(YU3MOB FeHOB MMUOLMINHA, UToXpoMa P 450 y 60/bHBIX
HNEPBUYHON OTKPBITOYTOIBHOM ITaykomoii B Pb.

Hayunas HoBusHa

Briepsble m3ydeHa pacnpocTtpaneHHocTb IIOYIT B Pb, BbiABIeHa
HEPaBHOMEPHOCTb IIOKasaTe/leil B pas/IMYHbIX pallOHAX, M3y4YeHa
IVHAMMKa [TOKa3aTeslell MHBA/IMGHOCTY BCIEACTBYE ITTayKOMBI 3a IIEpUOT,
¢ 2002 mo 2007 rr.

MccnenoBanpl KIMHMYECKNe IPU3HAKY IIAyKOMBI 1 JlaHa OLjeHKa UX
0C06EHHOCTeT Y OObHBIX C OTATOLIEHHOI HAC/IeACTBEHHOCTDIO.
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Brepsple cosgman 6ank JHK u mpoBemeH CKpMHMHI MyTanuii u
HoMMMOp(GU3MOB T€HOB MMOLMINHA, IuUTOoXpoMma P450 y 6onmbHBIX
ITIOVT.

IIpakTiyeckas sHaAYNMOCTD

BoiABeHMe 0COOEHHOCTEV KAMHUYECKUX IIPOSABIEHMII ITIayKOMBI
C HACNIe[ICTBEHHO IPepacloNOXeHHOCThI0 CIOCOOCTBYeT paHHell
AMATHOCTHKe 3200/IeBaHNA U CBOEBPEMEHHOMY JIeUeHNIO.

AptomaTnsuposanHblit peructp IIOYT mossomser dopmmposarb
0a3y JaHHBIX, aBTOMATU3/POBATh BefleH)e MeANIIVTHCKO JOKYMEHTAI VI
M OCYIIeCTB/IATh KOHTPO/Ib JUCIIAHCEPHOTO Hab/rofieHus. Vcronp3oBanue
perucrpa B palioHax u ropogax Pb paeT BOSMOXXHOCTD IPOBOIUTH
Mouutopur IIOYT B pecry6/mke, BeCTH OTYETHYIO HOKYMEHTAIMIO B
Ne4e6HO-IPOIIAKTUIECKNX YIPEKICHNAX.

BrrABIeHMe MyTanuii B reHaX MMOLM/IMHA, TUTOoXpoMa P450 ciry>xut
OCHOBOII A1 mpeMopbupHoi amarHoctuku ITIOYT y popcTBeHHMKOB
npo6aHMIoB.

ITonoxenns, BBIHOCHMbIE Ha 3aINUTY

1. B permonax pecnybmuku bamkoprocTaH Ha6miojaeTcs Hepas-
HOMepHOCTb pacnpoctpanenHoctn IIOYI. Haubonee Bbicokme
IIOKasaTelM OTMEYAITCsA MpPEMMYLIECTBEHHO B  palioHax n
ropojax, pacloNOXKEHHBIX 110 3allaJHONM ¥ IOro-3allaHOI TpaHuLe
pecnyonukn. Habmogaercs TeneHusa K yBenumdennio gom [IOYT
B CTPYKTYpe HEepPBUYHOI MHBAIMTHOCTY BCIEACTBYE 3a00IeBaHMI
I71a3.

2. Knuunmyeckumn ocobennoctsmu IIOYT y  mamueHTOB ¢
OTATOIIEHHBIM aHAMHE30M ABJIAIOTCA paHHee IOABJIEHNE >Kamoo,
Oomee TsDKENIOe TeYeHME B KaKAOM IOCTeAYIoieM IIOKO/IeHUN,
CXOJICTBO KIMHMYECKMX INPOABIEHUI Y KPOBHBIX POJCTBEHHUKOB,
npeo6nauaHI/Ie nceB09KChOMMaTUBHOM GOPMBI Hafi HTUTMEHTHOIL.

3. ApromarusupoBaHHbIil pernctp A IIOYT nossonser popmmposarsb
0a3y [aHHBIX M aBTOMAaTM3NPOBATh BeJjeHUE MEeJULIMHCKO
IOKYMEeHTAIlVM, KOHTPOIMPOBATh AMCIIAHCEpPHOe Hab/MoneHe.

4. Y muy c ceMellHBIM aHAMHE30M II€PBUYHON OTKPBITOYIOIbHOI
I7ITAayKOMBI IIOKa3aHO TecTupoBaHue Myrtaumyu Q368X reHa
MUOLVIMHA.

COTIOCTaBMMa C JIaHHBIMU, IIOJTYYE€HHBIMM IIPY VMICCTENOBAHUM JPYIUX
HOMY/IALNIL, 9TO YKa3bIBaeT Ha I[e7IeCO00PasHOCTb e€ TeCTMPOBAHUA Y
JINIL C ceMeVHbIM aHaMHe3oM ITOVYT.

IIpoBemen ckpuHyHr Mmyrtanum R368H rema nuroxpoma P450
y 6ompHbix I[IOYI u B KOHTpOnbHOI rpymme. C Le/bio BbIABICHNS
myTanuy R368H rena unroxpoma P450 6611 IpoBeieH pecTpUKIVIOHHBII
aHanu3 3 9k30Ha B 138 06pa3uax IOTHK 6onbubix ITOVI, a Tak xe
ux popctBeHHMKOB M B 80 o6pasuax JHK rpynmer koHTpoms. Msl
He BbIABWIM MyTaumio R368H rema muroxpoma P450 Hm y opgHOro
U3 00C/TeOBaHHBIX IAI[IEHTOB ¥ 3J0POBBIX VHAVBUJOB U3 TPYIIIBI
KoHTpona. CrefoBaTenbHo, MyTanusa R368H B rene uuroxpoma P450 He
xapakrepHa i 60nbHbIx [IOVT us Pb.

