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Cnncok cokpameHni
AMH — anpeHoMueNnOHeponaTus
AIIC-1 — ayTOMMMYHHBIN MONMUIIaHYJUISIPHBIN cuHapoM | Tuna
X-AJIJ] — X-cuernneHHas aJpeHOICHKOIUCTPODUs
bC AJIJl — 6eccumntoMHas popma X-ClETIEHHON aApeHOICHKOIUCTpODUH
JIL AJIJT — nmerckas niepedpanbHas opma X-CIHETUICHHON apeHOIeHKoaucTpohumn
HOI1 AJIJT — roHomieckas nepedpanbpHas popma X-CHEIUICHHOH aipeHoIeHKoaucTpodhun
BII AJIJT — B3pocias nepedpaiibaas hopma X-CIETUICHHOH aIpeHOICHKOTUCTPODUN
(M)HH — (u3onupoBaHHast) XpOHUYECKask HAAMOYEUHUKOBAsE HEAOCTATOYHOCTh
I'TO — rouuepuntpuonear
I'TD — rmuepuntpuspykara
KT — xommbroTepHast Tomorpadus
JIOX — mu30hochOTHAMIXOJIMHBI
MI'K — menuko-reHeTH4eckoe KOHCYIbTUPOBAHUE
MPT — marHuTHoO-pe30HaHCHas ToMorpadus
HH — HannmoyeyHrnkoBas HEAOCTATOYHOCTD
OJILDKK — oueHb JUIMHHOIIETIOYEYHBIC KUPHBIE KUCTOTHI
C22 — noko3aHoBasi KMCIOTa
C24 — TeTpako3aHOBas KMCIOTA
C26 — rekcako3aHoBasi KUCJIOTa
C27 — renraxko3aHoBas KMCIOTa
TI'CK — TpaHcmiaHTanus reMOono3TUYECKUX CTBOJIOBBIX KIJIETOK
V31 — ynbTpa3ByKoBO€ HCCIIEJOBAaHUE
OHMI" — snextponeiipomuorpadus

XHH — xpoHunyeckasi HaJllOYeYHUKOBAsI HEIOCTATOYHOCTD



TepMI/IHI)I H onpeacjJcHus

IlepokcucoMHble 00/1€3HM — TPYINIa HACJICACTBEHHBIX MOHOTEHHBIX 3a00JICBaHUH,
CBSI3aHHBIX C HapylIeHUeM (PYHKITUH TEPOKCUCOM.

X-cuenieHHasi ajgpeHoJielikoaucTpodusas — HacleACTBEHHOE 3a00JIeBaHUE U3 TPYIIIbI
MEPOKCUCOMHBIX, XapaKTEepU3yIollleecs MOPaXXEHUEM HEPBHOM CHCTEMbl B COYETaHUU C
XPOHUYECKOW HAJIIMOYCUHUKOBOM HEIOCTATOUHOCTBIO.

OJUXK — o4eHb JIMHHOLEIIOYEYHBIE )KUPHBIE KUCIOTHI, KOTOPhIE HAKAIUIMBAIOTCS B
pa3HbIX TKaHsAxX npu X-AJII.

TpancnianTanmusi reMOMOITHYECKUX CTBOJIOBBIX KJIETOK — METOJ JICUCHHS
3a0o0NeBaHU, MpPU KOTOPOM TMAIMEHTY BBOAST 3/J0POBBIE CTBOJIOBBIC KIIETKH, 3amelias

MMOPAKCHHBIC KJIICTKH JOHOPCKHUMH HJINU COOCTBEHHBIMU



1. KpaTkas nagopmManus no 3a00J1eBAHNI0 WM COCTOSTHMIO (rpynime

3a00J1eBaHUIl UM COCTOSIHUIA)

1.1 Onpeaeaedne 3a00Je€BaHUsl MM __COCTOSIHHUS _(Ipynnbl__3a00JieBAHMI _WJIH

COCTOSITHU)

X-cuerenHas agpenoneikoauctpodus (X-AJIJI) — nHacnencTBeHHOe X-CIETIEHHOE

pelieccuBHOE 3abosieBaHME OOMEHa BEIIECTB U3 TIPYIIbl  [EPOKCUCOMHBIX OoJe3Hei,
XapaKTEPU3YIOIIEEeCs] COYETaHNEM TOPAKEHHS TepUPEepUIECcKOil, IEHTPATbHON HEPBHOW CUCTEM
U DHJOKPUHHOW MaTojoruu (Mpexkae BCEro, HaJAIOYEYHHKOBOW HEAOCTATOYHOCTH), KOTOPOE
pa3BUBAETCS BCIECACTBUE HApYLICHMsI OKHUCIEHHMS WM IOCJIELYIOIIEr0o HAaKOIUIEHHWs B OpraHax U

TKAHSX HACBIIICHHBIX OYEHb JUTMHHOICTIOUCUHBIX KUPHBIX KUCIOT [1], [2].

1.2 DTHOJIOTHS ¥ IATOreHe3 32001eBAHUA MJIN COCTOSIHUS (TPVIIIILI 3200J1€BaHUI HJIN

COCTOSIHU)

X-AJIJI ob0ycnoBieHa maroreHHbIMM BapuaHTamMu TreHa ABCDI, Koaupyrouero

TpancMeMOpaHHbIi  Oenok-Tpancoptep ALDP. I'enm ABCD1 kaptupoBaH B TE€pMHHAIBHOM
CErMEHTE JUTMHHOTO Tuieda X-XpoMOCOoMBI, B JIokyce Xq28 [1].

benox ALDP oTHocHTCS K cynepceMelcTByY TpaHCMEMOpaHHbBIX OEJIKOB-TPaHCIIOPTEPOB,
xapakrepusyromuxcs HamuuueM AT®-csa3piBaromelt kaccetbl. M3menenus Oenka ALDP
HapylaT TPAHCHOPT HACBIIICHHBIX JKUPHBIX KUCIOT ¢ o4eHb AnuHHOHN nensio (OHALDKK) B
nepokcucomMbl. OCHOBHBIM ITYCKOBBIM MEXaHH3MOM MATOr€He3a Ha MOJIEKYJISPHOM YpOBHE
ABIIIETCS HapyllleHHe B mepokcucomax aerpananuu HacbimeHHbx OJLDKK, mocrynaromux c
nHIIei, a TakKe CHHTe3UpyeMbIX B opranusme de novo. Pesynbratom siBisercs 2-10-kpaTHoe
yBenuuenue koHuentpauun OJILDKK B mmasme, spurpouutax, jneikomnurax, ¢pubépodiacrax
MAlMEHTOB M TeTEePO3UTOTHBIX HocuTened. CreicTBUEM 3TUX H3MEHEHUN U OJHOBPEMEHHO
BaXHBIM NaTOI€HETUYECKUM MEXaHHU3MOM SIBIISIETCS M3MEHEHHE (U3MKO-XMMHUYECKUX CBOWCTB
MeMOpaH KJIETOK BCJIEACTBHE HAKOIUIeHUs B HuX auinpou3Boanbix OJILDKK. MonekysspHbie
MEXaHU3MBbl NTATOreHe3a HaIOYEUHUKOBONH HEIOCTATOYHOCTH BKIIOYAIOT TOKCHYECKHH 3¢ ekt
Ha KJETKH KOpPbl HAANOYEYHUKOB XOJECTEPUHOBBIX 3(PHUPOB C HU3MEHEHHOW CTPYKTYpOH,
BctpauBanne OJ[IDKK B  MemOpaHbl  CTEpOMINPOAYIIUPYIOMUX  KIETOK, CHIKEHUE
CTepOUJIOTeHE3a BCIICJCTBHE CBsA3bIBaHMs cBOOOIHOTO Xonectepuna ¢ OJILKK [3], [4].

Koppensus Mexay KIMHUYECKHMMHU M MaTOJOTMYECKUMH JaHHBIMHM HAOIIOAAeTcsl MpHU
OBICTPO TPOTPECCUPYIONTUX IepeOpabHBIX (opmax, AETCKONW U B3pociou. I[laromoruveckue
M3MEHEHUS MPeACTaBIEHbl ePUBACKYIISIPHON MHUIbTpaluelt TuM@onnTaMu Georo BelecTsa

B T€X O0JIACTSIX, IJIe HAaXOJAT TUCHYHKLHNIO TeMaTodHIIe(aTnueckoro 6aprepa mo HaKOIUIEHUIO
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KoHTpacTHOro Bemectsa npu KT ronoBHoro mo3sra. YCTaHOBJIEHO y4acTHE B BOCHAIMTEIIBHOM
peakiuu dakropa Hekposa onyxoneit TNFa, BEICOKHE ypOBHU KOTOPOTO HAlICHBI B Makpodarax
U acTpoIMTax B 00JACTAX JIOKAJIM3allMd aKTUBHOW JeMHUeIUHH3aluMu [5]. DTO MO3BOJIHIIO
MPEnoyokuTh, uTo u30biTok OALDKK cTumynupyer B actpouuTax, nepuBacKyIsSpHBIX KJIETKaX,
Makpogarax TNFo ITUTOKHHOBBIN Kackajl, KOTOPBIH BEIET K JEMHUEITMHU3AIMH, OITOCPETI0BAaHHON
MEePBUYHO IUTOKUHAMH, C MOCTEAYIONIECH AECTPYKIIMEH MUEIIMHA TPEUMYIIECTBEHHO T-KieTKaMu
[5]. [6].

Kpome Toro, 6buio oOHapy>Ke€HO, YTO AaKTHBAIMS MUKPOIJIUHU CIMHHOTO MO3ra Mpu
aJpEHOMHUETIOHENPOIIATUH SBJISIETCS BEAYLIUM 3BEHOM B PA3BUTUU KJIMHUYECKOH CUMITOMATHKH,
a TOBpPSXKICHUE HEUPOHOB MPOUCXOIUT W3-3a IOBBIMICHHOW (DAaromuTapHOH aKTUBHOCTU
MUKPOTJINH, U30BITOYHOMN dKCIIpeccuu (PakTopoB (paronurosa B NISMEHEHHON XUMUYECKOU cpejie,

o0ycroBneHHOM BiusHrueM koHuenTparnuua OIKK [7].

1.3 DnuaeMuoJiorusi 3a00/1eBaHUs WM COCTOSIHUS (rpyonbl 3a00JieBaHUM WU

COCTOSIHU)

X-AJIJl oTHOCUTENBHO YacTas 00JIe3Hb, BCTPEUAIOIIAsACS MOBCEMECTHO, BO BCEX pacax U

ATHUYECKUX TIpymnmnax. MunnManbpHass dactora X-AJIJI Bo @PpaHuumu, rae OHa COCTaBISAET
1:100 000 HoBopOxIeHHBIX MambunkoB [8]. B Apctpamuu u IOro-Bocrownoit Asuu 3TOT
nokaszatenb cocrasuin 1,6:100 000, B Smonun — 2,0-3,3:100 000 [9], [10]. Mo naHHBIM
MaciTabHoro mnomyiasuuoHHoro wucciegoBanus B CHIA ¢ MMPOKUM HUCHOJIB30BaHUEM
ouoxumuueckoit u JIHK-auarHocTuku, MHUHUMaigbHas 4YacTOTa TE€MHU3UTOTHBIX HOCHTENeH
cocraBusieT 1:42 000, a cymmapHas 4acTOTa F€MHU- U T'E€TEPO3UTOTHBIX HOCHUTEIEH JOCTUTaeT
1:16 800 [11].

[Tocne BBennenus HeoHaTanbHOrO cKkpruHUHTra B CLIIA Obu10 OKa3aHo, uTo yactota X-AJIJ]
coctraBisier 1:17 000 HOBOpoOXIeHHbIX ManbuukoB [12]. [lmamazon mudp Ooipmie oTpaxaeT
IOJTHOTY BBISBJICHUS, 4Ye€M MEXIONYJSAIUOHHBIE pa3Iuyus: yOeIUTENbHBIX JaHHBIX O
TEPPUTOPUATBHOM WK ATHUYECKOM HakoreHuu AJIJ[ et (kpome peaxoit popmsl ¢ peHoTuOM

atakcuu, oosiee yactoi B SAmonun) [13].

1.4 Oco0eHHOCTH KOANPOBAHNSA 3200/1€BAHNS WM COCTOSHUS (IPYIIIbI 32001eBaHUI

WIN _COCTOsIHMI) 10 MeXkIYHAPOJAHON CTATHCTHYECKO KJaaccupukanuu 0OoJie3Held M

npo0JeM, CBA3AHHBIX CO 310POBbEM

Kox mo MKB-10: E71.3 Hapymenust oOMeHa »KUPHBIX KHCIIOT.
Kox mo MKB-11: 5C57.1 Hapymienuss mepokcucoMHOro anbga-, O6era- wium omera-

OKUCJICHUAA.



