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Cnucok coxkpauieHui

AJIT — ananuHamMuHOTpaHchepasza

ACT - acmaparuHaMHHOTpaHCc(epasza

I'b — raukorenoBas 00Je3Hb

I'TT - ramma-rmyramMunTpancgepasza

I'-KC® — rpanynonuTapHblii KOJOHUECTUMYIUPYIOIUH (aKTop
JHK — ne3oxcuprOoHyKICOTHHOBAS KUCIOTA

KO®K - kpearundocdoknnaza

JIAL' — makraTaeruaporeHasa

JIITHII — naunonpoTenHbl HU3KOM IIJIOTHOCTH

JIITOHIT — nunonpoTenHsl 04€Hb HU3KOW IIIOTHOCTU
MHO - MexayHapoAHO€ HOPMaJIU30BaHHOE OTHOILIEHUE
OTII — opToTonuueckasi TpaHCIJIAHTALMS [T€YEHU

[TN — npoTpOMOHHOBBIN HHIEKC

CIIA — Coenunennsle Llltatel AMepuku

V3U - ynbTpa3ByKOBOE UCCIEAOBAHUE

OIIP — sH10MI1a3MaTUYECKUI PETUKYITYM

3XO-KTI" - sxoxapauorpadust



KP371

TepMI/IHLI H onpecacjaIcHus

AZleHOMa Te4YeHM — HOBOOOpazoBaHHME MOOPOKAYECTBEHHOI'O XapaKTepa, pa3BHUBAIoIIeecs B
SMUTEIUAIBHON TKaHU U COCYAAX IIEYECHHU.

I'enaromerayus — yBen4eHue NEYCHHU.

I'unepannuaeMus — aHOMaJIbHO MOBBIIIEHHBIE KOHIICHTPALMH JIUITUI0B U/WIN JTUIOIPOTEUHOB
B KPOBH.

I'mnepypukeMus — OBBILIEHHAs! KOHIIEHTPALA MOYEBOM KUCIOTHI B KPOBH.

I'unorjukeMusi — CHIKEHHUE CO/ICP’KaHU TIIIOKO3bI B KPOBH MeHee 3,33 MMOJIB/I.

I'imkorene3 — OMOXUMHUYECKUI TIPOIECC, MPOTEKAIOIIUN B OCHOBHOM B IEYEHUE U MBIIIIAX, B
pe3ynbTaTe KOTOPOrO IIFOKO3a MPEBPAIAETCS B IIIMKOTEH.

I'inkoreHoau3 — OMOXUMUYECKUI TPOIECC PACIIEIICHHS TIMKOTeHa J0 TIIFOKO3bI, KOTOPBIMA
OCYIIECTBISIETCS IJIaBHBIM 00pa30M B TIEUEHH U MBIIIIAX U HE TPeOyeT 3aTpaT SHEPTUH, C IeIbI0
MO JICPKAHUS ITIOCTOSIHHOTO YPOBHS TIFOKO3bI B KPOBHU.

I'ukoM3 — MpoLEecC OKUCIEHUS IIIIOKO3bl, IIPY KOTOPOM M3 OJHOM MOJIEKYJbI TJIHOKO3BI
00pa3yloTcst 1B MOJIEKYJbI TMPOBUHOTPATHON KUCIIOTHI.

I'rokoHeoreHe3 — mpoiiecc 00pa3oBaHMs B TMEUEHM M OTYACTH B KOPKOBOM BEIIECTBE IMOYEK
(oxkomo 10 %) Mosekyn TIIIOKO3bl W3 MOJIEKYJ JPYTMX OPraHUYECKUX COEAMHEHUH —
MCTOYHHUKOB SHEPTUH, HAIIPUMEpP CBOOOIHBIX aMUHOKHCIIOT, MOJIOYHOM KUCIIOTHI, TIIULIEPUHA.
JlakTaT-anuao3 — naToJormueckoe COCTOSTHUE, BOSHUKAIOIIEE MPH PA3TUYHBIX 3a00JI€BaHUAX U
CUHJPOMAX, KOT1a COACPKAHUE MOJIOUYHOM KHUCIIOTHI B CHIBOPOTKE KPOBU CTOMKO IPEBBIIIAET 5
MMOJIB/JI, 9TO CONPSKEHO CO CHIDKeHUEM pH apTepuaibHO# KpOBH.

HeiiTponeHnusi — MOHWKEHHBII YPOBEHb HEUTPODMIBHBIX I'PAaHYIOLUTOB B OOLIEM KIETOYHOM
cocTaBe KpoBH /10 ypoBHs MeHee 1500/MKt.

CreaTto3 medyeHum — Hauboyiee PACHpPOCTPAHEHHBIH TEMaTo3, MPU KOTOPOM B TMEYEHOUHBIX
KJIETKAaX [MPOUCXOUT HAKOIUICHUE JKUPA.

ChpIpoil KyKypy3HbIH KpaxmaJ — 3TO0 KpaxMmaJl, MOJIy4aeMblil U3 KyKypy3bl, HE MpOLIEAIINI
KyJTUHapHyI0 00pabOTKy, KOTOpBI cO37aeT 3amac TIJIIOKO3bl B KHUIIEYHHMKE, OTKy/Aa OHa
ME/JICHHO BCACBIBAETCS B KPOBB, IOITOMY MPUMEHEHHE CHIPOTO KpaxMaia MO3BOJseT 000UTHUCH
0€e3 4yacToro KpyrioCyToOYHOr0 KOPMJICHUS U 30HJJ0BOTO MUTaHMSL.

®udpo3 mnedeHM — pa3pacTaHUE COEAMHUTENBHONM TKAaHUM OpraHa, BO3HHUKAIOLIEe IpHU

Ype3MEPHOM HAKOTUICHHH OETKOB BHEKJIIETOYHOTO MATPUKCa (OCHOBBI COSTMHUTEIHHON TKAHH).


https://ru.wikipedia.org/wiki/%D0%9E%D0%BA%D0%B8%D1%81%D0%BB%D0%B5%D0%BD%D0%B8%D0%B5
https://ru.wikipedia.org/wiki/%D0%93%D0%BB%D1%8E%D0%BA%D0%BE%D0%B7%D0%B0
https://ru.wikipedia.org/wiki/%D0%9F%D0%B8%D1%80%D1%83%D0%B2%D0%B0%D1%82
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http://sportwiki.to/%D0%9C%D0%BE%D0%BB%D0%BE%D1%87%D0%BD%D0%B0%D1%8F_%D0%BA%D0%B8%D1%81%D0%BB%D0%BE%D1%82%D0%B0
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1. KpaTkas undopmanus

1.1 Onpenejienue

I'iukorenoBasi 60J1e3Hb la THNa (cMHOHMMBI: Oosie3Hb (oH ['Mpke, remaropeHaTbHBINR
IJIMKOTEHO3, TenaroHepoMeraabHblii TIUKOTEHO3, Je(HUIMT TIII0K030-6-pocaTasel) —
ayTOCOMHO-peIleCCUBHOE 3a00JieBaHHe, BBI3BIBaEMOE AEHUIIMTOM TIHOK030-6-hocdarazblr u
aCCOIMMPOBAHHOE C M30BITOUYHBIM HAKOIUIEHUEM TJIUKOT€HA HOPMAJIBHOW CTPYKTYpHI B TIEUYCHH,
MOYKAaX U CIM3UCTON 000J0YKE KHILICYHUKA.

I'nukorenoBasi 0osesnr Ib THma — ayTOCOMHO-pelieCCHBHOE 3a00JeBaHUE,
BbI3bIBAEMOE J€(HUITITOM MUKPOCOMAIBLHOTO TpaHcmopTHOro Oenka Ti (TpaHCIOKa3bl IIIOKO30-
6-¢ocdarazpl) U aCCOUMHPOBAHHOE C HW3OBITOYHBIM HAKOIJICHHEM TJHMKOT€Ha HOPMAJIbHOM
CTPYKTYPHI B II€YECHH, MIOUKAX U CIU3UCTON 000JOUKE KHIICYHUKA.

I'nmukorenoBasi 6ose3up |1l Tuma (cuHoHmMmel: Oonesnb Kopu, Oone3ubr DopOca,
JTUMHUTICKCTPUHO3, JAePUIUT amuiio-1, 6-riiroko3uaassl, AeQUIUT TIHUKOTEH-EBETBSIIIETO
bepmeHTa «aedpaHuepa») — ayTOCOMHO-PEIIECCUBHOE 3a00JIeBaHUE, BBI3bIBAEMOE ACPHUIINTOM
TJIMKOTEH-/ICBETBSAIIEr0 (epMeHTa, NPEACTaBICHHOro aMuio-1, 6-rmoko3unazoii u  4-o-
TJIIOKaHOTpaHc(epa3ol, U acCOIMUPOBAHHOE C HAKOIUIGHHEM TJIMKOT€HAa aHOMaJIbHOM
CTPYKTYpPHl C KOPOTKMMH OOKOBBIMH BETBSIMH B TEUCHH W/MJIM MbIIIAX. B 3aBucuMocTH OT
AKTUBHOCTH KaTaJUTUYECKHX €AWHUI] M JIOKAIMU3AUUU AeHUIUTHOTO (epMeHTa, BBLACISIOT 4
noarumna I'b 11 tuma: I1a, I1Ib, I1lc u II1d.

I'nmukorenoBasi 6ose3nb IV Tuna (cuHOHUMBIL: O0JIe3HH AHIEPCEH, ACPUIIUT aMUIIO-
1, 4:1, 6-rimokanTpancdepasbl, TePUIUT TIUKOTEH-BETBAIIETO (hepMEHTa, aMHJIOTIEKTUHO3) —
ayTOCOMHO-peIleCCHBHOE  3a0ojeBaHue, MposBisgoomeecs aepumuroM  amwuio-1, 4:1, 6-
TIIIOKaHTpaHcepasbl (TJIMKOTeH-BETBALIET0 (DepMEHTa) M COMPOBOXKIAIOIIEECS] HAKOIUIEHHEM
TJIMKOT€HA aHOMAJbHOM CTPYKTYpHl B Pa3IMYHBIX OpraHax M TKaHAX, BKJIOYas IEYeHb WU
MBIIIIIBI.

I'iukorenoBasi 6onesns VI Tunma (cuHoHuMbl: Oone3np Xepca (Opa), nepuuUT
¢dochopunazsl meyeHn) — ayTOCOMHO-PEIIECCUBHOE 3a00JIeBaHME, BBI3BIBAEMOE AEHUIIUTOM
NeYeHOUHON Qochopuinasbl U acCCOLUMUPOBAHHOE C HAKOIUIGHHEM TIJIMKOT€HAa HOPMaJIbHOM
CTPYKTYPHI B II€YCHHU.

I'nuxorenoBasi 6ose3nb IXal m 1Xa2 tunma (cunonumser s [Xal: X-cuenneHHbIN
neyeHouyHsl rmkoreno3 tuma |, I'b VIIL, Vla, VIb (bopmansHo; cuHOHUMBL mis [Xa2: X-

CIICTJICHHBIM TIeueHOUYHbIN ryMkoreHo3 tuma IlI) — X-cuereHHoe ¢ mojoM 3a0oJieBaHHE,
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BBI3bIBAEMOE JIEPHUIIUTOM 0O2-CyOBeIUHHIIBI KuHa3bl (pocdopunasel (hochokrnHazbl) MEUEHH U
aCCOIIMMPOBAHHOE C M30BITOYHBIM HAKOIJICHHMEM TJIMKOT'eHA B OpTaHe.

I'iukorenoBasi 6ose3nb IXb THma (CHHOHMMBI: JNE(QHUIMUT MBIIICYHON/TICUEHOUYHON
KrHa3bl (pocopuiazbl) — ayTOCOMHO-PEIIECCHBHOE 3a00JIeBaHue, BbI3bIBaeMoOe JepuuuToM f3-
CyOBEIMHHUIBl  MBIIICYHON/TIEUeHOYHOH KuHa3bl (ocdopuiazbl M acCOIMHUPOBAHHOE C
HAKOTJICHHEM TJIMKOTEHA B IEYEHU M MBIIIIaX.

I'nuxorenoBast 00J1€3Hb IXc THIA (CUHOHUMBI: HEJI0CTATOYHOCTh
TECTUKYJIAPHOW/TIEYEHOUHOW  M30OpMBI  y-CyOBEAMHUIBI  KUHa3bl  ¢ochopunassl) —
ayTOCOMHO-pEIIeCCHBHOE 3a00JIeBaHNE, BBI3bIBAEMOE JEPHUIIMTOM TECTHKYISIPHONU/TIEYeHOUHOM
n30(pOpMBI  yY-CyOBEAMHUIBI KHHA3bl (hocopuiassl M acCOLMHUPOBAHHOE C HAKOIUICHHEM
TJIMKOTEHA B MEYEHU M MBIIIIAX.

I'nmnkorenoBasi 60s1e3ub () THNA (CHHOHUMBI: arJTMKOTEHO3, Ne(QUIIUT MTEYCHOYHON WIIH
MBIIIEYHON TIMKOT€HCHUHTa3bl) — ayTOCOMHO-PEIIECCHBHOE MeTaboianueckoe 3aboJieBaHUE,
BbI3bIBAEMOE JIC(PUIIUTOM TJTUKOTEHCHHTA3bl B MEUEHH MM B MBIIIAX U aCCOLMUPOBAHHOE C
KpaifHe HU3KMMHU 3aracaMM TJIMKOT€HA B IeNaTolMTaX WM MUOIMTAX, W, COOTBETCTBEHHO, B
OTJIMYHE OT JPYrUX THUIOB TJMKOI€HOBOW OOJE3HH, MpOTEKarolee ¢ H30BITOYHBIM €ro
OTJIOKEHHEeM. B  3aBucuMocTH OT JoKanu3auuu AeGUUIUTHOrO (epMeHTa, BBIICISAIOT

MIEYEHOYHYIO ¥ MBIIICYHYIO OpMy 3a00JI€BaHUSI.

1.2 DTHOJIOTUS M IATOreHe3

[Tpuunnoit Bo3nukHoBeHus ['b la Tuna sisrores myrauuu B rene G6PC, xonupyromem
TIII0K030-6-Qocdarazy, 4To MPUBOAUT K €€ HEAOCTATOYHOCTH B TICUEHH, MOYKAX, CIU3UCTON
000JI0YKe KHIIEYHUKA, a TAKKE B OCTPOBKAX B-KJIETOK IMOJKETYIOYHON >KEJNe3bl U JKEITYHOTO
nmy3bIps. ['eHHBI JOKyC rIMKoreHoBoi 6ose3nu la Tuna coorBercTByeT 17021.31. OH conepxuT
5 sk30HOB H 3aHumaeT okoyio 12,5 kb remomuoii JIHK. Tun HacnemoBaHuss — ayTOCOMHO-
PELIECCUBHBIIA.

[Tatorene3 I'b la Tuma. ['moko30-6-docdaTasa kaTamu3upyeT KOHEUHYIO PEakLUIo Kak
TJIIOKOHEOT'eHEe3a, TaK W THAPOJM3a TIMKOTeHa, THIPOIM3YS TII0K030-6-pocdar Ha IIoKo3y U
Heopranndeckuii pocdar (Pi) u SBISAACH €IMHCTBEHHBIM HUCTOYHUKOM OOCCICUCHHSI OpPraHu3Ma
OOJNBIIMMH KOHIIEHTpAIMsIMU TJIIOKO3bl. HecrmocoOHoCcTh opranu3ma OOJBHOTO MPEBPATHTH
TJII0K030-6-(ocdaT B TIIIOKO3Y BeleT K TUIOTTIMKEMUH JaXKe TPU KPAaTKOBPEMEHHOM T'OJIOITAaHUH
u3-3a OJOKaabl TIIMKOT€HOJIM3a U TJIIOKOHEOTreHe3a M K HAKOIUICHHWIO TJIMKOTE€HA B TICUCHH,

MOYKaX MW CHU3UCTON OO0OJIOYKEe KHUIICYHWKA, MTPHUBOJS K AUCOYHKIUH OSTUX OPraHoOB.
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Haxomnnenue cyGcTpara 610KMpOBAHHOM peakIiy, TII0K030-6-gocdara, CTUMYIUPYET TIIMKOJIN3
Y HaKOIUJICHUE JIAKTaTa, KOTOPBIA, CHHTE3UPYACh B SPUTPOLIUTAX U MBILIEYHON TKAHU, HE MOKET
ObITh TpeBpalieH B TJIIOKO3Yy B TIedeHH (Ofokaza TIIIOKOHeoreHes3a). [ umoriaukemus
00yCJIOBIMBAET OTHOCUTEIHHO HHU3KYIO0 KOHICHTpalMi0 MHCYyAuHa. CHIKAeTCs COOTHOILICHHE
MHCYJIVH/TIIIOKAroH, CTUMYJIMPYS JIUIIOJIN3, U TIOBBIIIAETCS YPOBEHb JKUPHBIX KHCIOT B IJIa3Me.
CTuMynsuus TJIMKOJIN3a BEJET K YBEIMUYCHUIO CHHTE3a Inieposia 1 anetmi-KoA, cydctpaTtos u
KO(aKkTOpOB CHHTE3a TPUIIIMLIEPUIOB B TMEYEHU. [JIIOKaroH Takke CTUMYJIHPYET
MeTa0OJIMYeCKUe IMyTH, YTHETAIoUUe [-OKUCIEHUE >KUPHBIX KUCIOT B MHUTOXOHJIpPHUAX, UTO
COMPOBOXKIACTCA TUKApOOHOBOW amuaypueld. Eciu CKOpOCTh CHHTE3a amoJMIONPOTEHHOB U
o0pa3oBaHUs JHUIONMPOTEUHOB OueHb HU3KoW mmotHocTH (JITTIOHII) m numonpoTenHOB HU3KOMH
mwiotHoctu (JITTHIT) oTcraeT OT yCKOPEHHOTO CHMHTE3a JHUIHJIOB, B TEMATOIMTAX O0pa3yroTcs
KalUTM JKUpPa, BBI3bIBAas BBIPAKEHHYIO TIemaToMeranuio (KHpoBas TpaHchopMalus, creaTtos
nedeHu). Jlakrar sBiseTCS KOHKYPEHTHBIM HHTHOMTOPOM IMOYEYHO-KAHAJIBIIEBOM CEKpEINH
ypaToB, UYTO BENET K THUIEPYPUKEMHM U TUIOYPUKO3ypuHu. [unepypukemus sBIsS€TCS
CJIICICTBUEM HE TOJIbKO CHW)KCHHMS IOYEYHOIO KIHMPEHCAa, HO U TUIEPHPOAYKLHH MOYEBOH
KHCJIOTHI B pe3yjbTaTe UCTOLIECHHUS BHYTPHIIEYCHOYHOTO (ocdaTra M YCKOPEHHOH Jerpanariu
aJICMHOBBIX HYKJICOTH/IOB.

Mexanusmbl GpopMHUpOBaHUS (OKATBHO-CETMEHTAPHOTO TioMepynockieposa npu I'b 1
TUNIA OKOHYATEJIbHO HE sCHBl. He MokeT ObIThb NPUYMHOW TUNEpPUIbTALMU U XapakTep
NUTaHuA, T.K. B palnuoHe mpeobnanaroT yrieBoAsl. He wuckimodeHo, 4to (opMmupoBaHue
(OoKaTbHO-CETMEHTAPHOTO  TJIOMEPYJIOCKIepo3a  CBS3aHO  TaKKe C  MEepCHCTUPYIOLIEH
TUIEPIIMIIHIEMUEH, HarmoJo0ue TOro, Kak 3TO MPOUCXOTUT MpPU MEPBUYHOM HE(HPOTHUECKOM
CHHJIPOME C HEaJeKBaTHBIM KOHTPOJEM YacTOTHl PELUAMBOB U aKTUBHOCTH Oose3nu. Ha pois
JIpYruX TaTOTEHETHYECKUX (PAKTOPOB NPETEHIYIOT apTepualibHasi TUIEPTEH3US, HEPEIKO
Bo3HMKaromas npu I'b | tuna, u runepypuxkemusi. KOHKpeMEHTHI yallle COCTOST U3 KPUCTAIUIOB
MOHOTHJpaTa OKcajara KaJlbLMs, XOTS HAJIMYUE TUIEpypaTypud [JacT OCHOBAHMS OXKUAATH
YpaTHOTO COCTaBa KaMHEH, HO 3TO He Tak. MexaHH3M 00pa30BaHHUs OKCAJATHO-KAIbLUEBBIX
KOHKpemeHTOB Ipu ['b I Tuna He uzydeH. Bo3MOXKHO, K HEMY UMEIOT OTHOIICHUE XPOHUUYECKUI
alMI03 U YpUKEMHUs OO SH3UMATHUeCKHe Ae(eKThl B TEUEHH C BO3MOYKHOM aHaJoruen
TUIIEpOKCcaypuu Tvna l.

[Mpuunboit Bo3HukHOBeHHs ['b Ib Tuma sBasiorcs wmyramuum rteHa SLC17A4,
KOJUPYIOLUIETO MHKPOCOMAaJBHBIA TpaHCHOpTHBIN Oenok Ti (TpaHClIoOkasy TIHOK030-6-

¢docdaraser), 4TO MPUBOIUT K €€ HEAOCTATOYHOCTH B IMEUYEHH, MOYKAX, CIM3UCTOM 000JOUKe
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kumieynuka. ['ennsiii tokyc I'b Ib coorBerctByeT 11023.3. OH comepkuT 9 S5K30HOB M 3aHUMAET
ot 4 1o 5,3 kb renomuoii IHK. Tun HacnegoBaHust — ayTOCOMHO-PELIECCUBHBIH.