BoiBoabl

1. IoBbimeHno 3PPeKTUBHOCTY TPOPUIAKTUKY U FUATHOCTUKIN
HEepBUYHOI OTKPBITOYTOJbHONM IJIAyKOMbI C Y4eTOM HacjelCTBEeHHON
IpeApacoNOXeHHOCTY CIOCOOCTBYIOT NPOBefeHIe UCIaHCePU3aIN
y nuI, C OTATOLeHHOM HacneAcTBeHHOCThI0 mo IIOYI B Bo3pacre
or 30 seT, BHef[peHNe aBTOMATM3MPOBAHHOIO PEruCTpa B JiedyeOHO-
NpOPUMIAKTUYECKUX  YUPEXKICHNAX, MOJIEKY/IAPHO-TeHeTIYecKoe
UCCIeOBaHMe I IpPeMOPOMAHON [VAaTHOCTMKM 3a00/eBaHUs Y
KPOBHBIX POJICTBEHHIKOB ITpOOaHa.

2. PacripocTpaHeHHOCTD NePBUYHOII OTKPBITOYTOILHOM I7TAyKOMBI Y
nnyy crapie 40 et B Pecriy6/mke BamkoprocTal B cpefjHeM COCTaBIIsIeT
102,3 cmywas Ha 10000 Hacemenmsa. 3ab07eBaeMOCTb IEPBUYHOIN
OTKPBITOYTO/IBHOJ ITIAyKOMOJI IO pecIyb/MKe COCTaB/IsAeT B CpefHeM
10,9 na 10000 HacenenusA y nuy, crapure 40 seT. B cTpykType nepBudHoi
VHBAIMIHOCTY BCJIELICTBYUE 3a00/IeBaHNUII I71a3 IJTayKOMa IIpeBalupyeT
B TedyeHNe BCEro MCCIeAyeMOro Iepyofa, HaOTofaeTcss TeHAEHLNs
K yBenM4eHuto ee pomm ¢ 24,6% B 2002 ropy nmo 39,5% B 2007 ropy.
B cTpykTYype yTsaKeneHNA IPyII MHBAIVTHOCTY 10 3pEHNIO B peCITy O/IiKe
3a 2002-2007 rr. cTabMIBHO BeAylell OCTaeTCsl IepBUYHAs [TTayKOMa, U
ojIsI ee cocTaBisAeT oT 39,4% mo 42,9% .

3. Y manmeHTOB TpPYHIBI C OTATOLIEHHOI HACTeCTBEHHOCTHIO
npeo6ajaroiell KIMHNYeCKol pOpMOIi TepBUYHOI OTKPBITOYTONTBHON
IJIAayKOMBI ~ ABJISETCA  IICeBROIKCPomaTuBHasA rIaykoMa (56,8%),
a B rpymme 0e3 OTATOLIEHHON HAC/IEACTBEHHOCTY — IMIMEHTHas
rraykoma (45,5%). KnmHuko-reHeanormueckoe MCCIeOBaHUE CeMeli,
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Pucynox 7. II[[P® ananus 3 ak3oHa eeHa muoyununa navuerma K.

1. O6pasen JHK ne mopseprumiica pectpukiuu ¢epmentom Taal
(KOHTpPOTIB);

2. O6paseny THK, copepxamuit mytanuio Q368X B reTepo3uroTHOM
COCTOSTHUH

Beinyicka u3 am6OynaropHoit KapTbl: namyenT K. — 50 jer, 6amkup.
BriepBele ob6paTmica 3a NOMOWBI0 K O(QTaNIbMONOTY IO MECTY
KNUTeNbCTBa B sAHBape 2006 mocie TOro, Kak OCHIE€I JIEBBIA I7Ia3.
Ha MmomeHT ocMoTpa ycraHoBneH pmarHo3: OU OTKpbITOyTONbHAsA
rmaykoma IV B-C. Ocrpora speHns

OD-prlincerta; 0OS-0. bBuomukpockonmuecku oOmnpefensieTcs
IICeBJ09KC(ONMMATUBHBI CUHAIPOM, OOJbIle BBIPAXKEHHBII B JIEBOM
IJIa3y C OTIOKEHVeM IICeBJOIKCONMManuii 1o 3pauKoBOMY Kparo
pamyXKu, Ha IepefHeNl Kamcyne xpycranuka. Ilocremennoe
CHIDKEeHUe 3peHMs 3aMeTmsn 2 ropa Haszaj. K odrampmonoram He
obpamancsa. Bpar mpobanzia ocmen Ha oba r1asa B Bospacte 48 jer
BC/IE[ICTBYE IJIAYKOMBI. B rpymme 6e3 OTATOLIEHHOTO aHaMHe3a U B
rpymnne KoHTpona MyTanys Q368X He 6b1a 0OHapysKeHa.

YcraHoBeHO, yTO YacTtoTa MyTanuy Q368X cpeny MalMeHTOB U3
Pb ¢ ceMellHbIM aHaMHe30M 3aboneBaHmMA cocrtasiageT 1,35% wu
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Anpo6anusa paboTsr
OCHOBHbIE MTOTIOXKEHNS AUCCEPTALUY FOMOXKEHBI M 0OCYXK/IeHbI Ha
acconmanym odranpmonoroB Pb (Yda, 2006), HaydHO-TIpaKTUYeCKO
koHpepennun B8 HMM T'b PAMH (Mocksa, 2008). ncceprarys
ampobupoBaHa Ha 3acemaHuy Yuenoro Cosera Ydmmckoro HUN
IIa3HbIX 0ose3Heit 22 anpens 2009 roxa.

ITy6nukamn

[To Teme pmuccepranuy OIYOIMKOBAaHO 7 CTareil, B TOM 4YKCIIe
3 - B penensupyembix BAK >xypnamax. IlomyuyeHO CBUEETENTBCTBO O
TOCY/JapCTBEHHOI perncTpanyy 6asbl JaHHBIX «ABTOMATM3MPOBAHHBbIN
peructp. IlepBuyHas OTKpBITOYronbHasA ImaykoMa» oT 1.10.2008r.
Ne2008620363 B DemepanbHOM  MHCTUTYTE  IPOMBIIUIEHHON
COOCTBEHHOCTH.

