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/laHHbIEe KJIMHMYECKHE PEKOMEHIAIUN MOATOTOBJIEHbI NMPO(ecCHOHATBLHBIMHU
accoumanuaMu  «Coro3 mneguarpoB Poccum» u  «Poccuiickoe 0011ecTBO
MEIUIMHCKUX TeHETHKOB», AKTYaJIM3HUPOBAHbI, COIJIACOBAHbI ¢ JKCIEPTHBHIM
COBETOM M IJIABHBIM BHEHITATHBIM CHEIMAJIHCTOM IO MEAMIMHCKON reHeTHKe
MunzapaBa Poccuiickoit ®@enepamuu  aA.M.H., npo¢p. C.H. KyueBbim.
Yreepaxaensl Ha XVIII Konrpecce neauarpoB Poccun «AKTyajbHbIe IPO0JIeMbl
nequarpun» 14 ¢epaas 2015 r. u Ha VII Cbe3ne Poccuiickoro ooéimecrBa
MeINIUHCKUX reHeTukoB 19-23 mas 2015 r.

Komnextus paboueit rpymnmei: PI'BY «Poccuiickas nerckass KiIMHUYECKas
OonpHMII@»  MunsgpaBa Poccmm  (mm.H. C.B. Muxaiinosa), HayuHo-
UCCIIEIOBATENbCKUN KIIMHNYeCKUd UHCTUTYT nenuarpun 'BOY BIIO PHUMY um.
H.U. IluporoBa MunzapaBa Poccuu (a.m.H., npod. I1.B. HoBukon, n.m.H. E.A.
Huxonaesa), ®I'6HY «Hayunsiil ieHTp 370poBbs neteit» (wieH-kopp. PAH, npod.
JI.C. HamazoBa-bapanosa, a1.m.H., npod. T.2. boposuk, k.m.H. T.B. bymiyesa, n1.M.H.,
npod. JIL.M. Kysenkora, k.M.H. O.B.I'mo6a, k.m.H. H.I'. 3Bonkoma), ®I'BHY
«Menuko-reHeTuyeckuii HayuHnbid 1eHTp» (A.M.H. npod. C.U. Kynes, n.m.H. E.1O.

3axapoBa).

ABTOpPBI  TOATBEPKAAIOT  OTCYTCTBHE  (DMHAHCOBOM  TOMAJEPKKH/KOH(IUKTA
WHTEPECOB, KOTOPHIA HEOOXOAMMO 0OHAPOAOBATH.
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METOAO0JIOI' YA

MeTo1bl, MICTIOJb30BAHHBIC JIJIs c60pa/ CEICKIIMM A0Ka3aTenbCcTB. KinnHnueckue

METOUYECKHEC PEKOMEHIAINK cOocTaBlieHbl Ha ocHoBe MeTomosiorun SIGN (Scottish
Intercollegiate Guideline Network; URL: http://www.sign.ac.uk). Jloka3areabHoi
0a3oii Ui pexkoMeHAauui sBisAOTCA myOnukanuu, Bomeamue B MEDLINE,
EMBASE, ORPHANET, KoxpaHoBckyto 6ubnuorexy, 6a3y nanapix OMIM. beumn
UCIIOJIb30BAHBl ~ MHTEPHET  JIaHHBIE, TMPEACTaBICHHBIE HA  MEKIYHAPOIHBIX
(http://newenglandconsortium.org) ¥ HaUMOHAIBHBIX CcalWTax OOIIECTB PEIKUX
Oomne3Hel W OONIECTBEHHBIX opranu3anuil. ['myObuna moucka coctaBmwia ¢ 1995 mo
2015 rr.

MeToabl, MCHOJIb30BAHHBIC JIJIs OLICHKM KauyecTBAa M CHJIbI JOKAa3aTEJIbCTB.

OueHka 3HAYUMOCTH B COOTBETCTBUHM C PEUTHUHTOBOM CXEMOHM I OLIEHKU CHJIbI
pEeKOMEHAaIMi: Ka4yeCTBEHHO IMPOBEJICHHbIC METa-aHaJIW3bl, CUCTEMATHYECKUE WIIU
PaHIOMU3UPOBAHHBIE  KOHTPOJUPYEMBIE  HCCIEIOBAHHS C HU3KHUM  PHUCKOM
CUCTEMATHYECKUX OIIMOOK; BBICOKOKAYECTBEHHBIE CHUCTEMATHYECKUE O0030pbI
WCCIIEIOBAHU CIIy4an-KOHTPOJIb WJIA KOTOPTHBIX VICCIIEIOBAHNUN;
BBICOKOKAQYECTBEHHBIC 0030phl HCCJICIOBAHUN CIy4ail-KOHTPOJb WU KOTOPTHBIX
UCCJIENOBAHUM C OYEHb HU3KUM pUCKOM 3(PQPEKTOB CMEIIMBAHUS  WIH
CUCTEMATUYECKUX OIMUOOK M CpelHEW BEPOSTHOCTHIO MPUUYMHHON B3aMMOCBs3HU. B
COOTBETCTBHUH C YPOBHEM JI0KA3aTEIHLHOCTH (KaueCTBO JOKa3aTeIbCTB, Tabyuuia 1) mo
XOJly M3JIOKEHUSI TEKCTa MPEJ/ICTABIIEHA CTETNCHb CHJIbI peKOMeHaaIui (tadnuma 2).
JIst OIleHKM KauyecTBa, CHJIBI JOKA3aTeNbCTB W (POPMYIHPOBAHUS PEKOMEHAAITNI
MCITOJIB30BAJICSI KOHCEHCYC IKCIEPTOB.

Wunukaropsl noOpokauecTBenHoi mpaktuku (Good Practice Points, GPPs)
0a3upoBaiUCh HA KJIMHUYECKOM OIbITe pabdodeil Tpymmbl 1o pa3paboTke
PEKOMEH AN,

OKOHOMUYECKMM aHanmu3 u nyOonukanuu 1o  (GapMaKOdIKOHOMHUKE HE

aHANM3UPOBAIMCh. Banuauzanus pekoMeHnanuii Oa3upoBanach Ha BHYTpPEHHEH


http://www.sign.ac.uk/

DKCIEPTHOU

CUCTCMATU3UPOBAIUCH U O6CY>KIL8JIHCL npeacecaarcyicM U 4JICHaMA pa60qel?1 I'PVIIIIBL.

OLICHKE. KommenTapun, IIOJTyYEHHBIE OT

[TpoekT pexomMeHaaIuii ObLT PelIeH3UPOBAH HE3AaBUCUMBIMU YKCIIEPTAMH.

Tabmuma 1. I'pamanmst ypoBHS 10Ka3aTEIHHOCTH

YpoBeHb
JTI0Ka3aTellb-
HOCTH

Tun
JIOKa3aTeIbLCTB

I[OKEB&TCJ'IBCTB& IMOJIY4YCHBI B PC3yJIbTaTC MEC€Ta-aHaJIn3a

00JBIIOTO yucna XOpOLIO CIUTAHMPOBAHHBIX
PaHIOMHU3UPOBAHHBIX HCCIIENOBAHUM.
PannioMu3upoBaHHbIE  HCCIENOBaHUSA

JIO’KHOTIO3UTHUBHBIX M JIOXKHOHETaTUBHEIX OITHOOK.

C HU3KHUM YPOBHCM

I[OKEB&TCJ'IBCTB& OCHOBAHBbI Ha PE3yJibTaTaX HC MCHEC OJHOIO0
X0pouio CrIiJIaHUPOBAHHOI'O PAHAOMU3UPOBAHHOI'O UCCICAOBAHMA.
PaHI[OMI/BI/IpOBaHHBIC C BBICOKHUM

UCCIIEI0OBaHUS YPOBHEM

JIO’KHOITO3UTHUBHBIX U JIOXKHOHETaTHBHBIX OIIHMOOK.

I[OKaBaTeJ'H)CTBa OCHOBAaHbI Ha pe3ylibTaTax Xopomo

CIUITAHUPOBAaHHBIX  HEPAHJIOMU3UPOBAHHBIX  HCCIIEIOBAHUM.
KoHTponupyembie HCCIIEIOBaHUS C OJHOM TPYyNMoi OOJBHBIX,

HCCICAOBAaHU C prnHOﬁ HCTOPHUYCCKOI'0O KOHTPOJIA U T.A.

I[OK&?;&TCJ'IBCTB& IMOJIYUCHEBI B PE3YJIbTATC HCPAHAOMHU3UPOBAHHBIX

HCCHGI[OB&HHIZ. HGHpHMBIe CpPaBHUTCIILHBIC, OIINCaTCJIbHO

KOPEJUIALIMOHHBIE HCCIEAOBAaHUS Y UCCIEHOBAHUS KIMHUYECKUX
CJIy4acB.

\Y

JIOKa3aTCJ'IBCTBa OCHOBAHbI Ha KIIMHUYCCKHUX Ccly4dasax

U IIpUMEpax.

Tabnuia 2. 'paganusi CTENEHU CHIIBI pEKOMEHIAINH

CreneHb ['pamamus

A JlokazaTenbcTBO | ypoBHSI WM yCTOMYMBBIE MHOTOYHUCIICHHBIC
nauubie |, 11l wiu 1V ypoBHS n0ka3aTenbHOCTH.

B HoxazatensctBa |l, 11l wau 1V ypoBHS, cuuTaromuecs B LEJIOM

YCTOﬁqHBBIMH JaHHBbIMH.

JKCIIEPTOB,




C HoxazatensctBa |l, Ill, 1V ypoBHsA, HO gaHHBIE B LIETOM
HEYCTOMWYHUBBIE.

D Cna0Onie WIH HECHUCTEMaTHYCCKHUE AMIIUPUYECKHUE
JIOKa3aTeJIbCTBA.

JIJisi OKOHYATENBbHOW pEedaKIMA W KOHTPOJIS KadecTBa PEKOMEHIAIMU ObLIN
MOBTOPHO MPOPELICH3UPOBaHbl WICHAMH paboyell TpyMibl, KOTOPhIE MPUILIA K
BBIBOJY, UYTO BCE 3aMe4yaHUsi M KOMMEHTApUU NPHUHITHl BO BHUMAaHUE, PHUCK

CHUCTEMaTUYECKUX OIHUOOK MpHU pa3paboTKe peKOMEHAALNN CBECH K MUHUMYMY.
OIIPEAEJEHUE

[nyrapoBass  ammaypuss tun 1 (HemoctaToyHOCTh — riryTapui-KoA
JNCTUIPOTCHA3bl, TIIyTapoBas aluWaeMus TN 1) - ayTOCOMHO-PEIECCHBHOEC
3a0o0sieBaHue, 00YCIOBICEHHOE MyTallUIMH B I'€HE, KOJAUPYIOMIEM (PEPMEHT TITyTapuJl-
KoA neruaporenazy (GCDH). J[ledpumur mganHoro <¢epmeHTa TMNPUBOAUT K
HAaKOIJICHUI0O B OHOJIOTMYECKUX JKHIKOCTSIX M TKaHAX TriyrapoBod u 3-OH-
rIIyTapoBor (3-TUAPOKCU-TITyTapOBOM), KHUCIOT OKAa3bIBAIOUIUX HEUPOTOKCHYECKOE
JICUCTBUE MNPEUMYIIECTBEHHO Ha TMOJAKOPKOBBIE CTPYKTYpPBl TOJIOBHOTO MO3ra.
JlnarHo3 rimyTapoBOM aumuaypud TAN | He ABIAETCS  KIMHUYECKHM, OH
YCTaHABJIMBACTCA TIPH OOHAPY)XCHUH OMPENENEHHBIX OHMOXMMUYECKUX W/WIH
MOJIEKYJISIPHO-TEHETUUECKUX N3MEHEHH, BBISBIISIEMbBIX Y MTAIIMEHTOB C OMPEACICHHON
KJIMHUYECKOM CUMITOMATHKOW WM Ha JOKIMHUYECKOW CTAaIUU IPU MPOBEACHUU

MaCCOBOI'O CKPpUHHMHI'dA HOBOPOXXACHHDbIX.