1.5 Kunaccudukanuss 3a00/1eBaHUsI HMJIM COCTOSHUSA (TPynnbl 3a00J1eBAaHMI WU

COCTOSITHU)

CorlacHO KJIMHUYECKOH Kilaccu(UKalluy HAa OCHOBAaHUM Bo3pacTa Je00Ta U MOpaKeHUs

HEPBHOM CUCTEMBI BBIZIEIAIOT cheaytomue Gopmbr X-AJIJ:

1. Herckas nepedpanbnHas popma (L AJII);

2. FOnomeckas nepedpansHas ¢popma (FOL] AJI);

3. Lepebpansuas dhopma B3pocibix (BL[ AJIJT);

4. Anpenommuenonetiponatus (AMH);

5. M3onupoBaHHas HaanmodyeyHnkoBas Hepocrarounocts (MHH);

6. beccumnromuas ¢opma (bC AJI/l) (mpu HamMuuu OMOXMMHUYECKOTO Ae(eKTa H/Hiu
NAaTOTCHHOTO BapUaHTa);

7. ATunuanbie GOPMBI;

8. X-AJIJl y reTepo3UroTHbIX HOCUTEJIbHHII.

[IpuBeneHHas kiaaccu@uKanus B ONpPEIEICHHON MEpE YCIOBHA, IOCKOJIIbKY HEKOTOPBIE
BXOJIIIME B Hee (OpPMBbI TMEPEKPHIBAIOTCS W B JACUCTBUTEIBHOCTH TIPEICTABIISIOT COOOH
KJIMHUYECKUI KOHTUHYYM ()EHOTHIIOB C Pa3IMUUsIMHU 10 TSDKECTH M CpokaM Manudecrarmu [13],

[14], [15].

1.6 Kinyundyeckass KAPTHHA 3200J1eBAHNS UJIHM COCTOAHNA (rPynnbl 3200JeBaAHUI WU

COCTOSIHMIA)

A AJIJ{ saBnsercs HambOosee H3ydeHHBIM (eHoTunoMm 3aboneBanus. [lo mgaHHBIM

KpPYIHBIX cepuil HaOmoJeHul, neOroT 3aboneBaHusl mpuxoauTcs Ha Bo3pacT 3—10 rjer (B
OOJILITMHCTBE CiydaeB 4—8 JIeT), C MUKOM OKOJIO 7 JIeT, CPEeHUM BO3pACT Hayajga COCTaBJISET
7,1+1,7 roma [13], [15]. B psge ciay4aeB HEBPOJOTHUYSCKHUM IMPOSIBICHUSIM TMPEAMICCTBYIOT
CyOKITMHUYECKHE HapyIIeHUs BHUMAaHUS W OOy4YeHUs, OJHAKO dYalle IeTH A0 MaHubecTaruu
CUMTAIOTCSI COMAaTUYECKU U TICUXMUYECKH 310poBbIMU [13].

HauanpHble cumMnTOMBI BapuaOelbHBI, HO HamOolee THIWYHBI TTOBEICHYECKHAE WU
KOTHUTHBHBIC  HapylmieHus (IeUIUT BHUMAHUSA, THICPAKTUBHOCTh, 3MOITMOHAILHAS
TaOUTBPHOCTh, CHUKCHHE YCIEBAEMOCTH), HEPEIKO OIMIMOOYHO TPaKTyeMble KaK IIKOJIbHAs
ne3anantanus [13]. YacTeiMu paHHUMU IPU3HAKAMU SIBIISTIOTCS YXYAILIICHHE 3pEHUS U KOCOTJIa3ue,
peke OTMEUarOTCs MO3)KEUKOBBIE PACCTPOMCTBA, CYJIOpPOTH, ToioBHBIe 0oy, Ovens penko (1]
AJIJI manudecTupyeT HeIepKaHUEM MOYH W/WIM Kajda, THKamMHu. [lo JaHHBIM KOTOPTHBIX
UCCIeIoBaHMi, B 9% cilydyaeB BO3MOKHO OCTpOe Hayaslo 3a0osieBaHus (Cy0pOTH, aipeHaIOBbIH
Kpu3, yraereHue cozHanus) [16]. CooOmanoch 00 aTUMHMYHOM aCUMMETPHYHOM MOPAXCHUU B

nedrore JIL| AJIJ] (cmyuait neGrora y 10-1eTHero Majbuumka ¢ KOTHUTHBHBIX HapylIIeHUH H
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JICBOCTOPOHHETO  CIACTHYECKOr0 TeMHuIlape3a, ¢ I[PEUMYILIECTBEHHO MPAaBOCTOPOHHEMH
Jokanu3anuen ouaroB ua MPT I'M) [17].

3a0oneBaHnue, Kak MpPaBUJIO, OBICTPO TPOTPECCUPYET C PA3BUTHEM  TSDKEIOH
sHIedanonaTuu: GOPMUPYIOTCS AU3APTPUS U aHAPTpus, Aucharusi, CacTUYHOCTh, ATAKCHS,
JKCTpanupaMuIHble PAcCTPONCTBA; Ha MO3JHUX CTAAMSIX MPAKTUYECKH Yy BCEX NAIlEeHTOB
pa3BHUBAeTCs AMWIENCUS M BbIpaKEHHas AeMeHUMs. HapyiieHust 3peHuss mporpeccupyroT a0
NOJTHOM ClIenoThl. TepMUHANbHAS CTagusl XapaKTepU3yeTcs OO0E3ABMKEHHOCTBIO, YTpaTOn
KOHTaKTa C OKPYKAIOIIUM, JIECKOPTHKalMeH W IepeOpanbHOi kKaxekcueid. CpenHuil MHTEpBal
MeXy AeOI0TOM HEBPOJOTUYECKUX CHUMITOMOB U JIEKOPTUKAIMEH COCTaBISIET OKOJO 2 JIET;
cpennuii Bo3pact cmeptu — 9-11 ner [18], [19].

KoL AJI| xapaktepusyercs HadaioMm mocie 10 ner (wame go 14—15 mer, BepxHsis
rpanuna — 21 rox). [lo k1MHUYECKON KapTHHE U TEUEHUIO OHAa BO MHOTOM CXOJIHA C JAETCKOU
uepeOpanbHoil GOopMOiA, YTO JenaeT pa3rpaHUUYEeHHUE STUX (PEHOTUIIOB YCIOBHBIM, Psii aBTOPOB
paccMatpuBaeT ux Kak eaunsbiii criektp [8], [9], [20], [21]. B otaenbHbIX ciydasx 3abosieBaHHE
poTeKaeT 00see MEJIEHHO, OAHAKO IIPOTHO3 B LIEJIOM OCTAETCS HEOJIAronpHUsSTHBIM.

BII AJI I marudectupyet nocie 21 roaa, uaoraa 1o 40-50 ger [22]. J1i1st Hee XapaKTepHBI
BbIpQ)KEHHBIE NICUXUYECKHE M KOTHUTHBHBIE PAacCTpoicTBa (ICHXO03BI, JOOHAS JAEMEHIHMS), YTO
HEepeIKO MPHUBOAUT K auarHoctudeckuMm ommbOkam [23], [24], [25]. Bo3MmoxHBI odaroBbie
HEBPOJIOTUYECKHE CHUMITOMBI, BKJIOYas HApyLIEHUs [OJed 3peHHs, Hanmpumep, OINHcaHa
remuanorncusi [26]. 3aboneBanue OOBIYHO OBICTPO TMPOTPECCHPYET, MPHBOAS K TKEIOM
WHBAIMIW3ALMM U JEKOPTUKAMM B TeueHWe 3—4 JeT, XOTA OIUCaHbl PEIKHE Ccllydau
cTabuIn3anuy.

AMH naub6osee yacTblii (EHOTHUIT y B3pOCIBIX MYKUUH. Bo3pacT Hauana Bapbupyer oT
HOJPOCTKOBOTO J0 3pEJIOr0, OHAKO B OOJIBIIMHCTBE CIIy4aeB CHUMITOMBI MOSBISIOTCA Ha 3—4
JECATHIICTUN JKU3HM, JMIOb OKoio 8% cmywyaeB manudectupyror mo 21 roma [15], [27].
Benymumu nposiBICHUSAMHU SIBIIFOTCS MEUIEHHO IPOTPECCUPYIOMIMI HMKHUM CHAaCTUYECKUI
napariapes, HapyleHuss MOUYenCITyCKaHusl, M0JI0Bast TUCHYHKIUS, HEPEAKO — PaHHSAS ajJonenus.
Takxke xapakTepHa JE€MUEIMHU3MPYIOIIAs IOJMHEHPONATHs, BETeTaTUBHBIE M Ta30BBIC
paccrpoiictpa [28], [29].

[IporpeccupoBanne AMH wenneHHoe, yTpaTa CaMOCTOSITEIBHOM XOJbOBI OOBIYHO
npoucxoauT uepe3 10—15 ner ot Havana 3a0oseBaHus, CO BPEMEHEM MOSBISETCS Helep)KaHue
MOYM U Kana. [IpuMepHO y MOJOBMHBI MALMEHTOB IO MEpe MpPOrpeccupoBaHUs 3a00JeBaHUA
BBISBJISICTCS BOBJICUEHHE TOJIOBHOI'O MO3Ta, yamie cyOokiamHudeckoe, y 10-20% pasBuBarorcs

BBIPAKCHHBIC KOTHUTUBHBIC Y TOBECACHUCCKNEC HAPYIICHHA, YTO OIMPCACIIAIOT KakK «I_[ep€6pa.]'IBHy}0



AMH» (B otinuume ot «uuctoit AMH» 6e3 BoBlieueHHs TOJIOBHOTO MO3ra), aCCOIIMMUPOBAHHYIO C
HeOmaronpusTHeIM poruo3om [3], [16], [23], [30], [31].

[TponomxutensHOCTD Xu3HU TP AMH mupoko BapbupyeT u MOXeT ObITh OJIHM3KOH K
HOpMaJIbHOU. B HEKOTOpBIX cilydasx y HMAlMEeHTOB ¢ HAANOYEYHUKOBOM HEIOCTaTOYHOCThIO 0e3
HEBPOJIOTUYECKUX JKanod u cumnromMoB mpu mpoBeaeHun OHMIT MoOXHO BBIABUTH
HOJMHEHPOATHIO, TO €CTh JOKIMHIYeCcKyto ctaanio AMH [13].

HH sBnsiercs oqauM 13 OCHOBHBIX KommoHeHTOB X-AJIJl u Bcrpewaercs B 70-80%
cirydaeB B cocTaBe J1000it popmer (kpome BC AJIT) [32], [33].

ITo manHbIM poccuiickux uccnenoanuii, HH B ocHoBHOM MmaHudecTupyeT Ha nepBoii
JIeKaJie )KU3HU MallMeHTa ¢ IMKOM B BO3pacTe 6-7 JIET U pUCKOM pa3BUTHS B TEUECHUE BCEH KU3HU
[34]. HH pa3BuBactcss HE3aBUCHUMO OT IMOPaKCHUS HEPBHOM CHCTEMbI — B 3aBUCHMOCTH OT
BO3pPAacTa, IMarHo3 MOXKET ObITh YCTAHOBJIEH KaK J0, TaK U IOCJIE MOSIBIECHUS HEBPOJIOTUYECKUX
CHUMIITOMOB.

Cumnromer HH HecrenmuvHbI, ¥ 3a4acTyi0 MOTYT OBITh MAacCKHpPOBaHBI CHMITOMAaMH
NOpPaXEHUs] HEPBHOM CHUCTEMbl. THUNMYHBIM M NAaTOTHOMOHMYHBIM IIPU3HAKOM SBIISETCS
TUIIEPIMITMEHTAUs] KOXKHBIX IIOKPOBOB, BCTpEYAIOLIasicsl Yy MOJABJISIIOMIEro OOJIbIIMHCTBA
nanuenToB ¢ X-AJI/l. ['unepnurmenTtanus HocuT 1udy3HbIN XapakTep co CryIIeHueM B 001acTH
CyCTaBOB, CKJIAJIOK, KOXXM HapyKHbIX IIOJOBBIX OpraHoB. BTopeIM 1o dYactoTe sBIseTCS
ACTEHHYECKHUH CHHAPOM — cl1aboCTh, BSJIOCTD, MOBBIIEHHAs: yToMisiemMocTs [34], [35], [36], [37].
Taxoke, HallMEeHTOB MOKET OECIIOKOUTh TUIIOTOHUS, MTOTEPsl Macchl Tena, TunoriaukemMus. Mexons
U3  TIaTOreHe3a  pa3BUTHUA  HAANIOYEYHUKOBOM  HemoctaroyHoctd  npu  X-AJIJ,
MUHEPATIOKOPTUKOUAHBIN  1eQUIUT U CONYTCTBYIOUIME €MY CHMITOMBI pa3BUBAIOTCS
NpUOIU3UTENBHO B TMOJOBUHE ciiy4aeB. OCHOBHBIMH CHUMIOTOMaMU MUHEPAIOKOPTHUKOHMIHOTO
neguuuTa SBISIOTCS MOBBIILIEHHAs TsAra K Coild, OONM B KUBOTE, MOBTOpHas pBota. Ilpu
HEOKa3aHWU IIOMOLIM COCTOSIHME NalMeHTa YXYALIAETCs, NPHUBOAS K Pa3BUTHIO TAKEIOTO
KHU3HEYTPOKAIOIIETO COCTOSHUS — COJIbTEPSIIOIETO KpH3a, COMMPOBOXKAAIOIIET0Cs XapaKTepHbIMU
NIEKTPOIUTHBIMH HAPYIICHUSIMHU — TUTIOHATpHeMuei u runepkaiuemueii [4], [33], [34]. [Tepepsis
B IIpUEME 3aMECTUTENIbHOW Tepanuu, JUO0 Bo3pacTarolas MOTPeOHOCTh B TOPMOHAX KOPBI
Ha/IMTOYEYHUKOB Ha (poHE OOJIE3HU U CTPECCOBBIX COCTOSHUM Ha (POHE OOBIYHBIX 3aMECTUTEIBHBIX
7103 TaK)K€ MOXKET IPUBOJUTH K Pa3BUTHIO OCTPON HAAMOYEYHUKOBOM HEJOCTaTOUHOCTH.