Buepgpenne B NpaKTuKy

PesynbraTbl paboThl BHeipeHbI B MpakTuky 'Y «Yumckuit HUN
I'b» AH Pb, mukpoxupyprudeckoro otgenenus MBY3 Kb Nel r.
Crepnutamak, Mukpoxupyprudeckoro orgenenns III'b r. Cubait.

CrpykTypa m o0beM AyuccepTanum
Hucceprauma msnokeHa Ha 104 cTpaHMIaX KOMIIBPIOTEPHOTO
TEKCTa, CofepXuT 6 Tabmun m 20 pucyHkoB. Pabora cocromt mn3
BBefleHNsA, 0030pa /UTepaTyphbl,  IJIaBBl «MaTepuaabl M METObI
VICCTIEIOBAaHNs»,  YeThIpeX INaB  COOCTBEHHBIX  JMCCIIEJOBaHMIL,
3aK/IIOYEHMSA M BBIBOJOB. YKasaTelnb JMUTEPATyphl BKIO4YaeT 156
VICTOYHUKOB, B TOM 4ucie 91 3apyOesKHbIX.



COOEPKAHUE OVUCCEPTAIININ
OO6masa xapaKTepUCTHKA KIMHITYeCKOTO MaTepuaia
Y TAIMIEHTOB

B mccnenoBaHye BOLUIM pe3ynbTaThl 0OC/TIeNOBaHMA MALMEHTOB C
ITOYT HaxoAMBIINXCA Ha CTAlMIOHApHOM jedeHuu B Ypumckom HIUU
I71a3HBIX OomesHert B mepuop 2006-2008 IT. DnmpeMmonorndeckue
uccnegosanua no IIOYT mposefeHsl HA OCHOBaHMM JAHHBIX OTYETOB
palioHHBIX M TOpOAcKMX OKymucrtoB Pb. VccnegoBanua puHaMuKn
IIOKasaTesiell MepBUYHON MHBANMTHOCTY IIPOBENEHBI HAa OCHOBAaHUM
maHHbIX Gumnana Ne10 rraBHOTO 610pO MeVIKO-COLATbHO 9KCIIePTU3BI
no PB ¢ 2002 mo 2007 rr. B mccrenoBaHme OTOMpanuCh MAIl[MEHTHI C
ycraHoBneHHbIM AuarHosoM IIOYI, HaxopmBiMecs Ha CTallIOHAPHOM
nedeHuu B Youmckom HUM  rrasHbix 6onesHeit. Bcero 6bu1o
obcnenoBano 138 manmentoB ¢ ITOYI, a Taxke 80 4e0OBeK TIPYIIIBI
koHTpond. lIlepsyroo rpymnmy cocrapumm 37 maumenro ¢ IIOYT ¢
OTATOIIEHHON  HAC/E[CTBEHHOCTBI0 IO JaHHOMY 3a00JIeBaHMUIO.
B 3Ty rpynny BKIOYanyu GONBHBIX, €CIM B POJOCTOBHOI MMENOCh He
MmeHee 1ByX ciny4daeB IIOYID npu crenenn popcrsa I-1I. PopcrBenHMKN
3TOJl rpynmel manyeHToB (11 dYenoBek) mpouuM  yray6/IeHHOe
o¢ranpmonornyeckoe obcnenoBanye. Bropyto rpymmy - 101 yenoBek
coctaByuny nauyeHTsl ¢ IIOYT 6e3 OTATOIIeHHO HACIeNCTBEHHOCTI.
VIx KpoBHBIE POJCTBEHHUKM —28 4YeIOBEK TaK K€ IPOILIN
yrnybneHHoe o6cnenoBanue. KoHTpompHyw rpymmy cocraBwmm 80
4esoBeK B Bo3pacTe 70-80 j1eT ¢ BO3pacTHO KaTapakToi 6e3 Mpu3HaKOB
rmaykombl. OOC/IefoBaHbI 4iIeHbI 14 ceMmell IAIMeHTOB TPYIIBI C
OTATOIIECHHO HAC/Ie[CTBEHHOCTbIO, OTOOPAaHHBIX MO IpobaHmy ¢
IIOYI. B pabore ucnompsoBanbl o6pasupl JHK kpoBu 60mbHBIX
ITOYT u 4neHoB MX ceMeil. B3ATe KpOBU OCYIIECTBIIA/IOCh BO BTOPOM
XupyprudeckoM otaenenun Yopumckoro HUM rmasHeix  6onesHeit
U TIpU COOMIOEHNN HEOOXOAMMBIX YCIOBUI /I TPaHCIOPTUPOBKM
JOCTABJIA/IOCH JIA aHaIM3a B JIAOOPATOPUIO MOJIEKY/IAPHOI TeHeTUKM
JenoBeKa VIHcTUTYyTa 6noxvmym u revetvikn YHIT PAH.

MeTopapI MCCIeROBaHNA
OcrpoTa 3peHMs ompefensach mpu nomoiy Ttabmun CuslieBa-
TonoBuHa. DbecKOHTAaKTHass TOHOMETPHA BBINONHATACH TOHOMETPOM
Topcon (AmonmsA). OnekTpoTOHOrpadmaA OCYIIECTBIANACH STEKTPO-
toHorpadom THII-100-C (Poccus).
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Paspen «jaHHbIE K/IMHUYECKOTO OCMOTPa» CONEPXKUT OIS s
BHECEHVsI Pe3y/IbTaTOB OOBEKTMBHOTO OCMOTpPa M (PYHKIMOHATBHBIX
uccnenoBauuit (puc.6).

S

Pucynox 6. Pasoen «JlanHvle KTUHUHECKO20 OCMOMPA»

JlaHHBII perucTp paspaboTaH Ha OCHOBE BBICOKOIIPOU3BOAMTETBHON
32-pa3pAmHON CUCTeMbl YIpPaB/IeHNs PeIALMOHHBIMY 0a3aMy JJaHHBIX
(CYPBII) Microsoft Access 2003. [Tporpamma 3alMIneHa
HapoJIAMM OTPaHMYEHNA JOCTYIIA.