[Tatorenes I'b Ib Tuma. PacnonoxeHre akTUBHOTO IIEHTpa TIFOK030-6-(ocdarasbl B MpocBeTe
OIIP o0ycnoBnuBaeT HEOOXOAWMOCTh TPAHCIOPTHPOBKH BCEX CYOCTPAaTOB U IMPOIYKTOB
peakiuu, Karanuzupyemoi depmentom, deped memOpany OIIP. Hemocratounocts Oenka T
COIPOBOKJAETCS HEAOCTATOUHOCTBIO TIIIOK030-6-pocdaTassl. Cnennpudeckum npusHakoM ['b
Ib Tuma sBnsSeTcs HEUTpONeEHUs W yXy[uleHue (YHKIUU HEUTpOoUiIoB. Y Takux OOJIBHBIX
HapylleHa KakK JBUTaTeJbHas CIOCOOHOCTh HEUTPO(PUIOB, TaKk M HX AaKTUBHOCTb IIpH
pecniupatopHoM B3pbiBe. Kpome TOro, 3Tv maTtosioTM4eckue U3MEHEHUsI MOTYT OBITh CBSI3aHBI C
HapylIEHHEM TPAaHCIOPTa TIIOKO3bl uepe3 MeMOpaHy HOJUMOPQHOSAICPHBIX JICHKOIUTOB.
CornacHO CyIIECTBYIOIIUM TPEINOJOKEHUSIM, MHUKPOCOMAJIbHBIA TPAHCHOPT TIIFOKO30-6-
¢docara wurpaer omnpeneneHHyO pOJb B AHTUOKCHJIAHTHOM 3amuTe HEUTpOHIIOB, a
TeHEeTUYEeCKasi MOJIOMKAa TPAHCIOKa3bl TIIIOK030-6-pochaTassl BeleT K HAPYIIEHUIO KIECTOYHBIX
¢yHKIMH, B YaCTHOCTH, AamonTo3a, YTO MOJXKET CIYXHUTh OOBSICHEHHEM HEUTPO(QUIbHOM
muchyHkimu y 60apHBIX ¢ ['b 1D Trma.

[Tpuunnoit BoznukHoBeHus I'b Il Tuma sBnsrorcs myraumu rema AGL, xonupyromero
TJIMKOTE€H-/IEBETBAIINN (PepMEHT, KOTOPBIA MpeacTaBisier coboil 00O MOHOMEPHBINH OEI0oK
C MOJEKyIspHOW Maccod mpubmmsurensHo 160 kJ[ u uMeeT 2 KaTAIMTUYECKUX E€IMHMUIIBL:
amuio-1, 6-rmoko3uaasy  u - 4-o-TarokaHoTpaHcdepasy,  crnocoOHble  (DYHKIMOHHPOBATH
HE3aBUCUMO JIpYT OT JpYra, OJHAKO JUIsI HOPMAaJbHOTO JEHCTBHS IEBETBAIIETO (epMeHTa
HeoO0X0/MMa aKTHUBHOCTh OO0EUX KaTaIUTUYEeCKUX eauHull. [lomamisromee OOJBIIMHCTBO
OOJBHBIX UMEIOT Ee(UIIUT ATOTO PH3UMA KaK B TMeUeHH, Tak U B Mbimnax (moarumn 111a), onnako
npuMepHo y 15% mamueHTOoB OH OoTMewaercs Toibko B meuenu (moxrum 111D). Hammuwme
yKa3aHHBIX TOJTUIIOB OOBSCHSAETCS Pa3NMYHON SKCIpeccHel (epMmeHTa B TKaHAX. B pemkux
CllyyastX CEJIGKTUBHOE CHW)KEHHE AaKTMBHOCTU JIMOO amuio-1, 6-rmoko3uaassl, nubo 4-o-
rioKaHoTpaHcdepasbl npuBoauT K pa3zsuthto noarunos llIc u 11ld 6one3nun, cooTBeTCTBEHHO.
I'ennsiii nokyc I'b Il Tuma cootBercTByeT 1p21.2. OH comepxuT 35 SK30HOB, 3aHUMAIOIIUX
85 kb renomuoit IHK. Tumn HaciegoBaHus — ayToCOMHO-PELIECCUBHBIN.

[Tatorenes I'b Il Tuna. Amuno-1, 6-rmoko3uaas3a ydacTByeT B MeTabO0JIM3Me TITMKOTeHa
B TOYKaX BETBJCHMS TJIMKOT€HOBOTO «JepeBa». DepMeHT sBiseTcss OM(PYHKIMOHAIBHBIM, C
OJIHOW CTOPOHBI MpeBpallas JUMUT-AEKCTPUH B TJIMKOTEH C HAPYKHBIMH LETIIMU HOPMAJIbHOM
JUIUHBL M, C JpPYroil, 0cBOOOXKIas TIJIIOKO3Y IMyTeM THIAPOU3a o-1, 6-TIIIOKO3UIHON CBSI3H.

Myrauus ¢epMeHTa CONMPOBOXKIACTCS HApYLIICHHEM BBICOKOCIIEHU(HUECKOTo Ipolecca
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TJIMKOTEHOJN3a, TMPHUBOJS K HAKOIUICHHIO B TKaHIX (TI€YEHb, MBIIIIBI) MOJEKYT TIMKOTeHa
aHOMAJIBHOM (OPMBI C YKOPOYCHHBIMH HAPYKHBIMH IIETIIMH, KOTOPBIM  OKa3bIBaeT
IIUTOTOKCHYECKOE JecTBUE, MPUBOASA K AUCHYHKIIUN COOTBETCTBYIOUINX OPraHOB. MeXaHU3MbI
(bopMUpPOBaHMS THIIOTIMKEMHH U JIAKTAaTaIl103a CXOIHBI ¢ TakoBbIMU Tipu I'b I Tuna.

[Tpuunnoit Bo3uukHOBeHus ['b IV tuna seustrores myranuu B rene GBE1, xoaupyromem
ammio-1, 4:1, 6-rmokanTpaHcdepasy, 4To MPUBOIUT K €€ HEJJOCTATOYHOCTH B TICUCHH, MBIIIIIAX,
JelKouuTax, J3pUTpouuTax H (pubOpobracrax. Myrauuu B 3TOM K€ TEHE BBI3BIBAIOT
MOJIUTIIMKO3aHOBYI0 00Jie3Hb Yy B3pocibix. I'eHHbIit gokyc I'b IV tuna cootBercrByer 3pl2.2.
Tun HacnenoBaHUs — AyTOCOMHO-PELIECCUBHBII.

[Tatorene3 I'b IV tuma. Amwmio-1, 4:1, 6-rmokanTpancdepasa ydacTByeT B MeTaboim3me
TJIMKOTE€HA TMPHU TOYKAaX BETBICHHS TIMKOTCHOBOTO «aepeBa». OHa COEOMHSAET CErMEHT IIO0
KpaiiHell Mmepe u3 mecTH o-1, 4-CHeNIeHHbIX TJIIOKO3UIHBIX OCTAaTKOB HapY)KHBIX Lienen
TJIMKOT€HA C TJMKOTEHOBBIM «JIepeBOM» 0-1,6-TmuKo3uaHON cBs3plo. Mytanus ¢epMmeHTa
HapylmaeT HOPMAaJbHBIA CHHTE3 TJIHMKOI'€Ha, YTO MPHUBOAUT K OOpa30BaHUIO aHOMAJIBHOTO
MoJIucaxapuaa ¢ aMHJIOTEKTHHOTIOA00HOH CTPYKTYpo# (MOJUIIMKo3rIMKaH). HakammBasce B
Pa3NUYHBIX TKAHSIX, BKJIIOYAs TIEUYCHb U MBIIIIIBI, OH MOBPEX/JIAET UX KICTKH.

[Tpuunnoit Bo3HukHOBeHUs I'b VI Tuma sasnsiorcs myraumu B rene PYGL, xoaumpyromiero
docdopunazy neuenu. I'ennsrii nokyc I'b VI tuna cootBerctByer 14021.1. Tum HacnemoBaHus —
ayTOCOMHO-PELIECCUBHBIMN.

[Tatorene3 I'b VI tumna. [deduuut nedenounoi ¢ocdopumaspl, KaTaIU3UPYOLIEH MEepBYIO
pEaKIMIo pacraja IIMKOTeHa, BEJET K €ro N30bITOYHOMY HAKOIIJICHUIO B TE€MATOLUTAX.

[Ipuumnoit Bo3znukHOBeHus I'b |Xa Tuna sBusorcs wmyrauuun reHa PHKA?2,
KOJMPYIOIIETO 0l2-CyOBEANHUIy TMEYEHOYHOH KuHa3bl (ocdopmiiazbl, YTO MNPHUBOAUT K ee
HEJIOCTATOYHOCTH B MEuYeHU U dpuTpountax (moarun 1Xal) umu TOnpko B medyeHW (MOATHI
IXa2). I'ennsrit nokyc I'b IXa Ttuma coorBerctByer Xp22.13. Tun nHacnemoBaHus — X-
CLEIICHHBIM.

[Tpuunnoit Bo3HukHOBeHUs I'b IXb Tuna seasrorcs myranuu rena PHKB, xonupyromero
B-cyObeqMHUIly MBIIIEYHON/TIEYeHOYHON KuHa3bl (ochopunassl. ['ennblii okyc I'b IXb tuma
cooTBercTBYeT 16012.1. Tumn HacnenoBaHUs — ayTOCOMHO-PELIECCUBHBIH.

[Mpuunnoit Bo3HukHOBeHHs ['b IXc tuma sBastorcs wmyramuun rena PHKG2,
KOJUPYIOIIETO TECTUKYJISAPHYIO/TIEYEHOYHYIO n3opopMy  y-CyOBEIUHUIIBI KHHAa3Bbl

docdopunasel. ['ennsrit nokyc I'b 1Xc tuma coorBercTByer 16pll.2. YcTaHOBNEHO, YTO TeH
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PHKG2 coxepxutr 10 sk3oHOB u 3anuMaer 9,5 kb renomuoit JIHK. Tunm nacnemoBanusi —
ayTOCOMHO-PELIECCUBHBIMN.

[Matorenes I'b IX tuma. Jledurur moOoi u3 cyObeauuui] kuHaswl (ochopuiazsr b
Hapymaet npoiiecc Gpochoponusa nedeHouHoi pochopunasel b B hochopunasy a, 4to BemeT K
HapYLICHUIO aKTUBALIMY MOCIIEAHEN U B UTOTE — K HEBO3MOYKHOCTH PACIICTIIICHUS TIIMKOTEHA.
docdokrHaza cOCTOUT U3 4 pa3HBIX CYObEIUHUII, KAKIYIO0 U3 KOTOPBIX KOJAUPYIOT pa3iHyHbIe
TeHbI, PacIOJIaralolIiecs B Pa3IMYHBIX XPOMOCOMAaxX M TO-Pa3HOMY SKCIPECCHUPYIOIIMECS B
paszmuunbix TKaHsx: o (PHKA2), B (PHKAB), vy (PHKG2), & (CALM1). Cyobenunaunbl o u f3
BBITIOJIHAIOT PETYASATOPHbIE (YHKUUH, Y — KaTAIUTHYECKYI0 (QYHKIHUIO, a & — (QYHKIHUIO
cBst3bIBaHms HOHOB Ca*. CyObheiHNIA 0 IMEeT IBe H30(OPMBI — MBIIICUHYIO I TIEYEHOUHYIO,
KOJAMpYEMbIE JBYMS pa3HBIMH TEHAaMH, paclojaralomumMucs Ha X-XxpoMmocome. ['eHsl,
KOJMPYIOIINE OCTalbHbIE CYOBEAMHHUIIBI, HAXOIATCA B ayTOCOMHBIX XpoMocomax. Myrauuu B
renax PHKA2, PHKAB u PHKG2 Be3biBatot I'b 1Xa, 1Xb u IXc tunos, coorBercrBenno. [pu
Pa3BUTHH OJHOM W3 YETBHIPEX OCHOBHBIX (OpPM OOJIE3HH IMOPAKAIOTCS COOTBETCTBEHHO, IIO
yOBIBaHMIO YaCTOTHl BCTPEYAEMOCTH, TEUYEHb, MEUYEHb M MBIIIIbI, TOJBKO MBIMIIB], TOJIBKO
cepaue. Mmeercs Taroke moarun IXd (mbrmednas (opma), BHI3BIBAEMBIH MyTallUsIMH B T€HE
PHKAL.

[Tpuunno#t Bo3HukHOBeHHs ['b 0 Tuma sBnsiorcs myrauumu B reHax GYS2 u GYS2,
KOJMPYIOIINX MEYCHOYHYIO U MBIIIEYHYIO TJIMKOT€HCUHTA3y, COOTBETCTBEHHO. [ €HHBIN JIOKyC
I'b 0 tuna coorBerctByeT: 12p12.1 — muist meueHouHo ¢opmsl, 19q13.33 — ans MbIIEYHOI.
I'en GYS2 comepxut 16 3x30H0B 1 3anuMaet 6osiee 30 kb renomuoit JIHK. Tun nHacnenoBanus —
ayTOCOMHO-PELIECCUBHBIMN.

ITatorene3 I'b 0 Tuna. Ilpum OTCYyTCTBMM TJIMKOT€HCUTHA3bl HEBO3MOXKEH aJCKBAaTHBIM CHUHTE3

TJIMKOI'€HA, 4TO NPUBOAUT K BBIPAXKCHHOMY CHMXKCHHUIO €0 COACPIKAHUS B IICUYCHU WUJIM MbIIIIAX.

1.3 DnuaeMuoJ0rus

I'b tuna la BcTpevaercs npumepHo y 80% manueHToB cpeau Beex 0oabHBIX I'B I THMAa.
Yacrora Bctpewaemoctu I'b la tunma B oOmei momymsiuu coctasiser 1:100 000-300 000.
HanpoTtus, cpeau eBpeeB-amikeHa3u yactora Bo3pacraer 10 1:20 000, uto B 5 pa3 BbllIe, 4eM B
o0I11eM Cpeau JHIl eBPONICOUIHOM pachl.

I'b Ib tuna Bcrpeuaercs npumepHO y 20% mNamMeHTOB BCEX OOJBHBIX TNIMKOTEHO30M

Tutma l.
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[Marmentsr ¢ I'b Il tuma cocraBnstor mpubmmsutensHo 24% OT Bcex OOJIBHBIX
rrkoreno3amu. Camasi Boicokas yactota BerpedaemocTH (1:3600) I'b I tuna (moarun Illa)
3aukcupoBana cpeau HaceneHus Papoiickux ocTpoBoB (CeBepHast ATIAaHTHKA), YTO CBS3AHO C
s dexrom ocHoBatens. CoorBercTByromas Hecymas yactora — 1:30. JloBossHo wacto 11 tum
I'b BcTpeuaeTrcst B momynsauuu ceBepoadpukaHckux eBpeeB B M3pamne — 1:5400. IIpu stom
Hecymas yacrtota cocrasiser 1:35. PacnpocTtpanenHocts matosnoruud B EBpome cocraBiser
npuMepro 1:83 000 uBBIX HOBOPOXIEHHBIX, B cTpaHax CesepHoit Amepuku — 1:100 000
xuBbIX HOBOpoxkAeHHBIX. B CILIA I'b |1l Tuna Bctpeuaercs ¢ yactoroii 1:100 000.

Bompusie I'B IV Tuma cocraBastor Bcero 0,3% Bcex DAUMEHTOB € OOJIE3HIMU
HAKOIUIEHMsI INIMKoreHa. YactoTa BCTpe4aeMOCTH ITaTOJIOTUH HEU3BECTHA.

I'b IX tuna — mpuuuHa passutus I'b mpubmusurensHo B 25% ciyyaeB MOKET ObITH
npumnucana JepuIuTy KHHa3bl Gocopuiiazel, cpeau KOTOpbiX |Xa Tum riamkoreHosa siBiseTcs
Hanbojee pacnpoctpaHeHHbIM. Yto Kkacaercst |Xb um IXC TumoB, To B nHTepaType MMEIOTCS
€IMHUYHBIE OITMCAHMUS.

Yacrora Bctpewaemocty I'b 0 Tna Hem3BecTHa.

1.4 KomupoBanue no MKBE-10

E74.0 — bose3Hu HaKOIUIEHUS TJIMKOTEHA.

1.5. Knaccupukanus

Oo6menpunsras HoMeHkiarypa I'b moka He pa3paborana. B Hacrosiee BpeMsi IPUHSTO
UCTOJb30BaTh Kiaccuukanuio, npemioxkeHnyio Jbx. Kopu B 1954 r. m moctpoenHyoo 1o
XPOHOJIOTHYECKOMY MpUHLUIY: TUIBI ['b 0003HauaroTCs pUMCKUME IM(pamMu U pacroiararoTcs
B TOpSAKE OTKPBITUS CHHIPOMOB M COOTBETCTBYIOIIMX (epMeHTHBIX naedekToB. Ceivac
IPUHATO BBLAEHATH A0 15 pasnuunbix TUNoB ['b. BakHO OTMETHUTH, YTO y OJHOIO HAlMEHTa
BO3MOKHO COYETaHHWE HECKOJbKUX (DEPMEHTHBIX NE(PEKTOB, U B TaKUX CIy4asx MPUHITO
TOBOPUTHh O HEMJEHTUBULMPOBAaHHBIX TUNax I'b. HapymieHue paciienieHus rimKoreHa MOKET
NOpaXaTh B TIEPBYI0 OYEpeIb IEUCHb W/MIM MBIIIBL, TO3TOMY B HACTOSIIEE BpeMs
ONpaBJaHHBIM TaKXE CUMTAETCS NaToreHeTHuueckoe aeneHue I'b Ha neueHouHble, MBILIEYHbIE U
cmemanubie opmbl. [IpuBoaumas pabouast kmaccudukanus ['b yduThIBaeT THUMBI U SMOHUMBI
3abosneBaHus, (epMeHTHbIE Ae(EKThl, BaXHEUIINE KIMHUKO-TA00paTOPHBIE XapaKTEPUCTUKH,

0COOCHHOCTH TEUEHHS U MPOrHo3a 31oit narosoruu ([Ipunoxenue I'1).
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1.6 Kiinau4eckass KAPTHHA

[Toueunsie mnopaxkenuss npu Ib ITuma mnposBisoTcs (PoKaIbHO-CErMEHTapHBIM
IJIOMEPYJIOCKIEPO30M,  CONPOBOXKAAOIIMMCA IPOTEMHYPUEM M JOCTaTOYHO YacTo —
CHIDKEHHEM MOYeUYHBIX (YHKIMH; OYEHb PEJKO — BTOPHUYHBIM aMUIOUA030M AA-THHa ¢
OTJIO)KEHMEM aMMJIOMJAa B II€YEHM M IOYKaX ONATh JK€ C pa3BUTHEM IPOTEUHYPHH;
TYOYJSIpHBIMM HapyLUICHUSAMU MPOKCUMAJIBHOTO THUIA, HAOMHHAIOUIMMU CHHIApOM DaHKOHWU;
HepponuTuazoM M HeppokanbuuHo3oM. [Ipum I'b I tunma mmurtensHoe Bpems HaOmiomaercs
runepuIbTpalus C TOoKa3aTels MM KiupeHca KpeatuHuHa >200 m/mun Ha 1,73 M.
Coxpansitomasics runepuiIbTpanus BeIeT K «IIeperpyske» He(pOHOB U, COTJIACHO TEOPHUHU
bpennepa, nocnenyromeMy CKIEpPO3HMPOBAHUIO INIOMEPYN M MHTepcTUIUA. KinmHudecku 310
BBIpAXKaeTCsl B MUKPOAJIbOYMUHYPHH C TpaHc(hopMalueil ee B HApacTAIOUIYI0 MPOTEUHYPUIO U
NapajyieIbHOM CHIDKEHHHM CKOPOCTH KIyOOYKOBOW (puibTpaluu BIUIOTH /10 (OPMHUPOBAHHS
XPOHUYECKOH TIMOYEYHOH HEJIOCTaTOYHOCTH. Pa3BUTHIO ATHX W3MEHEHMH CIIOCOOCTBYET
HeaJIeKBaTHBIA KOHTPOJIb TTTMKEMHUH U IPYTUX METa0OJIMUECKUX HapylieHuil. B Bo3pacre mocie
20 net peHanbHbIE TUCHYHKIMU Pa3IUYHOM CTerneHu HabmoaatoTes modytu y 70% manueHToB ¢
I'b I Tumna.

@®aHKOHU-TIOIOOHBI  CHHAPOM  pa3BUBACTCAd PEOKO, M HapylieHHe (QYHKIUH
MIPOKCUMAIIBHBIX KaHAJBIEB MPOSBISICTCS TEHEPATU30BaHHOW aMuHOoanuaypue, Gocharypueit
U TIPOKCUMAJIBHBIM THUIIOM MOYEYHOTO KAHAIBIIEBOTO allij03a 3a CUeT MOoTepu OMKapOOHATOB C
MOUOil. MapkepoM NMPOKCUMAIbHOM TUCHYHKIIUH CIIY>KUT MOBBIIIEHHAs SKCKPEIUs ¢ MOUYOH [32-
MUKpOryioOynuHa. XapakTepHas ais cuHapomMa DOaHKOHHM TIIIOKO3YpUSl OTCYTCTBYET, T.K.
YPOBEHb TJIIOKO3BI B KPOBU M, COOTBETCTBEHHO, €€ (HIbTpalus oyeHb HU3kHU. Kak mpasuio,
@DaHKOHU-TIOIOOHBIM CHHIPOM pa3BHUBAETCS Yy JeTe paHHEro BO3pacTa € HEIOCTaTOYHO
spdexTuBHON MeTabonuyeckol Koppekuueil. Hopmanmuzamust KOHIEHTPALUH — TIIIOKO3bI
JOBOJIBHO OBICTPO TMPHUBOJUT K JIMKBUAALUN TPU3HAKOB TUCOYHKIMH MPOKCHUMAIBHBIX
KaHaJbILEB, YTO MOATBEPKAAECT BTOPUYHBIN XapaKTep MOYEUHBIX HAPYILIEHUH.