KO/I MKB-10 E72.3 Hapymienuns o6MeHa JM3UHA U THAPOKCUIM3UHA

IAMMUIAEMHUOJIOTIUSA

['nyrapoBas anmunaypust tun 1 (I'A1l) oTHOCUTCS K 4YMCIy PEAKHUX HACJIEICTBEHHBIX
Oone3neld oOmeHa BemecTB. Yactora 3abosieBaHus B cTpaHax 3amaaHod EBpormbl
coctaBisier B cpeaHem 1:50 000 >kuBBIX HOBOPOXAEHHBIX. BbIcOkas dYacTota

BcTpeuaemoctd ['Al oTmeueHa cpenu oOmuH amumieir B Amepuke, Kaname u



[TencunpBanuu - 1:300. K HacTosiieMy BpeMEHU B JIUTEPATYpE UMEIOTCA OMUCAHUS
oonee 400 ciydaeB sToro 3abosneBaHus. Benymumu v OCHOBHBIMHM KIMHUYECKUMU
CUMIITOMaMHu 3a00JIEBAHMS  SIBJISIIOTCA  MPOTPECCUPYIOLINME AKCTpanupamMuIHbIe
HapymeHus. ['Al OTHOCHTCS K TOM Tpymme HacieICTBEHHBIX 3a00JeBaHUM, s
KOTOpBIX  pa3paboTaHbl  METOAbl  METAa0ONIMYECKOM  KOppEeKLHH,  OIHAKO
3¢ (HEKTUBHOCTH JIEYEHUSI BO MHOTOM 3aBUCUT OT CPOKOB YCTAHOBJICHUS MTPABUIBHOTO
JMarLo3a M Ha3Ha4YeHMs NaTOreHeTndyeckod tepanuu. Iloznusas nmarHoctuka ['Al,
HECBOEBPEMEHHAsI U HEKOPPEKTHAas Tepamnusl IPUBOIAT K TSXKEJIBIM U HEOOpaTUMbIM
JIBUTATEJIbHBIM HapYIIECHUSA, & B HEKOTOPBIX cllydasx, - K Tudenu pedenka. s T'Al
pa3paboTaHbl METOJbl MOJEKYJISPHO-TEHETUYECKON JMAarHOCTHUKU, 4YTO II0O3BOJISET
MPOBOJUTH NPEHATAIbHYIO TUATHOCTHKY B OTATOIIEHHBIX CEMbSIX.

ITpencraBieHHBIE METOOUYECKHE PEKOMEHJALMM CTaBAT Iepel co0oil  1enb
O3HAKOMHUTh Bpadyel C COBPEMEHHBIMH JAaHHBIMH O IIaTOTE€HE3E, KIMHUYECKOU
KapTUHE, HEHPOpPaAUOJOTUYECKUX W OMOXMMUYECKHX OCOOEHHOCTSAX, METOoJax
nuarHoctukn I'Al, a Takke O BO3MOXHBIM METOJAX MEIUKAMEHTO3HOW H

JTUETOTEpaIiy dTOTO PEAKOT0 3a00JIeBaHUSI.

ITUOINATOI'EHE3

I'en GCDH kaprupoBan Ha xpomocome 19p13.2. K nHacrosimeMy BpeMeHU B
reie GCDH omucano 6onee 200 pa3nuyHbBIX MyTalMii, OJHOM M3 CaMbIX
pacnpocTtpaHeHHbIX siBisieTcst R402W, Bcrpewaromascs ¢ vactotoit 12 - 40% B
cTpaHax 3amaaHou EBpombl. HexkoTopeie mMyTannu xapakTepHbl sl ONPEAEICHHBIX
THUYECKUX Ipynn U n30saToB: mytauuu P248L u E365K B Typuuu, myraunu IVS 1
+5G>T u A421V B oOmuHax aMHuIlen.

®epment rayrapui-KoA-neruaporenaza (GCDH) yuacTByeT B MeTabonm3me
aMUHOKHUCIIOT JIU3UHA, TUposn3uHa, Tpunrtopana. GCDH nokann3zoBaHa B MaTPUKCE

MUTOXOHJAPUM M TIpEeACTaBsAeT co00M romoteTpamep. Kaxknas cyObeauHUIa 3TOro



Ooenka coctout u3 438 amuHOKMCIOT, N-TepMHHaJIbHBIA ocTatok (44
AMUHOKHCJIOTBI) YJaJseTcs I0CI€ TPAaHCHOPTHUPOBKU (EpMEHTAa B MHMTOXOHAPHIO.
GCDH karanu3upyeT 2 nocien0BaTeNbHbIX peakuuu MpeBpamieHus rimyrapui-KoA B
KpoToHWIT-KOA (peakiuu JeruapOreHUpOBaHMs U JeKapOoKkcuimupoBaHus). B
pe3ysbraTe OJIOKMpOBaHUS JAaHHONW (PEPMEHTHOW peaklMM MPOUCXOAUT HAKOIJICHHUE

rrytapoBoid U 3-OH-riyTapoBoil KHUCIOT B OMOJIOTHUECKHX KHUAKOCTSIX M TKAHSIX

(puc.1).
Benok TKkaHeBble
paunoHa benku
A\ 4 A\ 4
L-TpunTtodpaH L-Nn3uH
2-aMUHOaaUMNMHOBas
Kucnota
\4
> 2-keToagnnuHoBast
KucnoTa
1 |:i:|<— 2-keToaaunaT-aernaporeHasa
e oo Mnytapwn- | ______________ >
[myTapoBas kucnota KoA "nyTapunkapHUTUH

L-kapHUTUH

Butamud B, —»| oA

2 __1<+— nyrapun-KoA-aermaporeHasa

v\> co,

®AOH, Kpolzcc))xmn-

v

2xAuetun- » Linkn Kpebca
KoA H °

Puc.1 Cxema meTaboInYeCKUX MPOLIECCOB, MPUBOASILNX K Pa3BUTHIO TIIyTapoBOM auuypuu tum 1:
MeTa0OoIMUECKUE OJIOKHU BBIACICHBI TOyObIM I[BETOM, TaTOJOTHUECKUE METAa0OIUTHI BBIICIECHBI
JIBOMHOM paMKOH



MyTtaHTHBINH (PepMEHT OTHOCUTCS K Tpynme (IaBonpOTEMHOBBIX JIETUAPOreHa3
MUTOXOHAPHAIBHOIO MAaTPUKCA, YYACTBYIOIIMX B IEPEHOCE 3JIEKTPOHOB K YOUXUHOHY
gepe3 IEKTPOH-TIEPEHOCAIINN (HITABONIPOTEHH B JBIXaTEILHOW eI MUTOXOHIPUH.

Mexanusmbl pa3utus ['A 1 g0 koHua He usydeHsl. [IpemmyiiiecTBeHHOE
NOPAKEHUE CTPHAPHON CHCTEMBI CBA3BIBAIOT C HM30MPATEIBHON TOKCHYHOCTBIO
TIIyTapOBOM KHUCJIOTHI W/WJIM €€ MpOM3BOAHBIX. Takke IriryTapoBas KHCIOTa U €€
METa0OJUThl WHTHOMPYIOT JeKapOOKCHIa3y TIyTaMUHOBOM KHUCIOTHI ((epMeHT,
yuacTBytomuii B Merabonuzme ["AMK), 4To BbI3BIBAE€T CHMKEHHE KOHIICHTPAIIMU
3TOr0 TOPMO3HOro Helpomenuaropa. ¥ OosbHbIX ¢ ['A 1 BBISBICHO 3HAUUTENIBHOE
CHIW)KEHHE JEeKapOOKCHIIa3HOW AKTUBHOCTH B JOOHBIX OTAENax KOpbl TOJIOBHOTO
MO3ra, XBOCTAaThIX SApaxX M CKOpJIyne M CHWKeHue KoHueHTtpaunn ['AMK B
nepeopocnuHanbHoi  kuakoctu  (LICXK). Opnako maHHBIE OHOXHMMHYECKHE
HapylIEeHUss MOTYT ObITb BTOPHUYHBIMHU M BO3HUKATH BCIIEJCTBHE IOBPEKICHHIA
["AMK—epruueckux HEMpOHOB MO3ra.

MexaHnu3Mbl MATOTE€HE3a OCTPBIX «IHILE(ATUTONOAOOHBIX» KPU30B O KOHIIA
He BbIsICHEeHBI. CumMTaroT, 4uto riayrapoBas U 3-OH-riaytapoBas KHUCIOTHI, UMEIOIINE
CTPYKTYPHOE€ CXOJICTBO C IIyTaMaTOM, B3aUMOJEHCTBYIOT ¢ N-METHII-acIIapTaTHIMU
penenTopaMu, il KOTOPBIX IIIyTaMaT SBIISIETCS €CTECTBEHHBIM aKTUBATOPOM, UTO
BBI3BIBAET YPE3MEPHOE HaKoIUIeHHE MOHOB Ca2+ B MMOCTCMHANTHYECKUX HEMPOHAX U
OPUBOJUT K TUOenu KJiIeToK. [IpyruM BO3MOKHBIM HEHPOTOKCHUYECKHUM (HaKTOpOM
CUMTAIOT HAKOIUIEHHE MPOMEXYTOYHOro MeTabonnuta oOMeHa TpunrodaHa U JU3MHA
— KBUHOJIMHOBOM KUCJIOTHI. B HacTosiiee BpeMsi, 10 KOHI[A HE paclio3HaHa NMPUYMHA
J00HO-BUCOYHOM aTpodUU W/WIK TUMNOIJIA3UHA U CYOAypaIbHBIX KPOBOMBIIUSAHUM TIPU
['Al. Cuuraercs, yto BO Bpemsi sMOpuoreHeza 3-OH-rimyrapoBas KHCIIOTa MOXKET
HapylmaTbh GOPMUPOBAHUE CTEHOK COCY/OB, B TIEPBYIO OYepEb — COCYA0B I'OJIOBHOTO
MO3ra, TMpUBOJAS K TMOBBIIIEHUIO MX MPOHHUIIAEMOCTH W  BO3HUKHOBEHUIO

KPOBOW3IUSAHNMN.
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IIpu ayrtomncuum y Bcex mnanueHTOB ¢ ['Al  BBIABISIOT BBIPAXKEHHYIO
CyOKOPTHKAJIbHYI0 W KOPTHUKAJIBHYIO aTpo(HIO0 TOJOBHOTO MO3Ta, aTpOPUUYECKYIO
BEHTPUKYJIOMETaIn0. B OOJBITMHCTBE CIIy4aeB BU3YATH3UPYIOTCS HEKPOTHUECKHE
U3MEHEHHUSI B 00JIACTH CKOPJYMBl U TOJIOBKM XBOCTATOTO sfpa. Pexke mopaxarorcs
3pUTENIbHBIC TPaKThl, MO30JIMCTOE TEJ0, BHYTPEHHSS Kalcyja, TiIyOOKHEe OTJIeIbI
Oeoro BemiecTBa MO3KEUKa, CTBOJA MO3ra. Y psja IMAaIMEeHTOB OOHAPYKHBAIOT
«ry0o4aTyro» JereHepaIuo oeJioro BEILIECTBA, MIPEUMYIIIECTBEHHO B
MIEPUBEHTPUKYISIPHBIX O00JacTAX, pPeXe B Tajlamyce, OJeTHOM IIape MU CTBOJIC
TOJIOBHOT'O MO3Ta.

Y OodpIIMHCTBA TAIIMEHTOB IIPH ayTOICHU TICYCHHU BBISABISAETCS >KHUPOBAs
uHQUIbTpaIMsi  KJIETOK  TI€YEHU, MPOKCUMAIbHBIX  KaHAJIbIEB MOYEK U
MHOKapIUOLIUTOB, qTo MOJKET OBITH CBSI3aHO c HecnenupuyecKou

MUTOXOHAPUAIBHOU TUCHYHKIIHECH.

KIACCUOUKALIUA U KIMHUYECKASA KAPTUHA

I'A 1 00bIYHO AEOOTHPYET B paHHEM JETCKOM BO3pacTe - oT 3 10 36 mecsues,
¢ nukoM Manudectaruu oT 6 no 18 mecsnes. [lo knmuauyeckomy Tedenuto ['Al
KJIaCCU(UILIMPYIOT HA JBA OCHOBHBIX MOATHUIMA: C OCTPBIM/«AHIIEHATUTONOAOOHBIMY U
MOAOCTPBIM/I0OPOKAYECTBEHHBIM TEUCHHUEM.

Ocmpuiii «3Hyedanumonodobusiily sapuarnm mevernus I'Al.

B 75% cnydaeB HaOmonaercs «dHIE)AIUTONO00HBIN BapuaHT 3a00JIeBaHUSI.
Y 75-80% OonbHBIX Makporiedaaus MOXKET ObITh MEPBHIM CHUMITOMOM OOJIC3HH,
KOTOpasi OTMEUAETCS C POXKICHUS WM Pa3BUBACTCS B TEPBBIC MECSIIbl JKU3HH.
Hepenko, «npoBouupyromummuy axkropamu MaHudectanuu 3a0071eBaHUS SIBISIOTCS
YEpemHO-MO3roBasi TpPaBMa, XUPYPTrUUYECKHUE BMENIATENIbCTBA, WHQPEKIUH WIH
BaKIMHaus. B OosbIIMHCTBE ciiydaeB, 3a00JieBaHUE HAYMHAETCSl OCTPO, CIyCcTs 24-

72 yaca OT BO3JICUCTBUS «ITPOBOIUPYIOIIETO» (haKTOpa.
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[Ipu pa3BuTuu «3HIEDATUTONONOOHOTO» KpU3a TPAKTUYECKA Yy BCEX
OOJBHBIX BHE3AMHO TOSIBISIOTCA JUXOPaJKa, YacThle CPBITMBAHMS, HEYKpOTUMAs
pBOTa, KHUIIEYHBIE PACCTPOMCTBA, SIWICNTUYECKUE TMPUCTYIHBI, BBIPAKCHHAS
muddy3Has MbIIeUHAs TUIOTOHMS, PEXKE - MBIIIEYHAS PUTHIHOCTh. YacTto
MIPOUCXOJNUT YTHETEHUE CO3HAHUS 10 COMOPa U KOMBI, B pE€3yJIbTaTE Pa3BUBAIOIIETOCS
OTeKa M HAOyXaHWs MO3Ta, HEPEIKO MPUBOSIIETO K JIETAIBHOMY MCXOJYy B MEPBBIC
CYTKH 3200JICBaHMSI.

