YT1BepKaeHbl

Ha 3aceJaHuH NPO(PUILHON KOMUCCHHI

B PAMKaX HayYHO-NIPAKTHYECKOH KOH(epeHUHH
«IHIOKPHHOJIOTHYECKHE ACIIEKThI B IIeIMaTPUMN

MockBa, nexadpn 2013 r.

POEJEPAJIBHBIE KIMHUYECKHUE PEKOMEHJAIIUHU (ITPOTOKOJIbI)
11O BEAEHHIO
JETEA U MOJPOCTKOB C THIIOIIAPATUPEO30M



IIoAroToBJIEHO CTAPIIUM HAYYHBIM COTPYAHUKOM

NHcTuTyTa 1eTCKOM SHAOKPUHOJIOT UM

PI'BY «IHAOKPHHOJIOTHYECKUH HAYYHbIN HeHTp» Mun3apasa Poccun:
K.M.H. OpsoBoi E.M.



OraasJjieHue

J\ Y L A0 0 ) (1) & /(G |
OnpPeaeTICHUE M ITHOMOT M. ueeeeeeennsseooseassssscsesssssscsssssssssssssssscsssssssssl

JInarnocruka

([ ¥ 1 1 O 4

1 ¥ 21 1 S | |

HAa0/I1016HME 32 TAIIMEHTOM . eeueeeneeeeeeeeeeseessecssscasssasssosscssscesscansesesesld
JLCUEHIC. . eeeereeennneeeeeeesseeseeensssssssecssssssssssessassssssssasnsssssscsssssssssceld

IHocTosiHHAsI MOA/IEeP:KUBAKOILAS TePaNM.........20



1. Metoaojorus

MeToabl, HCIIOJIb30BAHHDBIE IS COOPa/cesIeKIIUN 10KA3ATENbCTB:

[Touck B 37EKTPOHHBIX 0a3ax JTaHHBIX.

Onucanue MeTO10B, MCNIOJB30BAHHBIX 111 cOOpPa/ce/IeKIMHU J0KA3ATEeIbCTB:

JlokazaTenpHOM  0a30ff Juii  PEKOMEHJALM  SBISIOTCS — IyOJIMKAalWH, BOLICIIINE B
KoxpaitnoBckyto Oubanoreky, 6a3sl ganneix EMBASE u MEDLINE. I'mybuna noucka
cocTaBuia 5 JIET.

Mertompl, UCIIOIB30BAHHBIE /JIs1 OIIEHKHM KA4eCTBa M CHJIBI JI0OKA3aTEIbCTB:
- Koncencyc skcrieptoB

- O1ieHKa 3HAaYMMOCTH B COOTBETCTBUHU C PEUTHHTOBOM cXemoii (Tadu.1).

MeTo/bl, HCIIOJIb30BaHHBIE VISl AHAJIN3A I0KA3aTeJIbCTB:

- 0030pBI MyOTUKYEMBIX METa-aHAIH30B;

- CUCTEMAaTHYECKHE 0030phI ¢ Ta0IHUIIaMU JOKA3aTEIbCTB.

OnucaHnye MeTOA0B, HCIOJIb30BAHHDBIX IS AHAJIHN3A J0KA3aTeJIbLCTB:

I[Ipu otbope mnyOnmMKamuii, KaKk TIOTCHIMAIbHBIX HCTOYHHKOB JOKa3aTelIbCTB,
MCIIOJIb30BAaHHAs B KAXKJIOM MCCIIEIOBAHUN METOAOJIOTHS U3y4aeTcsl Ji TOT0, 4YTOObI yOeIuThCs
B €€ BAJIMAHOCTU. Pe3ynbTaT H3ydeHUs BIUSIET HAa YPOBEHb J0KA3aTENbCTB, IMPUCBAEMbIN
MyOJUKIINH, YTO B CBOIO OYEpE/Ib BIUSAET HA CHUJTY BHITEKAIOIIUX U3 HEE PEKOMEHIAIIHA.

Ha nporuecce olieHKH, HECOMHEHHO, MOXKET CKa3bIBaThCsl U CYOBEKTUBHBIN (akTop. s
MUHUMU3ALUU TOTEHUUAIbHBIX OIMIMOOK KaXK0€ UCCIIEIOBaHNE OLIEHUBAIOCh HE3aBUCHUMO , T.€.,
10 MEHbILIEH Mepe IBYyMsI He3aBUCHUMBIMHU WieHaMu paboueil rpynmnsl. Kakue-n10o pasnuuus B
OLIEHKaX 00CYXIaJUCh YK€ BCeH IpyIIoil B TOJHOM COCTaBe.

Tabaunbl f0Ka3aTeNbCTB:

Tabmuip! JOKa3aTENIbCTB 3aMOIHIIUCH YIeHaMH pabodel rpymibl.
Metoabl, HCI0/Ib30BaHHBIE /151 (POPMYJIMPOBAHUSI PEKOMEH/IalMii:
KoHceHcyc 3kcenepToB.