Hedponmutnaz wu HeppokanpiuHO3 yame HaOnomaloT B Oojee crapuieM  BO3pacTe.
[TposiBIEHUSMU 3TUX COCTOSIHUI MOTYT OBITh TIOYEYHBIE KOJMKU C OTXOXKICHUEM KOHKPEMEHTOB,
oOCTpyKIHSA, TeMaTypus, HHPEKIHS MOUEBBIBOISIINX MyTEH.

VY HEKOTOpBhIX OOJBHBIX DPAa3BUBACTCS JIETOYHAs TUIEPTEH3Us, MPOrpeccHpyomas B
XPOHUYECKYIO CEPJICYHYIO HEOCTATOYHOCTh U MIPUBOIALIAS K CMEPTH B IOHOILIECKOM BO3pacTe.

ITopakeHue roJOBHOIO MO3ra, BO3HHUKAIOIIEE, CKOPEE BCErO, BCIEICTBHUE MOBTOPHBIX

TSAXKCIIBIX THIIOITIMKCMHUYCCKUX AaTaK, TaKXKE MOXCET OBITE 06Hap}I)KeHO Y MHanucHTOB C
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riukoreHo3oMm | tuma. MHOTHA y TakuMX AeTeil JUarHOCTUPYIOT M3MEHEHUsS IMpH MPOBEICHUH
TECTOB Ha BBICIIYI0O HEPBHYIO JESATENBHOCTh M IPH HCCIEIOBAHUM BbI3BAaHHBIX CIIYXOBBIX
noTteHuuanoB. [Ipudyem 3Tu HapylleHUs B 3HAUUTEIIBHOM CTENEHU KOPPEIUPYIOT C YACTOTOMU
TOCHUTAIM3AIMN 10 TOBOIY TMIOTIMKEMUYECKUX aTaK, TOTJa Kak BBIABICHHE aHOMAJUH IMpH
anektposHiedanorpapuu (331°) MOTHOCTHIO COBMANET C HECOOIIOJICHUEM TAIIUEHTOM JUCTHI.

[Mopaxkenue wmpim npu ['b la Ttunma (T.H. MeTabonmueckas MHOMATHS) MPOTEKAET C
(bopMUpOBaHMEM MHOIMATHYECKOTO CHHIpPOMAa M HapylieHueM (GyHKIUU MBI, CHMOTOMBI
00JIE3HN XapaKTEPU3YIOTCS HAIWYHEM BBIPAKEHHOM MBIIICYHON THUIOTOHUU C TMOCIEAYIOIIUM
HapacTaHueM cinabocTh M aTpoUM MBI MPOKCHUMAIbHBIX OTAEIOB pPyK W HOT
(aMuOTpOPUYECKHIT CUMITOMOKOMILIEKC).

Knunnueckuit ¢penorun I'b Ib tuna mpakrtudeckn He oTimumMm ot TakoBoro npu I'b
latuna. Hapsany ¢ KIMHUYECKMMH CHUMOTOMaMH M JIaDOpaTOpHBIMH  M3MEHEHUSIMH,
UMCIOLIMMHUCS TIPH TIUKOTeHo3e la, XapakTepHbIMU TNpH3HAKaMU TIIMKOreHo3a b sBisrorcs
TSDKENble PEeUUAMBHUPYIOIINE WH(PEKIUN M BOCHATUTEIbHBbIC 3a00JIEBaHUS KHUIIEYHHUKA, 4YTO
CBSI3aHO C HAJIMUYMEM HEUTPONEHHM U TUCPYHKIIMHU HEHTpoduiaoB. B oTimume oT reHa riroko30-
6-docdarazbr sKcpeccuss TeHa TPaHCIOKa3bl TITFOK030-6-(hocdarassl MPOUCXOIUT HE TOJIBKO B
NEYEeHH, HO U B TEMOIMOITUYECKUX KIIETKAX-MPEIIMIECTBEHHUKAX, YTO MOXET CIYXHTb
0OBsICHEHHEM BO3HMKHOBEHHsI HEMTPONEHMM M 4acThIX MHGekuid. OIHaKo y omnpenereHHOM
TPYIIBI MAlMEHTOB C TJIMKOTEHO30M |D HeHTponeHuio He OOHAPYKMBAIOT, YTO, BO3MOKHO,
CBSI3aHO C MYyTalMeH TpaHCIOKa3bl TIIIOK030-6-hocdarazbl ¢ pe3upyanbHON TPAaHCIIOPTHOU
aKTHBHOCTBIO.

Kak yxke ObUIO OTMEYEHO, XapakTepHas 0COOCHHOCTH OOJBHBIX TIHMKOreHo3om b —
BBICOKAsi 4YacTOTa pPAa3BUTHs BOCHAIMTENbHBIX 3a00JieBaHUI KHIIEUHHKA (KPOHOIOJA00HOTO
kosuTa). Cpeny COMyTCTBYIOMINX CUMIITOMOB BCTPEUAIOTCS: JIMXOPAJIKa, AUapesi, IepuopaibHbIC
U TepUaHalIbHble M3bs3BICHUS. OIHAKO HUKAKOW KOPPEISIHMUA MEXAY TSKECThI0 OCHOBHOTO
3a00JIeBaHUs U KHUIIEYHBIMU CHMIITOMaMH HE 3a(UKCHUPOBAHO. Takke HE YCTaHOBIJIEHO CBS3H
MEXJly T€HOTUIIOM M HaJUYUeM HEUTpONeHHH, OaKTepHaJbHBIX HH(PEKIMA M CHCTEMHBIX
OCJIO)KHEHHH Y MAIIMEHTOB C TIIMKoreHe3oM Ib.

Tsoxenple HMH(EKIMOHHBIE OCIOXKHEHHMS y JaHHBIX MAIMeHTOB CBS3aHBl Kak C
HEeHTporneHuel, Tak u ¢ QyHKIHOHAIBHBIMU JIe(peKTaMU TOTUMOP(HOSIAEPHBIX HEUTPODUIIOB U
MOHOIIMTOB. Y nieTei panHero Bo3pacta ¢ I'b Ib moryr HabaroaThCst 4acThie OTUTHI, THHTHBHUTHI
u ¢ypynkyne3. Tak ke, Kak M IpH rIMKoreHose la, maumentsl ¢ tunoM Ib Moryr crpaaats

nepuoaudeckon auapeeil. OCHOBHOM NPUUMHOW HapyLIEHHs CTyja SIBISIETCS BOCIHAJICHHE
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CIIM3UCTONW OOOJOYKM KHIIEYHUKA, YTO TOATBEPIKIACTCS TOBBIIICHUEM JKCKPEIUH 0l1-
AQHTUTPUIICHHA C PEKATUAMU M HATMYMEM THCTOJIOTMUECKUX MPU3HAKOB KOJHUTA.

JIoBONBHO peako y OONBHBIX TIIMKOreHO30M ID MokeT pa3BuMBaThCs TepMUHAIbHAS
MOYEYHasi HEJOCTATOYHOCTh, U B 3TUX CIy4asX HeoOX0AWMa TPaHCIUIAHTAIMS MMOYKH. B manHOM
IpyNIe TalUeHTOB IIOBBIIIEHA YacTOTa BCTPEYAEMOCTHM AyTOMMMYHHBIX IOpaKeHHUH
IIUTOBUIHOW JK€Je3bl U THUIOTHPEO03a, MPH ATOM JJsl OONBHBIX TIIMKOI€HO30M la maTtosjorus
LIUTOBUIHON KeJle3bl HEXapaKTepHa. Bnpouem, rUmoTeTH4YecKH, OCHOBBIBAsICH HAa ONMCAHHOM
(akTe HE3HAYUTEIHHOTO MOBBIIIEHUS CHIBOPOTOYHOM KOHIEHTPALUU THPEOTPOITHOTO TOPMOHA,
JaKe Yy TMalUEHTOB C SBHBIM THIOTHPEO30M MOXHO MPEANOJI0KUTh BO3HUKHOBEHHE
COITyTCTBYIOIIETO MOPAXKEHUS Ha TUIOTaIaMO-TUIIO(PHU3apHOM YPOBHE.

I'b Il tuna. Knuauuyecku OoJie3Hb MPOSIBISCTCS B IMEPHUOJE HOBOPOKICHHOCTH WIIU
paHHEM JETCTBE M XapaKTEPU3yeTCs TIenaTOMEeraJiei, T'MIIOITIMKEMHUEH, JUCIUIIUAECMUEH,
THIIOCTaTypOl M B HEKOTOPBIX CIydasX — HEOOJIbIIUM OTCTaBaHUEM B YMCTBEHHOM Pa3BHUTHHU.
CuMOTOMBI TOPXEHUS MYCKYJaTypbl MOTYT OOHAapyXXHTbCS BMECT€ C HapylIICHHEM
(YHKIMOHATBHOTO COCTOSIHMS TI€YEHHM WM dYepe3 JIOJNroe BpeMsl IOClie HCUE3HOBEHHS
MIEYEHOYHBIX CUMITOMOB, WJIM € IMOCIe KYIMHPOBAHHS IMOCIEAHUX B AETCTBE. B HeOONbIION
IpyIIE NalMEHTOB MBIIIEUYHbIE CUMIITOMBI TUAarHOCTUPOBAIM TOJIBKO BO B3POCIOM COCTOSIHUU B
OTCYTCTBHUHM HWHGPOpPMAIMA O KaKUX-TUOO M3MEHEHUSX IMEYEHH B JIETCTBE U IOCIEAYIOIIei
Ku3HU. OOBIYHO BBIPAXKEHHOCTh CUMITOMATHKH IMOPAXKECHUS IEYCHN YMEHBIIIAETCS C BO3PACTOM
U TIOJIHOCTBIO OTCYTCTBYET B moctiyOepraTte. KpailiHe pelko MMEeT MecTO Mporpeccupyloliee
MOpAXEHUE  IE€YEHW  BIUIOTH O  LUppo3a M  TIENaTOLEIUIIOISPHON  KapLHMHOMBIL
MeieHHOTIPOTPECCUPYIONIAsh MBIIIEYHAs Ca0OCTh, HE3HAYUTENIbHAs B JETCKOM BO3pacCTe,
3a4acTyl0 BBIXOJWT Ha MEPBBIM IJIaH y B3pOCHbIX, O0NbHBIX riaukoreHozom ll1a, napacraer
TUMOTPOQHS MBIIII AUCTAIBHBIX OTJENOB KOHeuHocTel. Takke y OONBIIMHCTBA MALMEHTOB C
rimkoreHo3oM llla B pa3Hoii creneHn nopaxaroTcsi OpraHbl CepIeYHO-COCYAUCTON CUCTEMbI —
ot DKI'-npu3HaKoB XKelyJOYKOBOW THIEPTPO(UU 10 BBIPAKEHHON KapAHOMETaluu. Y TaKuX
MAIMEHTOB MOTYT MMETh MECTO AaHOMAJIMM JIMLEBOIO CKejleTa (BJIABJICHHAs IEPEHOCULA U
IIMPOKHUIA B3JIEPHYTHIH KOHYMK HOCA, CIIA0OBBIPaKEHHBIE CKAThl HOCA, JYrooOpasHbI poOT ¢
TOHKOW KpacHOW KailMOH, a Takxe riyOOKO MOCaKEHHBIE Ti1a3a). Y O0JbHBIX rimkoreHo3om IlI
THINIA BCTPEYAIOTCS XPOHMUYECKUE OTUTHl WM PELUAMBHUPYIOIIME CUHYCUTHl. HekoTopsie
6osbHBIE ¢ rIMKoreHo30M |l momanaroT B rpyImimy BBICOKOTO pUCKa pa3BUTHS OCTEONOPO3a, UTO,

B CBOIO O0UCPCb, MOKCT SABJIATHCA CIICACTBUCM JIAKTAaTAlIMA03a U TUIIOT'OHAANU3MA.
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[Mopaxkenue wmpim npu I'b 1l tunma (T.H. Merabonmuveckass MHOMATHS) MPOSIBISICTCS
TeHEPATN30BAaHHON TMIOTOHUEH MBI ¢ TOCTEIYIONUM (GOPMHUPOBAHUEM aMHOTPO(PHUECKOTO
CHUMIITOMOKOMIIJIEKCA B CKEJIETHOM MYCKyNaType, COMpPOBOXMAIOUIMMCS OBICTPBIM yracaHuem
CYXOKHJIBHBIX M MIEPHOCTANBHBIX pediiekcoB. OCOOEHHOCTHIO CHHAPOMA MOPaKEHUS MBIIIIL ITPH
TAHHOM 3a00JICBAaHUU SBISETCS COUYETAHHE STUX M3MEHEHUH C OTpaHUYCHHUEM IOJIBHKHOCTH
[I03BOHOYHMKA, HANOMUHAIOUIUM MO  KIMHUYECKUM NPOSBICHUSAM  aHKWIO3HPYIOLIUN
cionaunoapTpo3 (Oone3us bexrepeBa). OmgHako, B OTIMYME OT HEro, PEHTTCHOJIOTHYECKHE
NpU3HAKK 3TOro 3aboneBanus mpu riaukoreHoze III Ttuma otcyrcTByror. Hapacrtanue
JIBUTaTENIbHBIX pAacCTPOMCTB MeieHHOE. OOBIYHO OOJIBHBIE T0’KHUBAIOT JI0 3PEJIOT0 BO3pacTa.
[Topaxxenue nouek npu I'b 111 Trna nposiBisercs peHaIbHBIM TYOYIISIPHBIM allu030M.

I'b IV tunma. Knuandeckue mpusHaku TaukoreHosa |V kpaifHe pa3HOOOpas3HbI BBUIY
OOIIMPHOTO CIEKTpa MOTEHIMAIBHO MOpakaeMbIX TKaHel. Takoe paznuune B (PeHOTUIMHUYECKUX
NPOSIBJICHUSAX MOXKET OBbITh OOYCIOBJIEHO CYIIECTBOBAaHHMEM TKaHECTIEUU(UUHBIX H30(POpM
nepunuTHOrO QepMeHTa. B HacTosiee Bpems BBIICISIOT CleayroImue (GopMbl 3a00JIeBaHUS:
KJlaccu4eckas TI€YeHOYHas, HEMpOrpeccHpyomas IeueHouyHas, (aranbHas MepuHaTajIbHAas
HEPBHO-MBIILIEYHAs, BPOXACHHAs HEPBHO-MBIIIEYHAs, JETCKash HEPBHO-MBIIIEYHAs, B3pocias
HEPBHO-MBIIIIEYHAs ¢ U30JIMPOBAHHON MUOIIATUEH.

Pebenox, 601pHOM KIaccuueckoi neueHoyHo# (opmoit rimkorenosa |V, npu poxxaeHun
HUYEM HE OTIMYACTCS OT 3I0pPOBOTO HOBOPOXKIACHHOTO. OHAKO 60JIe3Hb OBICTPO MPOTPECCUPYET
U TPUBOAUT K PA3BUTHIO LUPPO3a IMEUYEHU YK€ B PaHHEM JETCTBE, BIIOCIEACTBUU OBICTPO
pa3BHUBAETCs IEYEHOYHAs! HEOCTATOYHOCTh, KOTOPasi IPUBOAMUT K CMEPTH B Bo3pacte 3-5 ser. Y
TaKUX JIeTeH AMAarHOCTUPYIOT IJIOXYIO MPUOABKY MACChl Teja, FeNaToCINIEHOMETaJIHio U IUPPO3
neyeHn yxe B mepBble 18 mec xu3HHM. KpaifHe penxo medeHodHas (opma mporpeccupyer
MEIJICHHO WM HE NPOrpeccHpyeT BoBce. Y OOJIbHBIX HEMPOTpPEecCUpYIOIel pa3HOBUIAHOCTHIO
MOJKET ObITh OOHApYyKEHa IrenaToCIUIEHOMETaius U HE3HAUYUTEIbHOE MOBBIIICHUE COJIEPKAHUS
TpaHCaMHHAa3 B CHIBOPOTKE KpoBHU. OOBIYHO y TaKHX JI€Tel HE OTMEYAETCs HapyIIEHUsI pocTa U
pa3BUTHS, CO BpPEMEHEM KOHLIEHTpPAIlMM TIEYCHOYHBIX (EPMEHTOB MOTYT BEpPHYThCA K
HOPMaJIbHBIM 3HAUEHUSIM.

[Tpu mopa’keHNMH HECKOJIBKHX CHUCTEM IPUHATO TOBOPHUTH O coueTaHHOH (opme I'b IV
TUNA, TPU3HAKM KOTOPOH BKIIOYAIOT B ce0sl mepudepuyeckyro MHOIMATHIO C pPa3BUTHUEM
KapIMOMHOTIAaTUM MM 0e3 Hee, a TaKkKe HeWpomaTHi0 W Luppo3 medeHu. CHUMITOMBI
3a00JIeBaHUsT MOTYT TPOSIBUTHCS KaK B HEOHATAIbHOM IE€pHOAE, TaK M Yy B3POCIBIX.

HelipoMbllieunble U3MEHEHUS MOAPA3JENAOT Ha 4 TpYMNIbl, B 3aBUCUMOCTH OT BPEMEHM HX
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BO3HUKHOBEHHUS. Y JneTeil ¢ mepuHatanbHO# ((artanpHoii) (hopmoii G0Ne3HH, KOTOpask MOXKET
MOCITY)XUTh HPUYMHOM BOISHKH IUIOJA M BOJSHKH OO0O0JIOUEK IUIOJHOTO ITy3bIps, HEpPEeaKO
pa3BUBAETCS apTPOTPUIIO3 KOHEYHOCTEH BClieACTBUE akMHE3nH. [Ipr 0OHapyKeHUU y MaTepu BO
BpeMsi OEpeMEHHOCTHM KHCTO3HOW THUrpOMBl B IIEWKE MAaTKM MOXHO IpeanojaraTb o
MOTEHIMATFHON BEPOSATHOCTU PpA3BUTHS JAHHOM marojoruu y pebOeHka. Y OOJBHBIX C
coyeTaHHOW (POpMOI BBISBIISIIOT THIIOTOHUIO, TUMOPE(IEKCHIO, KapAHMOMHOIATHIO, YTHETEHUE
JBbIXaHUsS U IIOPAKEHUE HEPBHOM CUCTEMBI HA YPOBHE HEMPOHOB. IlopaskeHNe IIEUEHN HETSKEII0e
U HE NPUBOJUT K Pa3BUTUIO LIUPPO3a U IEYCHOYHOM HENOCTATOYHOCTHU. JIeTalbHBIA UCXOI B
HEOHATAJILHOM TEePHOJIe HEHM30EKEH.

KnuanueckuMu CUMIITOMaMH JAETCKOW HEHPOMBIIIEYHOH (HOPMBI TAaHHOTO 3a00JIeBaHUS
ABIISIOTCS. MMOTIATUS M KapAMOMHONATHsA, KOTOphIE MOTYT BO3HHMKAaTh B JIIOOOM BO3pacTe.
[lepBble MpHU3HAKU MATOJOTHMH — HEMEPEHOCUMOCTh (DU3MYECKHX HArpy30K, OJbIIMIKAa MpH
¢u3nUecKkoM HaNpsHKEHUH M 3aCTOMHAS cepieuHasi HeJOCTaTOYHOCTh B 3alyIIEHHBIX cly4asx. B
MATOJOTMYECKHI MPOIIECC MOXKET OBITh BOBJICUEHA TOJBKO MBIIIEYHAS TKaHb, IIPH 3TOM YPOBHH
CBIBOPOTOYHOM KPEaTUHUHKHMHA3bI MOTYT OCTAaBaThCA B MPEAEIaX HOPMaIbHbIX 3HAUEHUH.

B3pocnas ¢opma gaHHOoro 3aloneBaHMs MpEACTaBIseT COO0OM  HM30JIMPOBAHHYIO
MHUOTIATUIO WM TOJHIIIOKO3aHOBYIO0 Oone3Hb (Oosie3nb Jladoper). CumnTomsl 3a0o0sieBaHUS
MOTYT HAallOMUHATh TaKOBbIE MPHU MBIIIEYHOW IUCTPO(UU: Tporpeccupyromiee HapylieHue
MOXOJKH U CJIa00CTh TMPOKCUMAIIBHBIX OTAEIOB KOHEYHOCTEH (0O0JIbIlIe B pyKax, 4YeM B HOIax).
[TopaxxaroTcsi BEpXHHI U HUOKHUH MOTOpPHBIE HEMPOHBL. 3a00JIeBaHNE MOXKET MPOSIBUTHCS B BUJIE
MUPaMUIHOTO TeTpamnapesa, nepudepruueckoil HelHponaTuu, paHHEro HEHMpPOreHHOTO MOYEBOTO
IIy3BIpsl, SKCTPAIUPAMHUAHBIX CUMIITOMOB, CYZAOPOT U KOTHUTUBHBIX HAPYLIEHUH, IPUBOAIINX K
Pa3BUTHIO IEMEHIIUH.