HH moxxer nmpencraBiasTs oTaenbHyro kiuHudeckyio Gopmy X-AJIJI — UHH. UHH npu
X-AJIJl npencraBisier coOoi YCIOBHBIA (PEHOTHII, TTOCKOJIBKY y OOJBIIMHCTBA MAIlMEHTOB CO
BpeMeHeM (OpMUpYETCS HEBpOJOTHUYecKass cuMOToMaTuka. MHTepBanm Mexay ae0roToM

HaHHOqeqHHKOBOﬁ HCAOCTATOYHOCTH M TMOABJIICHUCM HCBPOJOTHYCCKHUX HpOSIBJIeHI/Iﬁ MOXKECT

10



JOCTUTaTh HECKOJIBKHMX JECATHICTHI (HanOOBbINNI M3BECTHBINM citydail mocturan 32 net) [15].
Jlaxxe TpU  OTCYTCTBMM SIBHBIX HEBPOJOTHYECKHMX CHMIITOMOB HEPEAKO BBISBISIOTCA
CyOKIMHUYECKHE  HEBpoJOormueckue  (rumeppediiekcus,  CHHKEHHE  BUOpAIMOHHOMN
YYBCTBUTEILHOCTH B HOTaX) ¥/ MJIM KOTHUTHUBHBIC HAPYIIICHUSI.

BC AJIJl y KIMHUYECKH 3J0pPOBBIX HOCHUTENCH MaTOreHHbIX BapuaHToB B reHe ABCD1
paccMaTpuBaeTCs Kak JOCHMIITOMHAas craaus 3aboneBanHusi. Bospact manudecranmu KpaiiHe
BapuadesieH, OMHMCaHbl KaK CIy4ad OUYeHb MO3HEr0 Haydana, TaK M OTCYTCTBHE KIMHHYECKHX
nposiBienuit npu Hamnunn MPT-u3menenwnii [15], [21], [38], [39].

Atunuuneie penorunbl X-AJI/l BKIIOYAIOT peaKUe BapUaHThI C TMPEUMYIICCTBEHHBIM
NOpakKeHNUEM MO3KeUKa M KIIMHUYECKOW KapTHHOM OJMBOIIOHTOIEPEOCIUIIPHON JeTeHepaliy, a
TaKXe C APYTUMH KIMHUYECKUMU MPOSBICHUSMH (HAllpUMep, OMHICaH JIe0I0T ¢ TYTOyXOCTH, I/Ie
1I0CJIE JIOTIOJTHUTEIBHOTO 00CIICI0BAHSI BBISIBIICHO IIOPAXKCHUE IIEHTPATBHBIX 3BEHBEB CITyXOBOTO
aHasjm3aropa, koppenupymome ¢ MPT-kaptunoit) [13], [40], [41], [42], [43], [44], [45], [46]. x
JIOJIs1 HEBENMKA, OJJHAKO C Pa3BUTHEM MOJICKYISIPHOW JHATHOCTHKH YHCIIO TaKUX HAOIIOJCHHUN
YBEIIMIUBACTCS.

Manudectabie popMbI Y reTepO3UTrOTHHIX HOCHTEIbHHUII BBISBISIOTCS 3HAYUTEIHHO
yaie, 4YeM Ipennojarainoch pasnee. KinumHuueckue mnposiBieHuss ormevaorces y 15-20%
HOcHUTeNnbHUI, a mocie 40 jger — Oonee veMm y monoBusbl [15], [47]. Haubosnee TunmuHbI
CUMIITOMBI, cxoaHble ¢ AMH, mnepeOpaibHbie (QOPMBI BCTPEUAIOTCS 3HAYUTEIHHO PEXKe.
HaarnoveyHnkoBast HEIOCTATOYHOCTh Y HOCHTENBHUII HaOJI01aeTes Kpaiine penko [14], [28], [48],
[49], [50].

OTMeuast BBICOKYIO YaCcTOTY KIIMHUYECKUX MPOsBIIEHUI HocuTenbcTBa npu X-AJIJ[ u psiae
Ipyrux X-CIeIieHHbIX 0oe3Hsx, Dobyns ¢ coaBT. (2004) npeyiaratoT 0TKa3aTbCsi OT UX ICTEHUS
Ha PELECCUBHBIC W JOMHUHAHTHBIC W HA3bIBaTh «IPOCTO» X-clemieHHbIMU [51]. B peakux
ciydasix Tshkenas MaHudecTanys y >KeHIIMH aCCOLMUPOBAHA ¢ aHOMAIUSAMHU X -XPOMOCOMBI, YTO
TpeOyeT MpoBeACHUS KapHOTHITUpOBaHus [52].

XapakTtepHoii ocobeHHocThio X-AJIJ[ sBisieTcs BBIpaK€HHas BHYTpHCEMEWHas
(deHoTHnMYecKass BapHaOeNbHOCTb: B OJHOM CEeMbE MOTYT COYETaTbCs pa3iIuyHble (OPMBI
3a0oneBanus, BKMouas nepedpaigbHbie (opmel, AMH, MHH u wmanudectsie ¢opmbl y
retepo3uroTHbiXx HocuTeabHuIl [13], [15], [21], [43], [53], [54]. YacToTa BBISBICHUS Kay3aTHBHBIX
BapuanToB de NOVO Hu3ka (okoJo 1,7%), 4To 00BsICHACT peobiiaaHie ceMenHbIX ciy4aes [11].
OTu HaOMIOJEHHs YKa3bIBalOT HA POJIb JOMOJHHUTEIBHBIX MOTUPHIUPYIOMIMX (AKTOPOB B

dopmupoBanuu (GeHOTHIIA, TPUPOJA KOTOPBIX ocTaeTcs HescHou [55]. B psme wccnemoBanuit
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IMpOoaHAJIU3UPOBAHO COOTHOILICHUE (beHOTI/IHOB B BBI60pKaX IMaUMEHTOB M3 pa3HBIX CTPaH. OTH

JlaHHbIe cyMMUpoBaHbl B [Ipunoxxenun A3.1

2. IlmarnocTuka 3a60J1eBaHNsI MJIM COCTOSIHUSA (TPyNnbI 3200/1eBAHUI WIH
COCTOSIHMI), MEIUIIUHCKHE MOKA3aHUS M NPOTUBONOKA3aHUS K IPUMEHEHHNI0

METOA0B TMATHOCTHKH

Obpawaem 6Humanue, 4mo, CO2NACHO MpPeDOBAHUAM K pa3pabomke KIUHUYECKUX
peKoMeHOayull, K Kadcoomy me3ucy-pekomeHoayuu Heooxooumo yKazvleams CULy peKoMeHOayull
u OokazamenvHylo 0azy 6 COOMBEMCMSEUU CO WKALAMU OYEHKU YPOBHI OO0CHOBEPHOCHIU
ookazamenvcms (YI[/]) u yposus yoeoumenvrnocmu pekomenoayuii (YVP). /s mroeux mesucos
YVP u V]I 6yoem Huskum no npuyune OMCYMCMEUS NOCEAUJEHHBIX UM KIUHUYECKUX
uccnedo8anuil  8blcoko2o ousatina. Heezupasi na 2mo, oHu A61AIOMCA  HEOOXOOUMbBIMU
anemenmamu 06Cie008aHUs NAYUEHMA O/l YCMAHOBLEHUsL OUACHO3d U 8b100PA MAKMUKU IeYEeHUsL.

Kpumepuu ycmanoenenus ouaznoza/cocmoanusn’ ouaznos X-AJI/ yemanasnueaemces na
OCHOBAHUU COBOKYNHOCMU KIUHUKO-AHAMHECMUYEeCKUX OAHHbIX, Pe3Vibmamos 1adbopamopHoco
UCCNe008aAHUSL U MOJEKYIAPHO-2eHemu4ecko2o ananusa. OcHosHble 1aO0pamopuvie Memoobvl
noomeepcoenus ouazrnosa X-AJlJ] exnouarom duoxumuueckue (onpeoenenue OJLIKK 6 nnazme
KpO8U) U MONeKYIspHO-2eHemuyeckue ucciedosanus eena ABCDI. /luaenoz ycmanaenueaemcs
npu evissenuu nosviuenno2o yposus OHIDKK (C26:0, C24:0, C22:0) 6 cvigopomke unu niasme
KPOBU U NPU GbIAGIEHUU 2eMUSULOMHO20 NAMOLEHHO20 (8ePOSIMHO-NAMO2EHHO20) 8APUAHMA &
ecene ABCD1 y myowcuun unu eemepo3ucomnoco namoceHHo2o (8eposmHo-namoz2eHHozo)
sapuanma 6 cene ABCDL y owcenwun. Bapuanmel HesaCHO20 KIUHUYECKO20 3HAYEHUs He
nO380JI5LI0M NOOMEEPOUMb OUACHO3 U NPUHUMAMb KIUHUYECKU 3Hauumble pewenus [2].

uppgpepenyuanvnana ouaznocmuka. /[uggepenyuanvnyto ouacHOCMuKy npo8oosim ¢
WUPOKUM KPY2OM COCMOsiHUl, 8 3asucumocmu om Gpenomuna X-AJl/] [56].

A u Ol AJ ouggepenyupytom ¢ cunopomom Oeuyuma SHUMAHUL U
2UNEPAKMUBHOCMBIO, INULENCUell, ONYXONAMU 20T08HO20 MO32d, OpPYeUMU JIetiIKOOUCMPOopuamiL,
NOOOCMPBIM CKIEPOUPVIOUUM NAHIHYEDATUMOM, PAHHUM PACCEHHbIM CKIEPO3OM, OONE3HLIO
Jaiima. @enomun AMH wneobxooumo Ougghepenyuposams ¢ paccesHHbIM CKIePO30M,
HAacleOCmeeHHoOU  cnacmuveckol — napaniezuei  (bonesuvto  [lImpromnens),  60Ko8viMm
AMUOMPODUUECKUM CKIIEPO30M, ABUMAMUHO30M BI12 (hyHukynsapuvim muenozom), onyxonsimu
CNUHHO20 MO32a, YepeOPANbHYI0 POPMY 83POCIbIX — € IHOOLEHHBIMU NCUXULECKUMU DOJIe3HAMU,
bonesuvlo  Anbyeelimepa, MOKCUHECKOU U  AIKO20IbHOU  3dHYyegaronamuel,  enomun

0IUBONOHMOYEPeDENIAPHOU OeceHepayul — ¢ OpYeUMU AMAKCUAMU.
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Uszeecmno 6onee 20 HacneOCmeeHHbIX CUHOPOMOS, NpU KOMOPHIX PA3GUBAETCS
HAONOYeUHUKO8AsL HeOOCMAamoyHocms. [ ouggepenyuanrbHot OuaeHOCMUKU 8ANCHO OYEHUMb
6o3pacm nayueHma 6 Oedlome HAONOYEUHUKOBOU HEOOCMAMOYHOCIU, CONYMCMEYIOUVIO
namosno2uro, a makice NPoaHanusuposams cemetinyio ucmopuio. Cnyyaes manugpecmayuu HH
npu X-AJI/] ¢ poocoenus ne onucarno. HH, kax npasuno, pazeusaemcsi 8 6ojiee no3oHem 8o3pacme.
Conymcmsyrowue 3a001e6aHUs MO2YM CLYHCUMb NOOCKA3KOU 01151 onpedenenus smuonozuu HH.
(Hanpumep, XpOHUUECKUU KONCHO-CIUSUCMbIL KAHOUOO3 8 COUeMAHUu ¢ SUNONapamupeo3om,
RO360UM NPEONONIONCUMb AYMOUMMYHHBLIL ROAUAAHOYIAPHbLU cunopom 1 muna (ATIC-1).