Bce oTueTHBle GOPMBI MOTYT OBITh MCIIONB30BaHbI AT PabOTHI
JIITY, Tak Kak COOTBETCTBYIOT TpeOOBAaHUAM, IpPeXbABIAEMbIM K
opOpMIEHNIO MEUIMHCKOJ MOKyMeHTanuu. g IpaKTU4ecKoro
VICIIOJIb30BAHVS PErMCTpa HeOOXOMMO Ha/Muye TOTbKO KOMIIBIOTEepa I
COOTBETCTBYIOLIETO IIPOrPAMMHOTO 00eCIIeYeHNs.

Monexynapno-zenemuueckoe uccrnedosanue nepeu4Holl OmMKpol-
moyzonvHoti enaykomvt. llpoBemeH ckpuHMHr MyTanun Q368X
reHa MuonwivHa y 6onbHeix IIOYI m B KOHTPOJIBHOI TrpymIe.
[Ipy MONEKyIsApHO-TeHETMYeCKOM ucclefoBanuy obpasnos JJHK
OONbHBIX Hallleil BBIOOPKM B TpeTbeM 9K30He TeHa MUOLMINHA Y
ogHoro manueHrta ¢ I[IOYI us rpynmbl ¢ OTATOIIEHHBIM aHAMHE30M
obHapyxeHa HOHCeHC-MyTanusa - Q368X. Hanmmume myranum 6bU10
HOATBEPX/IeHO (pepMEeHTATMBHBIM THUPOIN30M SHAOHYKIeasoit Taal

(puc. 7).
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3MPOBAaHHBIN peructp. IlepBMYyHAasA OTKPBHITOYTO/MbHAA IJIAyKOMa».
ITocnemHmii BBIIOMHAT C/IEAYIOIVe OCHOBHBIE PyHKIMM: popMupoBaHye
0a3bl JTaHHBIX ¥ ABTOMATH3aLUA BeeHNA MeIUIIVTHCKON JOKYMEHTAIVN
1o 60mbHBIM ¢ [TOYT n ux pofcTBEeHHUKAM; OIpefie/ieHNe KpyTa JINI] U3
TPYIIIbI pUCKa, TOM/IEXKAIMXMEMKO-T€HETI€CKOMY KOHC Y/IBTPOBAHNIO
U MOJIEKY/IAPHO-T€HETUYECKOI AUATHOCTVKE; BefeHMe, YIpaBlIeHNe U
KOHTPOJIb JVICIIAHCEPHOTO HAOMIOfeHNA 3a OONMbHBIMYU M UX CEMbAMU;
MountopuHr ITIOYT B pecrrybnuke; BefieHMe OTYETHON HOKYMEHTALVIN
B /ledueOHO-IpoduIakTnIeckoM yupexzennnu no IIOYT; rpynmuposka
TAHHBIX IO pa3/IMYHbIM KPUTEPUAM [/ aHa/IM3a U OLLEHKU JUHAMUKI
curyauyy o IIOVYT na Teppuropun Pb.

InaBHas popma pasjeneHa Ha MICTb YaCTell: B IEPBOII - IPUBOATCS
CBEJICHNS O MAI[MEeHTaX M MX POACTBEHHMKAX, BO BTOPOI — 0OOLIMil
CIIMCOK OONBHBIX, B TPETbell - 3a/10)KeHa BO3MOXKHOCTb (OPMUPOBAHNS
OIIpefie/IeHHBIX BBIOOPOK, B YETBEPTONl — CTAaTUCTUYECKUII aHamu3, B
IATOM M LIECTO YaCTAX - AMarpaMMbl COCTOSIHUA PACIPOCTPAHEHHOCTH
II0 TOpOfiaM U palioHaM pecnyOnuku. B paspene «obmas» mMeroTcs
3aKJIa[iKV, TTO3BOJIAIONINE MIepeiiTU B CIeAYIOLINe MOApasfie/sl: obmye
CBEJICHNA, HAC/eICTBEHHOCTb, aHaMHe3 3a00/IeBaHMA, COLMATbHO-
TPYLOBOJI aHaMHe3, AVCIIAHCEpU3als, CONYTCTBYIOLMe 3a00/IeBaHu,
JaHHbIE MOJIEKY/IIPHO-TEHETUYECKOT0 00cmefoBanus (puc.5).