PeiiTuHroOBasi cxema JUUIsl OLIEHKH CHJIBI peKoMeHaamui (Tadmmma 1):

YpoBeHb Onucanue

Cuna pexkoMeH1auu

A CuiibHBIE apTyMEHTHI 33 IPUMEHEHUE ITOTO METOAA
B VYbenurenbHble apryMEHTHI 32 IPUMEHEHHE 3TOT0 METo/1a
C CnaOble apryMeHTHI 32 IPUMEHEHHE ITOr0 METO/1a




D Cnalble apryMeHTHI IPOTUB IPUMEHEHHUS 3TOTO METO1a

E CunpHble apryMeHThI IPOTUB IPUMEHEHUS 3TOT0 METOAA

YPOBCHB J0Ka3aTCIbHOCTHU

I [TonTBepxneHo OoJiee 4eM OHUM PaHAOMU3UPOBAHHBIM KOHTPOJIUPYEMBIM
UCCIIEJOBAaHHEM

I ITonTBepxneHo OoJiee YeM OJHUM HEPAHIOMU3UPOBAHHBIM KIMHUYECKUM
UCCIIeJOBaHHEM; HECKOJIBbKUMH aHATUTHYECKUMU HCCIICIOBAHUSIMH OOJIee, 4YeM U3
OJTHOTO LICHTPA;

1l [ToaTBep:k1€HO MHEHHUEM SKCIEPTOB, KIMHUYECKUM OIBITOM, OMUCATETLHBIMU
MCCJICIOBAHUSIMHE, SKCTIEPTHBIMA KOMUCCHSIMU;

HNuaukaropsl 1oo6pokavecTBennoii npaktuku (Good Practice Points — GPPs)

Pekomennyemass n100pokadecTBEHHAsl IMpakTUKa Oa3upyeTcs Ha KIMHUYECKOM OIBbITE
YJICHOB pabouei IpyIIbl MO pa3padoTKe peKOMEHAAIHIA.

DKOHOMHUYECKNH aHAJN3:

AHanu3 CTOMMOCTH HE TPOBOAWICA W IyOnukanuud 1o (HapMaKOIKOHOMHUKE He
AQHAJIM3UPOBAJIUCE.

MeToa BaJIuaAU3alUM PEKOMEH AU :

- BHewHAs sKCnepTHas OLEHKA.

- BHyTpeHHsIs 3KcIiepTHAs OIICHKA.
Onucanne MeToJa BaIMAN3alud PEKOMEHIANI:

Hacrosiue pexkomeHaanuu B TNpPEABApUTEIbHOW BEpCHU ObUIM  PELIEH3UMPOBAHBI
HE3aBUCUMBIMU DKCIIEpTaMHU, KOTOPBIX IONPOCWIA INPOKOMMEHTHPOBATh IPEXKAE BCETO TO,
HACKOJIBKO MHTEpIIpeTanus JA0Ka3aTeabCTB, JIEKANIMX B OCHOBE PEKOMEHAAIMH, JOCTYIHA JUISA
ITOHUMAaHMUSI.

HOJ’Iy‘IGHBI KOMMCHTapHU CO CTOPOHBI Bpaqeﬁ INEPBUYHOI0 3BCHA W YYACTKOBBIX
NneanaTpoB B OTHOIICHHUU AJOXOAYHUBOCTH H3JIOKCHUA peKOMeHI[aI_II/Iﬁ N UX OLOCHKH Ba>XHOCTHU
pCKOMeH,I[aI_[I/Iﬁ KakK pa6oqero HHCTPYMCHTA HOBCC,Z[HGBHOI71 IMPAKTHUKU.

[IpenBaputenbHas Bepcus OyAeT TakKe HalpaBlIieHa pELEH3EHTY, HE HUMEIoUIeMy
MEIUIUHCKOr0 00pa3oBaHMs, JUIsl MOJY4YEHUS KOMMEHTApHEB C TOYKU 3pEHUS IMEpCHEKTHB
HaIMEeHTOB.

Koncy.m,Taunn N IKCIIEPTHAasA OLCHKA:

[Tocnegnuie wW3MEHEHHWs B HACTOSIIMX PEKOMEHIAIUSAX ObUIM TPEICTaBICHBI s
JIIUCKyCCUU B TpeaBaputTenbHO Bepcuu Ha Konrpecce sHmokpunosioroB 20-22 mas 2013 r
(r.MockBa), Ha koH(pepeHIIUH DHAOKpuUHONOTHS B meauarpuu (Mocksa, 13 mexabps 2013) .
[IpenBapuTenbHas Bepcusi BhICTaBJIEHA JJIsl IIMPOKOro odcyxaenus Ha caiire DHL, mia Toro,
4TOOBI JIMIIA, HE YYaCTBYIOIIME B KOHIpecce M KOH(EPEHIHUSIX, UMEM BO3MOKHOCTh NMPHHSThH
y4dacTHe B 00CYXJIEHHH U COBEPILICHCTBOBAHUN PEKOMEHIAIIHI.




Pabouas rpynmna:

Jis oKOHYaTeNbHOW pENakUMU W KOHTPOJIA KayecTBa pEKOMEHAAHMH OyIyT MOBTOPHO
MPOAHATM3UPOBAHBl WICHAMHU paboyeil Tpymmbl, C ILEIbI0 OIEHUTh, YTO BCE 3aMEYaHUS U
KOMMEHTApUU SKCIIEPTOB MPUHATHI BO BHUMAHHE, PUCK CHCTEMAaTHYECKUX OLIMOOK IpHU
pa3paboTKe peKOMEeHIalHi CBeJIeH K MUHUMYMY.

Cwuita pexomennanuii (A-E, I-111) npuBoauTcs npu U3J10KEHUU TEKCTa PEKOMEH AT



1. OnpenesieHue  3THOJIOTHUS

1.1. Onpenenenue
['mmonapatupeo3 — CHHAPOM, KOTOPBIA MPOSIBISIETCS TUTOKAIbLIEMUCH U
OOyCIIOBJICH HApyIIEHWEM CHUHTE3a, CEKPElUH WU TMepUPEPUISCKOr0 ICHCTBHS

apaTropMoOHa.