Ceeodenus 0 3a0601e8UUX PACCESIHHbIM CKIEPO30M Cpeou ONUSKUX POOCMBEHHUKOS
MATLYUKA UTU MYHCHUHBL ¢ HAONOYEYHUKOBOU HeOOCMAMOYHOCIbIO MO2YI NOOCKA3AMb OUACHO3
X-AJI]], nocxkonvky nepeoro usmenenusi Ha MPT u kiunuxy X-AJl/] owubouno pacyenusaiom Kax
NPOSAIGNIeHUsL PACCESIHHO20 CKAepo3d. [[uacHo3 HacleOCmEeHHO20 3a00/1e6aHusi ¢ U38eCMHOU
amuonozuetl 8 1060M ciryuae 0014CeH OblMb NOOMBEPIHCOEH 2eHEeMULECKUM AHATIUZOM.

Camou uacmoti NpuyuUHOU HAONOYEYHUKOBOU HEeOOCMAMOYHOCMU )Y NOOPOCMKO8 U
e3pocivlx sensemces aymoummynnas HH [36], [57]. Oonako, dasce npu evisienenuu y nayuenma
MydHccko2o noaa awmumen K 21-eudpokcunasze (Mapkep aymouMMYHHOU HAONOYEeYHUKOBOU
Heoocmamounocmu), Heobxooumo ucciedosanue OHIPDKK ons  uckmiouenus  X-AJII.
Bnocreocmeuu  603modcHo  paccmompemv  80MpOC O HEOOXOOUMOCHMU — 2eHeMU4ecKol
ouaenocmuxu. Mzeecmuvl ciyuau X-AJIJ], kocoa makoice onpedensiics noI0HCUMENbHbIL MUMp
anmumern K 2 1-eudpoxcunase.

Cemetinblil anamues MO}cem NOCIYHCUMb KIHOUOM K OUACHOCIUKE, 00HAKO UH020a AHAU3
DPOOOCNIOBHOU MOdHcem 6800um 6 3abnydcoenue. Hanpumep, nHanuuue Kiunu4ecKkux npossieHull y

HCEHWUH MOIHCENT UMUMUPO6Amb ayWLOCOMHO'()OMZ/IHaHmelﬁ MUN HACIE00B8AHUS.

2.1 ’Kaja00bLI 1 aHAMHE3

Ilpu cbope anammesa u sxanob HeobXo0UMo 0Opawams GHUMAHUE HA Cledyiouue Hanioobl
U anamHecmuyeckue cooblmus:

*  OMACOWEHHBLI CEMEUNbI AHAMHE3 (CXOOHbLE CUMNIMOMbL Y POOHBIX OPAMbES, A MAKJICe
POOCMBEHHUKO8 MYHCCKO20 NONA NO MAMEPUHCKOU TUHUU; HATUYUe 8 CeMbe MAKUX
3a00n1e6aHUll, KAK DPACCESHHBIU CKAepO3, WU30(DPeHUs, a Mmakdice pamHel cmepmu
MANbYUKOS),

*  CHUDICeHue Ul nomepsi annemumad,

*  YXyOuwieHue namsamu;

*  U3MeHeHUe NOBeOeHUsl, anamusi, pa3o0paiCumenrbHOCb,

® CHUOMCEeHUe cliyxa,
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CHUDICeHUEe 3PEHUS,
U3MeHeHue NOX00KIU,

CHLOJICHOCMU C PABHOBECUEM, HapyuieHue KOOpOUHayuu (0COOeHHO ¢ 3aKpbIMbIMU
anazamu),

Cc1abocmo Mbly 6EPXHUX U HUNCHUX KOHeuHocmell (0OblYHO CHAYand Nayuexm
Jcanyemcs Ha c1abocmes cmon u Kucmell, 3amem 8ceti KOHeYHOCMU,);

CHUDICEeHUe YYBCMBUMENbHOCIU (8NJI0Mb 00 NOTHO20 ee UCYE3HOBEHUS),

cmpanHvle owyuweHus: 8 Koneunocmsx (Mypawiku, sxcocenue);,

HOMEMHEHUE KONCHBIX NOKPOBOS,

ONU300bl GANOCMU, COHIIUBOCTIU;

HOBMOPHAsL PEOMA, MOUWHOMA HA pOHe cmpeccad, UHMEPKYPPEHMHBIX 3a001e6aHULL
msiea K CONeHHOL nuuye;

NOMAUBOCMb, KOMOPAS He 3A6UCUM OM MeMnepamypvl U @QU3UYECKUX YCUTULL
HapyuweHus ObIXauusl, 00bIUKA, YCULeHHOe cepoyeduerue, 201080KPYICEHUE,
HapyueHue KOHmpois 34 QYHKYUsMU ma3oevlx OpeaHos;

IPEKMUNbHASL OUCHYHKYUA Y MYHCUUH.

2.2 duzukajabHoe 00cae10BAHHE

Hpu ocmompe Heobxo0uUmo 06pamumb GHUMAHUE HA OCHOBHbLE KIIUHUYECKUE NPOABTEHUA

X-AJI/], ceudemenvcmeyrowue 0 HAONOUEHHUKOBOU HEOOCMAMOYHOCMU, NOPANCEHUU
YEeHMPAanNbHOU U nepugepuyecKkoli HepeHoU CUCTeMbl:

eunepnueMeHmaysi KOXCHuLX NOKPOB08,

O1e0HOCMb UNU CEPOBAMbILE OMMEHOK KONCU,

CHUDICeHUe MACCbl mena;

9NU300bl CHUINICEHUS APMEPUATILHO20 OABNIEeHUS,

CHUICEHUE MYP2oPa KONCU,

anoneyust (6binadeHnue 80.10c),

NPU3HAKU NoauHeuponamuu (crabocmov unu ampo@uu OUCMATbHBIX MbLULY HUNCHUX
KOHeuHOCmel, HapyweHus 4y8CmeumenbHoCmy, CHUJCeHUue Uil Omcymcmeue

CYXOACUTLHBIX PEPIEKCOB).

2.3 JlabopaTopHbIe TMATHOCTHYECKHE HCCIeT0BAHUSA

PeKOMeHIIyeTCSl KOMIIJICKCHOC OINPEACICHUC KOHLICHTpallkMM Ha aMHWHOKHCIOTBI H

AllUJIKAPHUTUHBL B KpPOBHU MCTOIO0M TaHHGMHOﬁ MacCC-CIICKTPOMETPpUU (KOMHJICKC

WCCIICIOBAaHHM /7151 AMATHOCTHKH X-CLEIUIEHHON aJpeHoIeHKoaucTpoduu: onpeaeacHue
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ypoBHs su3odocharuamixonutoB (JI®X) mMeToq0M TaHIEMHOW MaccC-CIEKTPOMETPUH
MATEH KPOBU) BCEM HOBOPOXKJICHHBIM ITPH HEOHATATLHOM CKPUHHUHTE C IIEIBIO BHISIBICHUS
MAIMEeHTOB ¢ X-CICIUICHHOHN aJpeHOoIeHKOANCTpOdHUCH Ha TOKIMHIYECKOU cTaauu [58],
[59], [60], [61].

YpoBenb  yOeauTebHOCTH  pekoMeHgauuii B (ypoBeHb  J10CTOBEPHOCTH
0KA3aTeJbCTB — 2)

KomMmeHTapumu: 6 pamkax HeoHamanrbHO20 CKPUHUHEA NPOBOOUMCA OnpedeieHue
rkonyeumpayuu C26:0-JIOX 6 meduyunckux yeumpax yposusa 3A. B  pamxax
noomeepaicoarouielt. OUAHOCMUKU 68 pehepeHCHOM yeHmpe hedepanrbHol NpocpamMmbl
PACUWUPEHHO20 HEOHAMANIbHO20 CKPUHUHEA NPOBOOUMCSl Onpeodeienue KOHYEeHMpayuu
creoyrouux JIOX: C26:0-JIOX, C24:0-JIOX, C22:0-JIOX, a maxoce onpedenenus
coomnowenui JIOX: C24:0-JIOX k C22:0-JIOX (C24:0-JIOX/C22:0-JIOX) u C26:0-
JDX k C22:0-JIOX (C26:0-JIOX/C22:0-JIDX). buoxumuueckue uccrnedoganus
ABNAIOMCA ~ HAOEHCHLIMU U OCHOBHBIMU — Memooamu  eepuukayuu  OuacHosd,

JIOJHCHONOJIOHCUMENIbHBIE  UJU  JIOHCHOOMPUYANENbRble  pe3)lbnianibl HaOI00amcs

kpatine peoxo [51], [52], [53], [54].

Pexomenayercss  KOMIUIEKC  HCCIIENOBAaHUW Uil JUArHOCTUKM  X-CLETUIEHHOM
aapenoneiikoguctpopun  (ompeaenenne  ypoBHs  OJILDKK  merogom  razoBoit
xpomaTorpaduu Macc-CrieKTPOMETPHH TUTa3Mbl KPOBH) BCEM TAIMEHTAM ¢ KITHMHUYCCKHM
nono3penreM Ha X-AJIJl ¢ uenbto mpoBeneHus AuddepeHInaTbHON TUArHOCTHKU |
noATBepKAeHus quarnosa [62], [63], [64], [65].

YpoBeHb  y0eauTeIbHOCTHM  pekoMeHaanuii B (ypoBeHb  10CTOBEPHOCTH
JI0KA3aTeJIbCTB — 2)

KommenTtapuu: nposooumcs onpedenenue konyenmpayuu ciedyrowux OHLPKK: C26:0
(eexcaxozanosasn kucioma), C24:0 (mempakosanogas xucioma), C22:0 (doxozanosas
KUcioma), a makaice onpeoenerus yposus coomuoutenuni kuciom: C24 x C22 (C24/C22)
C26 k C22 (C26/C22). Buoxumuueckue uccie008anus AGIAOMCL HAOEHCHbIMU U
OCHOBHbIMU ~ Memooamu  eepugukayuu  OUAcHO3d,  JTOHCHONONONHCUMENbHbIE — UNU
JIOJICHOOMPUYamenbHble pe3yIbmamol HAba00alomcs Kpaiine peoko. llogvluienue yposHs
ONLDKK 6 nnazme kposu 601bHbIX HAOII00AEMCs NPU OpPYyeUux NepoKCUCOMHBIX DONE3HSX,
00HAKO, KIUHUYECKAs KapMUHA NpU SMux 3a0071e6aHUAX 3aMemHO omaudaemcs om X-
AJI. Takarce nosviwenue yposus OJLIKK moscem nabniooamscs y 0emell, HAX00AUUXCS
Ha Kemo2eHHOU oueme UlU e NPpU HenpasuibHoM 3abope Ouomamepuana (2emonus

kposu) [66], [67]. Hannvie, nonyuennvie 6 xooe onpedenenus yposneti OJLDKK 6 niasme
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Kkpoeu y nayuenmog ¢ X-AJI/] u 6 xoumpone nokasaiu, Ymo usmepeHue 6cex mpex
napamempos, a maxdice COOMHOULeHUI NO360Jisiem 00CMOBEPHO YCMAHOBUMb OUACHO3 X-
AJIT y nayuenmos  myxcckoeo nona. Qouaxo, 6 aumepamype  ONUCAHDBL
noscnoompuyamenvuvie cayuau npu X-AJI [68], [69], [70]. Konyenmpayus OHILDKK 6
niasme Kposeu nosvluiena npumepro y 85% cemeposzucommuvix nocumenvhuy [56], moeoa
kak y 10-15% mnecommnennvix cemeposucommuvix Hocumenvhuy uccieoosanue OLKK
oaem  JOJCHOOMpUYAMENbHbIE — Pe3yIbmamsl,  Ymo  00YCI08IeHO  HAIuduem

KOMNeHCcamopHol pynkyuu Henospedicoentou X-xpomocomst [54], [56], [71], [72].

PexomenayeTcst IpOBECHUE MOJICKYJISIPHO-TEHETHYECKOTO HcchenoBanus reaa ABCD1
(uccnenoBanue rema ABCD1 meronmom cexBeHupoBanusi mo CeHrepy WiM B paMKax
CCKBCHHUPOBAHMS TAHEITU TCHOB, CEKBCHHPOBAHUS IIOJIHOTO JK30Ma WJIM TEHOMaA; B

HOMCHKJIaTyp€ MCAUIMHCKUX YCJIYTI', COOTBCTCTBCHHO: OIPCACICHNC BAPHAHTOB I'CHOB B

oOpasie OMOJIOTUYECKOTO MaTepuaia Ipyrom WIN HEYTOYHEHHOM,
HEeKJIaCCU(PUIIMPOBAHHBIC B JIPYTHX pyOpuKax, METOJIOM TapreTHOro
BBICOKOTIPOU3BOIUTEIIBHOTO CEKBEHHPOBaHUS (03.5199.18.998.041), METOJIOM

MIOJIHO3K30MHOTO  BBICOKOIIPOU3BOIUTENBbHOTO cekBeHupoBanus (03.5199.18.005.041),
METOIOM BBICOKOIPOHM3BOAUTENbHOTO cekBeHupoBanus (03.5199.18.999.041), meToaom
cekBenupoBanusi mo Cenrepy (03.5199.18.999.039) BceM mnammeHTaM ¢ CHMIITOMaMH,
xapaktepHbiMu Juisi X-AJIJl, a Takke Ha JOKIMHUYECKOW CTaAWH TPU BBHIIBICHHBIX
OMOXMMHMUYECKUX H3MEHEHMSX, C Lenblo JuddepeHInanbHOl  AMArHOCTUKH U
MOJTBEp XK IeHus nuarnosa [64], [73], [74].