S Gttt s Nstamrt e " als | I oo nownmal| | Bewmn

-

Pucynox 5. Pasoen « Obujue céedeHuss»
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ONneKTpopu3NONorndecKne  UCCIeNOBaHMA  IPOBOAWINCH  HA
anmmapare KHCO 4-88 (Poccus). DneKTpudyecKylo 4yBCTBUTETBHOCTD
3pUTENbHOTO aHa/m3aTopa olpefesIAnm IyTeM HoflauN
NpPAMOYTO/bHBIX 3NIEKTPUYECKMX MMITY/IbCOB JIIUTENbHOCTbIO 10MC
npu vactore 0,5 [1I ¢ MOCTOAHHBIM IOBBIIEHMEM aMIUIUTYABL [lpnm
M3MEPEHMM 3NMeKTPUYECKON JIAOMIbHOCTY YBEINYMBANIU  YacCTOTY
CTIeflOBaHMA MVMITY/IbCOB [O MOMEHTA CIVMAHMA MENIbKaHUI WIN
ucyesHoBeHMA ¢ocdeHa. bruomerpusa IpOBOAMIACH C IIOMOIIBIO
MeTofia A-CKaHMpPOBaHNA. Nsmepsamn DIyOuHy nepenHent
KaMepbl, TOMIMHY XpYCTalMKa, [JIMHY IIepefHe-3ajHell  ocu
rmasa. bmomumkpockommsa  BRINONHANACh Ha  IIE/EBOM  JlaMIle
¢upmpr  Karl Zeiss (Iepmanms). Ilpum wmccnemoBanmm ocoboe
BHMMaHNe oOpaljami Ha  HaIMdMe  IICEBJO3KC(OMMATUBHOIO
CMH[IpPOMa, CUH[IpOMa IIMTMEHTHOI [VICIEePCUM, [APYIUX JUCTPOPU-
YeCKUX W3MeHeHMiT pamyxkn. O Haamuumym ICeBJOIKCHONMMATIB-
HOTO CMHJpOMa y 00C/Ie[OBaHHbIX CYAVM/IN Ha OCHOBAaHMM OOHAPY>KeHMA
aOCOTMIOTHBIX M KOCBeHHBbIX IpusHakoB [I9C. A6comoTHBIMM
NpU3HAKaMM  CMHIPOMA  ABJIAETCA  HaaM4yMe  9KCOMMATVBHBIX
OT/IOKEHUII IO KPAl0 3payka, Ha IIOBEPXHOCTU XpycTajmka. KocBeH-
HbIMM  IIpM3HAKaMM SABJIAIOTCA CHIDKEHME IIOfBIDKHOCTM 3pavuka
BC/IEACTBUE PUIMIHOCTU PafyXXKy, TPAaHCWUIIOMMHAIVA 3PadKOBOTO
nosica pafy>kKy, JUCIepcus NMUTMEHTa BO Bjare IepefiHeil KaMephl,
(dakomoHe3 mpM ABHOM OTCYTCTBMM B aHAaMHe3e KOHTY3UM I7Iasa
(R.Ritch,2001). O Hammumy cMHAPOMA MUTMEHTHON AUCIIEPCUY CYAVIIN
Ha OCHOBaHNUM OOHApyXeHMs CIefyIINX OMOMUKPOCKOINIECKNX
JAHHBIX: pacIblleHNe NUTMeHTa Ha 3a/iHeil MOBEPXHOCTU POTOBMUIIBI B
Bujie BepeTeHa KpykeHOepra, Ha IiepefiHeil IIOBEPXHOCTI Pafy>KKy, Ha
nepefiHell IOBEPXHOCTY XPYCTA/INKA; TTyO0KasA IepefHsAsa KaMepa,

IPUKOPHEBOI IIPOJIATIC PAy>KKI M MPUIO0He3; Hepudepudeckme
1je/IeBUHbIE Te(eKThl pafy>KKu;

CKOIIIeHJe IINTMEeHTa Ha IIOBEPXHOCTU TpabeKylasl M B ee
OTBEPCTHAX NP WMPOKOM Ipoduie pagyKHO—POTOBUIHOTO YITIA.

OcCMOTp I7a3HOTO IHA BBINONMHANCA TPAMON OQTATBMOCKONNEN
pyunpiM o¢ranmpmockoM ¢upmbl HEINE (Tepmanms). HekoTtopeim
6onmbHBIM (14 HALMEHTOB) NPOBOAWIN OIpele/ieHNe CTPYKTYPHBIX
usMeHennit [I3H MeromoM KOH(QOKaNbHOI /1a3epHON CKaHMPYIOLIei
o¢ranpmockonuu ¢ ucnonbzoBanreM HRT-III (Heidelberg Engineerihg,



Germani). Oco6oe BHUMaHMe OOpaljany Ha COCTOSHNUE HEBPATbHOTO
obonka JI3H B TeMIOpalbHBIX OT/eNaX, CTeIeHb NepUIAIIISPHON
aTpodum m HampasleHue pacmmpenna oSkckaBamym I3H. Ilpnm
MpOBEeJeHNY TOHMOCKONMM CTelleHb NIUTMEHTAlMM CTPYKTYp YIa
IepefHeN KaMepbl OLJ€HMBAJIACh TPAJUIIVIOHHO 110 IIKaJIe 5-TU CTEIeHell
or 0 (oTcyTcTBMe MMUIMeHTanuy) [0 4-X (BbIpakeHHas MUTMEHTAIVIA).
Ilona 3peHmMsa wuccnenoBany MeETOAAMU CTAHAAPTHON KUHETUUYECKON
HepyMeTpUM M CTAHJAPTHONM aBTOMATU3MPOBAHHOI IepUMeTpUM Ha
IIepMMeTpe 110 MOPOroBoi nmporpamme 30-2.

IIpoBefeHo MO/IEKYIAPHO-TeHeTYeCcKoe UCCIeJloBaHMe 257 4enoBeK
(138 maumenToB 60/1bHBIX IIOVT, 39 Yem0BeK X KPOBHBIX POACTBEHHIKOB
u 80 4yenoBeK TPYNIIbI KOHTPOJIA), BKIIIOYAlOllee BbIfie/IeHNe TeHOMHON
JHK, aMmmmukanuio MccaefyeMbIX YYacTKOB T€HOB MeTO[IOM
HO/MVMMepasHON  LIeTHOJ  peakluy, aHamm3 KOH(GOPMAIVOHHOTO
nommopdusma opHOHUTeBbIX ¢parmentos [IHK, xmoHmposaHme
C IOCNeAyHoIIMM CeKBeHMpoBaHMeM. JVicciemoBaHue IIPOBOAMIOCH
COBMECTHO C COTPYAHMKAMM J1abOpaTOpUM MOJIEKY/ISIPHOI TeHeTUKM
yenoBeka VHcTuTyTa 6noxumun n resetky YHI] PAH (3aB. oTnenom
TeHOMUKY, 4ieH KoppecnonaeHT AH PB, fokrop 61monornueckux Hayk,
npogeccop I.K. Xycuyrannosa). [l moyucka MyTanmnit Ob1y BBIOpaHbI
1S, 3S 5K30HBI reHa MUOLMINMHA, a Takke 3 3k30H rema CYPIBI, B
mpefenax KOTOPBIX JOKAIM30BaHbl YacTO BCTpevaroljuecs MyTaluu
un mnomumopdusmer, accoummpoBanubie ¢ IIOYI. Craructuyeckas
00paboTKa IONy4eHHBIX MAHHBIX IPOBOAVIIACH C VCIIOTb30BAaHUEM
naketa nporpamm “STATISTICA 6.0”, mporpamMmmuoro obecredenns MS
Excel X (Microsoft). 3HaunMoCTb pa3myuii BHY TPM IPYIIIBI OlleHMBa/Iach
IO KPUTEPUIO BIIKOKCOHA, MEX[y TPyIIIaMi — 10 KpuTepuio MaHHa-
YutHu. Pasnuuna cauranuch sHaunmbiMu ipu p<0,05.