[TocnencTBusiMU TEPEHECEHHBIX «IHIE(DATUTONOTOOHBIXY» KPU30B SIBISETCS
pa3BUTHE JABYCTOPOHHETO MOBPEKICHUS MOJOCATHIX TEJI, CKOPJIYIIbI, XBOCTATHIX sJIEP
u OsieHbIX mapoB. CIycTss HECKOJIBKO JTHEW WUITU HEJIeIb MOCTe KpU3a B KITMHUYECKOM
KapTUHE MOSIBIISIIOTCS ~ Pa3jUYHbIE THUIIBI TUIMEPKUHE30B  (opodarnaibHbIE,
xopendopMHBIE, XOPEOaTETOUIHBIC, OATUCTUUECKUE), pa3BUBaeTCa nuddy3Has uiu
OIHOCTOPOHHSII ~ MBIILIEYHAss  JUCTOHMS, KOTOpas  4acTO  COYETaeTcss  COo
CHacTUYHOCThIO. MHOrga 5TO MOPUBOAMT K OIIMOOYHBIM JMArHo3aM: OCTpPOro
pecnupaTopHOro 3a00JIeBaHUSI C HEUPOTOKCHUKO30M, OCTPOW HEUpOMHGEKIINH,
YEeperHO-MO3rOBOM TpaBMbI, MOCTAaHOKCHMYECKOW »Hiedanonatuu. Kak mpasuio,
3a00ieBaHUE  HOCHUT  BOJHOOOpPA3HBIM  XapakTep:  MOcCie  MEePEHECEHHBIX
(OHIEPAITUTONIONOOHBIX» KPU30B TMPOUCXOAUT MEJUICHHOE, HO HE IOJHOE
BOCCTAHOBJICHME HEBPOJIOTMYECKUX HapylieHuid. B mocnemyromiemM y MaiueHTOB C
rpyObIM AUCTOHUYECKUM CHHIPOMOM YacTO Pa3BUBAIOTCS BTOPUYHBIC OCIOKHEHUS,
Takhue Kak THUNOTPOUs, XPOHUYECKUN AaCHUPAIMOHHBIA CHHAPOM, TIIOJBBIBUXHU
CYyCTaBOB U BBIP@XKEHHBIN 0O0JICBOI CHHIPOM.

Tlooocmputii/ooopokauecmesennvlii sapuanm mevenus I'Al

B 25% cnyuaeB 3abosieBaHue UMEET MOIOCTPOE, JOOPOKAUECTBEHHOE TCUCHUE.
Ha mepBoM roay >KU3HM €T HAOJIIOMAIOTCA C 3aJIEPKKOU TCHUXOMOTOPHOIO
pa3BUTHS, a B TAJIbHEUIIIEM MPOUCXOIUT MOCTETICHHAs yTpaTa paHee MpuoOpPEeTEHHbIX
HaBBIKOB, U TIPUCOCAUHSIOTCS pa3IMYHbIC BUJbI TUIMEPKUHE30B. JIMCTOHWMYECKHE

TUIEPKUHE3bl MPHUBOJIAT K HAPYIICHUIO XOJbOBI, MUChMAa W PEUEBBIX (PYHKIIMMA.
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MHuorue O0JbHBIE NIUTEIBHOE BpeMs HAOJIOMAIOTCS Yy HEBPOJIOTOB CO CHACTHKO-
TUIEPKUHETHYECKON (opmoil  AeTckoro uepedpainbHOTrO mMapanuya. Jpyrumu
YaCTBIMM  CHUMIITOMaMU  SIBIIIIOTCS  MPOGy3HOE  MOTOOTIACICHHUE,  SIU30IbI
HEMOTHUBUPOBAHHOM JIMXOPAJIKH, SIUIICTITUYECKUE TPUCTYIIHI.

Cpean  oTalbMOJOTUYECKMX  CHUMITOMOB  HEpPEAKO  OOHapy>KUBAIOT
KPOBOM3JUSHUSA B CETUATKY, KaTapakTy, odTaapMonape3, KOCorjia3ue U MUTMEHTHYIO
JIETCHEepalliI0 CeTYaTKU. Y HEKOTOPhIX MAlMEHTOB HAOIIOJAIOTCS aTaKTHUUECKHE
paccTpoiicTBa, OYEHb PEIAKO BCTPEYAIOTCS MHOKJIOHUU U TpeMop. Y OOJBIIMHCTBA
MalMeHTOB HWHTEJUIEKT HE CTpajJlaeT WIM HaONI0JAl0TCs JIETKHEe KOTHUTHBHBIC
HapylieHus. Y He JICYCHHBIX OOJBHBIX CMEpPTEIbHBIM HCXOJ HACTYINAaeT B TEUCHUE
MEPBOrO JIECATUICTUS KU3HU Ha (OHE TSKEIOr0 METabOJIMYECKOro Kpu3a WU B
pe3yabTare pa3Butus Pelie-mogoOHOro cuHapoMa.

VY psina 6onpHbIX ¢ 'A1 Ha nepBoM roay xu3nu B 10-30% cinydaeB BO3HUKAIOT
cyOlypaibHbIe KPOBOUBIIUSIHUS, KaK MPABUIIO, MTOCJIE IEPEHECEHHON JIETKON YepEenHO-
MO3roBoiM  TpaBMbl. [laneHTel ¢  CyOaypanbHBIMH  TeMaTOMaMu  W/WIH
OuTeMnopaibHBIMH apAaXHOUJATHHBIMH KHUCTAMU B COYETAaHMHM C Makpouedanvend u
JTUCTOHUSMHU JOJDKHBI OBITh OTHPABJICHBI B TEHETUYECKYIO JIAOOpaTOpHIO ISt
uckmouenus ['Al. Jluarno3 riyrapoBoit anuaypuu tum [ JomkeH ObITh 00s13aTENHHO
UCKJIFOYEH JIa0OPaTOPHBIMU METOJIAMH Y MAIMEHTOB C MPEANojaraéMbiM CHHIPOMOM
«TPSACKU MJIQJICHLIA.

Knuanuecknit auaruo3 'A1 MoxeT OBITH 3al107I03PEH Y MAIlMEHTOB, UMEIOIINX
B KJIMHHUYECKOM KapTUHE Makpouedaanio, >SKCTparndpaMUuHbIe HapyIIEHUS C
Ne0I0TOM B paHHEM JIETCKOM BO3pacTe M XapaKTepHbIE HEHPOPaIuOIOTHUECKHE
n3MeHeHus. B Tabnuiie npeacTaBieHbl KPUTEPHUH, TTO3BOJISIONINE TPEANoN0KUTh ['Al

(Tabnuma 3).
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Tabnuna 3. KIuHMKO-TMArHOCTHYECKHE KPUTEPUH, MO3BOJIAIONINE 3aMO003PUThH
[JIYyTapOBYIO ALMAYpPHIO THI 17,

BepositHOCTB Huskas YMepeHHas Bricokas
JIMarHosa
Knuanueckue | -Maxkporiedanus; -Pefie-momo6HbIe Antn30ab1 | -OcTpas sHuedaronaTus
KpUTEpUU -Brictynaromiue (ocTpas MeTaboanuecKast -IPOrpeECCUPYIOIINE
JIOOHBIC OYTPHI; sHIe(amonaTus) JKCTpaNupaMUIHbIC
-Hapymenus -3HIEPATUTONOJOOHBIE HapyLIeHUs
BCKapMJIMBaHU AIU30/1bI, -opoannanbHbIe
-3anepxka -TUTIEPKUHETHYCCKAS TUCKUHE3UN
JIBUTATEIILHOTO dbopma neTckoro
pa3BUTHUS 1epedpaIbHOro napajinya.
-TIepUOINYECKasi aTaKCHs
Cemelinblit CuHIIpOM «BHE3AITHOU Hannume B cembe 60IBHOTO
aHamHe3 CMEPTHU MIIAJICHIA» WIH C IOATBEPKICHHBIM
He otaromen CMEPTEJIbHBIN UCXOJT OT nuarHo3om ['A turm 1,
HEKYMHUPYEMBIX CYAOPOT B | HATUYHE CMEPTEIHLHOTO
cemMbe UCXOJa B CEMbE OT OCTPOTO
CUMMETPUYHOTO HEKpPO3a
0a3aJbHBIX TAHTJINEB
Heiipopanuo- | -arpodus/runonnaszus | -Cy6aypaibHble -JIoGHO-BHCOYHAs aTpodust
JIOTUYECKHE | JIOOHBIX OT/IEJIOB CKOIUIEHHUS TOJIOBHOT'O MO3ra,
KpUTEpUU -3a/IepKKa -arpodusi/Tunoniasus -M30JIMPOBAHHBIC
MUETHHHA3AIH BHCOYHBIX OTJICJIOB CUMMETPUIHBIC HEKPO3BI
-BEHTPUKYJIOMETanus -neiKkodHIIePanonaTus 0a3abHBIX TAaHTTIUEB
-pacipeHue (MOIPOCTKH, B3POCIIBIE) (6meqHOTO 1I1apa U
cybapaxHOHIaTbHBIX -MU30JIUPOBAHHOE XBOCTATHIX SIAEP)
MIPOCTPAHCTB nopakeHue OJIeTHOro
nrapa

*Hoffmann G.F., Athanassopoulos S., Burlina A.B., et all. 1996

JUATHOCTHUKA
Hetipopaouonozuueckue memoovt

Haunlbonee wyacTeiMu HeHpoOpaauoJOTHYECKUMH Tpu3Hakamu npu [A 1
SABJISIFOTCS: J00HO-TEMEHHAas runoriazus/arpodus, BEHTPUKYJIOMETaJINA,
CcyOaypajibHble T€MaTOMBbI, 3ajJiepXKKa MHEIMHU3ALUN/JEMUCIIMHN3ANUA U HEKpPOo3
0a3aJbHBIX TaHIVIMEB. Y TMANUMEHTOB ATH HW3MEHEHUS MOTYT BCTpEYaThCs Kak
M30JMPOBAHHO, TaK M MPAKTHYECKH B JIIOOOM coueraHuu. Hauboree xapakrepHoit
HEUPOPATHOJIOTHIECKONH 0COOCHHOCThIO I'A 1 ABIISICTCS CHMMETPHYHOE pacIIupeHUE
CWIbBUEBBIX IeNed ¢ (opmupoBaHueM <«3dekra HaAKYIIEHHOro s0J0Ka» WU

«KpBUIbEB JIETy4Yell MBIIIN», KOTopas BcTpeudaeTcss y 95%. Y OonbpmmHCTBA HE
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JICUYEHBIX MAallMEHTOB BBISIBICHO PACIIMPEHHE CyOapaxHOWIAIbHBIX MPOCTPAHCTB
Ja)ke Ha MPECUMITOMATHYECKON CTaJuu 3a00JI€BaHMsI, KOTOPbIE HE MPETEPIIEBAIOT
HUKAaKNX W3MEHEHUM IpU NpPOBeAcHUM KOHTPOJbHbIX MPT romosHoro mosra u
COYETAIOTCS C HOPMAJIBHOW TOJILIMHOM KOPBI TOJOBHOIO MO3ra M HOPMAaJbHO
Pa3BUTBIMH U3BHIIMHAMU.

Y OoNpIIMHCTBA TMAIMEHTOB CyOaypaibHbIE THUTPOMBI/TEMAaTOMbBI, YacTO
pacrnojaraiotrcs OwiaTepalbHO, PEXKE - HMEIOT OJHOCTOPOHHION JIOKAIHM3AIUIO.
OnwuceiBaroT oOpa3oBaHue OUTEMITOPATIBHBIX apaxHOUIAIIBHBIX WIH
CyOsNEHIUMApHBIX KHUCT, PEAKO BCTPEYAETCS HMX OJHOCTOPOHHSA JIOKAJU3ALIMSL.
N3meHeHus: 6enoro BelEecTBa TOJOBHOIO MO3ra BCTPEYAIOTCS Y MHOTMX OOJIBHBIX C
['A 1 u 4acTto couderaroTCsi ¢ HEKpO30M Oa3zanbHbIX ranriueB. [lopaxkeHue Oenoro
BEILIECTBA, KAK MMPABWIO, CHMMETPUYHOE, IPEUMYILIECTBEHHO B IEPUBEHTPUKYJIIPHBIX
30HaX B 0O0JAacTU MEpeAHMX M 3aJHUX POroB OOKOBBIX KEIYJOYKOB M B 00jJacTu
CEMHUOBAJIBHOTO ILIEHTPA, B HEKOTOPBIX CIIy4asx OOHApYX UBAIOT JEMUEITUHU3ALMIO
cyokopTukanbHbix U-BosokoH. OcTaeTcs He SICHBIM, SIBJISIFOTCS JIM JaHHbIE 001acTu
oyaraMM  JIEMUEIMHHM3AlUN WIA TUIOMUEIUHU3AIUMH. Y HEKOTOPbIX OOJIbHBIX
OIMCAHO MOPaXCHUE MO30JIMCTOrO Tejla. XapaKTepHbIE HEHPOPagUOIOTHYECKUE

u3MmeHenus ipu ['A 1 npuBenens! Ha pucyHke 2 (A,B).