I'b VI Ttuma. 3aboneBanue MposBISETCS B paHHEM JETCKOM BO3pacTe B BHUJE
rernaToMeraiui U 3aJepkKku pocta. OOBIYHO 3a00JIeBaHME TMPOTEKACT JO0OPOKAYECTBEHHO, C
JTOCTH)KEHHEM CTOMKOM peMHCCHU CHMIITOMOB IO Mepe pocta pebenka. KnuHuueckas kapTHHA
3aBUCUT OT CTENEHU BBIPAKEHHOCTH TMIIOTIIMKEMHUH, KOTOpasl MpH JaHHOW (opMe MaTOJOTHH
MOJKET OBITH JIETKOM WM CpeqHeTsKeNnoi. V3 rmaBHBIX cHMOTOMOB OOJIE3HU: 33/Iep)KKa pPOCTa,
3HAuuTENbHAsg renatoMmeranus. IIpu HEKOTOPBIX MyTalUsAX COXpaHSAETCA pe3uyalbHas
aKTUBHOCTH ()EPMEHTA, M y TAKMX MAIIMEHTOB 00JIE3Hb MPOTEKAET JIeTYe.

I'b IXa tuna siBrsieTcst OHOM M3 caMbIX MATKUX (DOPM TJIMKOTE€HO3a U CXOJHA [0 CBOEMY
teyernto ¢ tunoMm V1. Kimmanueckue nposiierust oooux moarurnoB (1Xal, 1Xa2) uaeHTHIHb 1

BKJIIOYArOT renaToMerajiiro, 3aJCpKKy poCTa W MOTOPHOIO Ppa3BUTHA, THIIOTOHHUIO.
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CnneHoMmeranus, LHUPpO3 IMEYEHH, «KYKOJBHOE» JIMIO, OCTEONOpPO3, HEBPOJIOIHMUECKUE
MOPAKEHUS, MOBBIIICHUS! YPOBHS CBIBOPOTOYHOTO JIAKTATa, METAOOIMYECKHUA aIi103 U TOYEUHO-
KaHAJIBLEBbIM alMI03 y JaHHBIX MAlMEHTOB BBIABISAIOT YpPE3BBIYAWHO peako. 3abosieBaHHe
XapaKTepU3yeTcsi J0OpPOKAYECTBEHHBIM TEUYEHHEM -— 3a4acTyl0 y B3POCHbIX IallEeHTOB
OTCYTCTBYET Kakas-nmuO6o cumnromMatuka. C BO3pacToM TakKe IOCTENIEHHO HCYE3al0T
KJIMHUYECKHE MTPU3HAKU U HOPMATU3YIOTCSI OMOXUMHUYECKUE TIOKA3aTelH.

[Tpu I'b IXb Tuna knaccuyeckue KIMHUYECKHE MPU3HAKH: HU3KUH POCT, BBIpAKCHHAsS
rernaToMeranus, [uapesi, MpllleuHasi THIOTOHUS B COYETAaHUH C JIETKOW MBIIIEYHOH c1ab0CThIO.

I'b IXCc peGroTupyeT B JAETCKOM BO3pAacTe W XapaKTEpU3YeTCs TremaroMeraiuen c
HapylmeHneM (DYHKIMU TEYeHH, MBIIICYHOW TMIIOTOHHEH, 3aepKKOi pocra. B OonmpiinHCTBE
CIIy4aeB CO BPEMEHEM BBIPAKEHHOCTb 3TUX CUMIITOMOB YMEHBIIACTCS, OJHAKO y HEKOTOPBIX
O0JIbHBIX UIMEETCS BBICOKHI PUCK pa3BUTHs (puOpo3a U Uppo3a IMeUeHH.

I'b 0 tuna. Dta penkas Gpopma 0oJIe3HU pa3BUBAETCS B MEPUO HOBOPOKAECHHOCTH WU B
paHHEM [JETCTBE U XapaKTEpU3YETCsl TUIIOTJIMKEMHUEH HaTOLIaK, FMIEPKETOHEMUEHN, HU3KUMH
YPOBHSIMM aJIaHHMHA U JIaKTaTa B ChIBOPOTKE KPOBH. XOTsI IPUEM IUIIHM KyIUPYET CUMITOMBI, B
MOCTIPAaHANAIBLHOM IIEPUOJIE PA3BUBAETCS TUIIEPIIIMKEMUS U TUIIEPIAKTATEMUSI.

JnanazoH (EHOTUIHMYECKUX TMPOSBICHUNA 53TOW TMATOJOTHM JOCTATOYHO IIHPOK.
CumMnTOMBI 00YCIIOBIIEHBI B TIEPBYIO OYepe/lb TMIOTTIMKEMHUEH M BKIIOYAIOT B ceOs: rIyOOKui
COH BIUIOTH IO JIETapruu, OJeTHOCTh KOXKHBIX MMOKPOBOB, TOLITHOTY, PBOTY M MHOT/IA CYAOPOTH
[0 yTpam, A0 NPHUHATHA NUIIH. [IpH 3TOM y HEKOTOPBIX OOJBHBIX KaKHe-INOO OTKIOHEHHS
71a00paTOPHBIX MMOKa3aTeNell OT HOPMBI OTCYTCTBYIOT JTMOO €l1a00 BBIpaXKeHbI. BakHO OTMETHUTH,
YTO, HECMOTpS Ha HHU3KHE MOKa3aTelH TJIMKEMHUH, Y OOJBIIMHCTBA JIeTe HE YCTAaHOBIIECHO
HUKAaKUX HapYIIEHUH TIICUXUYECKOTO pa3BUTHS WJIM KOTHUTUBHBIX auchyHkuuid. [lpu
arJIMKOr€HO3€ pa3Mephl MEUeHU He yBenuunBaroTcs. CXOIHBIMU MPU3HAKAMM IPAKTHUYECKU BCEX
MALMEHTOB C TAKOM IMATOJOTUEN SBJISAIOTCA HU3KUU pOCT M ocTeoneHus. [Ipu 3ToM pasnuyHbie
OTJaJICHHBIE CUMIITOMBI, BCTPEYAIOIIMECS MPU MPOYUX THIAX TIMKOT'CHO30B, HE HAOIIONAIOTCS
npu tune 0. Kpaitne peako I'b 0 Tuma moxkeT MaHHM(]eCTHpOBaTh € THUHEPIIUKEMHH H
[JIFOKO3YPHUH, YTO MOKET BBI3BATh OIPEIEICHHBIE TPYIHOCTH IIPU IIOCTAHOBKE AUArHO3a.

IIponeccel IIIOKOHEOreHe3a U OKUCIICHUS JKUPHBIX KUCIIOT OCTAlOTCd UHTAKTHBIMU, 4TO
oOBsicHAeT OoJjiee JIerKoe TEYeHHE MAHHOTO THIIA TJIMKOTEHO3a IO CPABHEHHUIO C MPOYUMH
NeYeHOUHBIMU (opMamu 3aboneBaHusd. TeM He MeHee, Mpu OoJiee JUIMTEIHHOM TOJIOJAHUH

pasBuBarom@aAcAa TsOKCIasd rTMICPKECTOHCMUA U BBICOKUC KOHICHTPAIUHN JKUPHBIX KUCIIOT B KPOBU
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IO JaBJIAIOT BBICBOGO)K,Z[CHI/IC aJlJaHMHAa M3 CKCJICTHBIX MBI, YTO HOPUBOAUT K YTrHCTCHHIO

MMpONHECCCOB I'NIFOKOHCOTCHEC3a U YCUJICHUIO T'MIIOTJIMKCMHU.

[Tpu mpmmeunoi ¢opme I'b 0 Thma orMewaercst runepTpoduueckas KapAUOMHUONATHS,

HEMEePEeHOCUMOCTh (PU3MUECKUX HArpy30K, HApyIIeHUE PUTMa cep/ilia BIUIOTh J0 €r0 OCTAaHOBKH.

20

2. lMarHocTHKA

2.1 ’Kaao0bl 1 aHAMHE3

[Tpu cb6ope aHamMHE3e PEKOMEHI0OBAaHO 0OpaTUTh BHUMAaHKE HA XKaJloObl Ha:
¢11a00CTh;

MOBBIIIEHHYIO YTOMIIIEMOCTb;

0J1eTHOCTh KOKHBIX TIOKPOBOB;

MOBBIIIEHHYIO TIOTIUBOCTH;

3arax «aleToHa U30 PTay;

TPEMOP KOHEUYHOCTEN;

MOBBIIIEHHOE YYBCTBO T'0OJIONA;

r1ay 0e3 IPUYHMHBL, OBBIIIEHHAS pa3ApakKUTEIbHOCTh HATOIIAK;
TPYAHOCTHU TIPH MPOOYXACHUH (0COOCHHO MOCIe HOYHOTO CHA);
3MH30/]IbI CYAOPOT;

YBEJIMYEHHUE B pa3Mepax KUBOTA;

HOCOBBIC KPOBOTCUCHUS

O O 0O 0O 0O o o o o o o o o

3ajiep’KKa pocCTa;
Kommenrapmii: npu I'6 | muna meuenue 3abonesanus ocmpoe. Bospacm wmauana
Oone3HU — HeoHamanbHuI nepuoo, yawe 1-i 200 sxncuznu (6 3—4 mec). Manugecmupyem
C eunocIuKemMuu U - J1AKMamayuoosd, B8CKOpe  NpPUCOEOUHAEMCS — BbIPAXICEHHAs
eenamome2anuss U/UnU eunoziukemuyeckue cyoopoeu. Ecnu 6oavHol  nepedcusaem
ocmpvle Memabonruyeckue Kpuzbl MIAOEHYecKo20 603pacma, mo  3aboesanue
npuobpemaem xponuueckoe meuenue. IlIpoepeccupyem HapyuwieHue QYHKYUU NOUYeK,
nooazpudeckuti apmpum, OMmMcmasawue 6 pocme, 3d0epHCKA NON0B8020 CO3PEeBAHUs.
Ilamonocua novex manugecmupyem npomeunypueti, oaiee MO2ym HPUCOEOUHAMbCS
Hegporumuas, HePPOKANbLYUHO3, UNEPMOHUA,  AMULOUOO3, CUHOpoM  DPanKoHU,
OUCMANbHBIL  NOYEeYHO-MYOYIAPHLIL  AYUO03 C UCXO00M 8 XPOHUUECKYIO NOYEYHVIO

HeooCmamoyHOCmb, mpedyowyro 2eMooualu3a uwuiu mpancniaumayuu novex. Ha ¢one
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SUNEPIUNUOEMUY MOACEM PA36UMbCS XPOHUYecKull nankpeamum. Takoice xapakmephvl
HOCOBble KPOBOMEYEHUs, OCMEONEeHUs, OCMeOnopo3, CKIOHHOCMb K NepeioMAaM.
Huacnocmupyrom eenamomezanuto (pexce — ¢ NEYEHOYHOU HeOOCMAMOYHOCMbIO),
yacmo  A0EHOMAMO3  NeYeHu,  UMerWuUll  CKIOHHOCMb K 310KAYECMBEHHOMY
nepepoNCcOeHUI0 (2enamoma, 2enamoyetonapuas kapyurnoma). Ileuenounvie adeHombl
OMHOCAMCS K XOPOUlo uzeecmuvim ociodchenusm I'B 1 muna. Pazeumue aoenom neyenu
npu I'b 603modxcHO 6 1H000M 803pacme, OOHAKO OObIYHO OHU 00OPA3VIOMCSA MeHCOY
BMOPBIM U MPembuM Oecsimuiemuem HCUsHu ¢ yacmomoti om 16 0o 75%, komopas He
3asucum om noia nayuenmos. OHu mo2ym Ovlmb eOUHUUHBIMU U MHONICECIBEHHbIMU,
HepeOKo CKIOHHbI K oO310KayecmeaeHuio. Illepuod manuenuzayuu Onyxonu Modicem
3anumams 0o 28 nem. B nocmnybepmamuulii nepuod Ha nepevli niaH evblcmynaem

cunepypuxkemus ¢ ee KIUHU4YeCKUMU OCNONCHEHUAMU.

2.2 Du3uKaJIbHOE 00CIeT0BAHUE

[Tpu pu3uKaIBLHOM 0OCMOTPE PEKOMEHIOBAHO OOpaTHTh BHUMHAHUE HA HATMYHE:
0OJIBIIIOTO, BHICTYIAIOIIETO KUBOTA,;

OTCTaBaHHE B POCTE;

THIIOTPO(HIO;

BBIPAKEHHYIO F€aTOMETAIINIO;

O O O O O

JIOKAJbHbIE OTJIOKEHHUS TOJIKOKHOM J>KUPOBOM KIIETYATKU, MPEUMYIIECTBEHHO Ha
meKax («KyKOJbHOEY JIUIIO), TPYIH, ATOUIaX, Oeapax;

O KOKHBIE KCAaHTOMBI Ha JIOKTSX, KOJICHSX, STOJIUIAX, Oepax.

KommeHnTapuii: ysenuuenue neuenu 00yCl061€HO KAK HAKONIEHUEM 2lUKO2eHA (He
MONILKO 8 YUMOniasme, HO U 8 A0pax Kiemok), max u HaKonjieHuem Junudos (cmeamos
nevenu). Ilpu smom cenezenka 00ObIYHO He YBeIUUeHAd 6 pazmepax 3d UCKIYeHuem
cyuaes, K020a pazeueaemcs Yuppo3s neyeHu.

Touxu maxoice ygenuueHwvl u cooepicam 0eno3umvl 2AUKO2eHA 8 KAHAIbYEBOM INUMENUU,
HO Celle3eHKA HOPMAIbHBIX pazmepos, Hapsady ¢ Oe2eHepayueli Cemuyamku 6 Guoe

MHOMNCECNBEHHbIX OMCern’IHle napamakxkyisiprsvlx ekpanﬂeHuﬁ aHcenmoeo yeema.

2.3 JlabopaTopHasi AMATHOCTHKA

PGKOMGH,Z[OBaHO MMPOBCACHUC OMOXMMUYECKOr0 aHaIu3a KpOBH
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Kommenrtapuii: [unocruxemus (0,6-3,0 mmonv/n), uawe 6bGeccumnmomuas uiu ¢
cyoopoeamu, msaxcenvim  aakmamayuoosom  (3,0-10,0 mmonv/n), e6o3HuKaem npu
maneuuiemM 20100AHUU U NPU OMCYMCMBUU C80E8PEMEHHOU 6epudurayuyu OUacHo3a u
Jlevenus npugooum K cmepmu 6 gospacme om 1 0o 3 nem. Kpome moezo, 6 cvigopomxke
Kposu ommeuaemcss NOGblUEHUE  KOHYEHMPAyuu  mpueiuyepuoos  («XuiesHasy
cvlgopomka), obugezo xonecmepuna, a maxdice JIINOHII, JIIIHII, anoiunonpomeuros B,
C u E Taxoxce ommeuaemca cunepypuxemus, HOBbIULEHUE  CbIGOPOMOUHBIX
KOHyenmpayuti  aranunamunompaucgepaszvr  (AJIT), acnapmamamunompancgepasvi
(ACT), wenounoti ¢ocpamaser (LD), eamma-enymamurmpancpepasvr (ITT),
nakmamoecuopoeenazvl  (JIAI). 'V odemeu ¢ [IH Wl muna c eosneuenuem 6
Namoa02UtecKull npoyecc Moluly, Kpome YKA3aHHbIX U3MEHEeHUL, 4acmo OUazHOCmupyom
nosvluleHUue Cbl8OPOMOUHOU KoHyeHmpayuu kpeamungocpokunasvl (KOK) ¢ nokoe. V
nayuenmos ¢ I'b V1 u |X munoe ommeuaromes ananocuunvie 1a60pamopHvle U3MEHEHUs,
8bIPAINCEHHOCb KOMOPLIX 3HAUUMENbHO MEeHbUle U KYNUPYemcs ¢ 803pacmom (00biuHO &
nybepmamnom nepuode). Konyemmpayus 2nioko3vl 8 CbleOpomKe Kpogu 00bIUHO
Hopmanvua npu I'6 I muna u npu metweunoti popme 0 muna. Ilpu neuenounoii popme
I'b 0 muna ommeuaemca 2unociukemus U 2unepkemoHemMusi HAmowax, Ho

cunepeiukemust u JzaKmamaL;udw nociue eowi.

PexomeH10BaHO MPOBEICHUE UCCIICIOBAHMS KPOBU HA KUCIOTHO-IIIEIOYHOE COCTOSHHE
KommenTtapuii: Memaboauveckuii ayuoosz (pH kposu 0o 7,34 u Hudice) yxyouwaem
cocmosiHue OONbHO20 U NPUBOOUM K OEKOMNEHCAyuu ¢ pazeumuem pecnupamopHo2o

oucmpecc-cuHOpoma npu 3a001e6aAHUAX BEPXHUX ObIXAMENbHBIX NYymell.

PexoMeH10BaHO NIPOBEEHNE KIIMHUYECKOTO aHaIN3a KPOBU
Kommenrapuii: y nayuenmos ¢ I'B |b muna ommeuaemes abconrommnasn nevmponenusi:

menee 1000 kremox/mn, a maxice anemus paziudHol CmeneHu 8blpaiCceHHOCU.

PexoMeH10BaHO IPOBEEHNE UCCIIEI0OBAHUS KPOBU HA TeMOCTa3 (KoaryjiorpaMmma)
Kommenrtapmii: y nayuenmog co cnusxcoennou ghynkyuen neueHu moxcem ommeuamscs
CHUMICeHUe npompombunogoeo unoexca (IIM) u nosviueHue MeNCOYHAPOOHO2O0

Hopmanuzosannoz2o omuouteruss (MHQO).

PexomenyeTcs mpoBeneHne 3-CyTOUYHOTO HEMPEPHIBHOIO MOHUTOPUPOBAHUS TJIFOKO3bI B

KpOBH.
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KommenTapmii: oonokpammuvix XxaomuyHulx usmeperutl KOHYeHmpayuu 210Ko3bl 8 Kposu
C NOMOWbIO 2NI0OKOMempa Yacmo Ovieaem HeOOCMAmoyHO Olsl GbIAGNEHUS CKPbIMbIX

ZMI’ZOZJZMKeMMIz, 6 C6A3U C Uem peKOMedeemc;l OQHHDBLI MemOO UCCNeO08AHUS.

2.4 NHCTpYMEHTAJIbHAS IMATHOCTHKA

PexomenyeTcst mpoBeieHUE ylnbTpa3BykoBoro uccienoBanus (Y3M) opraHoB OpromrHoOH
MOJIOCTH

KommenTapuii: npu Y3U y ecex O0nbHbIX ommeyaemcs 3HAYUMENbHOE VBelUdeHUe
obeux oOonell neueHu, 6 o0cobeHHOCMU Jegoll. llapenxuma neyeHu unepINOeHHA,
cmpykmypa — ee  xapakxmepuzyemcsi  Ou@@y3nol  HeoOOHOPOOHOCMbIO  3d  Cyem
MHOMCECBEHHBIX ~ MEIKUX — CUNEPIXO2EHHbIX — 9XOCUCHANO8  C  PABHOMEPHBIM
pacnpeoenenuem no ecemy obwvemy napeHxumvl. Ommeuaemcs makdce o0ciabieHue
NPOXOXHCOCHUS YIbMPA38YKA 8 GUOE CHUINCEHUSI YeMKOCU U300padiceHus OUCMATbHbIX
yuacmkos napenxumvt om 14 0o 112 no enybune opeana. Dma ocobennocmo
axoepaguyeckoll kKapmunsl 00b1uHO Hauboee gvipadxcena npu | mune I'b no cpasmnenuro ¢
I, VI, IXmunom. Oonospemenno umeem mecmo obeOHeHUe cOCYOUCMO20 PUCYVHKA
neuenu:  BU3VANUSUPYIOMCA  eOUHUYHble, TMOHKUE, 20PU3OHMANLHO HANPAGIEeHHble
neueHouHble 8eHbl C POSHLIM KOHMYPOM, NPAKMUYECKU OMCYMCMEYem PUCYHOK MEIKUX
gemeell 6OpOMHOU GeHbl. B pedxkux cnyuasx 6uzyanusupyromcs aoeHombl neyeHu
(eOuHUYHBIE UTU MHOJNCECMBEHHbIE), OMAUYAIOWUEC CIMPYKMYPHBIM PA3HO0Opa3uem —
2UNOIXO2EHHbIE C 2UNEPIXOCEHHBLIM 0D0OKOM UNU 2UNEPIXO2EHHble C AHIXO2EHHbIM
0000Kkom. Hnocoa ommeuaemcs HeboOIbUIOE YEelUdeHUe PA3Mepos8 Cele3eHKU 0e3
U3MEHEeHUll ee NAPEeHXUMbL U COCYOUCO20 PUCYHKA.

Onpedensaiom pasiuunvie AHOMAIUU Gopmuvl HcenuHo2o ny3vips (dawe — nepecudvl 8
obnacmu OHa), yeenuuenue e20 pasmepos, Hapyulenue COKpAmumenvHol @yHKYuu,
ymonweHue CcmeHoK. Busyanuzupyemcs ougdysnoe yeenuuenue no0HCELYOOUHOU

IHCEJIE3bl, NAPEHXUMA ee 2UNo- UJU CUNepIXo0cerHa, uno20a H€00H0p06H61.

Pexomennyercs nposenenue ¥Y3U nouek
KommenTapmii: moavko npu I'b | muna ommeuaemcs ysenuuenue pazmepos nouex,
YmoaujeHue NnapeHxuMvl U nosvluieHue 3X02eHHocmu Kopkosoeo cnos. Cobupamenvhas

cucmema novex 6e3 ocobennocmeil.

Pexomenyercst mpoBenenue sxokapauorpadun (3X0-KI');
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Kommenrapmii: y nayuenmos c¢ [I5 Wl muna unozoa moocem ommeuamvcs

KapduOMuonamuﬂ.