1.2. Dtronorus

['umomapaTupeos — STHOJIOTHYECKH TeTePOTreHHOE 3a00JICBaHHE.

VY nereit ¥ MOAPOCTKOB Hallle MPUUMHON TUIOMAPATUPEO3a SBISIETCS OJHO
W3  HACJICICTBCHHBIX  3a00JICBaHUM,  COMPOBOXKIAMOIIMXCS  HApYIICHHUEM
AMOpHOTEeHE3a WM ayTOMMMYHHOH JIECTPYKIHMEH IapalliTOBUIHBIX JKeje3, a
Takke TePeKTaMu perenTopoB, 00CCICUNBAIONTNX EPUPEPHUIECKOE €TO IeHCTBHE
B TKaHAX-MUIICHIX. Takke BCTpeUaeTcs y JeTed | IOCIeoINeparmOHHBINA
TUIOTIApaTUPEO3  KaK  OCIOKHEHHWE  THUPCOWJPKTOMUM WM TOTaJbHOMU

napatupeouadkromuu (Tao. 1).



2. IHarHoCTHKA

Ilnan o0ciieoBaHMs MALMEHTA C THIIOKAJIbIeMueil (puc. 1)
| 3Tan. [lepBruuHasi AMATHOCTHKA ITHNIONAPATHPE03a

OI[HI/IM N3 OCHOBHBIX HpOHBHeHHﬁ TuImoIapaTupeo3a ABJACTCA THIIOKAJIBICMUSA —

HU3KUMN YPOBCHb HOHU3HUPOBAHHOI'O KAJIbIHUA B CBIBOPOTKEC KPOBH.

HepBI/I'-IHOMy 06CJI€I[0B3HI/IIO C OCJIbIO OTWMArHOCTHUKU THIIOIIApaTUpCO3a IOAJICKAT
MMalMCHTBI, Y KOTOPBIX HMCIOTCS KIIMHHUYCCKHUC IIPOABIICHUA, XAPAKTCPHBLIC IJIA
T'HITOKaJIbIICMHUH.

Knunnueckne cMMITOMBI THITOKAJIbOCMHUH B OCHOBHOM O6YCJIOBJI€HBI

HapymcHUECM HepBHO-MBIHleqHOﬁ nepeaadu:

» Cynoporu (B TOM YHCJIe TeHEepPaIN30BaHHbIC TOHHKO-KIIOHHUCCKHE);

» Cna3Mbl OT/ICIBHBIX MBIIII] JIUIA, KHCTECH, KapIoIeAaIbHbIN pediekc —
«pyKa aKyliepa» B BUJE CBEICHUS MAaJbLEB C YIbHAPHOW J€BUALIUEN KUCTH;

» Mpiieunas ¢1a0b0CTh;

» bonu 1 mapecTe3uu B MBIIIIAX TOJICHU, CTOII, MPEATUICYbS KUCTEH, JTHIa
(HampuMep, TUMTUYHO OHEMEHUE BOKPYT PTa);

» Jlapunarocmazm

A\

Hapymenus cepaednoro putma (cuaapom yumaeHHoro QT u mp)

» YV HOBOPOXX/ICHHBIX THTIOKAIBIIEMHUS MOXKET MPOSBISATHCS TOJBKO TIOXUM
HAa0OpOM Beca U OOMJIBHBIM CPBITUBAHUEM, HO TAK)KE MOXKET U
IE€HEPAIM30BAHHBIMHU CYJIOPOTaMH, alTHO3 U OCTPOU CEPACYHO-COCYAUCTOU
HEJI0CTaTOYHOCTHIO;

[Ipu ocMOTpe MOTYT ONPENEIISITHCS:

» CumnToM XBOCTEKa — COKpAIIEHUE MUMHYECKUX MBIIII] PU TTOCTYKUBAHUHU

HaJl BEPXHEYEIOCTHOM JyTOU BJOJb ITPOEKIMH JIULIEBOTO HEPBA;



» Cumrrom Tpycco — caBieHre MaHKETOW TOHOMETpa B 00JIacTH Ijieda (Ha
5 — 15 MM pT CT BBIIIE CUCTOJIUYECKOTO) B T€UEHUE 2-3 MUHYT MPOBOLIUPYET
KaproneAalbHbIN cria3M (CBEICHHE MaJIbLIEB C YIbHAPHOM JeBUaIuEH
KHCTH)
[Ipu AUTENBHO CYIIECTBYIONICH TUITOKATBIEMUN TTPU IEPBUYHON JTUATHOCTHKE

MOI'YT 06H&py>KI/IBaTI>C}I OCJIOXKHCHU.

» KanpimHate B 001acT 0a3anbHBIX TaHIHEB (cuHApoM Dapa),
BoisiBIIsieTcs pu KT ronosHoro mosra
» Karapakra

» Tunomnasus 3yOHOH 3Manu (y AeTel MiIaIiero Bo3pacra)

Hu oaHO W3 KIMHMYECKMX TMPOSIBJCHHMHA He SIBJSETCH CTPOro
cnenupuYecKNM KpPUTEpHeM AHATHOCTHKHU THIIONApPAaTHpeo3a U Tpeldyer
JaboparopHoro moarBep:xkaeHusi. JIo0oi U3 BbllIeNepeYUCIeHHbIX
CHMIITOMOB SIBJISIETCSI OCHOBAHHMEM /IJIS M3MEPEeHHsI KAJbIHUA B CbIBOPOTKE

kposHu [Bll].