.00?\;01 NO C 2003709718 16:37:35 3086 — - - §
a8 ‘i 108 , _RLRRAae  Pucynok 2. MPT
At 9 ¢ .'
sor GED

nanuenToB ¢ ['Al.
A. Dddext
«HAJKYIIEHHOTO
SI0JIOKaY UJTH

{ «KpBUIbEB JETyueit
MBIIIIN

B. CyOnypanbHble
reMaTOMBI
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JlabopamopHas ouacnocmuka

OCHOBHBIMM METOJaMH IOATBEP)KIAOIIECH JauarHoctuku [I'A 1 sBisAroTcs
ouoxumuueckue. B OuoOmOrMyecKuxX IKHUIKOCTAX (MOYa U KPOBb) OIPEACTSIOT
KOHLIEHTPALUIO OpraHUYeCKUX KHCJIOT u/unu aIMIIKAPHUTUHOB
(rmytapunkapauTuHa). Ilpu naHHOM 3a00JIeBaHMM MOBBIIIAKOTCS KOHLEHTPALUU
riryTapoBoi, 3-OH-rioyTapoBoil KHCIOT W TIyTAPUIIKAPHUTHMHA B JIECATKU pPa3 IO
CPAaBHEHUIO ¢ HOpMOM. OpraHM4ecKue KUCIOTHI ONPEACIIIOT METOJOM XPOMAaTOMace
CHEKTPOMETPUH, ALUIKAPHUTUHBI - METOJIOM TaHIAEMHOM MacC-CIIEKTPOMETPUH.

VY HekoTopbIx 00sbHBIX ¢ ['A 1 KOHILIEHTpauus riayTapoBOil KHCIOTHl B MOYE U
KPOBH MOKET OBbITh B IpeAeiax HOPMbI, B TaKUX CIy4asX JIMarHOCTHYECKH-
3HaYUMBIM MAapKEpPOM SIBIISIETCA TMOBBIIEHWE KoHIeHTpauuu 3-OH-rimyTapoBoii
KHCJIOTBI, YTO MO3BOJISIET YCTAHOBUTH JuarHo3 ['A 1 .

JHK nrarsocTyka u onpeneaeHue akTUBHOCTH rinyTapui-KoA nernaporeHassl
(B neiikorutax u (uOpobdIacTax KOXKMU) HEOOXOAUMBI Kak JJjisi BepudUKaAUU
JMar”Ho3a, Tak v JUJIsl NOCJIEAYIOIIEeH MPeHaTalIbHOW TNarHOCTHKHY.

JUis noarBepkaeHus auarHo3a ['A 1y manueHToB ¢  KIMHUYECKUMU
cUMIITOMamMu 3a00JIeBaHUsl CHEUU(PUUECKUMU AUArHOCTUYECKUMH TECTaMH CIIETYyeT
CUMTaTh: KOJUYECTBEHHOE ompeiaesneHue riayrapoBod u 3-OH riayTtapoBoi KHCIOT B
MoO4Y€ M KpoBH, BblsiBieHMe MyTauuid B reHe GCDH w/unu cHuXeHue aKTMBHOCTU
depmenta GCDH (D).

B nocnenHue roxpl B CBSA3M C IIMPOKMM BHEJIPEHUEM TaHAEMHON Macc-
cnexktpomeTpun (TMC) Bo MHOTHX CTpaHax MPOBEACHbI MUIOTHBIE UCCIECOBAHUS 110
HeoHaTallbHOMY CKpUHHMHTY Ha ['A 1.C nmomompio TMC onpeaensitor KOHIIEHTpaIuu
rinytapuikapautuHa (C5DC) B msATHax BhICylIEHHOW KpoBH. [loBbIIeHHE ypOBHS
Toro meradonuta npu I'A 1 mpoucXoauT A0 MOSBIEHUS KIMHUYECKUX MPU3HAKOB
3a0osieBaHusl. MHOTHE MCCIIeI0BaTeNIM CYUTAIOT, 4TO BKItoueHue ['A 1 B mporpaMMel
MacCOBOTO CKpHMHHUHIA OIpAaB/IaHO, TaK KaK paHHEE Hayajao JICYEHHs] MO3BOJISIET

SHAYUTCIIBHO YIIYUIIHUTh Ka4CCTBO KU3HHU OOJBHBIX.
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Jl1st MaccoBOro CKpHMHHHra HoBopoxaAeHHbIX Ha ['A 1 onpexnersiror C5DC B
ISTHAX BBICYIICHHON KPOBM METOJIOM TaHJIEMHOM Macc-criektomeTpuu (B).

Jlnsa noarBepxkaeHus auarHo3a ['’A 1 y DanueHToB, BBIABICHHBIX IpU
HEOHATaJbHOM CKPUHUHTE€ HOBOPOXICHHBIX, CIEUU(PUUECCKUMU TUATHOCTHUYECKUMU
TECTAMHU CJIEIYET CUMTaTh: KOJMYECTBEHHOE ompeaesneHue rayrapoBoi u 3-OH
TIyTapOBOM KKMCIIOT B MOY€ U KpoBH, BhIsiBIcHHE MyTanuii B reHe GCDH (D).
Monumopuposanue yposHs Op2aHudecKux KUciom

Tokcudeckoe MOBpPEXACHUE TOJOBHOIO  MO3ra  BCIEACTBHE  BBICOKHX
KOHIIEHTparuii TayTapoBoii ¥ 3-OH-riyTapoBoil KHCIOT JemaeTr HEOOXOIUMBIM
IPOBEJCHUE HCCIEAOBAHUS COACpPXKaHUS JAHHBIX META0OJUTOB B OMOJOTMYECKHX
cpenax. CHIKeHUE KOHIICHTpAIuu TiayTtapoBoi u 3-OH-rimyTapoBoil KuciIoT B Moue
HaOMIoaeTcsl y MalMeHTOB, HaXOJAUIMXCS Ha cHeuu(uueckol HHU3KOOEIKOBOM
IueTe, a TakkKe Mnpu Tepanuu pudodraBUHOM Yy OOJBHBIX ¢ pubodIaBUH-
YYBCTBUTEIBHBIMU (POPMAMH.

OnHako KOHLEHTpalMu JaHHBIX KUCIOT B cbIBOpoTke KpoBu M LICK Ha

JICYCHUH HE CHUKAIOTCS JI0 HOPMBI.
NPUMEPBI ®OPMYJINPOBKH IUATHO3A

- 'myrapoBas aumaypus T [

- ['myrapoBas auunemus tun |

- Hapymienust oOMeHa nu3rHa U THAPOKCUIN3UHA

- 'mroTapukanuaypus , THAPOKCUIM3UHEMHS, TUTIEPIIU3UHEMUS

JIEHEHUE

Bcem OonbHBIM MOKa3aHa MaToreHeTH4ecKas Teparus, KOTopas HalpaBjieHa Ha
KOPPEKIMI0 MeTadoJIMYecKoro amcOanaHca W BKIIOYACT CHeyuarusupo8aHHyIo
ouemomepanuto, HazHauenue L-kapnumuna u puboghnasuna.

Y OonbIIMHCTBA HE JIEYCHBIX ManueHTOB ¢ ['A 1 KOHIEHTparus oOiero u

CBO6OI[HOFO KapHUTHHAa B IINIa3MC MW CBIBOPOTKEC KPOBHU J0OCTATOYHO HH3KaAs. L-



17

KapHUTHUH CBS3BIBACT TIYTAPOBYIO KHUCIOTY M OOECTICUMBACT €€ BBIBEJACHHE U3
opraHu3mMa B BuJe DiIyTapwikapHuTuHa. HawanbHas pno3a L- xapuutuna 100
MT/KT/CyTKH, KOTOpasi MOKeT ObITh CHIKEeHa 10 50 MTI/KI/CyTKH y JAeTei crapiie 6
ner. Bcem OonmpHbiM ¢ I'’A 1 moka3zaHa MOXW3HEHHas Tepanus mpenaparoM L-
kapuuTHH (C).

Kpaitne penko BcTpeuaercss pubodinaBuH-uyBcTBUTENbHas popma ['A 1.V
NAIlMEHTOB C JaHHOM (QopMoil 3a00eBaHUs MPU Ha3HAYEHUU pUOOQIIaBUHA B J103€
100-200 Mr B CyTKHM OTMEYAaeTCsl YJYYIIEHHE COCTOSHHMS B BHUAC YMEHBIICHUS
CTCTICHU  BBIPAKEHHOCTH HEBPOJOTHYCCKUX HapymeHud. [lpm  ynydmennn
KJIIMHAYECKOTO M METa0OJIUYECKOTO CTaTyCOB y OOJBHOTO peOEHKa MPU Ha3HAYCHUU
pubo@diaBrHa HEOOXOAUMO NPOAOIKUTH €r0 NPUMEHEHUE, TPU OTCYTCTBUH TAaKOBBIX
mpenapar J0JDKEH ObITh OTMEHEH.

Jleyenne NOKHBI OBITH HAYATO BCEM OOJIbHBIM C BBISBJICHHBIM JOCTOBEPHBIM
MOBBIIIEHUEM YPOBHS TIIyTapOBOM KUCIOTHI B MOY€E 10 MOaydyeHud pe3ynpraroB [JHK
muarHoctukn  ['A 1. Jlmg  jedeHuss  «dHIE(PAIUTONON00HOTO»  KpH3a B
MEXIYHApPOIHbIE CTAHAAPTHl BKJIIOYEHBI METOJIbI WHTEHCHUBHOW Tepamuu. Takxke
MIPOBOJIUTCS CUMITTOMATHYECKasl Tepanus ¢ THIATEIbHBIM MOA00POM JIEKapCTBEHHBIX
npernapaToB, HAMPABICHHBIX HA KOPPEKIIUIO HEBpoJorHueckux Hapyienuit (D).

Juemuyeckue pexomenoayuu TOAOUPAIOTCS TAIMEHTaM WHANBUIYAIBHO.
[IpuBeneHHbie peKOMEHIAIMU 1O OeNKy, MPUHATHIE B Pa3HBIX CTpaHaX, MOTYT
ornuyathcs. Jluerorepamuss mnpu 3a00J€BaHMM  HAMpaBieHAa Ha  CHIDKCHHE
MOCTYIJICHUST JIM3WHA, TpunToaHa ¥ THUAPOKCHIM3UHA, KOTOPBIC SIBIISIOTCS
OCHOBHBIMH TPEIICCTBEHHUKAMH HEHPOTOKCUYECKUX META0OJUTOB - TIIyTapOBOU H
3-OH-riytapoBoii  kuciOT. JlaHHBIE aMHHOKHCIOTHI COJAEpPXKATCI B  OOJIBIIIOM
KOJIMYecTBe B OeJikaX >KUBOTHOTO TPOUCXOXKACHUS (pbide, Msce, MOJIOUYHBIX
npoayKTax U Ap.). B cpemnem coiepxkaHue B HUX JIM3WHA cocTaBisieT 6 - 9% u
tpunrodana 0,6-2%. B pacTuTenbHBIX ke MpoayKTax (oBOIIM, GPYKTHI) COAEPKAHUE

YKa3aHHbIX dMUHOKHUCJIOT MUHHUMAJILHO.
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C nenpio cHMXEHHsI 00pa3oBaHMs TOKcHueckux metabomutoB mpu ['A 1
OPUMEHSAIOT JBa BapHaHTa JIEYEOHOTO MMTAHUA: IEPBBIM - JUETa C HU3KUM
COJIEp>KaHUEM JIN3UHA U UCIOJb30BaHUEM CHEUATU3UPOBAHHOIO IMPOIYKTA; BTOPOH -
JMeTa ¢ HU3KUM cojepxaHueM obmiero Oenka. [lepBblii BapuaHT IHUETHI SABISETCS
0osiee MPEAIOUYTUTENBHBIM, TaK KaK NpPU HEM CHELMATU3UPOBAHHBIN MPOLYKT Oe€3

Jau3uHA ¥ TpunTodana komneHcupyet neduut oenka (tTadnuma 4) (C).

