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TE3UCHI 1l BCEPOCCUNCKON HAYYHO-TPAKTUYECKOW KOH®EPEHLIMA

JiBe Tpynnbl: 1-10 coctaBuium 29 aereit ¢ nepcuctupytomiend bA cpen-
Hell 1 Tspkénoi crenenu: 18 (62,1%) mamsankoB u 11 (37,9%) neod-
ka. Bropas rpynmna cocrosina u3 39 nereit ¢ nérxoit bA: 23 (58,9%)
Manbsanka 1 16 (41%) neBouex. Bee nomydennsre qanubie oopadora-
HBI CTATHCTUIECKH.

Peszynomamui. YCTaHOBJIEHO, YTO 110 JAHHBIM UCCIICIOBAHUS HC-
XOJIHOTO BEreTaTUBHOTO CTAaTyca BarOTOHMYECKUH THI y feTei 1-i
rpynnbl 6601 y 18 (62,1%) nereil, cHMIIaTUKOTOHUYECKUH — y 7
(24,1%), Hiitornueckuii — y 2 (6,9%), cmemanusii — y 2 (6,9%),
Toraa Kak Bo 2-if rpynmne —y 10 (25,6%), 7 (17,9%), 19 (48,7%) u 3
(7,7%) cootBetcTBeHHO (p = 0,0346). DTH 3aKOHOMEPHOCTH, BEPOSIT-
HO, CBSI3aHBI C THITIOKCHEH KOPHI TOJIOBHOTO MO3Ta B MPUCTYITHOM IIe-
puoze. HemanoBaxkHyto ponb Ha TshkecTh TedeHus: bBA urpaer ypo-
BCHb TPEBOKHOCTH OOJBHBIX. Y AeTe 1-if Tpyniisl 3HaUNTETRHO Yare
(p =0,0062) peructpupoBaics BBICOKUI ypOBEHb TPEBOXKHOCTH — Y 13
(44,8%) nereit, 1o cpaBHEHHIO ¢ GOIBHBIME 2-i Tpymsl — 7 (17,9%).

Buvisoowv. Y neteid, cTpafaloniux MepcUCTUPYIOMIEH aTomnnye-
ckoit BA cpennell u TSXKENON cTENEHH, OTMEYaeTCsl 3HaYMMOE II0BBI-
IIEHHE YPOBHS TPEBOKHOCTH TI0 CPABHEHHIO C JETBMU C JIETKHUM Te-
YeHHeM 3a00JIeBaHMUs, YTO CIIEAYeT 00s13aTebHO YUUTHIBATh IIPU Ha-
3HA4YEHHUHU CTYIIEHYaTOH Teparuy.
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PAHHEE BbISABNEHME NIN30COMHbIX BONIE3HEN
HAKOMNEHUA Y OETENA C CEPOEYHO-
COCYOQMUCTOW NATONOIMEN

flkosnesa J1.B., PasiHoBa P.P., MyniokoBa A.W.

Balukupckuii rocynapCTBeHHbIN MEAULMHCKUIA YHUBEPCUTET
Mwun3sgpasa Poccuun, Ydha
PecnybnvkaHckuin kapamonornyeckuii LeHTp, Yda

Axmyanenocms. B cTpykType 3ab01eBaHNl cepaedIHO-COCYIH-
CTOM cHCTeMBI y JieTell peakne (opMbI MATOIOTUH 3aHUMAIOT 0C000e
TIOJIOKCHHE BBUJLYy HU3KOH 4aCTOTHI BCTPEYACMOCTH U CIIOKHOCTH -
arHOCTHMKHU Ha KIMHUYeCKOM ypoBHe. C IeJbl0 YIIydIleHHs PaHHETO
BBISIBJICHUS JTM30COMHBIX Oose3Hei Hakortenus (JIBH) y manuenToB
JIETCKOTO KapAHOJIOTHIECKOT0 OTAENeHHs PecyOniKkaHCcKoro kapano-
JIOTUYECKOTO LIEHTPa OBbUT BHEIPEH CEICKTHBHBIN CKPUHUHT.

L]env: onpenenutb KpUTepuu Juist panHero BeisiBienust JIBH y
JIETEH ¢ CepJCYHO-COCYAUCTOM MaTOIOTHUEH.