YpoBenb  y0eauTelbHOCTHM  pekoMeHaauuii B (ypoBeHb  [10CTOBepPHOCTH
10KA3aTeJILCTB — 2)

KommenTapuii: 6 nepgyio ouepedb ucciredosanue noxkazamo O NAYUEHMOS, C
nosvtuternvim yposuem OLIKK u/ unu ux coomuowenuii. /{nsa Haznauyenus ucciedo8anus,
gvioopa maxmuku J[HK-Ouacnocmuku, nocnedyrowjeti uHmepnpemayuu pe3yibmamos,
mpebyemcsa  npuem  (KOHCYyIbmayus) 6paia-ceHemuka J1eyeOHo-0uazHoCmudecKuil
nepeuunblii u nosmopuwii. JJHK-ananusz sensiemcs 8blcOKOUHBOPMAMUBHBIM MEMOOOM

ouacnocmuxu X-AJlJ]. Hnpopmayus o namoeennvix eapuanmax eena k ABCD1

onyonuKo8ana 8 MeAHCOYHAPOOHBIX bazax OAHHBIX (Hanpumep,
http://lwww.hgmd.cf.ac.uk/ac/index.php, http://lwww.x-ald.nl/,
http://grenada.lumc.nl/LOVD2/MR/home.php?select_db=ABCD1.) Ipeobraoarom

muccenc-eapuarnmol  (noumu 2/3), oxono 1l4 cocmasnsiom mnomncenc-eapuanmer (co

COBUCOM PAMKU CHUMBIBAHUL), Opyeue Munvl HyKIeOMUOHBIX 8APUAHMOE OOCMAMOYHO
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peoxu. Ilpakmuyecku y 100% nayuenmog (Kax OONbHBIX MYICUUH, MAK U IHCEHUJUH-
HOCUMENbHUY) NPAMOe A8MOMAMUYEcKoe CeK8eHUPO8anue U NOUCK Oelleyutl/OynIuKayull
MEMOOOM KOIUYECMBEHHO20 AHAIU3A NPUBOOUM K BbIAGIEHUIO KAY3AMUBHO20 8APUAHMA.
U3-3a ouenv e6vicokoll eomonocuu medxncoy ncesdoceHom u ecerom ABCDI, noobopy
HYKIeOMUOHbIX npatimepos oisi nposedenusi JJHK-ouaenocmuku 00ai#CHO Oblmb yOeneHo
bonvuioe suumanue. B kascoot rabopamopuu mo2ym 6vims n000OPAHbL U UCHOIL30BAHBL
C80U NOCNe008AMENLHOCU ONUSOHYKICOMUOHBIX NPALMEPO8, NPpU OU3auHe KOMOopbix
HeoOX00UMO YUuUmuvleams HAIudue ncee002ena U NPUCMynams K mecmuposanuio 0opazyos
NayueHmo8 moabko nocjie NOYy4eHus YOeOumenbHblX pe3yibmamos 0 CneyupuuHocmu
ananusa. Ecimu npu nposedenuu npsamozo cexsenuposanus no Ceneepy Kay3amueHbll
gapuanm He OOHAPYIHCEH, YenecooOpasHO NPUMEHeHUe OpYeUx Memooo8 MOJEeKVIAPHO-
2EHEMUYeCK020 AHANU3A.

PexkomMenayerest rccieqoBanne oOMEro KOPTU30IIa, alpeHOKOPTHKOTPOITHOTO TOPMOHA,
AJIEKTPOJIMTOB (KaJivsi, HATPHsl), TJIOKO3bI, YPOBHsS PEHHUHA WM AKTHBHOCTH PCHHHA
IUTa3Mbl B KPOBM BCEM TAIMEHTaM C MOATBEPXAEHHBIM auarHo3oM X-AJlJ] w/ wim
KIIMHUYCCKUMHU TIPOSIBIICHUSMU HAIITOYCYHUKOBOW HEAOCTATOYHOCTH JJIS JIA0OPATOPHOM
Bepu(HKaIUK HAIMOYCUHUKOBOM HepocTtaTtounoctu [64], [65], [73], [75].

YpoBeHb  y0eauTelbHOCTHM  pekoMeHaauuii B (ypoBeHb  10CTOBepPHOCTH
10KA3aTeJILCTB — 3)

Kommenrapuii: uccredosanus nposooumcs écem nayueHmam OJisk OYeHKU HATUYUSL KAK
2NIOKOKOPMUKOUOHO20, MAK U  MUHePaloKOpmMuKkouono2o oeguyuma [64]. s
HA3HAYeHUs. UCCe008AHUll HeoOX00UM npuem (KOHCYIbmayus) 6paua-3HOOKPUHOI02d
(Oemcko2o 3HOOKPUHON02A) N1e4eOHO-0UACHOCMUYeCKUll NepeUudHblll U NOGMOPHBLU (NpuU
Heobxooumocmu)). Juacnocmuxka u JleyeHue NPOBOOAMCA 6 COOMEEMCMBUU C
KIuHuyeckumu pexkomenoayusmu ons HH. [lpeonoumumenvno nposooums 3ab60p
buomamepuana 6 pannue ympenHue uacwl (7-9 uacos ympa), yuumwvléas Yupkaouvie
pummol cekpeyuu 20pmonos. Ckpunune na HH credyem nauunamo 6 nepsvie 6 mecayes
JHCUBHU Y NAYUEHMOB MYAHCCKO20 Noad, Oaiee Kaxcovie 6 mecayes 0o 10 nem u excec00no
6 Oanvretiwem [64]. Xapakmepnoim 015t HAONOUEUHUKOBOT HEOOCMAMOYHOCTIU AGNACMCS
HU3Kkutl yposenv xopmuzona (menwee 140 umonv/n) ma gone ypoeus AKTI' 08ykpammo
npegvluiaoujeo 6epxHull peghepeHcHvlll nopoe aabopamopuu. Hccrnedosanue ypoeHs
2NIOKO3bl 8 KPOBU MNO3BOJIUM GbIAGUMb SUNOSIUKEMUIO, XAPAKMEPHYIo Onsi deduyuma
2NIIOKOKOPMUKOUOO08. [ ucciedo8anuus MUHepaiokoOpmuKouorol GyuKyuu 6 eo3pacme

00 1 200a yenecoobpasno ucciedo8anue dINeKmpoIumos Kpogu. I unonampuemus Moxcem
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ObIMb NPUHAKOM Oeuyuma Kax 21roKOKOPMUKOUOO8, MAK U MUHEPALOKOPMUKOUOOSE.
T'unepkanuemus bonee xapakxmepHa 0as oegpuyuma mureparokopmurxouoos. C eo3pacma
1 200a yenecoobpaszno ucciedoganue 31eKMpoaIUmo8 COBMECMHO C PEHUHOM NIA3Mbl
(axmusHocmoio penuna niazmel) kpoeu. Illogvluienue peHuna (AKMUBHOCMU PEHUHA
niasmel) Ha @oHe UnoHampuemuu /Ul SUnepraluemMul No3eoasem YCmaHO8UMb

oechuyum munepanokopmukouoos [76].

2.4 HNHCTpYMEHTAJIbHBbIE THATHOCTHYECKHE UCCAEI0BAHUA

B uncmpymenmanvrnoti ouacnocmuxke X-AJI[] nepsocmenennas poiv NpUHAONEHCUM
Memoodam Heliposusyaruzayuu. B nHacmoswee épems nHaxkonien 601buiol Mamepuan 0 Kapmuxe

KT/ MPT npu yepebpanvruix ¢hopmax X-AJL [77].

e PexoMeHayercsi TPOBEJACHHEC MAarHUTHO-PE30HAHCHOW TOMOTpaduu TOJOBHOTO MO3ra
BCEM MalueHTaM ¢ mojgo3peHueM Ha X-AJIJl u ¢ yKe MOATBEpkKACHHBIM JUArHO30M X-
AJI]] ¢ uensro quddepeHnraIbHOi THarHOCTUKN M OLICHKH TS KeCcTH 3aboneBanus [78].
YpoBeHb  yOeqUTEIbHOCTH  pekoMeHaaunumii A  (YpoBeHb 0CTOBEPHOCTH
JI0Ka3aTeJILCTB — 1)

KommenrTapuu: Hapxoz — no noxazawusim (0oOwyto anecmeszuro uyenecooopasto
UCNONL306aMb 00 MeX NOp, NOKA NAYUEHM He CMONICEN JeAHCAmb HeNOOBUICHO 60 BPEMSL
uccne008anus).

Pymunnoe npumenenue rxoumpacmmuoeo ycunenuss npu MPT eonoenoco mozea He
yenecoobpasno.  Komwmpacmmnoe — ycunenue — yenecoobpasno — npumeusms — Osi
XapakmepucmuKku 6HO6b GbIAGICHHBIX UIU COMHUMENbHBIX 04a208 OeMUETUHU3AYUU, d
makice 8 CLeOVIOWUX CUmyayusx. npu Heooxoo0UMocmu npoeedeHUs UCCied08aHus oo
HApKO30M — C Yenvio uzbexcams NOBMOPHO2O 68e0eHUs. aHecme3uu Npu NOBMOPHOM
UCCIe0068aHuUu;, Npu  OMCYMCMEUU BO3ZMONCHOCMU ONEPAMUBHOU  UHMepnpemayuu
pe3yibmamos  Ucciedo8anus U npu  3ampyoOHEHHOU — Op2aHU3aAyuu  NOBMOPHO20
00C1e008aHUsL.

Panee 6 KOHCeHCYCHBIX peKOMeHOAUUAX Npeodnazanocb PYMUHHOE NpPUMEHEHUe
KOHMPACMHO20 YCUEHUSL Y MAb4UK08 8 go3pacme 3—12 jem, NnoCKOIbKY pUCK pa3eumus
L AJII] 6 smom nepuod Haubonee 8bICOK, OOHAKO 8 C853U C PEeKOMEHOAUUIMU
Eeponetickoco  acenmcmea  nexapcmeenHvlx  cpeocme (EMA) no  oepanuuenuro
UCNONL306AHUSL NPENAPAMO8 2A00IUHUSL 8 HACMOoAUjee 8peMsl NPeOnoYmumensHo Oonee

cellekmusHoe npumeneHue KoHmpacmuoeo ycuienus [64].
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Hsmenenuss MPT 06biuHo npeduiecmsyom He8posocUYecKUM U Heupopu3uoiocuyeckum
usmenenusam, nosmomy MPT umeem uckirouumenvHyro 6axcHocmv Osi 00C1e008aHUs
oonvuwix ¢ BC AJI]], évisenennvix 6 omseoujenuvix cemvsx [19].

C 24 mecsayes 00 3 1em yenecoobpazHo npoBOOUMb eXHCe200HYI0 OYEHKY CHUMKOS, ¢ 3 00
12 nem — kaocovie 6 mecsues, ¢ 12 1em — eance200HO.

baszoeviii npomoxon MPT I'M npu X-AJIJ] oondicen exmouamv He MeHee CLe0VIouiux
nociedosamenvruocmeti: 3D Tl-e36ewennvie  uzobpasicenus,  T2-838euieHmvie
usoopasicenus (spin-echo), 3D FLAIR u oughghyzuonno-e3seutennvie uzoopasicenus (DWI).
Koumpacmnoe  TIl-836ewennoe  ucciredosauue  8bINOIHAEMCA N0  KIUHUYECKUM
noxazanusm. Hcnonvzosanue DWI  neobxo0umo 0ns  OYeHKU aKmMueHOCmu U
npozpeccuposanusi NOPAdNCeHUs 68 COYemaHuu ¢ NOCMKOHMPACMHbIM UCCIe008AHUEM U
oyenkoil no wixane Jlyuc [80].

Xapaxmepnovimu ona X-AJIJ] asenaromcs s3amvliouHvle/ 3amMblIOYHO-MEMEHHble 0Ydalu
Ooemuenunuzayuu. Taxas noxanuzayus npoyecca omyemaugo omaudaem X-AJI/] om psoa
opyeux netikooucmpodghuii [3], [77].