Tabmuma 4. Crnenuanu3upoBaHHBIE TPOAYKTHI Ha OCHOBE AaMHUHOKHCIOT 0e3
METHOHWHA, TPEOHWHA, BAJIMHA, U30JIeHTTnHa™

Haumenosanue benok Kup, Yrnesonsl, DHepreTu Bospact
MPOJIYKTa (3kxB.) T r r yeckas MPUMEHEHUS
OEHHOCTb, KKaJ
«HyTtpuren 14 14 23 50,4 472 ot 0 o 1
-trp,- lys» roxa
«Hytpuren 20 20 18 50,8 445 crapie 1
-trp,- lys» roja
«HyTtpuren 40 40 13 32,2 406 crapie 1
--trp,- lys» rojaa
«HyTtpuren 70 70 0 5,8 303 ctapuie 1
-trp,- lys» roaa
MTVI Anamix 13,1 23 49,8 466 or0mol
GAl roaa
XLYS, TRY 79 - 4 332 ctapuie 1
['myapunon roja

*-IPOAYKTHI 3apeTUCTPUPOBaHbI Ha TeppuTopun Poccuiickoit denepannn

[IpuMmeHeHne BTOPOrO BapuaHTa JUETHl ITOBBIIIAET PHUCK aAJTUMEHTAPHOU
HEJOCTATOYHOCTH HE3aMEHHUMbIX aMUHOKHUCIOT TaKMX Kak TpUNTo(daH, YTO MOXKET
NPUBECTH K PA3BUTHIO PA3IMYHBIX HAPYIICHUW: TOBBINICHHOW BO30YAMMOCTH,
HapyILIEHUIO CHAa, HEMOTHUBUPOBAHHBIM KOJEOAHUSIM TeMIeparypsl, nesmiarpe (B
pe3ynbTaTe CHIDKCHHS O0pa3oBaHWs HHUKOTHMHOBOW KHCIIOTBI), B CBS3U C JTHM

pa3paboOTaHbl  PEKOMEHAAIMM  MUHUMAJBHBIX  JIOMYCTUMBIX  TOTPEeOHOCTEH
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NaTOrcHECTU4YCCKU 3HAYUMbIX aMHWHOKHUCIIOT B ITMTAHUU I[GTCIZ pas3siIndHOTro BO3pacTa

(Tabnuma 5).

Tabnuna 5. OpuentupoBouHas noTpedHOCTh B Ju3uHe (JIuz) u tpunrodaune (Tpm) y
OOJBHBIX TIIYTAPOBOM allMaypueil TUM | B 3aBUCHMOCTH OT Bo3pacTa™

Bo3zpacT 60sbHBIX CyTtodHasi moTpeOHOCTh B aMUHOKHUCIIOTaxX
MT/KT MaccChl TeJia
JIuzun Tpunrtodan

0 - 3 mec 80-100 10-20

3 -6 mec 70-90 10-15

6 - 9 mec 60-80 10-12
9-12 mec 50-70 10-12

1 -4 rona 55-65 8-12

4 —7 ner 45-55 7-11
7—11 nmer 35-45 4-10
Heymiku 11- 15 ner 30-40 4-6
HeBymiku 15- 18 net 20-30 3-5
FOnomm 11- 15 ner 30-40 4-6
FOnomm 15- 18 ner 35-45 6-8

*Phyllis B. Acosta Nutrition Management of Patient with Inherited Metabolic Disorders-Jones and
Bartlett Publishers- 2010 p.476

[TaneHThl MJIAIEHYECKOTO BO3pAacTa MOTYT HaxOAUTBCS Ha TPYyAHOM
BCKapMJIMBaHUU. ['pyaHOE MOJOKO B JIaHHOM Ciy4dae OyAET SBJISIThCI OCHOBHBIM
HMCTOYHUKOM HATypaJbHOTO O€jiKa B COYETaHUU CO CHEIUATU3MUPOBAHHON CMECHIO
aMUHOKHCIIOT, COOTBETCTBYIOIIECH BO3pacTy pedenka. KommuecTBo Tu3nHA B TPYTHOM

MOJIOKE M3BECTHO W coctapisier 86 mr Ha 100 mu. [uertorepamusi ¢ HHU3KUM
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CoJIep KaHNEM JIM3UHA U TpUNTO(aHa TOJDKHA CTPOTO COOIOAATHCS Y MAIIUEHTOB 710
6 Jer.

Ecniu mocne miectuneTHero Bo3pacTa |y MAllMEHTOB HE  BO3HUKAIOT
«OHIIEPATUTONIOTOOHBIC» KPHU3bI, BO3SMOKHO HCIIOJIb30BAHNE HU3KOOCIKOBOWU AHETHI
0e3 crenruaaTu3upOBAHHOTO MPOJIYKTa, OAHAKO B 3TOM CIy4yae HEOOXOAHM KOHTPOJb
3a HYTPUTHUBHBIM CTaTycOM peOeHKa, YTOOBl BOBpEMsI TPEIOTBPATHUTh PA3BUTUE
OEJIKOBO-PHEPreTUYECKOM  HEOCTATOYHOCTH U JE(MUIUTHBIX  COCTOSIHUU.
Creunanu3upoBaHHas JueTa TpeOyeT MOHUTOPUHTA 32 YPOBHEM AMUHOKHUCIIOT U UX
METa0OJMTOB B IIa3ME€ KPOBH M MO4Ye, OMOXHMHUYECKUX MapKepOB HYTPHUTHBHOTO
craryca (0o0muii O0enoK, MpOTeHHOrpaMMa | Jp.), TMHAMHYECKOTO HaOJIOIEHUS 3a
GU3MYECKUM  pa3BUTHEM ¥ HYTPUTHBHBIM CTaTyCcOM TIAIlMEHTa, a TakKkKe
MEPUOTNYECKON KOPPEKIIMH JICUSOHOTO paIMOHa C PacdeToOM €ro XHMHYECKOTO
coctana. [Ipu pacuere HU3KO-OEIKOBOW AUETH CO CHUKEHHBIM COJIEpKAHUEM JIU3UHA
u TpuntopaHa HEOOXOJUMO IOMHUThb, YTO JIM3UH U TpUNTOohaH CcoAepKaTCs
MPAKTUYECKU BO BCEX MPOYKTaX.

Hwxe npencraBieHbl TaONMIBI, B KOTOPBIX COJEPXKATCS MEXKIyHApOIHBIC U
POCCUNCKHE PEKOMEHJAIMK MO CYTOYHBIM MOTPEOHOCTAM B O€JiKe, He3aMEHUMBbIX
AMUHOKHCIIOTAX, APYrUX MHIIEBBIX BEUIECTBAX, U MPHUBEIACHBI IaHHBIE TI0 CPEIHEMY

COZICPKAHUIO JIM3MHA B HEKOTOPBIX HATYPAIBHBIX MPOIYKTaxX (CM. Tabiuis 6, 7,8).

Tabnuna 6. Pekomenmyempie TOTpeOHOCTH B O€JIKe ISl 3J0POBBIX JIETEH pa3sIuIHOTO

BO3pacTa

BospacTt RDA CIIA" BO3* EBpocoros” Poccust”
(r/kr/cytkun) | (T/KT/CyTKH) (r/Kr/CcyTKN)

0-6 mec 2,2 1,38 - 2,2 (t/kr/CcyTKH)

6-12 mec 1,6 1,21 1,6 2,6-2,9 (1/xr/CcyTKN)

1-2 roma - - - 36 r/cyT*

2-3 rona - - - 42 t/cyT

1-3 roma 1,2 0,97 1,1 -

4-6 et 1,1 0,84 1,0 54 t/cyT

7-10 ner 1,0 0,8 1,0 63 r/cyr

Mansunku 11-14 ner 1,0 0,79 1,0 75 1/cyT

Manbunku14-18 ner 0,9 0,69 0,9 87 r/cyt
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JeBouku 11-14 ner 1,0

0,76 0,95

69 r/cyT

JleBouku 14-18 et 0,8

0,64 0,85

76 r/cyT

1- Recommended Dietary Allowances 10th edition. Washington. DC: National Academy Press,

19809.

2- World Health Organization (1985): Energy and protein requirements. Report of a Joint
FAO/WHO/UNU Expert Consultation(1985). WHO Tech Rep Ser No 724, Geneva.
3-Reproduced from Reports of the Scientific Commit for food (thirty first series) 1993.

4- ((HOpMLI (bl/ISI/IOJ'IOFI/I‘IeCKI/IX HOTpe6HOCTeI71 B DHEPI'MH U MUIICBBIX BEIICCTBAX IJIA pa3IUYHBIX
rpynn Hacenenus Poccutickoit ®enepaunn) MP.2.3.1.2432-08 (yrB. ['1aBHBIM TOCY1apCTBEHHBIM
caHuTapHbIM BpauoMm PD 18 nexabps 2008 .)

Tabnuma 7. MexayHapoaHble peKOMEHIAIIMHN 110 CYTOYHOM MOTPEOHOCTH B

AMHUHOKHUCJIOTaxX ™.
Bo3spacrt nereit
AMUHOKHUCIIOTBI
MI/KI/0€eHb 0-6 7-12 1-3 4-8 9-13 14-18
MECSIIIEB MECSIIIEB rozaa JeT JeT JeT
I'necrunnu 36 32 21 16 17-15 15-14
W3oneiima 88 43 28 22 22-21 21-19
JleiinuH 156 93 63 49 49-47 47-44
JluzuH 107 89 58 46 46-43 43-40
MeTHOHHH + IIUCTHH 59 43 28 22 22-21 21-19
DeHnnaraHuH+ TUPO3UH 135 84 54 41 41-38 38-35
Tpeonun 73 49 32 24 24-22 22-21
Tpuntopan 28 13 8 6 6 6-5
Banun 87 58 37 28 28-27 27-24
*World Health Organization (1985): Energy and protein requirements. Report of a Joint
FAO/WHO/UNU Expert Consultation(1985). WHO Tech Rep Ser No 724, Geneva.
Tabnuma 8. Cpennee coaepkaHue TM3UHA B OITKAaX pa3InYHBIX MPOTYKTOB
[TponaykThl Coneprxanue JIM3MHA JIu3un/Genox
(% ot obmiero Oenka) (mr/r Genka)

Pri06a 9 90
Msico ¥ MSICHBIE TPOTYKTHI 8 80
I'py1HOE MOJIOKO 8 80
KopoBbse MOJIOKO 1 MOJIOYHBIE ITPOTYKTHI 7 70
Siina 6 60
Kaprodens 6 60
Cos U coeBbI€ NPOIYKTHI 6 60
Opexu 2-8,5 20-85
DpPYKTHI 2-6,5 40-65
Osouu 4-6,5 20-65
X7eb 1 3epHOBbBIE MPOAYKTHI 2-4 20-40
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OcHoBHbIE NPUHYUNBL UHMEHCUBHOU UH@Y3UOHHOU mepanuu 8 nepuoo
Pa3susule2ocs «IHYeharumonoo0obH020» Kpuza

HecBoeBpeMeHHOE Hayaso JieYeHUs META00IMYECKOTO KPpU3a UMEET CEPhE3HBIE
nocieAcTBUd. Mertabonuyeckas JIEKOMIIEHCALMSI MOKET BO3HUKHYTH BO BpeMs
WH(DEKIIMOHHBIX  3a00JIeBaHUN,  BaKIMHAIIMK, OMNEPATUBHBIX  BMEIIATEIHCTB.
TpeBOKHBIMH CHUMITOMAMH B TaKUX CIydasgXx MOTYT OBITh: pBOTa, AHapes,
MOBBIIICHUE TEMIIEPATyphbl, HApACTAaHUE WJIM TOSIBJICHUE HOBBIX HEBPOJOTHYECKHX
HapymieHud. HeornoxxHast Tepanus JOKHA  HAUYUHATBCA  HEMEUIEHHO U
MPOJOIKATECA BeCh mepuo]l GeOpUIbHON JUXOPaJAKU, TMOCJIE BaKUMHAIUMU, 10 M
10CJIe XMPYPIUYECKOT0 BMEIIATENIbCTBA B Bo3pacTte 0 6 jet (B).

«IH11epaTuTONOoA00HbBIE» KPU3bl OOBIYHO PAa3BUBAIOTCS B pPaHHEM BO3pacTe,
NPEeUMYIIECTBEHHO J0 IuecTd JeT. [lnaHoBas maroreHeTHYecKas Tepanus
3HAUYUTENBHO CHU)KAET PUCK UX BO3HMKHOBEHHMS, OJHAKO HE MPEAOTBPAIIAECT OT UX
pPa3BUTHSA.

OCHOBHBIMU ~ NPUHYUNAMU JleYeHUs 60 8peMs  «IHYe@arumonoooOHbIX»
COCMOAHUU AGTIAIOMCA
- BOCCTaHOBJICHUE KaTabO0JIMYECKOro craryca, myTeM Ha3HAYEHUS
BBICOKODHEPreTHYECKON WH(MY3MOHHON Tepanuu (IJIFOKO3a B COYETAHUU C
WUHCYJINHOM);
- OrpaHHuYCHHE 00pa30BaHUS OPTraHUYECKUX KUCIIOT, MTyTeM CHIKCHHS MOCTYIUICHUS
nuieBoro 6enka. [1o BO3BMOXHOCTH Ha3HAYAIOT OE3TM3UHOBBIE CMECH AMUHOKHUCIIOT;
- YCWUJICHME JIeTOKCUKAIIMOHHBIX MEXaHM3MOB OpraHu3Ma M MPeI0TBpaIlCHUE
BTOPUYHOTO HCTOMICHHS COOCTBEHHOTO IMyjla KapHUTHUHA, MyTEM JOMOJHUTEIHHOTO
BBeJleHUsA L-kapHUTHHA;
- BOCCTAHOBJIEHUE KUCIOTHO-OCHOBHOT'O PAaBHOBECHS OPraHU3Ma.