2.5 Unasi TMAarHOCTHKA

Pexomen1oBaHO MpoBecHIE MOP(POJOTHUECKOTO UCCISTOBAHUS OO TaTa MIEUYCHH.
KomMmenTapum: ocobennocmsio Mopghonocuueckoli KapmuHsl ne4eHy npu eIuKo2eH08ou
bonesnu la muna s6nsemcs munuuHoe usMeHeHUe 2enamoyumos: OHU UMEeIm GUO
«PACMUMENbHBIXY  KIeMOK, 2paHuybl UxX Yemkue, UMeom UMAaMNO8AHHbIU GUO,
onmuyecku NYyCmyr Yumonuiasmy, uAcmo 8aKyOIUUPOBAHHOe U CMEWeHHoe K
nepugpepuu  s0po. B yumoniazme 2enamoyumos  HabOI0Oaemcs  2avlowamoe
pacnpeodenenue 2IUKO2eHd, acmo CKAnIusarnue2ocs 6 boavuux konuvecmsax. I nuxoeen
BbLABNAEMC S HEPEOKO U 8 BAKYOIUIUPOBAHHBIX A0pax eenamoyumos. Hapady c¢ smum
ommeyaemcs 8blpANCEeHHAs. OENK06aAs (8N10Mb 00 BAKYONbHOU), A MAKCe MEIKo- U
KPYRHOKANENbHAS JHCUPOBASi OUCMPODUsL 2eNAMOYUmos ¢ Ux HeKpoOUo30M U HEeKPO3OM.
Pemuxynunosvie u  KoanaceHogvle  B0IOKHA, pA3PACMAiCHL HA  Mecme  2ubenu
2enamoyumos, 0opazyom o2panuyeHuvle udOPo3Hvle OUANCKU 8 QONILKAX, HAOII00Aemcs
CKANUATAPUZAYUSLY ~ CUHYCOUOO8 ¢  nociedyroueli obaumepayuell ux npoceemd.
Bocnanumenvhule usmenenus mubo omcymemsyom, 1mwbo ommedaemcs He3HAYUmenbHas,
NPeuMyujeCmeeHHo MOHOHYKIeAPHAs UHDUIbMPayuss NOPMATbHbIX MPAKMO8, UX
@ubposzuposanue ¢ paspacmanuem COeOUHUMENbHOU MKAHU U 6HeOpeHuem Ccenm 6
NAPEeHXUMY Opeand, 4Ymo 6edem K NepecmpoliKe e20 apXumekmoHuku. BozmoodicHo
paseumue yuppo3a ¢ hopmMupo8aHuem «L0MHCHHIX» NeUeHOUHBIX OOJIeK.

IIpu I'B Il muna mopghonocuueckue uzmenenusi neueHu 8 Yeiom CXOOHbL ¢ MAKOGLIMU
npu I'b [ muna, 00Haxo @vipasxicennas 6enkosas oucmpodus Kiemok npeobiadaem HAO
arcuposo. OObIYHO UMeemcst NePUnOPMANbHBII UW/UIU CeNMANbHbIL PUOPO3, a UH020a U
MUKDOHOOYIAPHBIL  YUPPO3 NedeHU, Ymo, BO3MOICHO, C683AHO C HAKONLEeHUueMm
AHOMANILHO20 KOPOMKOYENOYEYHO20 2IUKO2EHA.

Ilpu I'B IV muna xapaxmepuvim MOp@onocuieckum NPU3HaAKOM AGISAEmcs HAludue 68
Yumonuazme 2enamoyumos C8emio-303UHOPUILHBIX BKIIOUEHUl OKPY2ioll, 08ANbHOU U
00006UOHOU opmbl ¢ onmuyecku nycmuim 0600kom no nepugepuu, PAS-nozumuenwix,
YCmouuueblx K amunaze (m.H. enuxozceHogvie menvya). Ilpu smom Haubonee uyacmo

ommeuaemcsa — yuppomuyeckas — mpancopmayus — nevenu. Ilpu  dneKkmpoHHOU
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MUKPOCKONUU OOHAPYIHICUBAIOM HAKONJEHUE AMUIONEKMUHONOO0OH020 6euecmsa KaK 6
HelPOHAx, MAax U 8 MblULeUHbIX 80TOKHAX.

Ilpu I'B VI u IX munog ecucmonamonozuyeckas Kapmuua nedeHu 6 yeiom CXOOHA ¢
maxosou npu I u Il mune 3a6onesanus. Oonaxo Oenrkogas oucmpopus 2enamoyumos
npeobradaem  HAO  JHCUPOBOU, A CMENeHb UX  BbIPAICEHHOCMU  HEBbLCOKASL.
3agpuxcuposanvl cryyau UHMEHCUBHOU NOPMATLHOU U 6HYMPUOOIbKOBOU UHDUIbMPAYUL
MENCYMOUHOU MKAHU NeYeHU NPeumMyujecmeeHno TumM@ouonvimu snemenmamu. Pubpos

00bIYHO YMEPEeHHbII, HO ONUCAHbL CTYYaU Yupposa nevenu, ocoberno npu IXC mune.

e PekOMEHZOBAaHO IMPOBEACHUE MOJIEKYJSIPHOM [IUAarHOCTHKUA. B Hacrosmee Bpems
pa3paboTaHbl METOJbl IOJHOTO CEKBEHHPOBAHUS TI'EHOB, MYTAllMd B KOTOPBIX

OTBETCTBEHHBI 33 Pa3BUTHUE Pa3IMUHbIX TUIIOB ['D.

e PexoMeHI0BaHO MPOBEICHUE IPEHATAIBHON TUAarHOCTHKHU.

KommenTapuu: npenamanvnas ouaenocmuxka [HF la muna eo3moocna nymem
ucciedosanusi buonmama nedeHu niooa (Ha cpoke 18-22 med) memodamu
SH3UMOOUacHocmuKky u memoodamu JJHK-ananuza.

Ilpenamanvuas ouacnocmuxa I'6 |l muna 6o3mooicna nymem onpedenenus axkmusrnocmu
amuno-1, 6-2nr0K03u0a36l 68 KyIbmype aMHUOYUMOS, Kyibmype u Ouonmame XOpuoxa u
memooamu JIHK-ananusa.

Ipenamanvuas ouacnocmuxa I'b \N muna eo3mooicna nymem onpedenenusi akmusHoCmu
amuno-1, 4:1, 6-enroxanmpancghepasvl 6 Kyrbmype amMHUOYUmMo8, buonmame u Kyjibmype

xopuona u memooamu JJHK-ananusa.

3. Jleuenue

Cneyugpuueckoe neuenue I'E 00 nacmosiwyeco epemenu ne paspabomano. OCHOGHBIM
BUOOM NAMOSEHeMUYECKOU Mmepanuu seIsAemcs pexicum NuUmanus u ouemd, HanpagieHHvle Ha
npedynpedicoenue u 0O0pbOy ¢ eunociukemuel, MemaboIudeckum ayudo3om, Kemo3oM,
eunepaunuoemuell, KOPpeKyuio HapyuwleHut (QYHKYUOHANbHO20 COCMOSHUS 2eNnamoOUIUapHOU

cucmemsl u cheﬂyOOHHO'KumellHOZO mpakma.

3.1 KoncepBaTuBHOE JIeUEeHHE

Ilpu  ycroeuu  adekeamuou — OUeMOMeEPAnuU  BO3MONCHO  MUHUMUZUDOBAMb

Memabonuyeckue HApyuteHusl, Ce6s4A3aHHble C mederuem 60]Z€3Hu, a makoiee CHUu3umb pPpuck
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paseumus Oomcpo4eHHblX ocnosicnenuti. Coomnouienue 0CHOBHbIX nuuesvlx eewecmes 6 nunanHuu

OONIbLHBIX C PAa3MUYHbBIMU MUnamu cl1uKoceHo3a oniu4Ho ont makoeozco y BaOPOGbZ)C Odemeil U3-3a

noevluteHuA COdepD/CCZHM}l y2ﬂ€60006 U OenKa u CHUNCEHUsL O0IU HCUBOMHO20 acupa.

26

BBuny ocoGenHocteld Merabonu3mMa TNpU  pasnUuHbIX Buaax ['b  pekoMeHIoBaHO
IIPEUMYIIECTBEHHOE YBEIHMUEHUE MOTpedaeHus yriaeBo1oB (I Tvir) unu ;kuBoTHOTO Oelka
(I, VI u IX tumer).

KomMeHTapum: cuudicenue cooepiicanus dcupa 6 jnedeOHblX Ouemax HAanpasieno Ha
KOPPEeKYUio UMeIouuxcsi HapyuweHutl IunuoHo20 ooMeHa.

K coorcanenuio, sgpgpexmusnocme Ouemomepanuu 3a4acmyro CHUICEHA U3-3a Mo2o, 4mo

nayuermasl nonpocnty Hapyutarom ee.

PekomennoBana, ocobenHo s manueHToB ¢ | tumom I['B, opranmsamust npoOGHOTO
MUTAaHUSL C PAaBHOMEPHBIM pacrpeelieHueM JErKOPacTBOPUMBIX YTIIEBOJIOB B TEUYCHHUE
CYTOK.

KommenTapum: ¢ smotil yenvto konuuecmeo npuemos nuwu yeeaudusaiom 0o 6—8 pas 6
Oenv (xmiouas panuuil 3aeémpak 6 6—7.00 u nosouuii yocun 6 22.00), umo noseonsiem
N000ePAHCUBANb HOPMOLTUKEMUIO.

IIpu xonyenmpayuu 2n10Kk03vl HUdCe 2,5 MMOIb/1 OONOIHUMENbHO 66005M [—2 HOYHbBIX

KOPMJIEHUA.

PexoMeHI0OBaHO Ha3HAYCHHME CBHIPOTO KYKYpPY3HOTO Kpaxmalia, HMEIOIIEr0 CBOWCTBO
MEIJICHHO U HETIPEPBIBHO PACHICIUISATHCS MOJI ICHCTBUEM MAaHKPEATHUESCKOM aMIIa3bl JI0
JIFOKO3BI, YTO TI03BOJIIET 000HTHCH O€3 YaCTOT0 KPYrJIOCYTOYHOTO KOPMIICHHUSI.

KomMeHnTapum: 6 csi3u ¢ 0coOeHHOCMAMU MOAEKVIAPHO2O CMPOEHUs, VCBOEHUe
2NIOKO3bL U3 KYKYPY3HO2O KPAXMANA 8blide, YeMm u3 kapmogenvrozo. llepsvie nonvimku
UCNONIb308AHUSL CHIPO2O KVKYPY3HO20 Kpaxmana npeonpunumaiom x xouyy l-co eooa
acusHu pebenra. Kpaxman cmewusarom c 6000, 6e3naxmo3HviMu/be3caxaposHvlmu
cmMecamMU, COe8biM MONOKOM UMU C OpPYeUMU HANUMKAMU, He COOepHCAuUMU caxapa,
Komopwle nonyuaem pedeHok. /[ miadenyes u oemetl panHe2o0 803pacma yeneas 003d
KVKYPY3HO20 Kpaxmana cocmaeisiem nopsoxa 1,6 2/xe (kaxcovie 3—4 u, exnrouas HOYHOU
npuem), a 0 NAYUEHMO8, OOCMUSULUX WKOILHO20 803pAcmd, OHA eo3pacmaem 00 1,7—

2,5 e/ke (kaocovie 4—6 u).
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IIpumenenue kpaxmana nozeonsem OOCMUYL U NOOOEPAHCUBAMb YOOBIEMBOPUMETLHYIO
KOHYEHMPAYUuio 2i0Ko3bl 8 Kposu 8 cpeoHeM Ha npomsicenuu 4,25 u (Ouanazon om 2,5
00 6u). Ilpu ocywecmenenuu pecyisipHO20 KOHMPOJSL 2AUKeMUU MONCem CHUBUMbCS
cmenenb 8061eYeHHOCU NOYEK 8 NAMOI0SUYECKULL npoyecc.

C 20072 npu oOuemomepanuu I'B  npumeHnsemcs HO8blU 6UO  KpaAxXmaid
(Heobpabomanno2o Mooupuyuposanno2o Kykypysnoco — obosnauenue « WMHM20»).
Hcnonvzosanue e2o 6 oueme 6 doze 2,0 e/ke (cmewannozo ¢ 80001i) conpo8o#COALOCH Y
bonvuuncmea Habnooaemvlx nayuenmos ¢ la, 1b u Wl munamu I'B docmuoicenuem
Oonvutell  NPOOOINCUMENLHOCIU — HOpMO2IuKeMuu U Oonee  OIA2ONPUSMHO20
Memabonuueckoe0 KOHmMpons (N0 CPABHEHUI0 ¢ NpUMEHEeHUeM MmMpaoUyuOHHO2O

KVKVPY3HO20 KPAXMANQ).

[lpu nueToTepanuu TIUKOTEHO30B PEKOMEHJIOBAHO COOJIOJCHUE OMPEICICHHOTO
pPEKUMA TIUTAHUSL.

KommeHnTapuu: nepgoiti npuem nuwu, Kak npasuno, Haswawarom na 5-6.00 ympa, ou
Modcem cocmosims U3 Kauiu, OMEApHOU 8epMuULLenU, Yds C 2I0K030U, danee cledyrom
OCHOBHOU U 2-1i 3a8mpak, 00e0, NoaOHUK, yocun. Tlocieonuil npuem nuwu NPUXOOUMCs
na 22-23.00 u, cocmoum enasnvim 0bpazom u3z Keupa u odezdxcupenHo2o meopoza. B
24 4 u npu HeOOXOOUMOCTU HOUBIO OAIOM KYKYPY3HbIUL KDAXMA.

CpeonecymoyHvle HOpMbl NOMPEOHOCU 6 NUULEBbIX BeUecm8ax U dHepeuu oemel c

yacmo ecmpeuarouumucs munamu I'B npedcmasnenvt 6 Ipunosxcenuu I72.

B cBM3M O CKIOHHOCTHIO OONBHBIX TJIMKOTEHO30M K PAa3BUTHIO aluI03a W
TUTEPIAKTATeMUH PEKOMEHJIOBAHO OTPAaHUYMBATH WM TMOJIHOCTHIO HCKIIIOYaTh W3
pamoHa caxapo3y (NMUIIEBOM caxap), (GpPYKTO3y W TajlakTo3y, T.K. OTH caxapa y
narueHToB ¢ ['b oOMeHuBaroTCs HEe A0 TIIOKO3bI, KaK Yy 3J0POBBIX, a JIO JIAKTaTa, 4To
MOXKET yCYTyOJIsATh JaKTaTaIHI03.

KomMmeHnTapuu: codepocanue neckoyceaugaemvix yeneeo0os cocmaeniem 5—-20% om
00ue20 CymouHo20 KoIuuecmsd y2iee0008 NUul, NpeuMyujeCmeenHo 3a cuem 2ioKo3bl

— 6 cpeonem 40-80 2 enroko3wvl 6 cym.

B cBs31 ¢ BhIpayK€HHBIMHU HApYIICHUSAMHU (QYHKLIUU IEUYECHHU U JKETUCOTACTCHUS OOIBHBIM

¢ I'b pexoMeHI0BaHO Ha3HayaTh aueTy Ne 5, JMINEHHYIO SKCTPAaKTUBHBIX BELIECTB,
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IMPOAYKTOB, ooraTeIx 3(prHBIMH MacCjlaMd U OPraHU4YCCKUMH KHUCJIOTaMH, KHPHBLIX,

OCTPBIX U MPSHBIX OJII0]I, IPHUIIPAB.

PexomMeHI0BaHO MCKIIOYUTH KUPOBBIE MPOAYKTHI (CIMBOYHOE M TOIUIEHOE MAcIo,
CMETaHa, CITUBKH), OOTaThIi XOJNECTCPUHOM SUYHBIN OENOK, KOHAMTEPCKUE W3MIEIHS C

KpEMOM, MATKasA C,Z[06HaSI BBITICYKA.

PexomMeHI0BaHO OTrpaHMYMBATH MM HCKIIOYATh MPOAYKTHI, COAepKaliue (pyKTo3y U
rajlakTo3y: MHILEBOH caxap, LEIbHOE MOJIOKO M €ro IPOU3BOJHBIE, COAEPIKALINE
MOJIOUHBIH caxap (J1akTo3y), (QpPYKTHl (CBEXKHE M CYIIEHbIE), KOPHEIUIOJbI, IIHHAT,
11aBeNb, BCE CJIAJKUE KOHJIUTEPCKHE W3ZENus, IJIOJ00BOIIHBIE KOHLEHTPUPOBAHHBIE
COKH, (DPYKTOBBIE BOJBI, M€, BapeHbE, CHPOIbI, KOH(ETH, a TaKkKe HEKOTOpbIC

MCIUKAMCHTBI, COACPKAIIMC Caxap.

JUtist mpenynpeskIeHnus pa3sBUTHUs KETOAlU03a PEKOMEHIOBAHO HCKIIOUUTH IPOLYKTHI,
Oorarble CpeAHELENOYEUHBIMU TPHUINIMLIEPUIAMU (KOKOCOBOE Macio, HEKOTOphIe

CIICUAJIM3UPOBAHHBIC CMCCH JISI SHTCPAJIbHOT'O HI/ITaHI/IH).

PexomMeH10BaHbI HEXUpPHBIE COpPTa Msca U PBIOBI, BCE KPYIbl, MAKAPOHHbIC H3AEIHS,
SIMYHBIA OEJIOK, MOJIOKO, Kehup, HOTYpTHI )KUPHOCTHIO He Oomnee 1,5%, oOe3xupeHHbIH
TBOPOT, HEOCTPHIH CBHIP KUPHOCTHIO 5-10%, MOACYIICHHBIN MIICHWUYHBIA XJI€0, CyXue
HECNIJIKUE TaJleThl, CJAJO0CTH, IMPHUTOTOBJIEHHBIC HA TJIOKO3€, (PYKTHI M OBOIIH,
COZIepIKaIlMe CPABHUTEIBHO HEOOJBIIOE KOJUYECTBO (PYKTO3bI (JIMMOH, 3ElICHBIC
SONIOKHM, KJIFOKBAa, 3EMIIIHMKA, oOsenuxa, Kaptodenb), Bce BHUABI  KalyCThI
(OenokauyaHHYI0O — YMEPEHHO), OTypIbl, TOMaThl (OTPAHUYECHHO), THIKBA, Ka0AyoK,
MaTHCCOHBI, OaKJakaHbl, JYK-TIOpEH, OropoiHas 3eleHb (OrpaHHMYEHHO), (PYKTOBBIC
COKHM, pa30aBicHHbIC Ha 1/2 Kums4eHOW BOJIOW, HEKPENKUH dail, OTBapbl M MOPCHI,
NPUTOTOBJICHHBIE M3 pa3peuIeHHbIX (PYKTOB W Sroa ¢ J100aBJICHHEM TJIIOKO3BI,
pacTUTEnbHOE Maciao (IOJCOJIHEYHOE, KYyKYpYy3HOE€, JIbHSHOE, COEBOE, pallCoBOE,

TBIKBEHHOE) B KOJIMYeCTBE 3-4 4.J1. B JICHb (J00aBISITh HETIOCPEICTBEHHO B OJIF0/1a).

Hetrsm ¢ | tunom I'b pekoMeH0BaHO MPUMEHEHHE HU3KO - M OE3JIaKTO3HBIX cMeceil ams
nutanus aeteil 1 roja >KU3HU Ha MOJIOYHOM U COEBOM OCHOBE, CMECH JJIsL SHTEPATBLHOTO
MIATAHUS, JIMIIEHHBIE JIAKTO3bI U HE COJEPXKAIIUE CPEIHELENOYECUHbIX TPUTIIULEPHUIOB

(Hyrpuzon, IN'omnannus; Knunyrpen uaber, IBeitmapus u ap.).
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[Mpuntuns! nede6Horo nutanus npu I'b Il Tuma pexomeHnoBaHBI Takue k€ Kak Hpu
6ose3nu Tuma |, HO MOCKONBbKY TEHJEHIIMS K THIOTTTMKEMUN MEHEe BBIPaXKEeHa, TO JUIS
MOIIEP>KaHUsl HOPMAJIBHOTO COAEPKaHUs TITIOKO3bI B KPOBU B HOUHOE BPEMsI JOCTATOYHO
MCIOJIb30BAHUS CHIPOTO KYKYpY3HOTO Kpaxmalia.

KommenTapuu: maxkum ob6paszom, ouema npu enuxozceroze muna |l muenee
PECMpUKmuena, U O02paHuyeHus caxapa npu Hel 3a4acmyro He mpebyemcs.
Paspewaemca  marxowce npumenenue 8 payuone NUMAHUA  2PYOHO2O  MOJOKA,
CMAHOAPMHBIX €20 3aMeHumenel Uil cmecel ¢ NOBbIUEHHbIM cooepicanuem Oeka.
Ilockonbky nuwesvie 6enKu CAysHcam UCMOYHUKOM —AMUHOKUCIOM, — AGNAIOUWUXCS
cyocmpamom — 2llOKOHeo2eHe3d, ux —nompebieHue  cnocoocmeyem — YMeHbUleHUIO
VeneBoOHOU HA2py3KU (NOMEHYUANbHO NpUoOAweli K pa3umulo UnoiuKemuu u

nakmamayuoosa), a npu |1l mune — u ynyuwenuro mviueunozo oomena benxa.