I[aHHI)IG aHaMHC3a

e Hanuume y mamuenTta 3a0oJyieBaHMS, OJHUM M3 KOMIIOHEHTOB KOTOPOTO
MOJKET OBITh THITOIIAPATHPEO3

e XUpypruvyecKkrue BMEMATEIhCTBA B 00JIACTH IIICH

e Hanuume OMM3KHUX POJCTBEHHUKOB, CTPAIAIOIIUX HACIEACTBEHHBIMU
3a00JICBaHUSIMA, OJHUM M3 KOMIIOHEHTOB KOTOPOTO MOXET OBITh

TUIIoIapaTupeo3

HaHI/ICHTBI 0e3 Kakux-In00 KIMHUYECKUX HpOiIBJIeHI/Iﬁ ruroiiaparupeo3a, HO
HUMCIOIIHNEC 3a6OJ'IeBaHI/Ie, KOMIIOHCHTOM KOTOPOI'0 MOKCT OBITH rumnomapaTrtupeos, a
TAaKXKXC POACTBCHHHKaM C TaKHUMH 3a00J1eBaHUSIMU HGO6XO,Z[I/IMO IT'CHCTUYCCKOC
KOHCYJIbTUPOBAHHUC, CHCHH(l)H‘I@CKOC 06CJ'ICI[0BaHI/IC, BKJIIOYAaOMME reHETUICCKYIO
AUArHoCTUKY /M IMPOBCACHUC YTO‘IHHIOIllefl JUArHOCTUKM Ha HaJIU4uc

cyOKIIMHMYecKor ruonokanbiiemMun (cM Il atan quarHocTukm).

Ha nepBom stane o0cnenoBanusi HEOOXOAUMO TPOAHATIMZUPOBATH CIICIYIOIINE
nadoparopHbie mokazarenu [Bl]:
- Kanvyuii 06wuti 6 cieopomre kposu
- Kanvyuii uonusuposanusiii 8 coleopomke kposu (Ca mmonsv/n
+0,02*(40 — anvoymun 2/n)
- Docghop opeanuueckuil 6 coleopomke Kposu
- Ilapameopmon
- Hlenounas gpocpamasa
- DKcpeKkyus Kanbyus ¢ MO4Ool = Kalbyull 8 Moue/(KpeamuHuH 8
Moue*kpeamuHuH 6 niazme)
- 25(0H)D

- MacHuu



- Oxckpexyus yAM® c mouoti (mecm Daceopca-I osapoa)*

*He 065[321T€JI€H, HMCCT 3HAUYCHUC I AUAIrHOCTUKHN THUIIA IICCBAOTHUIIOIIApATUPCO3a

OcHoBHBIE HHCTPYMEHTAJbHBIC METOABI HCCJICT0OBAHUA NJIA TUATHOCTUKH

NPUYIHUHBI 1 0CJI0KHEHM THINORAJIBIHECMHUYICCKHUX COCTOSIHUM

- OKI'

- Penmeenoepagpus wepena, epyonoti kiemku, Kocmei ma3sda, HUNCHUX
KoHeynocmeli,; *

- Ogmanvmonozuueckuti ocmomp, *

- KT 2onoenozo moszea; *

*He OTHOCITCS K OKCTPCHHBIM JUAIrHOCTUYCCKHUM MCPOIIPHATUAM

[BII].
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OueHka pe3yjabLTATOB JA00PATOPHOI0 00CAeIOBAHUSA

Huzkuil ypoBeHb Kanbius Ha (poHE HU3KOro YpoBHs ¢ocdopa B KpOBU HE
XapaKkTepHO [UJIsl TUIIONapaTUpeo3a M MOXKET ObIThb CIEJACTBUEM JePHUIINTA
BuTtamuHa JI, MmanpaOcopOmuu, npueMa psga MEJUIUHCKUX —IIpernapaToB
(mpoTHUBOCYIOpOXKHBIE, OHCPOChHOHATHI, KaTbLUUTOHUH, XUMHOTEPANEBTUYECKUE
npenaparsl, Ip), XpOHUYECKHX 3a00JI€BaHUI [IEUCHH.

Huzkuil ypoBeHb Kanblivsl B COYETAHMM C BBICOKMM YpoBHEM (ocdopa B
KPOBH SIBIISIETCS JUArHOCTHUECKUM KPUTEPHUEM THIIONIapaTUPe03a.

YpoBenb (ochopa B MoUe MpHU TUIONAPATUPEO3€, HATTPOTUB, CHIKEH, YTO
orpaxkaer aepuuut IITI, KOTOpBII B HOPME YCHWIMBAET B IMOYKAX 3KCKPELMIO
docdopa. Huzkuii ypoens IITI' mpu HU3KOM KanbLuu U BBICOKOM (hochope B
KPOBM U HHU3KOM (ochope B MOUYE CBHUJIETEIBCTBYET O TUIIONApATUPEO3E B
pesynbrare Aedekta cuHTe3a win cekpeuuu IITI. Beicokuit ypoens IITT |
HanpOTHB, XapakTepeH HJs PEe3UCTEHTHOCTH K TMapatropMoOHy — A
IICEBAOTUIONAapaTUpeos3a.