Kax moka3piBaeT MEXTyHApOIHBINA OIMBIT HAYajl0 WHTCHCUBHOW WH(Y3MOHHOMN
Tepanuu y O0onpHbIX ¢ 'A]l He Bcerga CBOEBpEeMEHHO, YTO MOKET OBITh CBSI3aHO C

HU3KOH HMH(POPMUPOBAHHOCTHIO Bpayeil O [JaHHOM MAaTOJIOTUH, OTCYTCTBUEM



23

BSaHMOHeﬁCTBHH MCIKIY J1e4eOHBIMU YUPCKACHUSAMHU W HC BbIIOJHCHUCM
OCHOBHBIX peKOMeHI[aHI/Iﬁ IManmnucCHTaMu. OcHOBHBIE MCPOIIPUATHUA, KOTOPBIC JOJIKHBI

OBITH MPOBE/ICHHI MOCIE yCTaHOBIeHUS nuarno3a ['Al cymmupoBans! B Tabsuie 9.

Tabnuna 9. Jluerorepanust 1 OCHOBHas MeTabOIMUECKast Tepanus MpH TIIyTapoBOi
aruaypuu tano 1%,

Bo3spact GonbHBIX AeTeit
0-6 7-12 1-3roma | 4-6 ner Crapie 6 net
MECSIIIEB | MECSIIEB
Juemomepanusn

Nzberatp
YpE3MEPHOTO
MOCTYIIJICHUS

JIn3uu U3 HaTypanpHOro OeKa 100 90 80-60 60-50 | Genka.

MT/KT/CyT Ynotpebnsare
MIPOIYKTHI C
HU3KUM
CoJIep)KaHUEM
TM3UHA
(Dewey et al
1996)

Tpuntodan mMr/kr/cyt 20 17 17-13 13 13

benok HarypanbHbIi (T/KT/CyT) 1,4-1,3 1,5-1,3 1,4-1,3 1,3-1.1 1,3-1,1

benox 3a cuet CIT* (r/xr/cyT) 1,3-0,8 1,0-0,8 0,8 0,8 0,8

benok (06mmwuit) (r/xr/cyr) 2,7-2,1 2,5-2,1 2,2-2,1 2,1-19 2,1-19

DHepreTuyeckas EHHOCTb 115-80 95-80 95-80 90-78 90-78

(kxan/kr/cyT)

MuxkponytpueHTs (%0) >100 >100 >100 >100 >100

Ocnosnasa memabonuyeckas mepanus
KapHUTHH MI/KT/CyT | 100 | 100 | 100 | 50-100 | 30-50

* Kolker S. et al. 2007
** CHCL[I/IaJ'II/BI/IpOBaHHLIﬁ HpOI(YKT Ha OCHOBC aMHHOKHUCIIOT 663 JIM3UHA I/ITpI/IHTO(I)aHa.

Taxmuka uHmMeHCcU8HOU UHPY3UOHHOU mepanuu

Heo6xoaumMo NOMHHUTB, YTO OCTPBIM <«3HILEPATUTONOAOOHBII KPU3 MOMKET
pa3BUTBCS  TIpU  JIOOOM  HMHGPEKIIMOHHOM  3a00JieBaHWM, BaKIWHAIIMU WU
XUPYPTHUYECKHX BMELIATENbCTBAX B OCHOBHOM B BO3pacTe [0 WIECTH JIET.
Crneur(puYHBIMA M HACTOPAXKUBAIOIMIMMH CUMIITOMAaMH, CBHUETEIbCTBYIOIIUMHU O

pasBUTHHU JCKOMIICHCAIMU II0 OCHOBHOMY 3a00J1€BAHMUIO SIBJISTFOTCS: IIOBTOPHELIC
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pPBOTBHI, JaMapesi, HEBPOJOTHMUECKHE pacCTpoilcTBa (MbIIIEYHAs THUIIOTOHHUSA/
PUTHAHOCTb, TIOBBIIIEHHAasT BO30YJIUMOCTb, MBbIIIEUHAS JAUCTOHHUSA, YTHETECHUE
co3HaHus). B Bo3pacte mociie 6 JIeT PUCK Pa3BUTHUS OCTPBIX HEBPOJOTMYECKHX
HapylIeHWH BO BpeMs KpPHU30B CHIDKAETCS, YTO CBS3aHO C TOBBIIICHUEM
TOJICPAHTHOCTH MO3ra K KOJIeOaHUSIM KHUCIOTHO-IIEJIOYHOTO COCTOSIHUSA U
BO3JICHCTBHIO TOKCHMYECKUX META00NHUTOB. MHTEHCHBHYIO TEpamui0 HEOOXOAMMO
HAaYMHATh HE3aMEJUIMTENIbHO BO BpeMs 3a00JIeBaHUM, MPOTEKalomuX ¢ (peOpuibHOM
JUXOPAJKOH, MOciie BaKUMHAIMM U XUPYPTUUYECKUX BMEIIATENbCTB. PaHHEe Hayalo
WHTCHCUBHOTO  JICYCHHsS]  TMO3BOJIIET  MPEAOTBPATHTh  Pa3BUTHE  TSIKEIBIX
HEBPOJIOTUYECKUX HApYUIEHUH Y OOJBIIMHCTBA MMAllUEHTOB C TJIyTapoOBOW alUuAypHUel
I Tuna.
Humencusnas ungysuonnas mepanus 6 cmayuonape

[Ipu mosiBieHHH y OOJBHOIO MOBTOPHBIX PBOT, IOBBIIICHUS TEMIEPATYPHI
bime 38,5°C, HEBPOJIOTUYECKUX PACCTPOUCTB MOKAa3aHA CPOYHAS TOCHUTAIN3ALMS B
CTAllMOHAp C LIEJBI0 MPOBEIACHHUS WHTEHCUBHOW MH(Y3MOHHON Tepanuu. OCHOBHbIE

MPUHITUITBI THTEHCUBHOM TEpanuy B YCIOBHUSIX CTallMOHApa MPECTaBICHbI B TaOIHIIe

10.

Ta6nuna 10. OcHOBHBIC MPUHIIMIIBI TepanuK B yciaoBusx craimonapa (Kolker S. et

al. 2007)

A. BoccraHoBneHune sHEPreTHYecKon moTpeOHOCTH

Kanopun IToBblieHue sHEpreTrdyeckoit noTpedHocTu A0 120% oT BO3pacTHON HOPMBI

120% (pacuer 0-6 7-12 mecsmen 1-3 rona 4-6ner

JIMETHI HA MecsLe

KKaJI/KF/)IeHB)l B
98-128 | 96-109 98-109 96-98

b. BuyrpuBenHas uHdy3noHHas Tepanus

I'moko3a 20% 15-20 r/xr/nenp

Kupsr 20% HauanrHast mo3a 1-2 1/Kr/neHn, €CiIii BO3MOYKHO, ITOBBIIIEHHE O35 10 2-3
I/KI/1eHb

Koppekuus DEeKTPOIUTHI KPOBH HEOOXOAUMO MOIJICPKUBATH HA BEPXHEH rpaHulle

AJIEKTPOJIUTHBIX | HOPMaJIbHBIX 3HAUEHUI

HapyLIEHUN
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NucynuHo
Tepanus

[Ipu TpaH3UTOPHOMN THUNEPTIMKEMHH BhImIe 150 MT/11 U/Wu TIIIOKO3ypUH
MOJIKIIIOYAI0T MHCYIUH - cTapToBas no3a 0,05 ME uncynuna/kr/gac
(KOHTPOJIMPOBATH YPOBEHB KaJIHsI B KPOBHU)

L-xkapHUTHH

100-200 mr/kr/neun

Pubodnasun

150 mr/nens

C. ITorpebHOCTH B OenKe

Harypanbublii ITonHoe uckIrOYeHne OenKa MaKCUMaabHO Ha 24-48 JacoB, B TaJIbHEHIIIEM C

0cIIoK MIOCTETICHHBIM BBEJICHUEM B TeueHue 3-4 nHeil. Ecnu peOeHOK HaxoIuTCs Ha
HU3KO-0EJIKOBOM ueTe 0e3 mprueMa aMUHOKHUCIOTHBIX CMECEH, OCYIIECTRIISIOT
ITOCTEIICHHOC BBEJICHUE OCJIKa B TCUCHHE 1-2 JTHEH.

AMHMHOKHUCIIOTHBIE | AMUHOKHCIIOTHBIC CMECH Ha3HAYAIOT Per 0S WM Yepe3 Ha30racTPaIbHBINA 30H/T

cmecH (6e3 B no3e 0,8-1,3 r/kr/neun

JIM3UHA)

J1. ®apmakorepanus

XKapononwmxkato- | [Ipu noseimenue remmnepatypsl Boite 38,5C — ubynpoden B 1oze 10-15

ITUE CPEJICTBA MF/KF/I[GHBZ

AHTHOaKTepranh- | HazHayaroT B 3aBUCUMOCTH OT MPEAIIOJIAraeMOro MaTOTEHHOTO arcHTa B

Hasl Tepanus BO3PACTHBIX J103aX

[TporuBopBoTHBIe | Llepykan B mo3e 0,1 Mr/kr (He Oomnee 3 BBEICHUI B CYTKH)

Cpe/cTBa

Herunporanuon- | Eciu auype3 menee, uem 3-4 MII/KT/1eHb, Ha3HAYarOT Gypocemu B 1o3e 0,5-

Has TCpalus

1,0 mr/kr (HE Oosiee yeM, 3-4 UHBEKIIMH B JICHB) (CICIUTH 3a DJICKTPOITUTHBIMU
HapyLIEHUSIMHU B KPOBH)

bukapbonar IIpu BeIpa’k€HHOM aLU03€
HATpUS
AHTHANIWIENTH- ITpu cynoporax HazHayaroT peHoOapOUTaI Ui (GEeHUTOMH B BO3PACTHBIX J103aX

yeckasi Tepanus

E. KoHTpoJb )KM3HEHHO-BaXXHBIX (PYHKIIMH U JJaDOpaTOPHBIX MOKa3aTene

Kuznenno-
BaKHbIE () YHKIIUU

YacToTra cepAeUHbIX COKPAILEHUN, YaCTOTa AbIXaTEIbHbIX JIBUKEHUN, KOHTPOJIb
apTepUaJIbHOIO JaBJIEHUS, TEMIEPATYpPBL, quype3a. [Ipu yruerennu co3HaHus-
OLICHKA YPOBHs CO3HaHus 10 wmkaie ['nasro.

KpoBn I'moko3a KpoBH, TIOKa3aTeN KUCIOTHO-OCHOBHOTO PABHOBECH S, KAJTBIIHH,
dbocdop, obmuii aHaIKU3 KPOBHU, KpeaTUHWH, MOoYeBUHA, C peakTUBHBIN OOk,
aMUHOKHCIIOTHI KPOBH, KAPHUTHHOBEIH cTaTyc, KpeaTuH(pochoknHa3a,
JIAIIa3a/aMuiasa, MarHui.

Moua KeronoBsle Tena, pH Moun, opraHnyeckne KuciaoThl

L. Bo Bpemst «IHIE(ATUTONOOOHBIX» KPH30B HEOOXOAMMO yBEIMUMUBATh MIOCTYIUICHHE YHEPIHH JI0
120% ot HOpMaJIbHOI YHEPTeTUIECKOI MOTPEOHOCTH B CYTKH, C LENBIO MPEXYNPEKICHAS Pa3BUTHS
HEBPOJIOTUYECKUX HapyIIeHUH, BO BpeMs OCTPBIX COCTOSHUN JHepreTuyeckas MOTpeOHOCTh
Bo3pacraeT Ha 30-40% oT HpU3n0IOTHIECKO HOPMHBI,

.y GONBHBIX ¢

Al pu JHUXOpPaAKEC OIIaCHO IMPUMCHCHUC I1apalcTtamMojia, B CBI3HU C

JOMMOJIHUTCIIBHOIO HCTOLICHUECM 3allaca IIyTaTHOHAa B OpraHU3ME, ABJIAIOMICTOCA C€CTCCTBCHHBIM

AHTUOKCHIAAHTOM.