IlocTositHHOE MHTparacTpaJbHOE NMUTAaHUE IPUMEHSIOT B HOUHOE BpeMsl PEKOMEHI0BAHO
OCYLIECTBJIATH ITYTEM 30HI0OBOTO BBEJCHUS ITUTATEIbHBIX CMECEH, C aHAJIOTUYHOM LIETIBIO
MOTYT HCIIOJb30BaTbCA  pacTBOpPbBl  I[JIIOKO3bl (MpU  YCIOBUUM  MEUIEHHOTO U
KOHTPOJIUPYEMOIO MTOCTYIUIEHUSI B OPTaHU3M).

KoMMeHTapum: unmencugnocms nocmynieHuss nUmMamenvHOU cmecu Onpeoensiemcs
CKOpOCMbIO U3U0I02UECKOU NPOOYKYUU 2NIH0KO3bl NEYEeHbIO: 8 MIAOEHUECKOM 803pacme

ona cocmasnsem npumepro 8—10 me enrokosvi/xe 6 Mun.

PekoMeHI0BaHO NPUMEHEHHWE BUTAMUHOB, MUHEPAJIBHBIX BEIIECTB M BUTAMHUHHO-
MUHEPAIbHBIX KOMIUIEKCOB OOYCIOBICHOE MPEHMYILECTBEHHO JAC(UIUTAPHOCTHIO
PECTPUKTHUBHBIX AUET MO PSSy MUKPOHYTPUEHTOB (0coOeHHO mpH | THIe 3a0601eBaHus).
KomMmeHnTapum: yenecoobpasnocmv npumeneHuss mex UMY UHBIX — GUMAMUHHBIX
npenapamos, nuujesblx 000aB0K ¢ COOepICcaHUueM MUHEPATIbHbIX —Geujecms Ulu

BUMAMUHHO-MUHREPAIbHBIX KOMNIEKCO86 onpedeﬂﬂemc;z Jevawum epadom.

B xommiexcHOM neueHur OoOMEHHbBIX HapyuieHuil nmpu I'b pekomeHI0BaHO BBeIeHHE

KOKapOOKCHIIA3bl, CIIOCOOCTBYIOMIEH 0Opa3oBaHuio ammi-KoA.
[Tpu neduiuTe KapHUTHHA PEKOMEHIOBaHA 3aMECTUTEIbHAS TepaIus JIEBOKAPHUTHUHOM.

IIpu BTOpHuHBIX ocnoxHeHUsX ['B (BTopuuHble TyOyJOMaTHH, TIE€YCHOUHBIE H

OunrapHble AUCOYHKLIUU U JIp.) PEKOMEHA0BaHA KOPPEKIUs TYOYISpPHBIX PacCTPOMCTB,
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OCTE0II0p03a, YCTPAaHEHHE 3aCTOMHBIX SIBJICHHM B JKEIYHOM Iy3bIpe (PEKOMEHIOBAHO
NPUMEHEHHE JKEIYETOHHBIX MPEnapaToB, TIOBBIIICHUE HBAKyaTOPHOW  (PYyHKIMH
KEIYHOTO IYy3bIPs), PEKOMEHJ0BAaHO Ha3HAYAEHUE I'eNaTONpPOTEKTOPOB, JUIOTPOIHBIX

BCIICCTBA.

[Ipy BO3HMKHOBEHMHM METa0OJIMYCCKOTO alu03a PEKOMEHIOBAHO BHYTPHUBEHHOE
BBEJICHHE IIEJIOYHBIX PACTBOPOB HATPHUS THAPOKApOOHATA.
KommenTapuu: 6 ciyuae pazeumus ayudo3a Heobxooumo egedenue pacmeopa coowvl (1-

2 mmonv/xe 6 cym 8 4 npuema) unu yumpama xaaus (5-10 MEO kascovie 8-12 u).

C aHTUIIPOTEHMHYPUUECKOH LIETBbI0 U ISl MPEAOTBPAILICHUS YXYAIICHUsT QYHKIUN TTOYEK
PEKOMEH/IOBAHO MCIOJIb30BAHUE MHIMOUTOPOB aHMOTEH3UHIIPEBpAIaonero pepmMenra

,B

*
(xkarrronprur ™, paMuIpuIT®).

[py pa3sBUTHH TUMEPYPUKEMHH PEKOMEHIOBAHO MPUMEHSTEH automypuso - (10 mr/kr

B CYT, B 3 IpuemMa).

Ecnmu  KoHIEHTpauus TPUIIMLEPUIOB B CBIBOPOTKE KPOBH COXPAHSETCS BBIIIE
10 MMouIB/1, HECMOTpPSI HAa JTUETOTEpaNHio, PEKOMEHIOBAHO HA3HAYCHHE IPENaparoB,
CHIDKAIOIINE UX YPOBEHb (HUKOTHHOBAs KHCIOTA, (GUOPATHI), YTOOBI YMEHBIIEHUTh PHCK

Pa3BUTHUA XOJICIIMTHA3a U ITAHKPCATHUTA.

[Ipu HEUTPOTICHUU PEKOMEHI0BAHO Ha3Ha4YeHUE rPaHYIOLUTAPHOTO
KoJioHuecTumyupyoriero pakropa™ (I'-KCD)

Kommenrapmii: ucnonvzosanue I-KC® npu I'bB muna b nozsonsiem eoccmanosumo
@yHKYuU KpacHozo KOCMHO20 MO032d, CKOPPEKMUpPO8amys HeumponeHuio, CHU3UMb
cmenenb  msadcecmu  OAKMEPUANbHLIX — UHGDeKYull, BOCHANUMENbHBIX — UIMEHeHUll
KUWEYHUKA U MeMAOOIUYeCKUX HaPYULeHULL, YIYYULIUG memM CamblM NPOcHO3 3a001e6aHUS.
Jnumenvnan mepanus I-KC® npoeooumcs 6 003e S5 mke/ke maccvl mena HA UHbEKYUIO

00 2-3-x 88e0eHull 8 Heo.

[Tauunentam, nonydaromum JsiedeHue [-KCD, pekoMeHI0BaH TIATEIbHBI MOHUTOPUHT
pa3mepa CEIe3CHKN (crimeHomeranus), KIMHUYECKUX napameTpoB KpOBHU
(TpoMOOIIUTOTIEHUSI) W IUIOTHOCTH KOCTEH (OCTEomopo3), a Takke peryisipHOe

HaOJI0/IEHUE Y TeMaToJIora M OHKOJIOra (KapIuHOMa MOYeK).
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e PexkoMeHIOBaHO Ha3HAYEHUE MPOU3BOJHBIE S-aMHUHOCAIUIUIIOBOM KHUCJIOTHI IMpHU
JICYCHUU BOCTIAIUTEIBHBIX 3200JI€BaHNI KUIIIEYHHKA.
Kommenrapmii: npu neuwenuu e6ocnanumenvHvix 3a601€8aHUL  KUWEYHUKA YACMO
apppexmusna xomounayus I-KCP u npouzB00HbIX S-AMUHOCATUYULOBOU KUCLOMB.
OO0HaKo 8 HEKOMOPBIX CAYUASAX MAKOe JeveHue He umeem ycnexa, 4mo mpebyem opy2ux

mepanegmuieckux no0xo0008.

e [ JIIOKOKOPTUKOMIHAS TepamMsl IPU JICUCHUH BOCIAIUTEIbHBIX 3a00JIEBAaHUI KUIICYHUKA
HE PEKOMEHJIOBAHA, YYUTBIBAs CTEPOUA-UHIYLUPYEMBIM TIIMKOIE€HOJIM3, BO3MOKHOCTb

yCYTryOJIeHHS TaKTaTaI103a U THIIEPIIATIAIEMUH.

e [IpumMeHEHHE HIMMYHOCYIIPECCAaHTOB (METOTPEKCAT, a3aTHOIPUH B 6-MEPKaINTONYPUH) HEe
PEKOMEH/IOBAHO, TaK KaK COMPOBOXKIAETCS PUCKOM M30BITOUHOW MMMYHOCYIPECCHUH H

YCUJICHHSI HEHTPONICHUH Y TIAIIMEHTOB C TIIMKOTeHo30M Tumna Ib.

o Jleuenne aganuMymadboM (peKOMOMHAHTHBIC YETIOBEUECKHUE aHTUTENA K (PakTOpy HEKpo3a
OTyXO0JIei) HE PEKOMEHJIOBaHO. BBIJIO MPOBEACHO Y OJHOTO OOJILHOTO C TIMKOT€HO30M
tuna b, uMmeBmiero BocmanurTenbHOE 3a00JIeBaHWE KHIICUHUKA, pedpakTepHOE K

CTaHJAPTHOM JIEKAPCTBEHHOW Tepamnuu, ¥ 0Ka3aioch 3((HEeKTUBHBIM.

3.2 Xupyprudeckoe JeyeHue

Upessviualino 8axcen 60npoc no02omosku nayuenmos c¢ 15 Kk onepamuénvim
emewamenvcmeam. lleped nposeoeHuem KaKux-aubo Xupypeuueckux MAHURYAAYUU y MaKux
nayueHmos HeoOXo0UMO HOPMANU308aMb NOKA3AMENU CE8ePMbleaeMoCmu Kpou (CKOpOCHb
azpecayuu  mMpomoOOYyumos) - NOCPeOCMBOM  NPOOOIHCUMETbHO20 — NUMAHUA — yYepe3
HA302ACMPAanbHbLL 30HO (HenpepviéHO 6 meuenue I Hed) unu nocpeocmeom 6HYMpUSeHHOU
ungysuu entokozvl 6 meuenue 24-48 u. B 0o- u nocieonepayuoHHom nepuooe KpauHe 6dxHCeH
PpecYIAPHbIL KOHMPOIb YPOGHS 2II0KO3bL U Jakmama 8 Kpoeu. Tepanus Ouazokcuoom 6 HU3Kou
003e no3eonsiem NpoOIUMb HOPMOIUKEMUUECKUU Nepuod Nocie NPUHAMUA NUWU, A MAaKHce
ModCem CHU3UMb YPOBEHb MOWAKOB020 JIAKMAMAYUO03A U YCKOPUMb BOCCHMAHOBNEHUE 8

nocieonepayuOHHOM nepuode.

e PekxomeHnnoBaHa opToTonMueckas TpaHcianTanus nedenu (OTID).
KommenTapuii: sguaice  eduncmeenHo d¢)¢hekmuHbiM  CnOCOOOM  PAOUKATLHO2O

JICUECHUA  MAHCETIbIX gbamaﬂbelx 3abonesanutl nevyeHu, yYcneuwHo npumeHiaemcs 6
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neouampuueckou npaxmuxe. Ilpu memaboauueckux OONe3HAX NeYeHU, 8 YacCMHOCMU, Npu
enukoeenozax noxasanua k OTII ycmanasiusaiom npu HATUYUU YUPPO3A NEYEHU U e20
ocnodcuenutl, Haubdonee yacmo eoznuxaowux npu Wl u IV mune 3a6onesanus. B
Hacmosauwjee epemsa onvim ewvinoanenus OTIl y Oemeii ¢ 2nuK02eHO3AMU BecbMa
02PaHUYeH, NOIMOMY De3VIbMAamvl XUPYpPeUUecKo20 JiedeHus HeOOHO3HAuHbl. Tem He
MeHee, mpancnaianmayusi newenu npu 1B nozgonsem  cxoppekmuposame  6ce
Ouoxumuueckue HaApyuwieHus, 6KIo4as 2SUNO2IUKEMUIO, CBA3AHHble C NOPAaAdCeHUuem
opeaHa, 0OHAKo 00 CUX NOP He ACHO, CHOCOOHO U MaAKoe ONepamueHoe 6MeuamebCmaeo
obpamume unu npedomspamums nopaxcerue nouex. Ilpu smom OTII obviuno HuKax He
gnusAem HaA NePCUCNEHYUI0 HeumpOneHuu uiu npugooum Jutlb K 6PEeMEeHHOU ee
KOppeKyuu. Ocmaemcs He00Ka3aHHOU 803MOINCHOCb npeoomepauyetusl
NpOCPeccuposanis NOPAdM}CeHUs: NeYeHu, KOmopoe MoXdcem 0axce YCUiueamvcs Ha QoHe
ummynocynpeccusnou  mepanuu  nocie OTII.  Cpedu OnucauHvlx  OCIOHCHEHUT
B03MOJICHbL.  XPOHUUECKOe OMMOpdHCeHUe MPAHCNIaHmMama, HnOCMmMpanc@y3uoHHblil
eenamum C, noyveyHas HeOOCMAMOYHOCMb, NOOASPUYECKUU apmpum u mpomoo3s
gopomuot eenvi, mpedytowuti nosmopuot OTII. Kpome mozo, umeromcs ceedeHus o
MoM, 4mo Yy NAYUEHMO8 C  2IUKO2EHO3aMU  MO2ym  Obimb  OOCHUSHYMbL
yoognemseopumeinvHuvle cpeoHecpoyHvle ucxoovl. Cywjecmseyem makice MHeEHUue, 4Ymo
nepeo nposedenuem OTIIl eadxicna mwamenvHas oyeHKA pUCKA U NOJb3bI, OHA
yenecoobpasHa UL NPU 6bICOKUX PUCKAX PA3GUMUS 2eNamOyeioNsAPHOL KAPYUHOMbL
unu  oucynkyuu  nevenu. Ilpu  Haiuuuu  NOKA3AHUU K MPAHCHAAHMAYUU
PAcCMampusaemcs 6apuanm co4emanHou mpaHCcHAaHmayuy neyeHu u novex 6 ciyiae
00HOBPEMEHHO20 HAPYWIeHUs (QYHKYULL IMUX Opeanos; 6 JUmepamypHulX UCOYHUKAX

COO6WCZJZOCb 0 HECKONbKUX NOOOOHBIX YCRewHblX CIy4asix.

[Ipyu neueHHH aaeHOM IMEYEHHM PEKOMEHJOBAH IEPCOHU(UIIMPOBAHHBIA MOIXOA K
KaKJOMY KOHKPETHOMY IAI[UEHTY.

Kommenrapmii: reuenue adenom ocmaemca smnupuueckum. Moscem Ovimv npumenena
8bIICUOAMENbHAS  MAKMUKA — UIU  XUpYypeUuyeckoe emeuamenvcmeo. Y — O0IbHbIX
enuxozenozom b mooicem 6o3nuxHyme neobxooumocms 6 nposedenuu mpancniaHmayuu
neuenu 01 npeoomepaujeHuss MArUeHU3AYUU NeYeHOYHbIX AOeHOM, a MAaKxce 8 ciyuae

603HUKHO6BEHUA m}lD/C‘e]ZOIz, pegbpaKmepHoﬁ K JIeYEHUIO 2UunociuKemuu.

PGKOMGH,Z[OBaHa TPpaHCIIaHTalWs IMOYCK
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Kommenrtapmii: npu xponuueckoil noueunoii He0OCMAMOYHOCMU MPAHCHAAHMAYUS
noueK no36ojisem CKOppeKmupoeams moabKo HApYUWeHUs QYHKYuU nouex, He 8Iusis Ha

CUNO2IUKEMUTIO.

e PexkomeHZ0BaHa YPECKOKHAs YHAAPHO-BOJIHOBAs JIMTOTPUIICHS WIM XUPYPrU4ECKOE

JICUEHHE MPHU HEPPOKAIBIIUHO3E U HedpoauTHase (1Mo MOKa3aHUsgM).

5. IlpopuiakTuka ¥ JUCHIAHCEPHOE HAOII0AeHHE

Yuumwieas cneyughuxy memabonuueckux HapyuieHuu, KIUHUYecKue u 1adopamopHvle
NPpU3HAaKy 3ab01e6anus, HepeoKo NPOMeKauje2o ¢ Heyoo8IemEOPUMENbHLIM NPOSHO30M,
ouasnocmuka u ieyenue nayueHmos ¢ I'b 00cHbl ocyuecmenamscs Ha 3 YPOGHSX:

| — nepeswiti yposenv (MeOuyuHcKue opeanuzayul, OKaA3bl8awUe NPeumyujecmeeHHo
NepPEUUHYI0 MEOUKO-CAHUMAPHYIO, 8 MOM YUCe NEPBUYHYVIO CNEYUATUSUPOBAHHYIO, MEOUYUHCKYIO
nomoun);

Il — emopoii yposenv (meduyunckue opeanusayuu, OKA3bIBAIOWUE NPEUMYUECNEEHHO
CReYUanU3UpOBAHHYI0  MEOUYUHCKVIO — NOMOWb,  umeiowue 8  ceoell  CmMpyKmype
CReyuanu3UpOBaAHHbIE MEHCMYHUYUNATbHBIE OMOENeHUs U (UNU) MENCMYHUYUNATIbHbIE YeHmPbl, d
makice patioHuvle U 20poOCKUe OUCNAHCEPbI, MHOLONPODUIbHbIE 20POOCKUE OONbHUYDL),

Il — mpemuii yposenv (@edepanvuviii — Hayuneiii yewmp 300posbs Oemell.
Meouyunckue opeanusayuu, oxazvleaoujue CReYUuaru3uUpOBAHHYIO MeOUYUHCKYIO NOMOWb, d
Makdice MeOUYUHCKUE YUPEIHCOeHUsl, OKA3bIBAIowUe BblCOKOMEXHOIOSUUHYIO MEOUYUHCKYIO
nomoun).

3aoauu I yposus:

1. 3an0003pums  3a001e8anue NO KIUHUYECKUM NpusHakam (61eoHocmy
KOJICHBIX NOKPOBOB, YEenuueHUe Pazmepos HUsomad, enamomeanus, cyoopocu, mpyoHuvle
npooycoenus, 6ecnoKouCcmeo pebenKa npu OTUMeENbHbIX NePpuUooax Mexcoy KOpMIeHUIMU,
Hanuyue I'B y cubcos u op.);

2. eciu B803MOJICHO, NPOBECMU UCCLE008AHUE 2IUKEMUYECKUX KPUBLIX NpU

HazpysKe 2noK0301;

3. HAnpagumbv Ha KOHCYIbMayuro 6 MeOuyuHckoe yupecoenue 11 yposHsi.
3aoauu 11 yposens:

1. noomaepcoaemcs (Ui uckuovaemcs) ouacnos I'b;

2. oucnancepHoe HaON0O0eHUe — UCNONb3YSL PeKOMeHOayuu, NnposooUms

OONONHUMENbHYIO KIUHUKO-(DYHKYUOHATLHYIO OUASHOCIMUKY U JIe4eHuUe.
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3aoauu 11l yposHs:

1. OdemanvHoe obcnedoganue nayuenma c I'b ne pesce [ paza 6 200 ¢
gvloayell 3aKIeHUs 0 OaibHelulell MaKmuke i1edeHusl,;

2. JIHK-ouaecnocmuxa, npenamanvhas ouaecnocmura I'b;

3. NIaHo8oe JiedeHue.

Ilocre nocmanosxu ouacnosa «liuKko2eHo6as OONE3HbY HCENAMENbHO, YMOObl UMEHHO
nevawuil 8pay cooowun pooumensam o 3abonesanuu ux pebeumka. Becvma eepoammo, umo 6o
8pemsi nepsoli becedvbl pooumenu 8 C8A3U C WOKOBOU peakyuell HA cOOOWeHue o OudazHo3e U
HeNnpugblYHOCMbI0 MEOUYUHCKOU MEPMUHONIOSUU HE CMO2YI YC8OUMb 8CI0 HEOOXOOUMYIO OISl HUX
ungpopmayuro. Ilosmomy e6adxicHo, umobvl 00bsACHeHUs: 8paya OvbLIU OOCMAMOYHO NPOCMbL U
NOHAMHBL  JHOO0SM, He UMeIWUM MeouyurHckozo oobpazosanus. C  pooumenimu ciedyem
nposecmu NOBMOPHYIO 6cmpeyy uepe3 1—2 OHs u Omeemums Ha 60NPOCHI, KOMOPbLE MO2YM ) HUX
BO3HUKHYMb.  [I[pyeum  compyoOHukam yewmpa (MeOUYUHCKUM — CeCmpam,  NCUXOTIO02AM,
COYUATLHBIM PAOOMHUKAM, OUemono2y U Op.), y4acmeyiowum 6 nevenuu peoenxa ¢ I'b, makoice
cnedyem yoeaums HUMAHUE pOOUmMeNiam pebenKa, 00bACHASA Ul AKYEHMUPYs ux 6HUMAHUe Ha
Haubonee 6axicHvlx acnekmax nedenus. Kak ussecmuo, oanexo He 6ce pooumenu CHOCOOHbI
A0EeK8AMHO OYeHUmb HeKomopbvle Koyegvle (akmul, Kacaowuecs I'b, nosmomy 6 kauecmee
UCMOYHUKA UHGDOpMAYUU HEoOXOOUMO UCNONBL308AMb COOMBEMCMEYIOWYI0  TUMepamypy,
KOmopast 6ce20a 00JIHCHA OblMb OOCMYNHA.

Haubonvuwee konuuecmeo munos I'b omuocsames k Heuzneuumvim 3a001e6aHUAM, 8 CE53U
C uYeM NayueHmvl HYHCOAIOMCS 8 AKMUBHOM OUCNAHCEPHOM HAOMOOEHUU U HenpepbliéHOl
mepanuu 8 meuenue eceul xcuznu ([Ipunoscenue I'3).

Jleuenue nayuenmos ¢ I'b Heobxo00umo npogooums 6 cneyuarusupo8aHHbIX YEeHMpPAx.
Tepanuss He 0cpaHUYUBAEMCS PAMKAMU MEOUKAMEHMO3HO20 JNeYeHUs: MAaKum O0JbHbIM
mpeOyemcsi KOMIIEKCHASL MEOUYUHCKASL NOMOWb NPU AKMUBHOM YUACMUU He MOJbKO 8payell, HO
U MeOuyuHcKux cecmep, OUEMON0208, NCUXON0208 U COYUANbHLIX pabomHukos. Credyem
AKMUBHO B06IEKAMb 6 Npoyecc JNedeHus 000ux pooumenel nayueHma u o0yu4amv ux
HeoOXO00UMbIM — HABBIKAM —NOMOWU OONbHOMY pebenky. B  psade ciayuaes neobxoouma
2eHemuyeckas KOHCYIbmayusi pooumeneti U Opyeux OMUKUX POOCMBEHHUKO8 OOJbHO20
2NIUKO2EHO30M.