Eciu ¢ochop B Moue MOBBIIIEH COOTBETCTBEHHO BBICOKOMY YPOBHIO
docdopa KpoBH, TO 3TO O3HAYAET, YTO MAPATTOPMOH pabdOTaeT HOPMAJIbHO (HET
rUIonapaTupeo3a), M YyKa3plBaeT Ha HaJIM4Me HUCTOYHUKA U30BITOYHOTO
noctyrmieHuss ¢ochopa B opraHuzMm (mpuem mnpenapatoB Qocdopa, pacnan
OIyXxoJiu, pabmomuonus). ['unokaneiiemMus U runepdocdaremMusi ¢ OUYeHb BBICOKUM
YPOBHEM KpeaTWHWHA | MOBBIIIEHHBIM YPOBHEM MapaTropMOHA CBUAETEIHCTBYET
O HaJWYMW TATOJOTHH TOYEeK C Pa3BUTHEM XPOHHYECKOH TMOYEHHOM
HEJIOCTAaTOYHOCTH (cM puc 1.).

Y manmMeHTOB C  YCTaHOBIEHHBIM THUIIOMAPAaTUPEO30M JalbHEiIee
oOcieoBaHNE JIOJDKHO OBITh HAMpaBIEHO HA YTOUHSIOUIYIO JHAarHOCTUKY

KOHKPETHON HO30JIOTHYECKOU (POPMBI.
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Il 3ran. /{luarnocTuka H030J10rn4ecKoil (hopMbI.

[IpakTyeckn Bcerja THUIONAPATUPEO3 Yy JETEHl SBISIETCS MNPOSBICHUEM
PEIKOro HacleACTBEHHOTO 3a00sieBaHus (32 UCKIIOYEHUEM IOCIEONEPAIMOHHOTO
TUIIONApaTUpe03a). YCTAHOBUTh NPUYMHY Pa3BUTUSL THUIONApPATUPEO3a U
OTIPEJEUTh HACIEACTBEHHBIN CUHIPOM HEOOXOIUMO, YTOOBI MPABUIILHO BHIOpATh
JANbHEHIIYI0O TaKTUKY BEJCHUS MAlleHTa, ONPEISIUTh MPOTrHO3 3a00JeBaHUud U
BO3MO>XHOCTh CEMEMHOTO KOHCYJIbTUPOBAHUSI.

W3BecTHbIE Ha CETOMHSAIIHUN JI€Hb CHHJIIPOMBI, KOTOpBIE MPOSBISIOTCS
TUTIOTIAPATUPE030M, CYMMHUPOBAHBI B TabHIIE 1.

AHaMHECTUYECKUE JaHHbIE (B TOM 4HuCie THIATEIHLHO COOpaHHBIN
CeMEHHBIN aHamMHe3) ¥ (GEHOTHUMHYECKUE MPU3HAKKU NP BHUMATEILHOM OCMOTpE

MOTYT CIIY>KUTh XOPOIIEH TUATHOCTUYECKON MOACKA3KOM.

e XuUpyprudyeckoe JIeYeHHUE B O0JACTH IIEH, IIUTOBUIHOM IKEJe3bl
TOBOPUT O MPUOOPETEHHOM TOCICONEPAIMOHHOM TUIOMANaTUPEO3e U
II03BOJISICT HE IPOBOAUTD NAJIIbHEHUIIINM JUATHOCTUUECKUM TTIOUCK.

e (CaMoli YacTOM MPUYMHOM THUIonapaTupeosa y AETeil mocie Tpex JeT
SABJISICTCS AyTOUMMMYHHOE TMOPaKCHUE KaK MPOSIBIICHUE KaHIHUJO-
MOJIM3IOKPUHHOTO CUHAPOMA — ayTOMMMYHHOTO TTOJIUTIIAHAYJISIPHOTO
cuaapomMa 1 tuna (AIIC 1 tuma). BeisiBaeHue apyrux KOMIOHEHTOB
AIIC 1 Tuma — XpOHMYECKOTO KaHIWA03a CIU3UCTHIX, OHUXOMHUKO3a,
HAJIIIOYEYHUKOBOW HEJOCTATOYHOCTH, AJONELUWH, BUTWIATO U JIp —
SBJISIETCA TPSMBIM YKa3aHUEM Ha HaJWuue HToro 3abosieBanHus. Ho
Jaxe TMpU OTCYTCTBUM JPYIMX KOMIIOHEHTOB MaHH(ecTaius
rUIonapaTupeosa y pedeHka 1mocjie Tpex JIET SBISIETCS MOBOJIOM JIs
uckmoyeHuss AlIIC 1 Tuma W nOpoBenNeHUS TEHETUYECKOM WM
MMMYHOJIOTHYECKON JUArHOCTUKH (MCCIICIOBAHUE Ha HAIU4YUe
myTaruii B rene AIRE wnu cienmduyeckux anTuTen K uHTEpHEPOHY-

oMera).
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e XapakTepHbIMH Ipu3Hakamu cuhapoma u Jxopmxka sBIAIOTCA:
TUINOIUIa3Usl HUKHEH YeNIOCTH, THIEePTENOpU3M, KOPOTKUN (PHUIBTD,
HU3KO MOCAKEHHBIE YIIHBIE PAaKOBHMHBI, pacLIeIMHA BEPXHEro Heoa,
nopoku cepaua (rerpaga Panno, MOPOKU KPYMHBIX COCYIIOB U Jp),
BpOXKJeHHBIN nMMyHOAepuUT (T-KI1€eTOUHOTO 3BEHA)