YV 80% o6orouvix ¢ I AJI obwupmusie cummempuunvle ouacu OemMuesuHu3ayuu
OOHapyJCUBAOMCss 68  3AMLLIOYHLIX U MEMEHHbIX  O00IAX C  BOB/leYeHUeM
NepuBeHMpPUKYIAPHLIX 001acmell. HA HAYaabHbIX cmaousax yepeopanrvhou X-AJl]
BbIABNACMCS  2UNEPUHMEHCUBHBINL cueHan 6 T2-e36ewennom uzoopascenuu (12W) 6
obracmu MO301UCMO20 med, KOPMUKOCHUHANbHBLIX U KOPMUKONOHMUHHBIX MPAKMO8,
KOMOpblil N0 Mepe Npocpeccuposanus ObICMpo pAcnpoCmMpaHsemcs 6 3amvllodHble U
3a0He-memennvie omoenvt [81].

Hanuuue demuenunuzayuu 6 xayoanonvlx omoenax mo32a Koppeaupyem ¢ KOpPKOGbLMU
HapyweHuamu 3penus u cayxa. Mumencusnocms cuenana (T2W) ceudemenvcmeyem ne
MOALKO 0 pacnade MUeIuHd, Ho U O HAIU4uY ocnaiumenvHol peakyuu [82].

Xoms makoe Hauano npoyecca demueruHu3ayuU s161s1emcs Haubonee 0OUWUM, 803MONCHA
u Opyeas JOKaAnU3ayus Nopaxcenus 6 Hauaie npoyecca. Jlobuas noxkanuzayus o4azos
ecmpemunace y 5 uz 40 6oavHbIX ¢ yepedbpanroHvlMU popmamu u Hauboree XapaKkmepHa
07151 YepedPanbHOU POPMbL 83POCIBIX, YMO CO2NACYEMCSi ¢ «100HOUY ncuxukou [83].
bBvinu evisenenvl nepsvie ouazu demuenuHuzupyoue2o npoyecca 60 6HympeHHel Kancyie,
MO301UCMOM mele, TYYUCMOU KOpoHe U HodcKkax mo3sea. Tlopasicenue modxcem Hauamvcs
MaKdice ¢ MO3KHCeuKa Uy 8apoaueso2o mocma [42].

Onucana amunuynas JoKajuzayust, Hanpumep, OC)HOCWlOpOHH}Ul JoKkaausayusia odaca npu

AL AT [17].
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Y nayuenmos c nesponocuyeckou cumnmomamurkot MPT noxkasvlieaem xapakmephyio
KapmuHy CUMMEMPUYHO20 YCUuleHHo2o cuenara 12 6 obiracmu mo3zonucmozo mena u
memenno-3amoliounou oonacmu [53], [82].

MPT 2on06H020 Mo32a makdice ucnoavsyemcs O0as oyeuku msaxcecmu X-AJl] c
ucnonvzosanuem  wxanvl  Jlhyuca  (Ilpunoowcenue 1I'l). Ilpumepvl  nopadicenuil,

suzyanuzupyemoie npu npogsedenuu MPT I'M, npedcmasnenut 6 Ilpunoscenuu A3.5.

PexomeHnayeTcsi MpoBeCHHE MarHUTHO-PE30HAHCHOW TOMOrpaduu TOJOBHOTO MO3Ta
B3pOCJIBIM TIAIIMEHTAM C KIMHHYECKOW KapTHHOW aJpEeHOMHUEIIOHCHPOIIATHH C IEINbIO
i depeHIraIbHON JHarHOCTHKU U OLIEHKH TShKeCTH 3aboneBanus [2], [64].

YpoBenb  yOenureabHocTH  pekoMmengammii C  (YpoBeHb  /IOCTOBEPHOCTH
JI0KA3aTeJIbCTB — 5)

KommenTapuu: vacmoma onpedensiemcs iewaujum epaiom, yeiecooopasHo onpeoesnms
HeobX00UMOCMb UCCTIe008AHUS 8 PAMKAX e)Ce200H020 npuema (KOHCYIbmayus) epava-
Heeponoea  1eYeOHO-OUACHOCIMUYECK020 — Nep8UYHO20 U HOBMOPHO2O  (npu
Heobxooumocmu).

PexomeHayeTcsi MPOBEICHUE MAarHUTHO-PE30HAHCHON TOMOrpadMu CIMHHOTO MO3Ta
MalMeHTaM C  KIMHUYECKOW  KApTUHOW  aJPCHOMMEJIOHEHpOomaTUu €  IENbI0
muddepenimanbHol tuarHocTuku [84].

YpoBenb  yOenurTelbHOCTH  pekoMeHgauumid B (ypoBeHb  [10CTOBEpHOCTH
I0KA3aTeJILCTB — 3)

KommenTapwmii: MPT cnunnozco mo3zea umeem 02paHudeHHyr0 UHGOPMAMUBHOCMb OJisl
noomeepxcoeHus OuazHo3a u 8 Oonbulell cmeneHu HeoOX00UMO Ol UCKTIOUEeHUs. OPY2Ux
3a601e6anHull, ¢ KOMOPLIMU NPOBOOUMCsL OuppepeHyuarbHas OUaeHOCMUKA.
PexomeHnayercsi TMpoBeneHHE AIICKTPOHEHpOMHUOrpapHUU CTHMYJISIIIMOHHOW HEPBOB
BEPXHUX M HIKHMX KOHEYHOCTeH (B HOMEHKJAType MEAUIMHCKUX  YCIyT
aJIeKTpoHepomMuorpadus CTUMYIISIIIMOHHAst (0uH HepB)) maruenTam ¢ X-AJIJ] ¢ nensio
JIMAarHOCTUKY nepudepuueckoit momuHenponatiu [85].

YpoBenb  yOenurTelbHOCTH pexkoMeHaauumid B (ypoBenb  [0cTOBEpHOCTH
0KA3aTEJbCTB — 3)

Kommenrapmii: ob6vem uccnedosanuss onpedensemcs cneyuanucmom. Boiasnsiom

NPUHAKU KAK AKCOHANLHOU, MAK U OeMUeTUHU3Upyowel noTuHetponamuu.
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PexoMeHayeTcsi TpoBeicHHUE deKTpodHIehanorpadun u/ wim sexkTpo3nuedanorpaduu
C BHJICOMOHUTOPHUHIOM IALIMEHTaM C TMOATBEPKJICHHbIM auarHo3om X-AJIJ] ¢ menbro
CBOEBPEMEHHOTI'0O BhIsIBIICHUSI dmiericuu [2], [64].

YpoBenb  yOeaureqabHocTH  pexkoMeHaaumid C  (YypoBeHb  J10CTOBEPHOCTH

JA0KA3aTeJbCTB — 5)

PexoMenyercst poBeZicHUE ayIMOMETPUHN TMALMEHTaM C TIOATBEPKIEHHBIM THArHO30M
X-AJIJ] npu nepBUYHON KIMHUYECKOH OLIEHKE U JAaJIee M0 KIIMHUYECKUM [T0OKa3aHUAM (IIpU
MOSIBJICHUM WJIM MPOTPECCHPOBAHHMM KajJo0 Ha CIIyX, HapylIeHHWE MOHHMAHHS pedH, a
TaKkKe MpU NpU3HaKax 1epedparbHoro nopaxenus mno nanasiM MPT ronosaoro mosra) ¢
[ENBI0 BBISIBIICHUS CIYXOBBIX HApyIICHWH W CBOEBPEMEHHOW KOPPEKIMH BEACHUS
nanuenra [2], [64].

Yposenb  yOenurenbHOcTH  pekoMeHgamumii C  (ypoBeHb  JIO0CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

KommenTapuii: pymunnoe peeynsipnoe npogedenue ayouomempuu y 6ecCuUMnmomMHbIX
nayuenmog u nayueumos 6es npusnaxos L AJIJ] obviuno ne mpebyemcs, oonycmuma
nepuoouueckas oyenxa (Hanpumep, 1 paz 6 1-2 200a) 6 pamrax MyremuoUCYUNIUHAPHOLO0

HabnrO0eHus.

2.5 UHble TUATHOCTHYECKHE HCCJICI0BAHNS

Pexomennyercst mnpoBoauTh auddepenHumanbHyro auarHoctuky ¢ X-AJIJ[  Bcem
MaUeHTaM ¢ KIMHUYECKUM TPOSBICHHUSIMH CIIACTHYECKOHN MaparuieTuy, BHE 3aBUCUMOCTH
OT Tmoyia OOJBHBIX, €CIH POJOCIOBHAS HE MPOTHUBOPEUUT X-CIETNIEHHOMY THITY
HACJIE/IOBAaHHIO, T.€. HET IMepegadd OOJEe3HH OT OTIA CBhIHY, C LENbI0 CBOEBPEMEHHOMN
JIMarHOCTHKH 3a0oneBanwus [2], [86], [87].

YpoBenb  yOenuTeJbHOCTH  pekoMeHaaumii B (ypoBeHb  [10CTOBEpHOCTH
0KA3aTEJbCTB — 3)

KommenTapuu: ouggepenyuanvnyio ouacnocmuxy ¢ X-AJIJ{ moscrno maxace nposooums
8 CeMEUHbIX CHYYaAsX PpACCesHHO20 CKIepo3a U U30IUPOBAHHOU HAONOYEUHUKOBOU
Hedocmamoynocmu. IIpusnaku nopaxjceHusi HAONOYEYHUKOE MO2YM Npeoulecmeosams
HeBPOI0SUUECKUM CUMNMOMAM, NOIMOMY 8CeM NAYUEHMAM MYHcCKo2o noaa cmapue |
2004 ¢ HEACHOU d2muono2uell HAONOYEYHUKOBOU HeOOCMAamoyHOCmU 1enecooopasto
nposedenue ouacnocmuxu X-AJI/ (onpedenenue yposus OILKK). Tounwii ouacnos 6

cryyae  U30NUPOBAHHOU — HAONOYEYHUKOBOU  HEeOOCMAMOYHOCMU — HeoOX0o0um  Ois
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NPOCHO3UPOBAHUSL  OalbHeliule20 pazeumus 3a001e8anus, Onpeoenenus maKmuKu
HaOI00eHUs U 2eHeMUYECK020 KOHCYIbMUPOBAHUS CEMbU.

Pexomenayercst mpuem (KOHCYNbTallMs) Bpada-reHETHKa Jie4eOHO-TUarHOCTHYECKUA
IIEPBUYHBIN U MOBTOPHBIM BCEM MalMeHTaM ¢ noao3peHueM Ha X-AJIJl, a Takxe c yxe
MOATBEPXKICHHBIM nuarHo3oM X-AJIJl, c¢ uensto npoBeneHus auddepeHInaIbHON
JMarHOCTHKH, onpezenenus Taktuku JIHK-auarnoctuku, MHTepHIpeTaluy MOITy4eHHbBIX
pe3yabpTaToOB JAHK-aunarnoctuku, MPOBENECHHUS MEINUKO-TEHETUYECKOTO
KOHCYJIbTUPOBaHUs ceMbH [2], [64].

Yposenb  yOeanureqabHocTH  pekoMeHgamumii C  (ypoBeHb  [1O0CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

KommenrTapuu: na nepsuunom npueme (Koncyibmayuu) 6pau-ceHemuK npoeooum
oughghepenyuanvuyro  ouacHocmuxy cocmosinusi u onpeoensem makmuxy JIHK-
ouaenocmuxu. Tlosmophulii npuem (KoHCyrbmayusi) HeobXo0um npu NOLYYEeHUU OAHHBIX
JHK-0uaecnocmuku ¢ yenvto uHmepnpemayuu noIy4eHHslX pe3yibmamos u onpeoeienuu
noxasaunuil Osi  OONOJHUMENbHbIX UCCIe008anull (npu Heobxooumocmu). Jluacnos
noOmeepHcOaemcs 6 pe3yibmame OOHAPYHCEHUSL 2EMUSULOMHBIX NAMO2EHHBIX/ 6EPOAMHO-
NAMO2EeHHbIX BAPUAHMO8 V JIUY MYHCCKO20 NOJA, 2emepo3USOMHbIX NAMO2eHHbIX/
8EPOSIMHO-NAMO2EHHbIX 8aAPUAHMO8 Y Uy dcenckozo noaa 6 ceve ABCDL. Baowcho
nomuumo, umo nuxaxasn J{HK-ouacnocmuka He no3goisnem UCKiouUms HAC1e0CmEeHHbILL
xapaxkmep 3a0071€6aHUS.

Pexomenayercss npueMm (KOHCYJbTallMsl) Bpada-HEBpoOJiOra JieueOHO-IMarHOCTUYECKUN
MIEPBUYHBII U MOBTOPHBIM BCEM MalMeHTaM ¢ noao3peHueM Ha X-AJIJl, a Takxe c yxe
MOATBEpPKAeHHBIM AuarHo3oM X-AJIJl, ¢ uenpto muddepeHIHanTbHON AUATHOCTUKH
COCTOSIHHSI, OIICHKM TSDKECTH COCTOSIHUSL (B TOM 4YHCIE C YYeTOM JaHHbBIX
HEeWPOBU3YyaIN3alliK), CBOCBPEMEHHON TUAarHOCTUKU HEBPOJIOTUYECKHX OCIIOKHEHUH U
Ha3HAYCHUS CUMIITOMAaTHYECKO# Tepanuu, npu Heodxoaumoctu [2], [64].