IHayuenmovr ¢ I'b mysicoatomes 6 yacmvlx NOBMOPHLIX 0OCICO08AHUAX C  UYENblO
CBOEBPEMEHHO20  GbIAGNIEHUS  BOZMOMNCHBIX — OCIONCHEHUll 3a001e6aHus U CB0EBPEMEHHOL

mepanesmu4ecKkoll ux Koppekyuu, no3eosaiouell npeoomepamums Heoopamumbvle NOCIe0CMBUs.
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B ycnosusx ®edepanvrozo yenwmpa pexomeHOyemcs peyiapHoe amOyiamopHoe
HaOnwoenue 3a  OONbHLIMU  (NONUKTUHUYECKUU NpueM Ul  OHEe8HOU CMAyuoHap) ¢
eochumanuzayuei 8 Cneyuaiu3upoSanHHy0 KIUHUKY (Kpyelocymounoe omoeneHue) 6 ciyyae

paseumu 0CN0XCHe UL 3a001e8aHUs.

6. I[OHO.]IHI/ITC.]ILHaﬂ I/IH(l)OpMaHI/Iﬂ, BJIUNAIOIIAA HA TCHCHHUEC U UCXO0Q

3200/1eBaHUA

6.1. Ucxoabl 1 NPOrHO3

JlokazaHo, 4yTo paHHHA U 3()(HEKTUBHBIA NEPEeBOJ HA CIEHUATU3UPOBAHHYIO JHETY
CIOCOOCTBYET CHIDKCHHIO TTOKa3aTeel CMEPTHOCTH M 3a0osieBaeMocTr narueHToB ¢ I'b I tuma,
YTO TO3BOJIAET OOJIBIIMHCTBY OOJBHBIX BECTH OOBIUHYIO JKM3Hb. [lpu JoCTHXKeHHH
HOPMOTJIMKEMUH METa0OJUYeCKUe OTKJIOHEHMS W KIMHUYECKUE MapaMeTphl YIydlIaloTcs Y
OOJIBIIMHCTBA TAllMEHTOB, HECMOTPS Ha COXpaHEHHWE TUnepiaunuaeMuu. Yacrora pa3BUTHSA
aJIcHOM CHIJKAeTCs, OJHAKO HE IIPEICTaBIISIETCS BO3MOXKHBIM IIOJHOCTBIO IPENOTBPATUTH
MOPAXKEHUE MOYEK, JaXKE Y MAlMEHTOB C XOPOIIMM OTBETOM Ha IPOBOAMMYIO AUETOTEPAIIUIO U
MeIMKaMeHTO3Hoe JeueHne. HekoTopsie 00bHbIE HE JOCTHTalOT yIOBJIETBOPUTEIHLHOTO OTBETA
JOCTAaTOYHOM MPOJOIKUTENFHOCTH, B CBSI3M C YeM JUIS HUX MOXKET ObITh paCCMOTPEH BapUaHT
COYETAaHHOW  TpaHCIUIAHTalMU  Todek/meueHn. I[lpm  ramkoreHoze Ib moctmkenue
YIIOBJIETBOPUTEILHOTO METa0OINYECKOTO KOHTPOJISE MOXKET OBITh O0Jsiee MpoOIEeMAaTHYHO B CBSI3U
C TSKENBIMH PEUUIUBHPYIOIIMMH HHQEKIUSMH ¢  BOCHATUTEIBHBIMH  3a00JIEBaHUSAMHU
kumeyHuka. [Ipu |1l Tune rimkoreHo3a BO3MOXHO KaK YMEHBIIEHHE BBIPAKEHHOCTH KIMHUKO-
1a00paTOPHON CHMIITOMATHKH, TaK M €€ MPOrPEeCCUPOBAHUE C Pa3BUTHEM TspKenoro ¢udposa
MEYeHH BIUIOTH J0 1uppo3a, Tpedyromero OTIL I'b IV Tuna nambonee 4acTo 3aKaHYMBACTCS
UPPOTUYECKON  TpaHchopMaiyeil TMe4eHH ¢ HapylleHueM (QyHKOUM opraHa. bes
COOTBETCTBYIOIIEIO XUPYPTUUECKOT0 JIEUEHUS TaKUE JIETH YMUPAIOT B Bo3pacTe A0 5 yieT. Tumbl
VI u IX xapakrepusyrorcst 6ojiee 6JaronpusTHBIM TE€UEHUEM, CUMITOMBI 3a00JI€eBaHUS OOBIYHO

KYIIUPYIOTCS Y B3pOCIIBIX.
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Hpuiaoxenue Al. CoctaB padoueid rpynnbl

BapanoB A.A., akan. PAH, npodeccop, n.Mm.H., mupekrop PI'AY «Hay4nblil IEHTp 310pOBbA
nereit» Munzapasa Poccun, npencenarens Menonkoma Coro3a neguatpos Poccun;
Hama3zoBa-bapanosa JI.C., akan. PAH, npodeccop, 1.M.H., AUPEKTOP-3aMECTHTENb AUPEKTOPA
HUN Ilegmatpum um. I'.H. Cnepanckoro ®I'AY «Hayunslii LEHTp 340pOBbs JeTEil»
Munsapasa Poccun, 3amecturens [pencenarens Mcnonkoma Coto3a nenuarpoB Poccuu;
CypxoB A.H., yuensiii cekperapp PI'AY «Hayunblil 1ieHTp 310poBbs neTeil» MuH3npasa
Poccumn, k.M.H., Bpau-ractposHrepoJior, uieH Coro3a neauarpos Poccuu;

IoranoB A.C., npod., 1.M.H., 3aB. TaCTPOIHTEPOJIOTUYECKUM OTAEICHUEM C T'elaTOIOTHUECKOM
rpynnoii ®I'AY «Hayunbslii neHTp 310poBbs netei» MunsgpaBa Poccun, unen Coroza

neauarpos Poccun.

ABTOpBI TOATBEPXKJIAIOT OTCYTCTBUE (PUHAHCOBOM MOIIECPIKKH/KOH(MIMKTa HHTEPECOB, KOTOPHII

HE00X0AMMO 0OHAPOI0BATh.

KpnTeplm OIICHKHU KaYeCTBa MeI[I/IIII/IHCKOﬁ NnoMoIiu

Ne Kpurepnii YpoBeHb YpoBeHb
AOCTOBEPHOCTH | YOeTUTEJIbHOCTH

A0Ka3aTejJbCTB peKOMeH)lalllflﬁ

1. | Bemmosneno  uccnegoBanue — koHreHTpauuu | C 1

TJIFOKO3bI B CBIBOPOTKC KPOBU

2. | BeimonHeHo  ymbTpasBykoBoe —wmccienoBanue | C 1

MICYEHU M OPraHOB OPIOIIHOM MOJOCTH

3. | BemmosHeHO Ha3HaueHUE CHIPOro KykypysHoro | C 1
KpaxMaja s HOpMalIM3allii KOHIIEHTPAIUH

TJIFOKO3bI B KPOBU

4. | BbllloOJIHEHO Ha3HA4YE€HME NUETHI, HarpaByieHHOH | C 1
Ha yMEHbIIEHHE OOpa30BaHUS TJIUKOI'CHA B

IIECYCHU
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Hpuioxenue A2. Meronoiorusi pa3padoTky KIMHAUYECKUX PEKOMEeH AUl

Knunuyeckue pekomenoauyuu co30aHvl HA OCHOBGAHUU COBPEMEHHBIX MENHCOYHAPOOHBIX
KIUHUYECKUX PEKOMEHOAuuil no OUaZHOCMUKe, JIeYeHUl) U 6e0eHUl0 0O0IbHbIX C
2NIUKO2EH 080Ul D01Ee3HbIO.
I'nukozenosasn 001e3nb OmHOCAMCA K PEOKUM HACTEOCHEEHHBIM 3A00/1€6AHUAM, YMO
UCKTIIOYaem 603MOMCHOCHIL NPOBEOCHUA 00bUUX KO20PDMHBIX U PAHOOMUUPOBAHHBIX
KOHMPOUPOBAHHBIX UCC/1008AHUNL U 011 CO30AHUA RPOMOKOI08 OUACHOCIMUKU U Mepanuu
UCNONIB3YIOMCA  JIUWL MeMamuieckue uccile006anus IKCnepmos, OnyoOIUKOGAHHbIE &
nocneoHue 068a 0ecAmuiemus.
[leneBast ayaUuTOpHs NaHHBIX KIMHUYECKUX PEKOMEHIAIIHNA:

1. Bpauu-racTpo3HTEPOJIOTH
Bpauun-neauarpsl
Bpauu o0melt BpaueOHON MPaKTUKU (ceMeHbIE Bpayun)
Bpauu-renetuku
Bpauu ynbTpa3ByKOBON AMArHOCTUKU
Bpauu-nabopanTsl

Bpauu-naromopdonorn

© N oA W N

Crynentsl menuuuHckux BY3oB
9. OOyuaromuecst B OpIMHAType U UHTEPHATYpPE

Metopl, UCTIONB3yeMble sl cOOpa/CeNeKny JA0Ka3aTeNbCTB: MOWCK B JJCKTPOHHBIX 0azax
JTAHHBIX.
Onucanne MeTO/0B, MCHOJB30BAHHBIX /UISl OLEHKH KA4YeCTBa M CHJbI J0Ka3aTeJbCTB:
J0Ka3aTelnbHOM  0a30i  JUII  pEeKOMEHJAIM  SBIAIOTCA  MyOJMKAalMM, BOLICIIINE B
KoxpeitHoBckyto Oubmmoreky, 6a3zel manHeix EMBASE, MEDLINE u PubMed. I'myOuna
noucka — 8 Jer.
MeTobl, HCIIOTIBL30BAHHBIE ISl OLIEHKU KaueCTBa U CHIIbI JOKAa3aTeIbCTB:

® KOHCEHCYC IKCIEPTOB;

® OILICHKA 3HAYUMOCTU B COOTBETCTBUU C PEUTUHIOBOM CXEMOM.
MeTob1, NCHIOTIB30BAHHBIC JJIS1 AaHAJTIM3a JOKA3aTeIbCTB:
e 0030pbI ONYOJMKOBAHHBIX METa-aHAJN30B;
e cHuCcTeMaTHuYeCKHe 0030pHI C TAOIUIIAMHU JOKA3aTEIbCTB.

Onucanue MCTOJ0B, HCIIOJIb30BAHHBIX JJIA aHAJIM3a JOKAa3aTCIIbLCTB
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[Tpu or6Gope myOIMKaIMii, KaK MOTEHIIMATbHBIX HCTOYHUKOB J0Ka3aTEeNbCTB, UCIOIH30BaHHAS B
KaX/IOM HCCIIEZIOBAHUM METOJIOJIOTHS U3y4aeTcs UIsl TOTO, YTOOBI yOeTUTHCS B €€ BAIUIHOCTH.
Pe3ynprar M3yueHus BIMSET HAa YPOBEHb JI0KA3aTEIbCTB, MPUCBAMBAEMBbIN MyOIMKAIlMM, YTO B
CBOIO OU€pPE/lb, BIMIET HA CHILY PEKOMEHIALINMN.
JUisi MUHUMU3AIMK TIOTeHIMAIBHBIX OIIMO0K KaXKI0€ UCCIIEI0BAHUE OLIEHUBAIIOCH HE3aBUCUMO.
JltoOble pa3nuuus B OLIEHKAaX OOCYKIAUCh BCEH TPyINIION aBTOPOB B MOJHOM cocTase. [Ipu
HEBO3MO>KHOCTH JIOCTHKEHUSI KOHCEHCYCa IPUBJIEKAJICS] HE3aBUCUMBIN 3KCIIEPT.
MeTopl, HCHIOTIB30BaHHBIE 151 (POPMYIIMPOBAHUS PEKOMEH Al KOHCEHCYC IKCIIEPTOB.
WNunmukaropsr noopokadecTBenHo# npaktuku (Good Practice Points — GPPS)
Pexomenyemasi 1oOpoKauecTBeHHas MPAKTUKA Oa3MpyeTcs Ha KIMHUYECKOM OIBITE aBTOPOB
pa3paboTaHHBIX PEKOMEHIAIHH.
OKOHOMMYECKUN aHAIN3
AHanmu3 CTOMMOCTH HE TMpOBOAWICA W NyONUKamud 10  (PapMakOdIKOHOMHUKE HE
aHaAJIN3UPOBAIIHCH.
Meron Banuaauu peKoMeHaanum

e BHemHsAd dKCIIEPTHAs OLICHKA.

e BuyTpeHHss 3KcniepTHas OLIEHKA.
Onucanue MeTOAa BaIMIALUN PEKOMEHIAIUI
Hacrosimue pekoMeHIalyu B IpeBapUTeIbHON BEPCUH OBLIH PElleH3UPOBAaHbl HE3aBUCHMbBIMU
AKCHEPTAMHU, KOTOPBIX, MPEXKAE BCETO, MOMPOCUIN IPOKOMMEHTUPOBATH, HACKOJIBKO JOCTYIIHA
JUI TIOHUMAaHMsI MHTEPIpETalus 10Ka3aTelbCTB, JIeXKalllas B OCHOBE PEKOMEHIAIUH.
Ot Bpaueil mepBUYHOIrO 3BEHA (IEAMATPOB, IaCTPOIHTEPOJIOrOB) IOJYYEHBI KOMMEHTapUu B
OTHOIIEHUH JOXOTYMBOCTU M3JIOKEHUS AAHHBIX PEKOMEHJALMM, a TAaKKe UX OLEHKA BaXXHOCTU
IIpeiaraéMblX peKOMEHIaluil, KaKk MHCTPYMEHTA IIOBCEITHEBHOM MPAKTUKH.
Bce xoMMeHTapuM, TOJY4EHHBIE OT OJKCIEPTOB, THIATEIBHO CHUCTEMATHU3UPOBAINCH H
oOCcyXianuch 4jleHaMu paboyeil rpymmbel (aBTOpamMu pekoMeHpmanuil). Kaxnaplii myHKT
oOcyKaalncs B OTACTBHOCTH.
KoHcynpTanus u skcriepTHas OLeHKa
[TpoexT pekomMeHmanuii ObLT peleH3UpPOBaH HE3aBHCUMBIMU SKCHEPTaMH, KOTOPBIX, MPEKIe
BCEro, IONPOCHIM IPOKOMMEHTHUPOBAaTh JOXOMYMBOCTb M TOYHOCTb HMHTEPIPETALNU
JI0Ka3aTenbHOM 0a3bl, JIexalieil B OCHOBE peKOMEHIALNH.
JInsi OKOHYATENbHOM pemakuMh W KOHTPOJS KayecTBa PEKOMEHIALUMU ObUIM TOBTOPHO

POAHATM3UPOBAHBl YiICHaMU pabodeld TPyNmbl, KOTOPhIE HPHUILIN K 3aKIIOYCHHIO, YTO BCE
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3aMCYaHUS U KOMMCHTApPUHU SKCIICPTOB NPUHATHI BO BHUMAHUC, PUCK CUCTCMATUYCCKUX OIIHOOK
pU pa3paboTKe peKOMEHJAIUN CBEIEH K MUHUMYMY.

AKTyaJu3anusi JaHHBIX KJIMHUYECKHX PeKOMeHJaluil OyaeT NMpoOBOAMTBLCS He peixe,
4yeM OJMH pa3 B TpHM roaa. Pemenue 00 oO0HOBIeHMHM OyaeT NPHHATO HA OCHOBAHMU
NpeaJI0KeHHI, NpeacTABJICHHBIX MeIUIIUHCKHMH npogeccnoHaIbLHBIMH
HEKOMMEPYeCKHMH OPraHU3alUsIMH € Y4Y€TOM pe3yJabTATOB KOMILUIEKCHOH OLCHKH
JIEKAPCTBEHHBIX MpenapaToB, MEAUIUHCKUX U3/eJIHi, a TAKKe Pe3yJbTATOB KIMHHYECKON

anpodanum.
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Hpuioxenue A3. CBsA3aHHbIE JOKYMEHTbI

Iopsanok oxazanus MeAuUUHCKON momomu: IIpukaz MuHucTepcTBa 31paBOOXpaHEHUS U
couuanbHoro pazButus PO ot 16 anpens 2012 r. N 3661 "OO0 yrBepxkaenuu [lopsiaka okazaHus

neguaTpuieckoit momouu"
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IIpunoxkenue b. AJIropuT™ BeJeHNsI NallMeHTA

[TatmeHT ¢ moo3peHneEM Ha

I'mukoreHoByr0 060J1€3HB

v

Jnarnoctuka

Kouncynpranus

poUILHOrO Juaruos ,

CIieuaauncra NOATBEPKACH !
Hert

Ectp Merabonnueckas
JIEKOMITeH caus?

\ 4

Ilokazana

TOCHUATAITA3ALIS?

CTabWIbHOE COCTOSTHUE

HZV
\ 4

JlucmiancepHoe Jlerkoe, Tsoxenoe
CpelHe- TEYECHUE
HaOmoIeHueE, TDKEToe
IUTAHOBAsl TEPATIHs tetenue
\ 4
INociuTanuzaius
v
Crauuonapo-
3aMelaronue v
TEXHOJIOTUUN Y JIy4ILLIEHUE
\ 4 \ 4 v

basuchas TCparusd
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[Mpunoxenue B. Uudopmauusa 1is nanmeHToB

I'mukoreHoBass 0o0je3Hb (TJIMKOTEHO3BI, OONE3HM HAKOIUIGHHS TIUKOT€HAa) — 3TO
oOoO1maroniee Ha3zBaHUE TPYIIBl TCHETHUYECKUX 3a00JI€BaHMH, B OCHOBE KOTOPBIX JICHKHT
HapylieHne 00pa3oBaHUs WM PACIISIUICHHUS TJIMKOT€HAa — TJIaBHOTO HCTOYHUKA TIIOKO3bl B
opranm3Me, KOTopas HeoOXoJuMa HaMm JUIsl MOAACpKaHUS HOPMAIbHOW KU3HEACITEIHLHOCTH.
['mukoreHoByr0 00JIE3HH OTHOCST K PEIKUM 3a00JIEBAHUSM, TaK KaK 4acTOTa €€ BCTPEYaeMOCTH
cocraBisieT mpuMmepHo 1 cioydaii Ha 60 000 HOBOpOkIeHHBIX. B 00MeHe rMKoreHa B OpraHu3Me
y4acTBYeT MHOXECTBO (PEPMEHTOB, aKTHMBHOCTh KOTOPBIX MPH TIUKOTCHOBOW OOJIe3HH B
pe3ynbTaTte TreHeTHdeckoro naedekra (Mmyramuu) auOO CHUXKAeTcs, JIMOO TOJTHOCTHIO
OTCyTCTBYeT. B 3aBHcMMOCTH OT HapymieHusl (YHKIIMH TOTO WJIM MHOTO (pepMeHTa MPHHSATO
BBIJICTISATh PA3NUYHBIE TUIBI 3a0o0NieBaHUs. Tak, B HACTOSIIEe BpPeMs M3BECTHO 10 15 Tumos
TJIMKOTE€HOBOM OO0JIE3HU, KOTOPHIE MOJPA3/CISAIOT Ha MEYECHOYHBIC, MBIIICYHBIE U CMEIIaHHBIC
dopmbl. B HacTosmeM mocoOMH MBI KOCHEMCS TOJBKO TE€X THUIIOB TJIMKOTEHOBOW OOJIe3HH,
KOTOPBIE MPOTEKAIOT ¢ MpeumyiiecTBeHHbIM nopaxenuem nedenu (I, I, VI u IX tumer).

B pe3ynbraTe TEHETHYECKOH MpPEapacHoNOKEHHOCTH Yy HOBOPOXKICHHOTO pebeHKa
TJIMKOTEH HE MOXXET OBITh MPEeBpAaIleH B TIIOKO3Y, MO3TOMY OH HAKAIUIUBACTCS B IMCYCHH B
OONBIIMX KOJHMYECTBAX, HM3-32 YEro OpraH MpuoOpeTaeT OrpoMHBIC pa3Mephbl, a B KpPOBHU
OTMEYaeTCsl HU3KHHA YpOBEHb TIIIOKO3bl. be3 CBOEBpeMEHHOro Hauana JIEYeHHs COCTOSHHE
MaJbllia yXyAIIaeTcs, HePOA0DKUTEIBHOE TOI0JaHNE MOKET IPUBECTH K TUTIOTTHKEMUYECKOMN
KOME M JlaXKe JIeTalbHOMY HMcX0ay. IToCKOJBKY TIIIOKO3a y4acTBYeT BO MHOTHMX OOMEHHBIX
mporieccax B OpraHu3me, ee Je(UUIUT BBI3BIBACT W3MEHEHHs JPYruX MoKa3aTelel KpOBH.
Hanpumep, yBenuuuBaeTcss KOHIICHTPAIUS XOJIECTEPHHA W TPUTIIULEPUIIOB, B PE3YIHTATE YETO
pa3BHBaeTCS OKUpOBas WH(PUIbTpallMs TME€YCHHU, KOTOpas eme OoJblle yXyallaer ee
(YHKIIMOHATTLHOE COCTOSIHME. BBICOKas KOHIIGHTpAlus JIakTaTa B KPOBHM HPHBOJUT K TaK
HA3bIBAEMOMY METa0OJUYECKOMY AaIlMI03y, a YBEIMUYEHUE COJCPKAHUS MOYECBOM KHUCIIOTHI
CIOCOOCTBYET Pa3BUTHUIO MOAArphl. JIeUITUT KaNblusl SBISETCS MPUYUHOW MEIJICHHOTO pOCTa
neTel, 0cTeonopo3a u 1eeKToB 3yOHOH amainu.