e XapakTepHbIMM NpU3HAKAMU IICEBIOTUIIONApATHpE03a la SBIAIOTCS
ClIeyIoIINe (deHoTunnyeckue OCOOEHHOCTH: OKUpEHHE,
JYHOOOpa3HOE JHUII0, HHU3KOPOCIOCTb, 3aJep’KKa YMCTBEHHOTO
pa3ButTus, OpaxugakTwius (ykopoueHue 4 u 5 MeTakapnajabHBIX U
MeTaTap3albHBIX KOCTEH), MOJIKOXHBIE KaIbIIU(PHUKATHI, TUTIOTUPEO3
(pesuctentHocth kK TTT), runoronagusm (pe3UCTEHTHOCTh K
TOHAJOTPOIIUH-PUIIM3UHT  TOPMOHY), Je(UIUT TOpPMOHa pocTa
(pe3UCTEHTHOCTh K COMATOIMOEPUHY);

e Hamuume HapyxHOW o@TampMOIIErHH, MNTO3a, KapIUOMHONATHU
TpeOyeT B IEpBYIO ouepenp uckiaodeHust cunapoma Kepuca-Celipa,
OTHOCSIIIETOCS K TPYIIE MUTOXOHAPUATHHBIX O0JIC3HEIH;

e BrisiBiIeHNE BBICOKOTO YPOBHS KaJbliUg B Mou€ (TMIEPKAIBLIUYPHUH),
BBICOKOT'O KaJIbI[UI-KPEaTUHUHOBOIO HHJAEKCAa CBHUJAETEILCTBYET O
nedexre KaJbI[UI-UyBCTBUTEILHOTO perentopa CASR
(aktuBupytome Mytanuu B cene CASR). YuuThiBas ayTOCOMHO-
JOMUHAHTHBIA XapakTep HAcCJIE€JOBaHMs B TAKOM cCilydae HE0OXOIuMO
oOcieoBaTh pOAMUTENCH HE TOJHKO Ha HATWYHE MYyTallH, HO M Ha

CYOKJIMHMYECKYIO TUTTOKAJBIIEMUIO U TUTIEPKATIBIINYPHIO.

OnpeneneHrne KOHKPETHOM HO30JIOTHYECKOW (OpMBI TUIOnapaTupeosa
MO3BOJISIET TPEICKA3bIBaTh TEUCHHUE 3a00JIEBaHUS, BEPOATHOCTH TMOSBICHUS
MaTOJIOTUU JPYTUX OPTraHOB U CUCTEM M OMPENEIATh TAKTUKY JICUECHUsI MaIlMeHTa.
VYcraHoBineHue TEeHETHUECKoro jaedexra Tpu  HACIEACTBEHHBIX  (opmax
TUTOMAapaTUPEO3a JaeT BO3MOXKHOCTh ONPEICITUTh PUCK POKICHUS OOJIBHBIX JeTeH

B CEMbC  TMAaIMeHTa, TMPOBOAWTH  JOpoJoByr0  jauarHoctuky  [BIII].
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HpI/I OTCYTCTBUU OOIIOJHUTCIIBHBIX KIIMHHUYCCKUX KOMIIOHCHTOB, KOTOPBIC

MO3BOJIAIOT MPEAoyokuTh dTuonoruto XHH, neobxoanmo:

1. BceM mammeHTaM ¢ HW30JMPOBAaHHBIM THUIIOTIAPATUPEO30M  HESCHOM
ATHOJIOTHH, BO3HUKIIEH mociie 1 roga, peKkoMeHIyeTcsl UCcCle0BaHNEe TeHa
AIRE s uckiIrodeHus: ayTOMMMYHHOTO TTOJIUTJIAHIYISIPHOTO CHHApoMma |
TUMa (BHa4aJIe — Ha YacTYIO Il POCCUMCKON monmysiun mytaruu R257X,
IIPY OTCYTCTBUHU TOM MYTaIlMHM — CECKBEHHMPOBAHNE T'€HA) WJIH MCCIICIOBAHNE
aHTHTeN K HHTepdepony-omera [Bll]

2. B 3aBucMMOCTH OT HagW4Ms JOMOJHUTEIBHBIX KOMIIOHCHTOB WIIA
O0COOEHHOCTEM ceMEeTHOro aHaMHe3a MPOBECTU TEHETUYECKUE UCCIEOBaAHUS
JUTS. BBISIBIICHUSI MYTaIliil B U3BECTHBIX T€HAX, OTBETCTBEHHBIX 3a Pa3BUTHE
CUHAPOMOB,  TPOSBIISIONIMXCS  THUIONMapaTUpeo3oM.  Pemenme o
KIIMHAYECKOM  3HAQUYEHMM  TE€HETUYECKOTO  HUCCIEAOBaHHS M €ro
HEOOXOJIMMOCTH K KaXKJIOM KOHKPETHOM CiIydae TPUHUMAIOT COBMECTHO

CHCIHAITUCT-3HIOKPHUHOJIOT, TeHeTHK 1 poauTenu. (cM Taom 1.) [BIII]

14



Habaroaenne 3a naneHTOM ¢ THTIONAPATHPEO30M

1. KoHTposib Kanbliid HMOHU3WPOBAHHOTO M OIICHKA aJ€KBAaTHOCTHU
Tepanuu 1 pa3 B 2-4 Henenu
2. OOcnenoBaHWe ¢ yYETOM TPUYMHBI THIOKAIBIEMUU IS
BBISIBJICHUSI HOBBIX KOMIIOHEHTOB CHHApPOMA HJIU KOPPEKIUHU YKe
Ha3HAYCHHOU Tepanuu JOTIOJTHUTEITBHBIX KOMITOHEHTOB
COBMECTHO ¢ JIpyrumH crenuanucramu [Bll]
[Ipumepsr:
e [Ipu ayTOMMMyHHOM MOJUTIIAHIYJIAPHOM CHUHApoME | Tuma
koptuzon, AKTT, npo6a ¢ AKTI (cunaktenom), TTI', cBT4,
AnT, AcT, rioko3a, KIMHUYECKUN aHAJIN3 KPOBH, & TAKKE —

APYruc UCCJICI0OBAHUA - 110 ITOKAa3aHUAM.