Mamepuanet u memoow:. st nuarnoctuku JIBH y nereit ¢ 3a60-
JIEBAHUSIMH CEPJIEUHO-COCYIUCTOM CHCTEMBI PUMEHSIICS CENEKTUBHBIH
CKPVHUHT KaK METOJ BBISBIICHVS HACJIEACTBEHHBIX O0JIe3Hel oOOMeHa,
OCHOBAHHBIX HAa 00CIIETOBAHUH TPYIIIHI MAIIUEHTOB, OTOOPAHHBIX Ha
OCHOBAaHHMH KIMHUYECKUX KpuTepreB. [Jist IpoBeIeH s CKPUHUHTA Ha
JIBH ¢ cepredHo-coCyuCThIMU MPOSIBICHHISIMI HAPABIIUINCH AETH OT
pokIieHHs 10 18 JieT, momyJaBIye JiedeHne B IETCKOM KapAHOIOoTHye-
CKOM OT/ICJICHUH, TIpH OOHAPYKEHNH Y HUX OJJHOTO N3 OCHOBHBIX JIHOO
ZByX ¥ Oonee TOMOTHUTENBHBIX KPUTEPHEB MO OTACTEHOMY 3a0071€Ba-
HH10. OCHOBHBIMH KPUTEPHSIMH JUTS IMarHOCTHKH MYKOIIOJIMCAaXapuI0-
3a (MIIC) sBnsHCch MopakeHne KIIAMaHoB Cepiia, THIepTpoduaeckas
KapauomMuoIaTtus; JOIOJIHUTEIIbHBIMU — KOHTPAKTYpPbl CyCTaBOB, AU~
30CTO3BI, KH()O3/CKONNO03, TPEDKH, TeIIaTOMET NS, TPyOble YepThI JIH-
11a, penuauBHpyolye nopaxenus JIOP-opranoB, KOTHUTHBHBIE HAPY-
nrernst. OCHOBHBIMM KPUTEPHSIMHU TSI AUarHOCTHKY Oone3nu Padpu
SIBJISUTICH HApYIICHUS] PUTMA CepAIa, TUIepTpodust MUOKap/a JIEBOTO
JKEJTYJJOUKa, PECTPUKTUBHAS KApIHOMHOIIATHS; OTIOITHUTETEHBIMH —
aKpOIapeCTe3nH, AHTMOKEPATOMBI, MUKPOAIILOYMHUHYPHSI, THIIOTUIPO3
koxu. OCHOBHBIM KPUTEPHEM ISl IMarHOCTUKK Oone3nu [Tomme sB-
JSUIach THIEPTPOGHIEcKast KapJHOMHOIATHS, OTIOTHUTETEHBIMI —
MBIIIIEUHAS THITOTOHHS, MAKPOITIOCCHS, 3HAYUTEBHOE TTOBBIIICHHE aK-
tuBHOCTH JI/II" 1 KOK. Obs13aTebHBIM YCIIOBHEM MTPOBEICHUS UCCIIE-
JToBaHUS OBLIO HHPOPMUPOBAHHOE TOOPOBOIFHOE COTIIACHE POAUTEIIS
nanueHTa Ha MEJMIIMHCKOC BMCHIATCIIBCTBO. )IPIaFHOCTI/IKa poBOaU-

Jach MyTEM OIpE/IeNICHUs] aKTUBHOCTH COOTBETCTBYIOIIETO (hepMeHTa
B CYXHX IISITHAX KPOBH B JIAOOPATOPHH HACIEICTBEHHBIX O0JIe3HeH 00-
MEHa BeleCTB MeINKO-reHeTHIECKOrO HayYHOTO LIEHTpa OHOXUMHUYe-
CKMMH M MOJIEKY/IPHO-T€HETHISCKAMI METOIaMH.

Pesynemamur. IlpoBenén cenexruBHblid ckpuauHT MIIC 1 TH-
na, 6onesnu dadpu, 6one3nu [Tomme cpenn 30 MaMEHTOB JETCKO-
r0 Kapauonorndeckoro oraeneHus. Cpeny 00pa3oB KPOBH aKTHB-
HOCTb HCCIIelyeMbIX (PepPMEHTOB HAXOAMIACH B Mpesiesiax pedepeHc-
HBIX 3HAYEHNUH, YTO TPAKTOBAJIOCH KaK OTCYTCTBHE COOTBETCTBYIOIICH
JIBH y pe6énxka.

Buisoowi. Pannee Boissinenne JIBH cpenn manueHToB ¢ cepaed-
HO-COCYIMCTBIMH 3200JICBAHUSIMHU BO3MOXKHO ITyTEM MPOBEICHUS
CEJICKTUBHOTO CKpUHMHTA. AHanu3 30 manueHToB, BKIIOYEHHBIX B
MPOrpaMMy CKPMHHUHIa Ha OCHOBAaHHWH KIMHUYECKUX KPUTEPHEB,
HE BBISIBWJI HM OZHOTO citydas 3a0oneBanus. JJaHHbIH MeToq TpeOy-
eT JaJbHEeHIIIero N3y4eHNs U MPAKTUISCKOTo IPUMEHEeHNS, T.K. BO3-
MOKHOCTH OMOXMMHYECKOH M MOJICKYJIIPHO-TeHETHYECKOH JnarHo-
CTHKH CIIOCOOCTBYIOT PAaHHEMY BBISBICHHIO MAILIMEHTOB C PEIKUMU
3a00JICBaHUSAMH CPEIU JETEH C CeplIeYHO-COCYAUCTOM MaTONOTHEH.
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OCOBEHHOCTU MUTAHUA OETEN
C BPOHXWUANbHOW ACTMOW U OXKUPEHUEM

AvenkuHa H.A.