Crnenuduueckoe JeueHHe IIUKOTEHOBON 00JIE3HM IO HACTOSIIEr0 BpeMEeHU He pa3paboTano. Ha
CETOIHSIIHUNA JCHh OCHOBHBIM TPABHJIOM TEPAIUU SIBIISETCS CTPOTOE COONIOJICHUE pexuMa
MUTAHUS W CHCIHATM3UPOBAHHON UETHI I TPEAYNPEKICHUS CHIKEHUS YPOBHS TIIFOKO3BI

HIDKE JOMYCTUMBIX 3HAUEHWH M CBS3aHHBIX C ATHM JPYTHX HapyIIeHHH oOMeHa BEIEeCTB, a
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TaKXKe KOPPEKLHUIO HApyIIeHUH (QYHKIIMOHAIBHOTO COCTOSIHUSI T€YEHH, JKETUYEBBIBOAALINX TyTeH
U KEeTyJOYHO-KUIIEYHOTO TpakTa. bombloe 3HaueHHe MPHIAeTCs OpraHu3aluud JIpOoOHOTO
MIUTaHUS C PABHOMEPHBIM PacIpeeIEHUEM JIETKOPACTBOPUMBIX YIJIEBOJIOB B TEUEHUE CYTOK.
HeoTpeMnemMoil cOCTaBISAIOIIEH AUETHI SABIACTCS HAa3HAYEHHE CHIPOrO KYKYpPYy3HOIO Kpaxmala,
MMEIOIIET0 CBOMCTBO MEUIEHHO M HENPEPHIBHO PACHICIUIATHCS TMOJ JeicTBHEM (HepMEHTOB
MOJDKENYIOYHON Kele3bl J0 TIIIOKO3bl. Ero HeoOxoaumo ymoTpeOnsTh Kaxaple 4-6 4YacoB
(BkiIrO04ast HoOuHOM npueM). M3 nuieBoro pamuoHa HMCKIIOYAOTCs caxapo3a (IUIIEBOW caxap),
(GpyKTO3a M rajakro3a, Tak Kak 3TH caxapa IpH TJIMKOT€HOBOM OOJIE3HM MOTYT YCHIIMBATh
HapyleHus: 0OMEHa BEIEeCTB U yXyALIaTh COCTOSIHUE OOJIBHBIX.

XpoHuyeckoe 3a00JieBaHWE OKas3bIBAaeT HEraTUBHOE BIMAHUE HA (PU3MUECKOE COCTOSHHE
00JIBHOTO, CHI)KAET €r0 aKTUBHOCTh U OTPAHUYMBACT JKU3HEACATEIbHOCTb, IIOCTETIEHHO IPUBOAS
K wuHBanuaun3zauuu. Ceroans, Onarojmaps pa3BUTHIO JS(PQPEKTHBHBIX JUATHOCTHYECKHX U
Ne4eOHBIX TOAX0JI0B, TJIMKOTEHOBYIO O0OJIe3Hh MOXKHO 3((}EKTHUBHO KOHTPOIUPOBATH, a C
MIOMOIIbIO CHUCTEMAaTHYECKON KOMIUIEKCHOW peadHIuTaluy NpeaynpexIaTb BO3HHUKHOBEHHE
OCJIO’)KHEHUH. OTO NO3BOJIAET CHU3UTH JI0 MHUHUMYMa OIpPaHUYEHMS >KU3HEIEATENbHOCTU

0O0IBHOTO, TEM caMbIM CHOCOOCTBYS €ro WUHTErpaluu B 00111eCcTBO.
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Ipunoxenue I'l. Knaccupukanus, KINHUKO-1a00paTOPHAS U OMOXHUMHUYECKAS] XaPAKTEPUCTUKA INIMKOT€HOBOM 00J1e3HI

Tun HeduuntHbii Crpykrypa Tkanu wuIUM KJIETKH, B KOTOPBIX BbIsABIsercs | Jlaboparopusie | [Ipyrue cuMOTOMBI, T€YEHUE,
TJIMKOTEHOBOHM | pepMeHT 0COOEHHOCTH SH3UMHBIN 1e(EKT V3MEHEHHUS IIPOTHO3
00Je3HH, HAKOIIJICHUS [Tedens | Mpimst | Oputpo | Jleiiko- | @ubpo- | ['umo- | ['umep
STMIOHUM TJINKOTEHA -IIUTHI | ITUTHI OnmacTel | rmuke- | -
Mus TN
-eMUsl
la,6onesns  on | ['Mr0K030-6- HopmanpHnas + - - - - + + 3aznepkka pocTa U IOJIOBOTO
I'upke ¢docdaraza CTPYKTYpa, pa3BUTHS, JIaKTaTalua03,
MIOBBIIIEHHOE THIIepYpUKEMUs,  ToJjarpa,
coJiep;KaHue aJIeCHOMBI NICYeHH,
renaToLeIUTIOISIpHbIC
KapIMHOMBI, Hedpomeranus,
HedponuTHa3/HePpOKAIbLU-
HO3, (okanbHO-
CEerMEHTapHbIN
TJIOMEPYIIOCKIIEPO3,
MOYeYHasi HEIOCTaTOYHOCTb,
KPOHOTIOJJOOHbBIE
BOCHIAJIUTEIbHBIE
3a00JIeBaHMsI KUIIEYHUKA
Ib Tpanciokasza To xe + - - - - + + Amnanoruyss! npu tane la +
TJIF0K030-6- HEHUTpOTeHUs
docdarass
(MUKpOCOMaJIbH
BIl TPAHCIOPT-
HbIi Oeok T1)
Ic MukpocomansH | To xe + - - - - + + AHanoru4ssl npu tune la
BIl TPAHCIOPT-
HbIH 6enoK T)
1, 6oresns | -1, 4- Hopmanibnas + + - + + - + Memnneunas c1a00CTh,
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[Tomme TJIIOKO3M/ 1232 CTPYKTYpa, cepieyHas HEJOCTAaTOYHOCTb,
(xucnas MOBBIIIIEHHOE CMEPTh B BO3pacTe OKOJIO
MaJibTa3a) CoZEpKaHue, 2 jer (MnaneH4YecKui
TJIMKOTEH BApHUAaHT)
HaKaruiuBaeTcs B
JM30COMax
I, 6ome3np | Amuio-1, 6- Kopotkue Muonatus, ¢ubpo3  wim
Kopu—®opbca | rmoko3uaasza OOKOBBIC  ILIETIH, LUpPO3 NIEYEHH, 1100
(IMa, b, c, d) u/uma  4-0-D- | moBeIieHHOE yIydIIeHHe  COCTOSIHUS  C
[JIIOKAHOTPAHC | CoZep)KaHue YMEHBIICHUEM CTETIeHU
dbepaza BBIPAKEHHOCTH
(TIMKOTeH- CUMIITOMATHUKH
JIEBETBALLINI
bepmeHT)
1V, 6one3ns | AMHUIO- VY 1imHeHHBIE OrcraBanne B  pPa3BUTHUH,
AHJniepcen 1, 4:1, 6- OOKOBBIE  IIeMH, LUppPO3, CMEPTh B BO3paCTE
TJIIOKaHTpaHC) | HOpMaJbHOE OKOJIO 5 JIET OT NEYEHOYHOU
epaza coJiepKaHue HE/I0CTaTOYHOCTH oe3
(TIMKOTeH- TpaHCIUTAHTAIH NICYeHH,
BETBALLNI pexe — OTCYTCTBHE
bepMmeHT) IIPOrPECCUPOBAHUS
3a00JIeBaHUs
V, 60se3Hb | MpleyHas Hopmanbnas dusnueckas Harpyska
Mak-Apna dochopunaza CTPYKTYpa, IIPOBOLIUPYET CyJOpOTH,
YMEpPEHHO pabaomMuou3,
MIOBBIIIEHHOE MHUOTJIOOUHYpHS,  TOYeYHas
coJiepKaHue HEI0CTATOYHOCTh
Vi, 6one3np | [leueHouyHas Hopmanbnas OtcraBaHue B pocre,
Xepca dochopunaza CTPYKTYpa, perpeccupoBaHue
MIOBBIIIEHHOE CHUMIITOMATHKH C BO3PAaCTOM
coJiepKaHue
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Vil, Gonesup | MpllIeuHast Hopmanbnas dusznyeckue Harpy3Ku
Taypu dochodpykTOK | CTPYKTYpAa, IIPOBOLIUPYIOT c1aboCTh
nHa3a MIOBBIIIEHHOE MBIIII] " CyZIopoTH,
coJiep;KaHue reMOJINTUYECKast aHeMH4,
3aJieprKKa pocra
IXal o2- Hopmanbnas 3agepxka MOTOPHOTO
cyObeauHuIA CTPYKTYpa, pa3BUTHS u pocra,
MIEYEHOYHOM MOBBIIIEHHOE perpeccupoBaHue
KHUHA3bI coJiepKaHue CHUMIITOMAaTHUKH C BO3PacTOM
bochopuasbl
IXa2 To xe Hopmanbnas OtcraBaHue B pocre,
CTPYKTYpa, perpeccupoBaHue
MOBBIIIEHHOE CHUMIITOMAaTHUKH C BO3PacTOM
coJIep/KaHue
IXb B-cyobemuuuna | HopmanbHas OrtcraBanue B pocrte, Auapes,
NICYCHOYHOM / CTPYKTYpa, MBIIIECYHAs TUTIOTOHUS
MBIIIECYHOU MIOBBIIIEHHOE
KHUHA3bI coJiep;KaHue
bochopuaspl
1Xc y-cyoreqununa | HopmanbHas OtcraBaHue B pocre,
TECTUKYIISAP- CTPYKTYpa, MBIIIEYHAs TUTIOTOHUS
HOI / IEYEHOYH | MOBBIILICHHOE
oi KHHAa3bl | COAEpIKAHUE
dochopumnassl
IXd o-cyOBeJMHUIIA Mpbleunas TUIIOTOHUS,
MBIIIEYHOU MBblIIIeYHast aTpodus, 60aM1 B
KHUHA3bI MBIIIIAX TpH  (pU3HUECKOM
dochopumnassl Harpyske
X MpieuHas IIpn BBIPAKECHHBIX
dochoraunepar bu3nyeckux Harpyskax
Myraza-2 MBIIIICYHBIE CIa3MBl,
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http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_VII
http://en.wikipedia.org/wiki/Tarui%27s_disease
http://en.wikipedia.org/wiki/Phosphofructokinase_1
http://en.wikipedia.org/wiki/Haemolytic_anaemia
http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_IX
http://en.wikipedia.org/wiki/Phosphorylase_kinase
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MUQITHH, Pa0IOMHOJIN3

Xl, CUHJIPOM
dankonn—
buxkens

Tpancnoprep
TJIFOKO3bI
(GLUT2)

3ajepxKKa TCUXOMOTOPHOIO

Xl

JlakTaToerua-
porenasza A

Xl

Arnpponmasa A

X1

Enomnaza 3

XV

docdormrokom
yraza-1

XV

I'nukorenun

Ileuenounas wu
MBIIIEYHAs
TJIMKOT€H-
CHHTa3a

Hopmanbnas
CTPYKTYpa,

ITOHUKEHHOE
CoJIep;KaHue

pa3BHTHS, TyOynonaTus,
MaababcopOIus
Pabgomuonms, rnoyeyHast
HE/I0CTaTOYHOCTh
Henepenocumocts
bu3nyeckux Harpysox,
CYJIOpOTH

Henepenocumocts
¢bu3nyeckux Harpysox,
CYIOPOTH, yCUJIEHUE
BBIPQXKEHHOCTH MHAITUN  C
BO3pAaCTOM

MBbI11e4HEIe CHa3MBbl,
HETMePEeHOCUMOCTb
bu3ngeckux Harpysox,
pabaomuonus, ci1abocTh
MBIIII] TA30BOTO JHA
Mpemneunas c1a00CTh,
HapyleHHe puTMa cepna
MBbI11e4HEIe CHa3MBbl,
HETMePEeHOCUMOCTb
bu3nyeckux Harpysox,
runepTpoduyeckas
KapAMOMHOTIATHS,

HapylleHHEe puTMa cepaua
BILIOTH O OCTAHOBKH

IIpumeyanue:
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http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_XI
http://en.wikipedia.org/wiki/Fanconi-Bickel_syndrome
http://en.wikipedia.org/wiki/Glucose_transporter
http://en.wikipedia.org/wiki/GLUT2
http://en.wikipedia.org/w/index.php?title=Glycogen_storage_disease_type_XII&action=edit&redlink=1
http://en.wikipedia.org/wiki/Aldolase_A
http://en.wikipedia.org/w/index.php?title=Glycogen_storage_disease_type_XIII&action=edit&redlink=1
http://en.wikipedia.org/wiki/Enolase
http://en.wikipedia.org/wiki/Glycogen_storage_disease_type_0
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Hpn.ﬂomeﬂne 2. HOTpCﬁHOCTb B OCHOBHBIX MUIIECBLIX BCIICCTBAX U JHEPIUHA

JeTei ¢ TIIMKOreHoBOoM 00J1€3HbIO

NHrpenuenTsl Bo3pact (roer) % oT

1-3 [4-6 |[7-10]11-13 14-17 ;ﬁg‘;ﬁ;ﬁm
M yil M I u

I'mukorenoBas 6ose3sb | Tuna

benxu, r 64 82 98 114 104 124 | 108 |17

Kupsl, 28 36 43 50 46 55 48 17

VYraesopl, T 248 | 317 | 378 | 443 402 483 | 419 |66

Kanopuiinocrts, 1540 | 1971 | 2351 | 2749 | 2502 | 3000 | 2607 | 100

KKaJ

I'mukorenosas 6oie3us I, VI u IX tuna

benxu, r 75 96 115 | 134 122 146 | 127 |20

Kupsl, 41 53 63 74 67 81 70 25

VYraesopl, T 207 | 261 |315 | 368 337 402 | 349 |55

Kanopuiinocrts, 1538 | 1957 | 2349 | 2746 | 2505 | 3000 | 2603 | 100

KKaJ

®u3nosoruyeckas Hopma

benxu, r 53 68 77 90 82 98 90 14

Kupsl, 53 68 79 92 84 100 |90 31

VYraesopl, T 212 | 272 | 335 | 390 335 425 | 360 |55

Kanopuiinocrts, 1540 | 1970 | 2350 | 2750 | 2500 | 3000 | 2600 | 100

KKaJ
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Hpn.ﬂomeﬂne I'3. IL1an BCACHHUA NMAallUCHTA C IJIMKOreHOBOM 00J1€3HbIO

O0s3aTesIbHOE NMPH KAKIOM JUCIIAHCEPHOM
npuemMe 00cjie0BaHNE

Yacrora nposeaeHus

AnTponomeTpus (pocT, Macca, pacdeT Macco-
POCTOBOTO COOTHOILICHHUS])

1 pa3 B 3 mec

Knunnueckuit ananus KpoBu

I pa3 B 3Mec (AOMONHUTENBHO MPHU
XpPOHUYECKOW HEUTPOIICHUU U €€ JieueHuH [ -
KC®D)

Kimmanueckuii anaians MO4YHd

1 pa3 B 3 mec

KoHTpoas rmkemun 1 pa3 B 3mMec (HONOJHUTENBHO MpH
o0ocTtpeHnn, Ha (oHE HHTEPKYPPEHTHBIX
3a00JIeBaHMIA)

KOHTpOJIb KUCIIOTHO-OCHOBHOT'O COCTOSIHUS 1 pa3 B 3mMec (HONOJHUTENBHO IMpH
obocTtpeHnu, Ha (oHE HHTEPKYPPEHTHBIX
3a00JIeBaHMIA)

buoxumuueckuii ananmus kposu (AJIT, ACT,|1 pa3 B 3 Mec (JONOJHUTEIBHO IIPH

ITT, I®, nakrar, oOumMii 6eNOK, XOJIECTEPUH, | 000CTpeHUH, Ha (OHE HHTEPKYPPEHTHBIX

TPUTITULIEPUIBI, MoueBast KHCIIOTa, | 3a00JIeBaHUI)

ounmupyouH, K®K, JIIT, IJII0K03a,

JIEKTPOJIUTBHI)

Oos3aTenibHOE eskeroqHoe odcienoBanue B | YacTora nposeneHus

CcTalMOHape

Koarynorpamma 1 paz Brox

[{uTOXMMHUYECKOE UCCIIEI0OBAHUE KPOBU 1 paz Brox

I'ukemuyeckui npo¢wuis | 1 pa3 Brox

(mpy  MEepBHYHOW  TOCHMUTANM3ALMU UL

BepH(UKALUU TUarHo3a — C TIIOKO30M, Jayee
— C [IUIIEBON HArpy3Koi)

Omnpenenenue coaep:xanus o-(QpeTronpoTenHa B
CBIBOPOTKE KPOBHU

1 pa3 B roj (mpu HAJTUYHUH aJIEHOM TeueHu — 1
pa3 B 3—6 mec)

HccnenoBanue Cyro4HOM SKCKpeluu cojied ¢ | 1 pa3 B rof
MOYO1, KaJIbLINM-KPEaTUHUHOBBIN

KO3 PHUIIHEHT

Ananusz mouu o Apync—KakoBckomy 1 paz Brox
VYnpTpa3BykoBo€  HCCIEOBaHME  OpraHos | 1 pa3 B rof
OpIOITHOM MOJIOCTH, MOYEK, CEPIIa

dubposnactorpadusi ne4eHu 1 paz Brox

KomnbloTepHast Tomorpadusi Wid MarHuTHO-
pe3oHaHCHasi ToMorpadus OpraHoB OpPIOLUTHON
MOJIOCTH (IO MOKA3aHUSIM)

1 pa3 B roj (mpu HAJTUYHUH aJIEHOM TeueHu — 1
pa3 B 3—6 mec)

330¢aroracTpo1yo1eHOCKOTIHS (o

MOKA3aHUSIM)

1 paz3 BTOI

OcTeoeHCUTOMETpHST TOSICHUYHOTO oTxena | 1 pas3 B roa
II03BOHOYHUKA
DneKTpoKapArOorpaMMa 1 paz Brox

[Tpu exeronHoM 00CIEIOBaHUU B OT/ICJICHUH BBIMOJIHSAIOT BCE UCCIICAOBAHMS, OCYIIECTBIISIEMbIC
IpU KaXJI0M amOynaTopHoM npueme. Kpome Toro, 10MOJHUTENBHO, 10 MOKa3aHUSIM, TPOBOJIAT
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PEHTTEHOJIOTUYECKOE HCCIIEJOBAHUE OPraHOB TPYAHOM KIETKH, TIPYAOINOSICHUYHOTO OTHAENa
MO3BOHOYHUKA, KOCTEH KHUCTeH, »siekrtposnuedanorpammy, MPT romoBHoro wmosra,
ompenencHue B KpoBu ypoBuel I1gG, IgM, IgA, IgE oOmero u cnenuduyeckux, HBsAg, anti-
HCV, a Taxke MHKpOOMOJIOTMYECKOE MCCIIEJOBAHME Ma3KOB M3 HOCAa M 3€Ba, MYHKIHMOHHYIO
OMOTICHIO TIEYeHU C MOPQOJOTHUYECKUM HCCIEOBAHUEM OHOMTAaTa, MPOBOAAT KOHCYIbTALUU
Pa3NUYHBIMU CHEIHUATUCTAMH (JIUETOJIOT, KapANOJIoT, He(poJIOT, TeMaToJIOT, HEBPOJIOT, XUPYPT,
JIOP-Bpau, opromnen, 3HAOKPHUHOJIOT, aJUIEProjior, CTOMATOJIOT, BaKIMHOJIOT, IICHUXOJIOT,
COLIMANIbHBIN PaOOTHUK) U JP.
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Hpuinoxenue I'4. Pacuiudposka npumMevyaHuit

— JIeKapCTBEHHBIM mpemnapar, Bxoaauuii B IlepedyeHb JKHM3HEHHO HEOOXOIUMBIX U
BAKHEHIINX JIEKAPCTBEHHBIX IIpEnapaTroB Jjs MEIULUHCKOro IpuMmeHeHus Ha 2016 ron
(Pacnopsbkenue IlpaButensctea PO ot 26.12.2015 N 2724-p)

" — nekapcTBeHHBIN Tpenapar, BXOsIMi B IlepedeHb JICKapCTBEHHBIX MPENApaTtoB JUIs
MEIUIIMHCKOTO NPUMEHEHUS, B TOM 4YMCIIE JIEKApCTBEHHBIX IIPENapaToB s MEAMLIMHCKOIO
INPUMEHEHHs], Ha3HAYaeMBIX 10 PEIICHUIO BPayeOHBIX KOMHUCCHH METUIIMHCKHUX OpraHU3alfi
(Pacnopsbxenue IlpaButensctsa PO ot 26.12.2015 N 2724-p)

* TlpumeHneHue y netred - ¢ paspemeHus: JIOKaIbHOTO 3THYECKOTO KOMHUTETa METUIIMHCKOM

OpraHu3allui, TpUd HAJIUYUU HMHOPOPMHUPOBAHHOTO COTJAacus pojauTeNnedl / 3aKOHHBIX

npeacTaBuTeNel 1 pebeHka B Bo3pacte crapiue 14 jer.
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