Pesynbrarsl

Pacnpocmpanennocmo IIOYT 6 PB. PacipocTpaHeHHOCTD JaHHOTO
3a00jeBaHMs COCTaBIIa B CpefHeM 110 pectry6muke 102,3 crydas Ha 10000
HacesleHMsA crapuie 40 jeT, 4TO COITIACyeTCA C JAHHBIMU B CPeJJHEM II0
Poccun. Pazbpoc mokasarerns pacripoctpanenHoctu IIOYT B pa3mmaHbIx
pailoHax ¥ ropofax BemuK - ot 23,7 no 293,8 na 10000 HaceneHusa y nuy,
crapuue 40 ner.
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0e3 HapyuieHWUiT 3puTeNbHBIX (yHKuuit. IIpu odTanbMonornyeckom
00CIeloBaHNY TIOCTIEAHNX OOHAPyXKeHBI NeTreHepaTHBHbIE M3MEHEHUS,
CBUIETE/IbCTBYIOL Ve O TIPeAPACIIONIOKeHHOCTI K Pa3BUTII0 3a00/IeBaHN,
WIM O HAya/IbHOM IJIAYyKOMAaTO3HOM IOpakeHuu. JlereHepaTuBHbIE
IPOLIeCChl TPOAB/ISUINCH CIEAYIOMUM 00pasoM: paclIVpeHne KpUIT
Pafly’>KKy, MCTOHYEHNUE IOBEPXHOCTHOTO M NNUI'MEHTHOIO ee JIMCTKOB,
IICeBJ09KC(ONMATUBHBI CUHAPOM C OTIOXEHMAMU OOpasoBaHUIl IO
3pauKOBOMY KpAal0 PaIyXK/ U IlepefHeil IOBEpXHOCTU XPYCTa/lIMKa,
CUHAPOM IMUIMEHTHON HOMCHepCUM C PpaclblUIeHMeM INTMEeHTa Ha
InepefHeil IMOBEPXHOCTU DALYXKKM, XPYCTaluKa, B YINy IepemHei
KaMepbl, Ha O9HpoTemmyu porosunsl. OdTambMOCKONMYIeCcKoe —JIC-
cnepoBaHye rmasHoro nHa ¥ HRT BbLaBmmm nobnegHeHMe U Cy>KeHue
HeBpanbHOro oboznka JJ3H B TeMmopanbHBIX OTHENAX, pacIIMpeHye
HNepUITANIIUIAPHON arpoduy, BepTUKaIbHOE pacIlVpeHne 9KCKaBalluu
JI3H. YcraHOBeHO, 4TO IepBble IPU3HAKU AUCTPODUM Y IPSIMBIX
PONICTBEHHUKOB IPOOAHIOB, KaK IIPABIU/IO, OSB/SANMNCH B IOHOLIECKOM
BO3pacTe, TOIfA KaK y 3JOPOBBIX - Hocie 40 jieT, 4TO COIVIacyeTrcst
¢ wuccnepopanuavmu Iukynosoit PII. (1991), Kypoimesoit H.J.
c coaBT. (2004). Kpome o0OmenpuHATBIX OQTaTIbMOTOINIECKNX
METOfIOB  IIPOBOAM/IOCH ME[JUKO-T€HEeTMYeCKOe KOHCYIbTUPOBAHUE
U MOJNEKY/IApHO-TeHeTMdeckoe  ucciaefoBaHusa.  OKOHYATeIbHBII
OTBET OTHOCUTeNbHO Tuila HacinegoBaumsa I[IOYI B 9TuxX ceMbsax
MOXXeT [jaTh MOJIEKY/ISIPHO-TEHETHYECKOe NCCIefloBaHNe IIPOOaH/OB,
OOJIbHBIX 11 3[JOPOBBIX YWIECHOB MX ceMeil. 3a Hac/lIe[CTBEHHBIII XapaKTep
3aboneBaHMsA y OOC/IEHOBAHHBIX MALMEHTOB TOBOPUT ClIEAYIOLIee:
Ha/M41e 3a00/MeBaHUA B DPARY TpexX-ueTbIpeX IOKO/NIEHMUI, CXOJCTBO
K/IMHNYECKUX IIPOSB/IEHUII CO CTOPOHBI IIepefHero OTpe3Ka I/a3a I
IJIA3HOTO JJHA TIpM 00C/IeOBAaHNN POJCTBEHHUKOB IAIIVIEHTOB OOIbHBIX
ITIOYT. B ucropun 3ab6oneBaHus B pAAY IMOKOTEHNIT HEKOTOPBIX ceMelt
YeTKO IPOCIeXMBAICA peHoMeH aHTuIunanyy. OH 3aK/II0YajIcsa B TOM,
4TO B Ka)XJOM C/IeAYIOleM IOKOJeHN) HAC/Ie[ACTBEHHOe 3abojeBaHume
HpOSB/IIOCHh B 0oO/lee paHHEM BO3pacTe U IIPOTEKANIO TsDKeJIee.
B cBASM  ceMeilHO-HAC/TeCTBEHHBIM  XapaKTepoM  3abojeBaHMA
PEKOMEH/IOBAHO JVHAMMYeCKoe HaOMofeHe BCeX pPOJCTBEHHUKOB,
B popy KoTopbiXx ecTb 6ombHbIXx IIOYI. 3OTo BaxHO i paHHel
AMATHOCTUKY U IPOPUIAKTUKY Pa3BUTYS ITTayKOMBL.