HaHI/ICHTBI C PCAKNMHA HACJICACTBCHHBIMH BapHAHTAMU T'HIIOIIApaTUPCO3a TOJIKHBI
Ha6J'IIOIIaTBC51 HC TOJIBKO II0 MECTY KHUTCJILBCTBA, HO U B CICHHAJIU3UPOBAHHBIX
MCIUIHWHCKUX HCHTPAX, MMCIOIINX OIIbIT Ha6JIIOI[CHHH 3a INaUCHTaMHu C pe,uxoﬁ

SHJIOKPUHHOW MMaTOJIOTUEM.
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JleueHnne runmoKkaJbueMHuM:
3K0mp€HHbl€ meponpusasmui npu OCmpom COCmoiAHUU

ITokazanms: ICHCPAJIN30BAHHBIC CYJIOPOIv, BBIPAKCHHBIC MBbIIMICYHBIC

CIIa3MBbI, IIOTCPA CO3HAHUA, JIAPUHI'OCIIA3M, HAPYIHICHUA CCPACHYHOTO pUTMA.

Jleuenne: I'miokonar kanbiuss 10% B/B OomtocHo 10 M (umm  y
HOBOPOXJIeHHOTO - 1,0 MJI/KT), BBOAUTH MeJjIeHHO B TeueHue 5-10 munyT. 3aTeM
MPOJIOJDKUTE B/B KamlelnbHOE BBEACHHE B 103¢ 3-6 MI/Kr/CyT (MakcumyMm 8,8
MMOJIB/TT B CYTKH) JO HOpMaJIM3alud ypoBHS Kaibiws. [lociie kynmupoBaHUs
TSDKEIBIX CHMIITOMOB THITOKAJIBIIEMUH TIO BO3MOXHOCTH HAJO0 CTPEMHUTHCA K
MIEPEBOIY C MApEeHTEPATHLHOTO HAa SHTEPAIbHOE BBEICHHE Kanblusa. He momyckarh
MOMAaJaHKs PACTBOPA B MOJKOKHO-KHPOBYIO KIJIETYATKY, YTO MPUBEIET K HEKPO3Y

TKaHEe! ¢ HEOOXOIUMOCThIO MJIACTUYECKON KOPPEKIIMU B TaJIbHEMIIEM !

KoHTposib Tepanmuu NpPOBOAUTCS HA OCHOBAHMHM YPOBHS KalbLUs B
ceIBOpoTKE KpoBHU, DKI'. Bo3MoxkHO pa3BuTue Opagukapauu Ha (OHE BBEIACHUS

KaJIBITHSL.
Ilocmosannan nodoepircusaouias mepanus

[Ipu rumomaparupeo3e | IICEBIOTHIONAPATUPEO3E JIO00W ATHOJIOTHH
OCHOBHBIM METOJOM JICUCHHUS SBISIOTCS Tpernaparbl THAPOKCHIMPOBAHHOTO
ButamuHa JI (ambdakanbrumod, kambuutpuoi). Ilogbop 10361 MPOM3BOAUTCS
CTPOTO MHAWBHUAYATHHO HA OCHOBAaHWHM U3MEPCHUN YPOBHS KaJbIUs KpoBH 1 pa3 B
3 ngus. CrapToBas A03a Mperapara 3aBUCUT OT YPOBHS HOHU3UPOBAHHOTO KaJIbITHS

(menee 0,8 mmonws/nm — 1 — 1,5 mkr, npu 0,8 — 1,0 mmoas/a — 0,5 — 1 MKT B CyTKH)

[BIII]

He cymecTByer orpaHu4eHu 10 MUHUMAJIbHOM WM MaKCUMAaJIbHOM 103€
ButamuHa [[. Kpurepun agekBaTHOM 1036l — YPOBEHB KaJbLIKs HE BBIIIE CEPEIIUHBI

rpanuiibl HOpMbI (1,2 MMomw/m) B Tedenue 10 mHel; mocie mombopa aneKBaTHOM
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JI03bl KOHTPOJIb YPOBHS KaJIbIUSI TPOBOAUTCS MOCTOSIHHO 1 pa3 B 2- 4 Hejenu, Ha
OCHOBAaHHMH KOTOPOTO KOPPEKTUPYETCS J103a Ipenapara.

JIOTIOTHUTENBHBIMU B JICUEHUU SIBIIAIOTCS Mpenaparsl Kaiblus B go3e 500-
3000 Mr B cyTku sl oOecreueHus: AOCTATOYHOTO TOCTYIJICHUS KajbIUs B

opranusm [BIII].