Koppexyus nesponocuuecxkux napyuienuu

HeBpOHOFI/I‘-IeCKI/Ie HapyHICHWA, KaK IIpaBrUJI0, BOBHUKAIOT Y HC JICUCHBIX
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nanueHToB. YacThIMU HEBPOJIOTUYECKUMH HAPYIICHUSIMU SIBIISIFOTCSI:
-3KCTpanupaMuHble HapylieHus (6onee yeM B 95% ciyuaeB, pa3BUBAIOTCS IOCIE
MIEPEHECEHHOTO OCTPOTO TOKCUKO-METa00IMUeCKOTro Kpu3a);

- amwenTHYeckue nmpuctymsl (4-40%);

- cyonypanbhbie kKpoBousnusaus (10-30%);

- BBICOKAsI BEPOSITHOCTh Pa3BUTHS ABYCTOPOHHHUX apaxHOUJANbHBIX KHCT.

Bce naumentel ¢ I'Al nomxHBI HaOMIOAATHCS HEBPOJIOraMHM JJISl OLEHKU
TSAKECTH HEBPOJIOTUYECKUX HAPYLICHUI.

Dapmaromepaniust SIKCMpPaAnNUpAMUOHbIX HAPYUIEHUT

[Ipemapatamu mnepBoil ouepeau il KOPPEKUMHM MBIIIEYHOW JTUCTOHUU
aBigercss OakiodeH | mpenaparbl M3 Tpynnbl OEH30AMA3ENMHOB  (JIMaszenam,
KJIOHA3emaM), HampaBlIeHHbIE Ha KOPPEKIMI0 TEHEPAIM30BAaHHBIX U (POKAIBHBIX
nuctoHuid.  Jloza  mpemaparoB = MOAOMpAOTCS — MHAMBHIYaJbHO  COIJIACHO
OOIIETIPUHATHIM CTaHIapTam Tepanuu HEBPOJOTHIECKHIX HapyIICHUH.
WNuTpaTexkanpHoe mnpuMeHeHHEe OakioeHa MOXKeT OBbITh HCIOJB30BAHO TIPH
BBIPQKEHHBIX IUCTOHUSAX U CIIACTUYHOCTH.

[IpemapaTom BTOpOW ouepeny MpU BBHIPAKEHHOM IUCTOHUYECKOM CHHAPOME
cuurtaeTcsl npemnapar TpurekcueHuaun, KOTOpbIM Ha3HAuyaeTcsl JETsIM B BO3pacTe
crapmie 5 ser. [IlpumMeHeHHEe aHTHXOJIMHEPTUYECKUX TIPEmapaToB  CIIEIyeT
OTPaHUYMBATh B CBSI3U C PHUCKOM TMOSIBJICHUS WIM YCYryOJ€HUM KOTHUTHUBHBIX U
IICUXWYECKUX HAPYILIECHUM.

ANBTEpHATUBHBIM METOJIOM JICYCHUS TSKENIbIX (OKATbHBIX TUCTOHUH W
cnacTUYHOCTU sABisAeTcs borymoTokcuH A, OAHAKO, TpPU €ro JUIUTEIHLHOM
IPUMEHEHUU BO3MOKHO (POPMHUPOBAHUE TSHKETIOW ayTOMMMYHHON PEaKITHH.

Y psga OONBHBIX TpPH HA3HAYCHWM TMpenapara aMaHTaJWH OTMedaeTcs
YMEHbBIIICHHE BBIPAXKCHHOCTH THIIEpKHUHETHYeCKHX paccTpoiicTs (D).

Tepanuﬂ nNUjaENMUYECKUX NPUCNYNOB6
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Y HEOOJIBIIOTO qrcna HaIEeHTOB, nocine MEPEHECEHHBIX
«3H1E(HaTUTONOTOOHBIX» KPH30B PA3BHBAIOTCS SMUJEITHUSCKUE TPUCTYTBL. OIHAKO
B psJIE CIIy9acB 3a SMIJICTITHICCKUAE MMPUCTYIIB Bpadl OMMO0YHO TPUHUMAIOT TPyObIe
TUTIEPKUHE3bl. YacTo  JMWICNTUYECKWE TMPUCTYIhl  BO3HUKAIOT BO  BpeMs
«3H1E(HaTUTONOTOOHBIX» KPU30B M HE TIPOAODKAIOTCS B AanbHeimeM. [1pu pazButun
cynopor y 6ombpHbIX ¢ 'A]l Ha3HAYAIOT AHTUAMUIICTITUYECKUE MPEnapaThl COTIACHO
CTaHJIAPTHOMY MEXKIYHApOJHOMY MPOTOKONY TII0 JICUECHUIO OIWICIICHH, 32
UCKIIIOUCHUEM Ha3HAYEHUs TMpenapartoB W3 TPYIIbl BaJbIPOECBOW  KHUCIOTHI.
[IpemapaTsl coneii BaJbIIPOEBOIl KUCIOTHI HE PEKOMEHIyeTCS Ha3Ha4aTh, TaK KaK OHU
BBIBOJISITCS. M3 OpraHU3Ma B BHUJIE BAJIBINPOWIKAPHUTHHA, YTO HCTOINAET PE3EpB
CBOOOHOTO KapHUTHHA U YTHETAET pabOTy AbIXaTEIBHOW eI MUTOXOH IPHH.

[Ipenmaparamu BbIOOpa Jisl JIEUEHUS] CYIOPOT SIBISIIOTCS: (eHobapOurai,
dbenuTonH, kapbamaszenuH, TOMUpaMat U JaMOTPUKHH.

Tepanus cy60ypanvHulx 2UOPOM U APAXHOUOATLHBIX KUCHL.

Pemenne o0  wmenecooOpa3HOCTH  NPOBENCHHUS  HEUPOXUPYPrUUYECKOTO
BMEIIIATEILCTBA  (BEHTPUKYJIONEPUTOHEATHHOE  IIYHTHUPOBAHWE W HdBaKyalus
CyOIypaJIbHBIX CKOIUICHMH B MO3r¢ TPH NPOTrpPecCUpYIONIeld Makporedaium)
MPUHUMAETCS B KKJIOM KOHKPETHOM ClIy4ae KOHCHUIMYMOM Bpadeil CIEeIUaInCcTOB.
Hetipoxupyprudeckass Tepanvs apaxHOUIAIBHBIX KUCT M CyOTypalbHBIX T€MAaTOM Y
naneHToB ¢ 'Al momkHa TPOBOAMTHCS KpailHE OCTOPOXKHO MO HaOIIOJICHHEM
nerckoro Heripoxupypra (D).

Humencusnas mepanus na oomy (D).

[Ipu wanmwuum y OGonpHOTO C TiyTapoBod anuaypuen tun | deOpunbpHON
mxopaznku Hiwke 38,5°C ¥ OTCYTCTBHE TAKHX CHMIITOMOB KaK, PBOTA, OTKA3 OT SIbI H
Pa3IUYHBIX HEBPOJOTHMYECKHX HApPYIICHWH TIOKa3aHO MPOJOIKEHHE OCHOBHOM
METa0OJIMYECKON  TepalMid W MaKCUMaJbHOE  OTPAaHWYCHUE  IMOCTYIUICHHUS
HaTypaJbHOTO OejiKa ¢ Muilled Ha cpok 110 12 yacoB. B maHHBIN nepuor HEOOX0 UM

OCMOTpP Bpada KaXX/bIC 2 4gaca ¢ OHCHKOﬁ YPOBHA CO3HAHHA, HCBPOJIOTHYCCKOI'O
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cTaryca M KOHTpoJia TeMmiieparypbl. [Ipu cTaOMIBHOM COCTOSHUU TAIMeHTa Ha
OPOTSDKEHMM ~ BCEro  HAOMI0JaeMoro  mepuoja  MPOJODKAIOT — IJIAHOBYIO
METabOIMUYECKyI0 TEpamuil0 U TOCTENeHHO BBOAAT HATypaJbHBIM OENOK [0

pa3pelreHHO HOpMBI B TeueHue 24-48 gacoB (Tabiuia 11).

Tabnuna 11. OcHoBHBIC npuHIUMTIBE Tepanuu Ha qomy ( Kolker S. et al. 2007)

A. YrieBonasl MasnbTOIeKCTPUH

Bo3spacr % Kxan/100mn O0BeM XHAKOCTH (MJ1) B ICHb Y€pe3 POT

0-1 10 40 Mun. 150 mo/kr

1-2 15 60 120 mn/kr

2-6 20 80 1200-1500

Crapire 6 WuTeHcuBHAs Tepamnus IpoI0JHKAeTCsl B TOM ke 00beme, uTo U B Bo3pacte 0-6
JIET, BO3MOYKHA WHIMBUAyaJIbHAS afjanTanus 00beMa 1 J103bl.

B. benok

benok HatypaibHBIX [Tonnas ormena 6enka oT 24 1o 48 yacoB, Aajee ¢ MOCTEIeHHBIM

IPOJIYKTOB MOBBIIIEHUEM JIO HEOOXOIMMOT0 KOJINYEeCTBA OelKa B CyTKH

Crieunann3upoBaHHbIC Crieunanu3upoBaHHbIE CMECH AMHUHOKHCIIOT Ha3HAYaIOT COTJIACHO

CMECH aMMHOKHCIIOT pa3paboTaHHBIM CTaHAAPTaM JieueHus 3a0oeBanus (Tabumma 2)

C. ®apmakoTrepanus

L-Kapuutun ITobiienue n03b! L kapHuTHHA B 1Ba pa3a: 200 Mr/Mr/cyTku yepes
pot
0
Kapononmxkarommue IIpu noBeIIeHnN TemMnepaTypsl Tena cbiie 38,5 C nokasaHo
cpencrsa Ha3HaYeHHE >KapOIOHMKAIOIUX CPE/ICTB, B TOM 4Kciie, UOynpodeH, B

no3e 10-15 Mr/kr/cyTku, MakcCUMajabHOE Ha3HAYSHHE IpenapaTa 10 3-
4 pa3 B cyTku U He 6osee ueM 60 Mr/CyTKH.

BEJEHUE MNAIIMEHTOB

Jletu ¢ rmyTapoBOM auuaypUen TUll I 4acTo momnaaarT B OTAEICHUE MTaTOJIOTUU
JeTeld paHHEro BO3pacTa, HEBPOJOTHMYECKOE, HWH(PEKIIMOHHOE OTHACJICHUS WU
peaHMMaIMi0 B COCTOSHUM  HSHIEdaTonogo0HOro Kpusza (MEPBUYHOTO  WJIH
MOBTOPHOTO).  IIpoIOMKUTENBHOCT, TOCOUTANIM3AlMM  3aBUCUT OT CKOPOCTH
BepuUKaIMU  JUar€Ho3a, KOPPEKIMW METa0OJUYECKUX HapYUIEHUM MyTeM
MPOBEJCHUS] MHTEHCUBHOM TEpanuy M Hadajla NaTOTeHETUYECKOW IUETOTepalvu, a
TaKXe OT CPOKOB MOSIBJICHUSI TOJIOKUTEIIHOW JUHAMUKHU CO CTOPOHBI LEHTPaTbHOMN
HEPBHOW CHUCTEMBI U JPYTUX OPTaHOB, CKOPOCTH BOCCTAHOBJICHUS OMOXMMHUUYECKHUX

MoKa3aresiel U B CpeJIHEM COCTaBIsieT 21 1eHb.
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Ilocne BeIMHCKH U3 cTaguoHapa pe6eH0K JOJDKCH HAaXOJAUTBCA Ha OJTallc

amMOyJIaTOpPHO-NIOJIMKIMHUYECKOTO HAOMIONEHUs Yy INeAuarpa, HEBPOIaToJIora,
TFE€HETUKA, OOJIbHBIE C CUMITOMATHYECKOW SIUJIENICUEN HYKIAIOTCS B HAOJIOJACHUU
snmienTosiora. KoHcynbranuu Apyrux crnenuaiucToB (0(TaibMomor, OpTonea, Bpayd
JIOK u np.) Ha3HAYAIOTCS O OKa3aHUSIM.

ExxemecsyHO HEOOXOAMMO MPOBOJUTH KOPPEKLUHUIO JIEYEOHOrO0 MUTAHUA WU
CUMITOMAaTUYECKOW Tepanuu. Y TalMeHTOB, COONIONANMUX —CIEUU(PUUECKYIO
JUETOTEPANNI0 C LENbl0 MPO(UIAKTUKH HEAOCTATOYHOCTH MUTAaHUS HEOOXOJIUMO
OIIPEIENIATh KOHIIEHTPAIIMI0 AMUHOKHCIIOT B KPOBH, B TOM umciie u Tpuntodana (D).

Bcem 0o0nbHBIM TOKa3aHO ONpPENEICHUE YPOBHS CBOOOAHOIO KapHUTHUHA U
AlWIKAPHUTUHOB B IIJJa3ME€ KPOBU WJIM B MSTHE BBICYIIEHHONM KpPOBU METOAOM
TaHJaeMHON Macc-criektpoMeTpuu (TMC) 1uist BbIBIIEHHS BTOPUYHONM KapHUTHUHOBOM
HepocTaToyHOCTH. HeoO6XoauMo OTMETUThb, YTO YpPOBEHb AllMJIKAPHUTHHOB MOXKET
MOBBIIIATECS MPH Ha3HaYeHWU L-kapautuna (D).