Paspabomxa O0okymenmauuu Ons yuema OO0NTvHbIX NePEUUHOL
omkpvimoyzonvHotli enaykomoti. Hamm Obuta cocraBneHa ¢opma-
mm3oBanHas Kapra (PK), Ha ocHOBe KOTOpOIT paspaboTaH «ABTOMATH-
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I rpynma II rpynma

16,2% 19,8%
27,0%
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Pucynox 4. Pacnpedenenue 6onvnoix ¢ IIOYT no xnunuueckum
opmam 3abonesanus

CraTucTudecKuil aHaaM3 IIOKas3aj, 4TO KOIMYECTBO IIAlIMEHTOB
c IISI' B mepBoll rpymie OOCTOBEPHO OTAMYAeTCA OT TAKOBOTO BO
Bropoi rpymne (p<0,05). Ilo-BupumMomy, 9TO CBA3aHO C HAaTOreHE30M
19T IlceBROIKCQONMMATUBHBI CHHAPOM, C KOTOPBIM aCCOLMMPOBAHO
3aboneBaHMe, KaK [OKa3aHO Ha CETOJHA, SABIAETCSA IIPOsIBICHMEM
9/IacTo3a ¥ 9MacTo-MuKpopubpmonatun. IIponcxogur ornoxeHue
HEKOll  6emKoBOM CyOCTaHIMM HAa IIOBEPXHOCTAX  XPYCTasMKa,
Pagy>KHOI 000/7I04KM, 0COOEHHO II0 3paYKOBOMY Kpalo, a TaKXKe B YITIy
nepefHell KaMepbl, Ha LIMHHOBBIX CBA3KaX ¥ POTOBMYHOM 3HJOTE/IUN
(HJ. Kypsimesa ¢ coaBT., 2004). Y mIaumeHTOB ¢ HaC/IeACTBEHHO
npeppacnonoxeHHoctbio K IIOYI, mo-supumMoMy, OOVH U3 3BEHbEB
naroreHesa 3a0o/ieBaHMA CBS3aH C HapylleHMeM OelKoBOro oOMeHa,
9KCIIpecCHeli U3MeHeHHBIX 0€/IKOB 113-3a MY TAL[VI/1 BTeHaX OTBE TCTBEHHBIX
3a MX cuHTe3. MyTaHTHBII 6elok oOpasyeT HepacTBOPUMBIE MAacCChl,
KOTOpble He CEeKPeTMPYIOTCA ¥ HAaKaIIMBAIOTCA BHYTPUK/IETOYHO (S.
Gobeil et al., 2004; Y. Liu et al., 2004).

Knunuueckue nposenenuss IIOYI ¢ nacnedcmeennoii npeopac-
nonoxcennocmoro. C 1Lelbl0  OINpefiefieHNsA POIM TeHeTUYeCKUX
($aKTOpOB, KaK MpefpacloIarailiiX K pasBUTHIO 3a00/IeBaHNsA, ITOMCKA
PaHHUX NIPU3HAKOB IJIayKOMBI 1 HAaC/IeflOBaHUA BeYIUX €€ CMITOMOB
MBI TIpOBeNM OQTATbMONIOIMYECKOe ¥  K/IMHUKO-TeHeaJTorndecKoe
o0crefoBaHMe YIEHOB ceMeil 14 MaIyeHTOB 13 IPYIIIBI C OTATOLIEHHBIM
aHaMHe30M. HapsAny ¢ KpOBHBIMM PpOACTBEHHMKaMM IIPOOAHTOB C
YCTAHOBJIEHHBIM [IMarHO30M, TaK >Ke OOC/Ie[OBaHbI YIEHBI CeMeil
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Pucynox 1. Pacnpocmpanenrocmo ITOYT no pationam u zopodam
Pecnybnuxu Bawkopmocman

Haubomnee Bbicokas pacnpoctpaHenHoctb I[IOYID ormeuanach
IPeUMYILeCTBEHHO B PailOHaX M TOPOJaX, PACIIO/IOKEHHBIX I10 3aI1a/{HOV 1
I0ro-3amnagHoiirpannax bamkoprocranac TarapcraHoMu OpeHOyprekoit
obmacTpio, a MMeHHO B MeneysoBckoM (293,8), ®emoposckom (210,2),
Kyrapunnckom (150,4), 3usHuypunckoMm (155), CamaBarckom (177),
Kapamackanuuckom (171,6) paitonax, ropopax Okrtsabpbckom (256,5)
n Cubae (152,3). Haubomnee Hm3kas pacmpoctpaHeHHOCTb IIOYT
OTMeYaeTcst IIPeUMYIeCTBEHHO B palfoHaX CEBEPHOTO U L[EHTPATbHOTO
peruonoB bamikupun, a umenno B AckuHckoM (23,7), VnuiieBckom
(33,1), bnarosemenckom (41,1), banraueBckom (44,3), brarosapckom
(48,4), Ayprasunckom (41,1) u Ypumckom (46,6) paitonax (puc. 1).

V3y4yena saboneBaemocts IIOYI B Pecny6nmuke bamkoprocTah.
[TokasaTenp B cpegHeM IO pecny6Onmke coctaBmsin 10,9 crydaeB Ha
10000 Hacenenus y nuy crapiue 40 neT. Pazbpoc mokasaresst COCTaBsAeT
or 2,8 mo 28,8 Ha 10000 Hacenenus crapure 40 nmet. Bsicokas 3abore-
BaeMocTb IIOVYI oTmeudasmach B palioHax LEHTPAJIbHOTO peTMoHa
pecnybnukn, a wuMeHHO braroBapckom (32,3), ApxaHrenbcKoM
(28,8), CrepnuramakckoMm (25,9), Urmuuckom (19,9), B ropomax Yoa
(19,2), Oxtsabpnckmit (18,4). Hmskass 3aboeBaeMOCTb BBISBIEHA B
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Kapaupgenockom (1,8), MmmmeBckom (2,8), Kyroprasmuckom (3,4),
[Mapanckom (3,5), AyprasunckoMm (3,8) paitoHax, ropogax Armupgenb
(3,6), Cubaii (5,5).