CmoneHcKasa obractHas getckas KnuHudeckas 6onbHUua,
CmoneHck

Axmyanvrocme. DakTOPHI prCKa OKUPEHUS y feTeil — HecOa-
JIaHCUPOBAHHOE NMUTaHUE U TUnoAnHaMust. OkUpeHne BeJET K yBeu-
YEeHUIO PUCKa pa3BUTHs OpoHXnanbHON acT™el (BA), a mpn Hanmmanu
BA ycunuBaeT TSKECTh TEUSHHUS M YXY/LIAET KOHTPOIb 3a00/IeBaHNSL.

Lenv. onpenenuTh Xapakrep (GaKTHUECKOTO MUTAHMS y AeTel ¢
BA u oxupenuem.

Mamepuanvt u memoowt. O6cnenoBano 44 peb&Hka B Bo3pac-
te 9-14 netr ¢ BA u oxupenuem. IIpoBoaunack oneHka xapakrepa
MUTaHUS ¢ TOMOLIBIO MporpaMMbl «OLieHKa MUTaHus, pegakus 2.0
(2.0.3.8) 20092010, BeimoHeHHO# Ha wiathopme «1C: [Ipeanpus-
tHe 8». [IpoBOAMINCH OMPOC MAMEHTA, PETHUCTPALHS AaHTPOIOMETPH-
YECKHUX JaHHBIX, KOJIMYECTBA ¥ YACTOTHI MOTPEOICHHS POLYKTOB ITH-
TaHUS C OI[EHKOH IMOTPEOHOCTH B SHEPTHHU, CPEHETO MOTpeOIeHNs,
YacTOTHI MOTPEOICHNUS IO IPYIIaM IPOLYKTOB.

Pesynvmamei. Y 60mbHBIX BA 11 03kHpeHneM BBISBIEH AUcOaNanc
MEXKy NOCTyIIeHHeM 3Hepruu u e€ pacxogoMm. Tak, y 33 (75%) na-
LUEHTOB DHEPreTHYecKasl IEHHOCTh UTAaHUs IPEeBbIIIaia HHANBH-
JyanbHYI0 MoTpeOHOCTh B 3HepruH, y 40 (90,9%) BbIsSBIEHO KOTHYe-
CTBEHHOE IPEBBILICHHE B TUTAHUH XKUPOB, Y 34 (77,2%) — Oenka u
y 28 (63,6%) — yrieBogoB. Y Gonee deM moioBHHBI neteit (54,5%)
MHUTaHUE ObIIO TUMEPKATOPUIHEIM 32 CUET M30BITKA KUPOB U JIETKO-
YCBOsIEMBIX yIIIeBOJOB. [Ipeobnananue »HUpoBOro KOMIIOHEHTA CBSI-
3aHO C YHOTpeOIeHHeM KOI0achl, COCHCOK, CApAENIEeK, MOIOYHBIX IPO-
IYKTOB. M30BITOK yriieBooB — 3a cuéT mnpeobiaganus pahuHUpo-
BaHHBIX MPOIYKTOB (Oemblil X11ed, neueHbe, Oynouku, caxap). [lpu
stom oBow (15,9%) u dpykrsr (34,1%) peaxo BKIIOUAIOTCS B pa-
IMOH NHUTaHUS OONBbHBIX. [Ipn omeHKe XapakTepa NMUTAHUA Yy JeTel
¢ BA n oxxupenueM B 3aBHCHMOCTH KaK OT TI0JIa, TaK U OT BO3pacTa
3HAYUMBIX PA3IMYUi HE TOTyYEeHO, OJHAKO B 3aBUCUMOCTH OT CTelle-
HU OKUpeHus y aetedt ¢ 3 u 4 cremensio oxupenus B 100% ciyda-
€B BBISIBJICH 1/136]>lTOK KaHOpMﬁHOCTH 1 BCCX KOMIIOHCHTOB ITHUTAHUA.

Bvi600wi. [Turanue neteit ¢ BA u oxupeHneM SBISETCS HEPaIHo-
HAJIBHBIM M HecOamaHCUpoBaHHBIM. OCHOBOM NMPOMUIAKTUKH U Jede-
HuM BA n oxupenus siBisieTcst 00ydeHue ManueHToB IIPHHINIIAM pa-
IOHATHHOTO JISUCHNS, TUTAHUS 1 aAeKBATHON (DH3UUECKON HAarPy3KH.
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