[Ipu TUmoMarHe3meMur HEOOXOIUM TakKKe IMEepOPATBbHBIN TPHEM MarHUs
rimtepodocdara B 103e 0,2 MMoiIb/KT 3 pas3a B JieHb. [Ipu orcyrcTBuu 3ddekra ot
TaONETUPOBAHHBIX (POPM, TKENBIX TMOOOYHBIX pEAKIUIX B BHUAC JAHAPEU

PEKOMEHYIOTCSl BHYTpUMBIIIeUHble nHBEKIMH 50% pacTBopa cynb(aTa MarHus.
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Tabumua 1. ITHoONOrUsS TUIIONAPATHPE03A

Ho3zonorus Knunanueckue ocobeHHOCTH I'en Tun
Hac1e0068aHusl
HACJIIEACTBEHHBIE BAPUAHTBI
l. Il.  C nuskum napameopmornom (I1T7)
AyTOMMMYHHBIW MOJUTIAHAYISPHBIA CHHAPOM 1 | XpOHMUYECKHI KOXHO-CIM3UCTBIA KaHauao3, | AIRE AP
THUIIA HAJIIOYECYHUKOBAS HEJI0OCTaTOYHOCTb,
aJIOTICTINS U JIp AyTOMMMYHHBIC HapyIICHUS
Cunnpom [u]lxopmxka, amasus TUMyca W MapaluTOBUAHBIX Xenes, | /fereyus B ocnoenom —
BenokapanodacimanbHblii CHHIPOM, MOPOKU CepAla, HOPOKH JINIIEBOTO CKEJEeTa 22011, cnopaouyeckue
CATCH22 cunapom oeneyust caydau,  peoko
10p3 All
CemeliHbIN M30JIMPOBAHHBIN TUIIONAPATUPEO3 Hem opyaux nposenenut PTH, All, AP
GCM2,
preproPTH
Cunapowm bapaxkara, unu HRD-cunnpom HEHpOCceHCOpHas  Tyroyxocthb, anomanuu | GATA3 All
TIOYeK
Cunnpom Kennu —Kaddu wm Canbsg-Cakatun | 3aepixka YMCTBEHHOTO pazBurus, | TBCE AH
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HU3KOPOCJIOCTb, MUKpouedanus,

BPOXKIACHHBIC aHOMAJIMH OpraHa 3pCHUA

Mutoxouapuanbhas sHuedamonatus (MELAS | makrar-anumos, WHCYJIBTONOM00HBIE | [ledhekTh
CUHPOM) COCTOSIHUSI MUTOXOH/IP
HAJIbHOMN
JJHK
['mnomarue3suemus HedpoxkanbiinHos ¢ runepkaibiuypuei u Claudinl6, | AP, A/
rUnepMarHe3snypuei; 19, TRPM6
[TaTonorust oprana 3peHus (kojiooboma,
MHOTIUS, HUCTarM);
Cunapom Kepnca-Ceiipa Hapyxnas odranbmorierus, | Jlepextel | MaTepuHCKOE
KapJMOMHOIIATUSI, TITO3, CAaXapHbIi arader MUTOXOHJIP | HACJIEIOBAHUE
HAJIbHOM
JJHK

IV.  C nopmanvuvim unu nuzkum napameopmorom (I1TI)
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AyTOCOMHO-IOMHUHAHTHAs TUTIOKAJIbIEMUS [M'unepkanbimypus CaSR ALl
V. VI.  C gvicokum napameopmonom (IITT)
[IceBgorunomnaparupeos la OxupeHue, JTyHOOOpa3Hoe muno, | GNAS Al
(Octeomguctpodusa Ondpaiita) HU3KOPOCJIOCTh,  3a/Iep’)KKa  YMCTBEHHOTO
pa3BuTHs, OpaxumakTuiaus (ykopoueHue 4 u
5 MerakapmajibHbIX U  MeTaTap3aJbHBIX
KOCTEM ), NOJKOXKHBIE KalbIIU(UKATHI
[Icesnorunomaparupeos 1b Hedexter | A
METHUITUPOB
aHus
GNAS
Ocreornetpo3 (MpamMopHasi 00JIE3Hb) TNFSF11, | AP, Al
CA2,
CLCNY7,
OSTM1,
CLCN u np
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INTPUOBPETEHHBIE BAPUAHTDBI

[TocneonepamOHHBIN TUIONAPATUPEO3

[TocnencrBus TUPEOUIIKTOMHH,

MapaTupCONIIKTOMHUHA
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[ KnnHnyeckne cumntombl ] " <2,25 mmonb/n
Ca 05U.I,I/IVI <2,0 Mmonb/n (y AOHOLW. HOBOPOXKA.)

CHUMKEH <1,75 monb/n (y HEAOHOLWEHHOTO)

CnyyaitHoe onpegaeneHue

Ca++ n P kposu

Ca ++ CHUXKeH

P kpoBu
CHUMKEH/HOpM.

Manbabcopbuus

KpeatnHuH
BbICOKMUIA

P kpoBu
noBblLIEeH
Paxutbl
[ XIMH ] NTT noBbiWweH
MNTr cHUXeH nnun

P B moue
CHUXKeEH
HOPManbHbI

AKTUBUMpYOLWME
[ 'mno Mg -emuna ] [anonapampeo3] [ MyTaumm CASR ]

Pucynok 1. Aaroputm nepBH4HOro 00cjieJ0BaHUs NMALMEHTA C THIOKAJIbLeMHUeil

[ I'Icesp,ormnonapampeoa ]

Ca — Kanbuuii, Ca++ - KanbUUit NOHU3NPOBAHHLIN, P — docdop, NTI — napatropmoH, XMH — xpoHuyecKkas
noyeyHas HegOCTaTOYHOCTb, Mg — marHuii, CASR — KanbLMN-4yBCTBUTEbHbIN peLenTop
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