Uneanuonocmv 6cnedcmeue enayxomvi 6 pecnybnuxe baw-
Kopmocman. IlpoaHanmu3aMpOBaHbl IKCIIEPTHBIE MaTepuanbl OdTanb-
MOJIOTMYECKUX OI0PO MERMKO-COLMANTbHON IKCIEPTU3Dbl B JUHAMUKE 32
2002-2007rr. YcraHOBIEeHO, uyTo B nepuog ¢ 2002 mo 2007 roga pesko
BO3pOC/IA JOJISI ITIAYyKOMBI B HO30JIOTMYECKON CTPYKType IepBUYHOI
MHBAJIMIHOCTY BCJIEiCTBUE OonesHeit rma3 ¢ 24,6% no 39,5% (puc.2).
ITo P® 3a aHanusupyeMblil IEPUOJ, POCT STOTO MoKasarend - ¢ 20% 1o
35%.

B OVMHAMUKE a6CO)'I}0THbIX qucen BHCpBbIG HpI/ISHaHHbIX VHBa/IMgaMmn
BC1eCTBIE HGPBI/I‘-IHOIZ I‘]'IaYKOMbI Ha6monanc;1 3HAYNTETbHBIN
cka4oKk K 2005 romy (pmc.3). VYMmeHblleHMe KONMMYECTBA BIIEPBbIE
OCBUJETENbCTBOBAaHHBIX B 2006 1 2007 romax oO0bsAcHAeTCA B 60bIIel
CTEIIEHN COLMAJIbHO-3KOHOMMYECKINMNI Hp]/[‘{I/IHaMI/I V13-3a CHM>KEHUA
HOoTOKa obpataeMocTi B 610po MC3 mocrie yBenuueHns ux KoamdecTa
BCJIe[ICTBME MOHeTU3auuy MHBanuaoB B 2004 ropy.

B cTpyKType yTaKeneHUA TPYIIN MHBAIMGHOCTY IO 3PEHMIO B
pecry6rmke 3a 2002-2007 IT. CTabWIBHO Befyllell OCTaeTCs MepBUYHAsS
rmaykoma. Tak Ha 2003 rop 3TOT mokasaTenb cocTaBui 42,9%, B 2004
rony-40,4%, B 2005 rony-41,3%, B 2006 romy 42%, a B 2007 romy 39,4%.

Taxum 06pasom, Beicokast pacnpoctpaHeHHOCTb IIOYT B PB tpebyet
HpI/IHHTI/IH AKTUBHBIX Mep B pecny6nMKe O/IA CHVDKEHUA 3a60}IeBa€MOCTI/I
U VTHBAJIMTHOCTH.

npoueHT

0
2002 r. 2003 r. 2004 r. 2005 r. 2006 r. 2007 1.

D MUOnNHA

u MOC//ACTEH A TpABM

.'ﬂ&u““"““ CETHATHN H IPHTE/ILHOT 0 HephRa
M raavkoma

Pucynox 2. Jfunamuxa 007U nepeusHoti 2iaykomvl 8 CMpyKmype nepeutHoil
unsanuoHocmu ecnedcmaeue bosnesneti 2na3 6 Pb 3a 2002-2007 2e.
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Pucynox 3. Junamuxa Konu4ecmea nepeutHo NpusHaHHuLX UHEAIUOaMU No
3peHuto scnedcmaue enaykomot no Pb 3a 2002-2007 ez.

Ocobennocmu knunuxku IIOYI y nauuenmos ¢ omsazoujeHHOI
Hacnedcmeennocmoro. Bospact manndectaryuy 3a601eBaHusA - BaYKHBIN
KPUTEPUIl B OLieHKe PO/ IeHOTHIIA B BOSHUKHOBEHUY 3a00JIeBaHMIl C
HaC/IeICTBEHHOI TIPepacIoNOXXeHHOCTbI0 U XapaKTepu3yeT CTelleHb
CTOMKOCTM MeXaHM3MOB TOMEOCTa3a IIpY BO3JENCTBUM (PaKTOPOB
OKpY>Kalollel cpepl. B mepsoii rpymie y 18,92% maunueHToB Hada/IbHbIE
NpPU3HAKM IATOMOTMYECKOTO IIpoliecca MOABIANNCh B BO3PAacTHOM
npoMexyTke or 51 pmo 55 mer. Bo Bropon rpymme pna 25,74%
MIALIMEHTOB 3TOT BO3PACTHOM IIPOMEXYTOK cocTaBua 66-70 Jer.
Cpemnmit Bo3pacT MaHudecranyuyu B Tpynne C OTATOLEHHBIM
aHaMHe30M [OCTOBepHO ornmyaercs (Z=3,28, p<0,002) oT TakOBOro
B rpymnme 0e3 oTAromeHHoro aHamHesa (57,72+1,9 u 65,35+1,02
COOTBETCTBEHHO). CrnenoBareNbHO, y MALIMEHTOB, B POAY KOTOPBIX
nmenuch 6onpHble [IOVYI, MexaHM3MBl roMeocTa3a MeHee CTOMKM U
MeHbIIVe CHIBI IPOBOLMPYIOIINX (HAKTOPOB U B Gojiee paHHME CPOKM
CIIOCOOHBI MHULIMMPOBATh Pa3BUTHE IATONOIMYECKOTO IIPOLiecca.

Yacmoma knunuueckux ¢opm IIOYI. Hamm wnccnegoBaHbl
KIMHNYeckue — pasHoBupgHoctu  [IOYI:  mceBposkcdommaruBHas
rmaykoma (II9T) m nurmentHas rmaykoma (III'), mpocras mepBuYHas
otkpbiToyronbHass rmaykoma (IIIIOYI). B Bbibopke OOMbHBIX 13
Pb B rpymnme ¢ OTATOLIEHHON HAC/IEACTBEHHOCTBIO IMpeobiafaroniet
KmmHn4Yeckon ¢opmoit  aBmrgerca II9I (56,8%). B rpymme 6es
OTATOIIEHHO HAC/IEACTBEHHOCTN Y IPeBaIMPYIOIEro KOIMYecTBa
6ombHBIX (45,5%) puarnoctuposana I1T (puc.4).
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