Iloka3aHo mpoBeAEHUE HEMPOPATHOIOTUYECKOTO HCCIENOBAHUS TOJIOBHOIO
mo3ra (MPT/KT) npu ycCTaHOBJICHHMH IWarHo3a, a TaKKe IOCNe MEePeHECEHHOTO
«@HLEPATUTONOT00HOT0)» KpH3a.

Bcem 6o0sbHBIM HEOOXOAMM PETYISIPHBIA KOHTPOJIH OOIIEro aHaiv3a KpOBH,
OMOXMMHYECKOTO aHaIM3a KPOBM C HUCCIEIOBAHUEM YPOBHS albOyMHHA, KalbLHUA,

dochopa, meyeHouHbIX TpaHcamuHa3s (tadnuna 12) (D).

Tabnuna 12. buoxumudeckuii u nHCTpyMeHTanbHbIH MoruTopuHr (Kolker S. et al.
2007).

YacroTa uccienoBanuii (Bo3pacr)
buoxuMuueckne mapaMeTpsl Obocuoanne
p P Ha3HAYEHMI 0-12 Crapie 6
1-6 ner

MecsI1eB JeT
AMUHOKHUCIOTHI (TU1a3mMa Orenka o011ero Kaxnpie Kaxnpie 3 | Kaxable 6
KpPOBH) AMUHOKHUCIIOTHOT'O 1-2 Mecsa -12

craTtyca Mecdla MecsI1eB
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Yposens Tpuntodana

[IpenoTBpaienne
PE3KOT0 CHUKEHUS
TpuntodaHa B KpOBU

HasnagaroT nmamueHTam,

HaxoaAuMCs Ha TUETC CMECAMU

aAMHUHOKHCIIOT, JINIIEHHBIX
Tpunrtodana u IM3MHA TPU

BO3HHUKHOBCHUU HpO6J’I€M C

MMUTAHUEM.

YpoBeHb KapHUTHHA [Tpodunaktuka Kaxnpie Kaxnapie 3 | Kaxnapie 6-

(B mI1a3Me MM CHIBOPOTKE BTOPUYHOI'0 UCTOLICHUS 1-2 MecAna 12

KPOBH) KapHUTHUHOBOTO 1yJa, Mmecsa MecsIeB

KOHTPOJIb OCJIOKHEHUIN

OO0muit aHanu3 KpoBH + [1;1aHOBBIN KOHTPOJIb Kaxneie 6 | Kaxnasie 6 | Kaxasie 6

TEMOCHHAPOM MECSLIEB MECSILIEB -12
MECSIICB

AnpOyMUH KPOBH

[TpenoTrepamieHue
PE3KOT0 CHUKEHUS OeKa

Haznauaror nanueHTam, MMEIOIUM
POOJIEMBI C IUTAHUEM

Kanpuuii 1 pocdop kposu [Tpodunakruka Kaxnpie 3 | Kaxnapie 6 | Kaxnpie
OCTEOII0Po3a, Mecsa MECSLIEB 12
TyOysionaTuu MeCSIIEB
AcmapraramuHoTpaHcdepasa | [L1aHOBBIH KOHTPOJIb, Kaxnpie 3 | Kaxnpie 6 | Kaxnabie
AnannHamuHOTpachepaza npoguiIaKkTuKa Mecsia MeCSIIeB 12
I"'amma- META00JIMUECKON MeECSIIIEB
IyTaMUJITpaHCIENTHAa3a JIEKOMITCHCAI[TU

Heiipopannonorngyeckoe
MCCJIEJOBAHKE TOJIOBHOTO
mo3ra (MPT/KT)

KOHTpOIIb CTPYKTYpHBIX
U3MEHEHUN TOJIOBHOTO
MO3ra

[Ipu ycraHOBIIEHHH TMarHo3a, a
TaK)Ke M0CJIE IEPEHECEHHOT O
«@H1E(DATUTONOI00HOT0» KpH3a

Exeromno netu MOJDKHBI TPOXOAWTH YIUIYOJICHHYIO JUCHAHCEPHU3AIUI0 B

YCJIOBUSIX JHEBHOIO CTallMOHapa (JIUTENbHOCTh TrOCHUTaIu3aiuu He MeHee 10

CyTOK), TO€ TaKke

MEPOIIPHUSITHUS.

OCYILECTBIISIFOTCS

HEO0XOIMMBIE

peaduIuTallMOHHBIC

Pogutenu nomkHbl OBITH OOy4YEHBl MpaBUjlaM OpraHU3AMHM TEpanuu B

MEXIPUCTYITHBIN TIEPUOJT U B TIEPUO]T YTPO3bl META00IMUECKOTO Kpu3a. Y poAuTeNei
pebeHka U npu peOCHKE Bceraa J0JDKHA OBITh MaMATKa ¢ YKa3aHUEM HEOTIIOKHBIX
MEPOTIPHUATHI B IEPHO]T HAYMHAIOIIIETOCS MeTaboIMYecKoro Kpu3a (tadmuima 13).

Tabnuna 13. Meponpusitus, HanpaBIeHHbIC Ha MPEIOTBPAIEHUE Pa3BUTHS
MOBTOPHBIX «3HIIE()ATUTONMOA00HBIX» Kpn30B (D)
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Meponpusarus ConeprxkaHre MEpONPUATHS U METOIBl UX peaTn3alnn
Ob6pa3zoBanue u o0yueHue PonuTenu nomkHbI OBITH OCBEOMIICHBI O KIIMHUYECKOM TEUECHUU
ponurenen 3a00JIeBaHUsA U €ro OCHOXKHEHUSIX. OHU TOJKHBI OBITH YETKO

MH()OPMHUPOBAHBI O TAKTUKE TEPAITHH BO BPEMSI Pa3BUBAIOIICTOCS
«OHIIEPATUTONOJO0OHOTO» KPHU3a.

JleueGHO-TIpOCBETUTENBCKAS Heo6xoanmo obecnieunTs B 0043aTE€IBHOM MOPSIKE

paboTta WHUBUAYAIBHBIM MPOTOKOJIOM OCHOBHOM METa0O0INYEeCKO 1
WHTCHCUBHOW MH(Y3MOHHOM Teparuu poauTese, Bpaden
J€TCKOM MOJIMKIMHUKH [0 MECTY KUTEIbCTBA NALIUEHTA.
Poaurenu nomKHBI OBITH 00€CTIEUEHBI IUTEPATYPOH IO
KJIMHMYECKOU KapTuHe u jJeueHuto ['Al. B nedyebHOM mpoTokosie
JI0JDKEH OBITh yKa3aH HOMep TenedoHa Jeyalero Bpaya, ¢
KOTOPBIM MOKHO CBSI3aThCA B JTH000€ HEOOX0UMOE IS MalueHTa

BpeMH L.
OKCTpeHHash MEUIIMHCKas PonuTenu 1oykHbI IMETh BCE HEOOXOAUMBIE JIEKAPCTBEHHBIE
MIOMOIIb HA JIOMY CpezAcTBa /s Hayajla MHTEHCUBHOM TEparuy Ha JI0MY.
Obecneuenue Bpauu neTckux moIMKIMHUK/PaiiOHHBIX OOIBHUIL IO MECTY
HPEEMCTBEHHOCTH B JICYCHUH ’KUTEIILCTBA MALMEHTA, JOJDKHBI OBITH TOCTABICHBI B U3BECTHOCTD
(meTckast MOMMKIMHUKA, o maruenTax ¢ 'Al, 1 ”HCTPYKTHPOBAHBI IO TAKTHKE JICUCHHS.
palioHHBIE OOJBHUIIBI, WHuButyanbHBINA IPOTOKOJI 110 JICUSHHIO TALMEHTA TOJDKEH
METa0OTMUECKUH IEHTD) OBITh OTOCJIaH B IMOJIMKIMHUKY/CTAIMOHAP 110 MECTY )KUTEIbCTBA

00JIHbHOTO He3aMeUIUTEIHHO MOCIIe YCTAaHOBIICHUS UArHO3a.
HNuTtencuBHOE IeueHue AOHKHO ObITh HAYATO 0 MEepeBOaAa
00JHHOTO B CIEUATU3UPOBAHHBIA METAOOIMUECKUN LIEHTP,
XOPOIIO BJIAJCIONINI JICUCHUEM IaHHOW TTATOJIOTHH.

MenauumHcKas moMoIp B IIpu BbIe31e pebeHKa Ha OT/ABIX (B PETMOHBI BJIAJIM OT JI0Ma),

BBIXOJIHbIE, PA3HUYHbIE THU | HEOOXOAUMO OTIIPABUTH 10 MECTY NMPEObIBaHUSA OOJIBLHOTO

Y OTITyCKHOW MEPHOJ peOeHKa MPOTOKOJ MHIUBUYaJIbHOTO JISUEHHUs, HOMep TeaedoHa
JIeyallero Bpayva.

MenuumHcKast IoMoIIb BO ITpu BO3HMKHOBEHUHU MH(EKIIMOHHBIX 3a001€BaHUI U

BpeMsl HHPEKIIMOHHBIX MOBBIIICHUHU TEMIIEPATYPBI TENA 10 38,5°C pOAMTENN NALUEHTA

3a0o0eBaHUM KaK MOYKHO CKOp€€, JOJDKHBI TIOCTaBUTh B U3BECTHOCTD O
CJIyYUBIIEMCS JICYALIEr0 Bpaya.

MenuuuHcKas IoMOIM IIpU [Ipyu mIaHOBOM XMpPYpPru4ecKOM BMEIIATEILCTBE BPAun XUPYPIH,

IJTAHOBBIX XUPYPIHUUECKUX aQHECTE3UOJIOTH JO0JKHBI ObITh HH()OPMHUPOBAHBI O KIMHUYECKOM

BMEIATEIbCTBAX TeueHUH 3a00JIeBaHMs, JIeHalliil Bpad JOJDKEH OTIPABUThH B

XUPYPTHUUECKUH CTalMOHAP TPOTOKOJ IOCIEONEPALITTIOHHOTO
BeJeHUs nanveHTa. OCHOBHBIMU PEKOMEHAALMSIMH SBIISIOTCA:
n30erarhb rojioJlaHus, Ha3HAYE€HUE PACTBOPOB TIIIOKO3bI U
JIBOMHOM 103bl KAPHUTHHA

MPOPUJIAKTHUKA
[IpodumakTuyeckue MephbI BKJIFOYAIOT MEJIUKO-TEHETUYECKOE

KOHCYJIbTUPOBAHUEC U IIPCHATAJIIBHYIO JUATHOCTHKY, KOTOPAas IMPOBOAUTCA C ITIOMOIIBIO
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MOJICKYJISIPHO-TEHETHUECKOTO HCCIIEOBaHUsA OHOITaTa XOPUOHA C BBISBICHHUEM
MYTAalM¥ COOTBETCTBYIOIIEIO IeHa.

Heonaranensiii ckpunuHr B Poccniickort @enepanny HE MPOBOAUTCA.
HUCXOAbI U MTPOI'HO3

Ecnim  pumerorepanuss W INpuUMEHeHuWe L-kapHUTMHA HAdaTO B IIEPUONX
HOBOPOXXJIEHHOCTU J0 PA3BUTHSA KIMHUYECKOM CUMITOMATHKH, TO Y OOJBIIMHCTBA
NaUeHToB 3a00yeBaHNe poTeKaeT OeccuMnTOMHO. [Ipu HapyleHun peKoOMeHJauit
N0 HEOTJIO)KHOMY JIEYEHUIO METa0OJMYECKHX KpU30B 3a00JeBaHHE HUMEET
HEOIAronpusITHBIA MPOTHO3 C PA3BUTHEM CTPYKTYPHBIX U3MEHEHUIN IOJIOBHOTO MO3ra

Y TIPOTPECCUPYIOIIECH HEBPOJIOTHMYECKOW CUMITOMATUKH.



CIIUCOK COKPAIIIEHUI

3-OH-ryrapoBas
KHCJIOTa

3-TUAPOKCUTITYTApOBasi KUCIOTA

GA rIIyTapoBas KUCIIOTa

GCDH dbepmenT raytapmwi-KoA aeruaporenasa
T1W T1 B3BemeHHoe n300paxeHue

T2W T2 B3BeleHHOE N300paxeHue

I'Al rIIyTapoBas auuaypus Tan 1

KT romosHoro mo3sra-

PEHTI€HOBCKasi KOMITbIOTEPHAsi TOMOTpadust
rOJIOBHOI'O MO3ra

MPT MPT rosioBHOTO MO3ra
TMC TaHJEMHasi MaCC CEKTPOMETPUS
HCXK 1epedpo-cnuHaIbHAS )KUIKOCTh

Good clinical practice
(GSP)

Haz[nexcamaﬂ KIIMHUYCCKasd IpaKTHKa

Good practice points
(GPPs)-

MHIUKATOPBI JOOPOKAYECTBEHHON MPAaKTUKU
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