YpoBenb  yOeaureqabHocTH  pexkoMeHgaumidi C  (YypoBeHb  JI0CTOBEPHOCTH
0KA3aTeJbCTB — 5)

KommenTapuu: gpau-nesponoe onpedensiem nopsook npogeoenus 6 mom uucie MPT
201086HO20 MO032a C NOCNe0YIOWel OYEHKOU MANCeCmU COCMOAHUSL C YYemOM OAHHbIX
Heuposusyanu3ayuu, 4mo 6 OdlbHeuuemM UCNONb3Yemcs Npu APUHAMUU PEeueHUsl O
makmuxke nevenus [2]. V e3pocavix nayuenmos ¢ penomunom adperomuenoneuponamuu
MO2Yym GbIAGIAMbCS CUMNIMOMbL CNACMUYECKOU napaniecuu, amaxcuu, KOSHUMUSHbLE

HapyuwieHus, HapyuweHus CHd.
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Pexomenayercsi mnpueM (KOHCYNBTAllMs) Bpaya-IeTCKOTO JHIOKPUHOJOTra/ Bpaya-
SHAOKPUHOJIOTA  JIeYeOHO-AMArHOCTUYECKUH  TEPBUYHBI W TMOBTOPHBIM  (IIpH
HEoOXOIMMOCTH) BCeM TMalueHTam ¢ mojo3peHueM Ha X-AJIJl, a Takke ¢ yxe
MOATBEPKJICHHBIM uarHo3oM X-AJIJ[, ¢ menpio mepBOHAYaIBLHON OIIEHKU COCTOSIHUS,
CBOECBPEMEHHOM JMAarHOCTUKHU HAJMOYEYHHKOBOM HEJOCTATOYHOCTH U Ha3HAYCHUS
CHUMIITOMAaTHYECKOM Tepamnuu, mpu HeooxomumoctH [2], [64].

YpoBeHnb  yOenuteabHocTH  pekoMenaaummii C  (YypoBeHb  10CTOBEPHOCTH
0KA3aTeJbCTB — 5)

KommenTapuu: jnevenue u oOuacHocmuxa HAONOYeYHUKOBOU HeOOCMAamoyHOCHmU
0CYWecmenaiomes no COOmeemcmayoWuM KIuHU4eckum pekomenoayusam. Habnooenue
YenecoobpasHo ocywecmeansims Kadicovle 6 mecsayes 00 docmudicenust 10 nem, oanree —
edcecoono  [2]. Ipusnaku nopagicenusi HAONOYEUHUKO MO2YM  NPEeOUecmsosams
HEeB8PONI02UYECKUM CUMNMOMAM, NOIMOMY 8CeM NAYUEHMAM MYIHCCKO20 noaa cmapuie 1
2004 ¢ HEACHOU d2muonocuell HAONOYeYHUKOBOU HeOOCHMAamoyHOCmU UYenecooopasto
npogedeHue OuacHOCmMuKu O uckmouenuss/ noomeepoicoenuss X-AJl/] (onpedenenue
ypoeua ONLDKK). Toumwvii ouacrno3 6 cayuae uU30AUPOBAHHOU HAONOUEUHUKOBOU
HEeOOCmamouyHoCcmu  HeoOXo0umM Ol NPOSHO3UPOBAHUSL  OAlbHelue20  pa3eumusl
3a60/1e6anus, onpeoeieHus MaKkmuky HabI00eHUs U 2eHeMU4ecK020 KOHCYIbMUPOBAHUs]
cembll.

Pexomenayercst mnpueM (KOHCYNbTallMsg) Bpaya-IAe€TCKOTO OJHJIOKpPUHOJOra/ Bpaya-
SHJOKPUHOJIOTA  JIEYeOHO-AMArHOCTUYECKUH  NEpBUYHBIM M MOBTOpPHBIM  (IIpH
HEOOXOMMOCTH) BCEM IMAlMEHTaM C TMOATBEPKIeHHBIM quardo3zoMm X-AJIJl B 14 et mist
OLIEHKH TIOJIOBOTO Pa3BUTHUS U UCKIIFOUEHUS THIIOTOHAAN3MA MIPU OTCYTCTBUU BTOPUYHBIX
MOJIOBBIX MPpU3HAKOB [64].

YpoBenb  yOenurTenbHocTH  pekoMeHgamumii C  (ypoBeHb  [10CTOBEPHOCTH
J0KA3aTeJbCTB — 5)

KommenTapuii: uccredosanue obueco mecmocmepoua, 1omeuHu3Upyoue2o0 20pMona,
GOANUKYTOCIUMYIUPYIOUe20 20PMOHA 8 KPOBU NPOBOOUMCA NO nokazaHusam. IIpusnaxu
2UNO20HAOU3MA MO2Ym 8blAenaAmbCa Yy nayuenmos ¢ X-AJlJ], oonako, ux KiuHuveckas
3HauuMocmv ocmaemcsi He 00 Kouya scHou. Hanpumep, spexmunvhas ouc@yHKyusl
Modcem  Oblmb  NposAGIeHUEM NEePEUUHO20 2UNO20HAOU3MA UMU  OblMb  BbI36AHA
nopasjicenuem CnuHHo20 mo3ead.

PexomMeHnayercsi mpueM (KOHCYNbTAIMsl) Bpada-yposiora JedeOHO-IUarHOCTUYECKHI

NEPBUYHBI W TOBTOPHBIM (IpU HEOOXOJMMOCTH) TMALMEHTaM C MOJATBEPKICHHBIM
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nuarno3oMm X-AJIJl, ¢ 1enpr0 NEepBOHAYAIBHOM OIEHKHW COCTOSIHHS, CBOEBPEMEHHOM
JMarHOCTUKH OCJIOKHEHUH U CUMIITOMATUYECKOW Tepanuu, mpu HeooxoaumoctH [2], [64].
YpoBenb  yOenurTenbHOocTH  pekoMeHgammii C  (ypoBeHb  [10CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

KommenTapuu: raubonee axkmyanvbHo 01 G3pOCAbIX NAYUEHMO8 C YeHomunom
aopenomuenouevponamuu. Moeym HaO1100amvcs maxue 0CI10HCHEHUS, KaK Helpo2eHHblll
MOUeBol Nny3vipb, HeOepiHCaHue MOYU U IPEKMUNbHASL OUCHVHKYUSL )  MYHCUUH.
Cumnmomamuueckoe nedenue u OUACHOCMUKA OCYWECMBIIIOMCS RO COOMEEMCMEYIOUUM
Kaunuyeckum pexomenoayusim [2].

Pexomennyercst  mpueM  (KOHCYyJbTalMsl)  Bpaya-racTpodHTEposiora  JiedeOHO-
JTUArHOCTUYECKUN TICPBUYHBIA M TOBTOPHBIM (IIPU HEOOXOAMMOCTH) MalMeHTaM C
MOATBEPKICHHBIM quarHo3oMm X-AJIJ[, ¢ menpio mepBOHAYaIBLHON OIICHKU COCTOSIHUS,
CBOECBPEMEHHOW JIMATHOCTUKUA OCJOXHEHUA W CHMIITOMAaTHYECKOM TEpaluu, IpH
Heobxoaumoctu [2], [64].

Yposenb  yOenureqnbHocTH  pexkoMeHgamuii C  (ypoBeHb  J10CTOBEPHOCTH
0KA3aTeJbCTB — 5)

KommenTapuu: mozym nabniooamocs paccmpoiicmea #ceny004Ho-KUUe4Ho20 mpakma,
HEKOMOpbIM — NAYUEHMAM — Modcem Nnompedo8amvCsi HYMpUMUBHAs NO00EPIHCKA.
Cumnmomamuueckoe nevenue u OUASHOCMUKA OCYWECMBIISIIOMCS O COOMBEMCMEYIOUUM
Kaunuyeckum pexomenoayusm [2].

Pexomennyercsi mpueM (KOHCYNIbTaIUsl) Bpada-TicUXuarpa/ Bpada-TcUXuarpa JETCKOTO
ne4e0HO-TMarHOCTUYECKUN MTEPBUYHBIN U MOBTOPHBIN (IIpU HEOOXOIMMOCTH) MallueHTaM
C MOATBEPXKAEHHBIM nuarHo3oM X-AJIJl, ¢ nenbro nepBoHaYaIbHOW OIIEHKHU COCTOSIHMS,
CBOEBPEMEHHOM JMAarHOCTUKH OCJIOXKHEHWH U CHUMITOMAaTHYECKON Tepamuu, MpH
HeoOxoaumoctu [2], [64].

YpoBenb  yOeaureqabHocTH  pexkoMeHgauuii  C  (YypoBeHb  J0CTOBEPHOCTH
J0KA3aTeJbCTB — 5)

KommenTapuu: napywenus nogedenus moeym Habaio0amsvcs KAk y oemel, maxk u y
83pocnvix nayuenmos. Cumnmomamudeckoe jevenue u OUACHOCMUKA OCYUWeCmENAI0nCsl
no COOMEEMCMEYIOUUM KIUHUYECKUM peKomenoayusam [2].

Pexomenayeresi mpueM (KOHCYIbTaIMs) Bpauda-TpPaBMAaTOJIOTa-opromnena JedeOHo-
JTUArHOCTUYECKUH TIEPBUYHBIA W TOBTOPHBIA (MMPU HEOOXOAMMOCTH) TMaleHTaM C

MOATBEPKAEHHBIM 1uarHo3oM X-AJIJl, ¢ menplo nepBoHAYanbHON OLIEHKH COCTOSIHMS,
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CBOCBPEMEHHOM JMArHOCTHKU OCJIOXHEHUH M CHUMIITOMATUYECKOM Tepanuu, Ipu
HeoOxoaumoctH [2], [64].

YpoBenb  yOenurTeabHOCTH  pekomeHaaumii C  (ypoBeHb  [IOCTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

KommeHnTapuu: wexomopuvim nayuenmam modxcem nompebo8amvcsi opmoneoudeckas
noooepicKka, Heobxoouma NpoPUIAKMUKA KOHMPAKMYpP CYCMAB08 U NAOeHUll.
Cumnmomamuueckoe nedenue u OUASHOCMUKA OCYWECMETIAIOMCSL N0 COOMEEMCMEYIOUUM
Kaunuyeckum pexomenoayusim [2].

Pexomennyercss mpueM (KOHCYNbTallMs) Bpada-nienuarpa/ Bpada-TepameBTa/ Bpada
oOmiel mpakTUKK (CeMEWHOTo Bpada) Je4eOHO-TUArHOCTHYECKUN TEepPBUYHBIA U
MOBTOPHBIM NAIMEHTaM C MOATBEPXACHHBbIM nauarHo3oM X-AJIJl, ¢ nenbto
MEPBOHAYAIILHOW OIICHKH COCTOSIHUS, OLIEHKH PA3BHUTHUS, KOOPIMHALMU HAONIONEHUS U
JICYCHUS Y MYJIbTHIUCIUILUTUHAPHON KOMaH/Ibl criennanuctos [2], [64].

Yposenb  yOeanureqabHocTH  pekoMeHgamumii C  (ypoBeHb  [1O0CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

Pexomennyercsi  mpuem  (KOHCynbTanus) — Bpada-pusmorepameBTa  JiedeOHO-
JTUArHOCTHYSCKUN IMEPBUYHBIN U TIOBTOPHBIN MAIUCHTAM C ITOATBEPKICHHBIM JTHarHO30M
X-AJIJl, c enpio mepBOHAYATBLHON OIEHKH COCTOSIHUSI, OLICHKH Pa3BUTHS, KOOPAUHAIINHI
HAOJTIOICHUS ¥ JICYCHUS Y MYJIbTHAUCIUIIMHAPHON KOMaH b1 crieraiucToB [2], [64].
Yposenb  yOenurTenbHocTH  pekoMengaumii  C  (ypoBeHb  [10CTOBEPHOCTH
JI0KA3aTeJILCTB — 5)

KommenTapuii: vacmoma onpeodensemcs cneyuanucmom 8 3a8UcuMOCmu Om msxicecmu
08ULAMENILHBIX HAPYWEHUL U UX NPOSPECCUPOB8AHUemM U MOdcem 6apbUupo8ams Om
NJIaHO8bIX OYeHoK 1-2 pasa 6 200 y nayueHmos 06e3 GblPaANCeHHOU CHACMUYHOCMU 00
DpeYIApHbIX  edcemecaunblx uau 1-pasz 6 2-3 mecaya nocewjenuli y nayuenmos c
8bIPANCCHHBIMU MOMOPHLIMU HapyuieHusamu [57].

Pexomennyercsi mpuemM (KOHCYNbTAlMA) MEIUIIMHCKOTO JIOTONEAA TEPBUYHBIA U
MOBTOPHBIN (TIpU HEOOXOAUMOCTH ) MAIIMEHTaM C MOATBEPKACHHBIM Tuarnozom X-AJlJl, c
[[ETbI0 MePBOHAYAIBHON OIIEHKH COCTOSIHUS, BBISBICHUS HapYIICHUH peuYd, KOPPEKIHUU
COCTOsIHUS, IPH HeoOxoaumoctu [2], [64].

YpoBenb  yOeaureqabHocTH  pexkoMeHpaumidi C  (YypoBeHb  JI0CTOBEPHOCTH
0KA3aTeJbCTB — 5)

PexoMeHnayercsi npueM (KOHCYJIbTallUs) METUIIMHCKOTO TICHXOJ0ra/ HEHpOICHXOoora

MEPBUYHBII U TMOBTOPHBIA (MPU HEOOXOAMMOCTH) MAalUMEHTaM C TOJATBEPKICHHBIM
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nuaro3oMm X-AJI/l, ¢ menbio nmepBOHAYaIbHOW OLICHKH COCTOSIHHS, MCHUXOJIOTHYECKOU
HOJIICPXKKH, TIPU HeoOxoaumoctH [2], [64].

YpoBenb  yOenuteabHocTH  pekoMenaaumii C  (YpoBeHb  10CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

Kommenrapum: oyenxa pazeumusi u KOZHUMUBHLIX HAPYUWEHUN, pPeadUIUmayuoHHble
Mmeponpusimusi, npu Heobxooumocmu. Cemvu Hyscoaromces 6 npueme (KOHCYIbMAyuLL)
MEOUYUHCKO20 NCUX002a, NOCKOIbKY 3A0011e8aHUe HOCUM NPOSPeCCUpyiouuil Xxapakmep,
HeoOX00UMO NOMOYb NAYUEHMY KNPUHANbY OUASHO3, AOANMUPOBANb €20 K ICUSHU C MeM,
Umobbl MOJNCHO ObLIO MAKCUMATbHO Peanu308ams €20 CNOCOOHOCMU K O00YYeHUio u
CAMOCMOAMENbHOU HCUZHU 8 OATbHEUUEM.

e Pexomenayercss NPUMEHATh MYJIbTUAMCUUIUIMHAPHBIA TIOJXOA K HAONIOJICHUIO U
JICYCHUIO BCEM TAIlMEHTaM C MOATBEPKIEeHHBIM nuarnozom X-AJIJl, ¢ nensro Hanbomee
MOJIHOTO  OKAa3aHWs MEIUIIMHCKOM TIOMOIIM BBUAY TOTO, 4TO 3aboJieBaHUE
XapaKTePU3YIOTCS MYJIbTHCHCTEMHBIM MOPAXKCHUEM, TPEOyeT KOMIUIEKCHOTO TMOX0/1a K
HAOJIIOICHUIO U JICYCHUIO, YTO TUKTYET HEOOXOMMOCTh COBMECTHOTO BEJICHHS TAI[CHTA
crieraarcTaMu pa3Heix npoduieii [2], [64].

YpoBenn  yOenuteabHocTH  pekoMenaaumii C  (YpoBeHb  10CTOBEPHOCTH
J10KA3aTeJILCTB — D)

KommenTapum: nokazanvl npuem (KOHCyibmayusi) 8pava-eeHemurd, epaid-Heeponosd,
8PAUA-3HOOKPUHON02A/ 0eMCKO20 IHOOKPUHON02A, BPAYA-2ACPOIHMEPONo2d, 8pAYa-
ouemonoea, 8pava-mpasmamono2a-opmoneod, 6pava-neouampa, epava-mepanesmad,
8paua odwell npakmuku (cemetino2o 8paua), epaia-oghmanvbmonoea, epaia-cypoonoca-
OMOPUHONAPUH20JI02d, 8pAYa-puzuomepanesma, 6paid no NALIUAMUSHOU MEOUYUHCKOU
nomowu 1e4eOHO-0UASHOCTNUYECKULL NePBUYHbLIL U NOBMOPHBIL, npuem (KOHCYIbmayus)

Me()uuuHCKozo ncuxoijioea nepeuuublﬁ u noemoprnj.

3. JleyeHue, BKJIKOYAS MeIUKAMEHTO3HYI0 H HEMEIUKAMEHTO3HYIO Tepanumu,
AMETOTEPaNnuIo, 00e300,1UBaHNe, MeIMIUHCKUE OKA3AHUS H

IMPOTHBOIIOKA3aHUA K IPUMCHCHUIO METO/0B JICUCHUA

3.1 KoncepBaTuBHOE JICYCHHUE

Haubonee oocmynuvl 06a 0CHOBHBIX mepanesmMuyecKux nooxooa: ouemomepanus u
3amecmumenvHas 20pMoHanvhas mepanus HH.
Ipunyunwvi 3amecmumenvrou mepanuu HH npu X-AJI/] ne omauuaromes om opyeux ¢hopm

HH. Jleuenue HH ocywecmensemcs no coomeemcmeyowum KIUHUYECKUM PEeKOMEHOAYUSIM.
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Jepuyum munepanoxopmuxouoos npu X-AJIJ] pazeusaemcs npubIUUMENLHO Y NOJOBUHDBL

nayueHmos, 6 psoe ciyuaes nosice 0epuyuma noKOKOPMuUKOUOos.

o PexomMenayercss paccMOTpeThb BONPOC O HA3HAYCHUU JAMETOTEPANUM MaIMEeHTaM C
MOATBEpKIAeHHBIM 1uarHo3oM X-AJIJ[ ¢ menpio 3ameljieHHs MPOrpPEeCCUPOBAHUS
3abosesanus [88], [89].

YpoBenb  y0enuTeJbHOCTH pekoMeHaaumii B  (ypoBeHb  [10CTOBEpHOCTH
J0KA3aTeJbCTB — 2)

KommenTapuu: npunyunvt ouemomepanuu ompadicenvi 6 Ilpunoscenuu A3.3.
Jluemomepanus npu X-AJI/{ umeem mpu ocnosnvix nanpaenenus: ocpanudenue OHLDKK
c axyenmom Ha uckmodenue C26:0 (eexcako3aHo80U KUCIOMbL), UHSUOUPOBAHUE
VOJIUHEHUS HCUPHBIX KUCIOM U YCUTeHUe NepPOKCUCOMANbHO20 Oema-OKUCIeHUs nymem
8gedenus cmecu macaa Jlopenyo**** (JIO) [cmecv 4:1 enuyepunmpuoneama (I'TO)
(C18:1 n-9) u enuyepunmpuspyxama (I'T3) (C22:1 n-9)], KOHBIO2UPOBAHHOU TUHOLEEO
kuciomol (KJIK) u anmuokcuoanmmuvix coeOuneHul. Yuumwvieas peuarouwyio pob
NUWEBLIX TUNUOO08 OJisL POCMA U HeUpOPA3BUMUSL HA PAHHUX IMANAX IHCUSHU, NAYUEHMAM
00 2 jem He CMOUM 02pAHUYUBAMb HOMPeEOIeHUe HCUPOB, HO UYenecoodpasHo
ynompebOname HnpoOyKmul ¢ ecmecmeeHHbiM Huskum cooepxcanuem OJILDKK (cm.
Ipunoscenue A3.3). B omom nepuod dicusnu nayuenmy npedoCmasisienmcsl
coanancuposannoe numanue 8 coomeemcmseuu ¢ Hopmamu nompeonenus. Ozpanuienue
nompeO.eHUs NUWEBbIX HCUPO8 HAUUHAEMC S NOCe 08X Jlem JHCU3HU, U Yellb Ouemsl —
cHusumsv nompebnenue C26:0 0o <2-3 me/0ens. Takum obpazom, nompeobrenue Hupos ¢
nuwetl cocmasnsiem <15% om obwezo koauuecmea xanopuu. Cemvbsam Oaromcs
UHCMPYKYUU OMHOCUMENILHO OCHOBHBIX NPOOYKMO8, KOMOPbLIX cledyem uzbezamv uiu
gvlOupams 6 3asucumocmu om cooepxcanus 8 Hux C26:0. Ocoboe gHumanue ciedyem
YOenams HCUPHOUL nUWe U COCMasy Hape3Ku 60 eHeuHel 00010uKe pacmeHul, hpyKmoa,

osowetl u opexos (cm. Ipunosicenue A3.4).

e Pexomenayercss paccMOTpeTh BONPOC O Ha3HAUCHHH JHETOTEPAIMU C NMPUMEHEHHEM
CMELUANTU3UPOBAHHOTO TPOIYKTa JiedeOHoro nutanus Macio Jlopenuno**** (cmecy u3 4
yacTeil Macia riMueposnTpuoneata M 1 Macia TIMLIEPOITPUIPYKaTa) MalMEHTaM C
6eccumntomHoin popmoit X-AJIJl unu Ha paHHHUX cTaausax HepedpanbHbIx popm X-AJI/,
C LeJIbI0 3aMe IEHHs porpeccupoBanus o6oesnn [88].

YpoBenb  yOenureabHOCTH  pekoMmeHaaumii C  (ypoBeHb  [10CTOBEPHOCTH

JA0KAa3aTeJIbCTB — 4)
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KomMmenTapuu: npunyunst ouemomepanuu u 003uposku macio Jlopenyo **** ykazanwvi 6
Ipunoscenuu A3.3. Haznauenue yenecoobpasno ne pamee 2 nem. B ciyuae paszsumust
HedCenamenbHuIX A6NeHUll (Hanpumep, MpoMOOYUMoneHuu) paccmompems ONpPOC O
KOppeKyuu 003UposKu Uil OmMMeHe UCNONb308aHUs aeuedOno2o numanus. Coobwanocy,
umo OauHblll NPOOYKM Jle4eOHO20 NUMAHUsL 8 COOMBEemCmeyiowel 003UposKe
nopmanuzyem cooepacanue OJIPDKK 6 nnasme xposu [22], [90], [91]. Tem ne menee,
OaHHbIX, noOmeepacoawux 3¢pgpexmusnocms macia Jlopenyo**** ¢ kauecmse 601e31b-
Mooughuyupyrowezo nevenus y nayuenmos ¢ X-AJl/] 6 nacmosujee epems HeOOCMAamoyHo
[64]. Pesynbmamuvl panee nposedennvix ucciedosanuii He 6ce20d COBNAOANU, HO
cuumaemcs, umo npenapam He 6bl3bl8Aem pecpecca He8pPOIOSUHEeCKUX DACCMPOUCMS.

*khkk

Macno Jlopenyo npooocarom nasnawamv npu bC AJl/]. Ilo danneim H.Moser ¢
coasm. (2005), eco npumernenue 8 3mou epynne OONbHBIX NAPANLIENbHO CO CHUNCEHUEM
yposusi C26 6 nnazme chudcaem puck pazsumusi MPT-uzmenenui. Ecau oice
HespoocudecKue CUMnNmMomvl umu oasxce moivko MPT-uzmenenus yowce ecmv, Macno
Jlopenyo**** ne nokazamo, mem Oonee umo e20 npuem YACMO OCIOHCHAEMCS
mpomboyumonenueti.  Hccredosamenu  uz  Huodepranoos  makoce — cuumarom
HeyenecoobpasHvim npumensmo Macno Jlopenyo**** y nayuenmos c¢ evipadxicenHoll
He8pOoI0cU4ecKoll CUMNIMOMAMUKOL, unu HeOagHo YCMAHOBNIeHHOU
aopeHoMUeNoHetuponamuel, a Mmakice HCeHWUHAM-2emepo3uOmMHbIM HOCUMETbHUYAM
[92]. Cuumaemcs, umo npumenenue macna Jlopenyo**** npedcmaensiemest nokazanuvim
nayuenmam 6e3 HeBpOIOSULEeCKUX CUMNIMOMO8, NPeOnoYmumenbHo 6 gozpacme 0o 10 nem
¢ HopmanvHuimu  pesyaibmamamu  MPT. 'V nayuewmos cmapwezo 6o3pacma
npogunakmuueckoe npumenenue I'TO/I'TD oepanuuenno, NOCKONLKY 6EPOAMHOCHIb
passumus yepeopanvHol popmsl 3a001e8aHUL Y HUX CYUWECMBEHHO HUICE.

V demeui mnaowe oonozco 2ooa macno Jlopenyo obviuno He paccmampueaemcs 0is
npUMeHeHUsl U3-3a NOMEHYUATILHO2O CHUNCEHUSL YPOBHSL He3AMEHUMbBIX HCUPHBIX KUCTIOM, 8
yacmuocmu  0okozaeekcaenogou  kuciomol.  Iloneza npu AMH ne  Ovuia
NPOOEMOHCMPUPOBANA, XOMS, eCU JledeHUue Hauamo U Xopoulo NepeHoOCUmcs, €20 MONCHO
npoooaxcams. Cywecmsayrom paszHo21acus He MONbKO N0 H0800Y MO020, NOKA3AHO U
npumeHenue macaa Jlopenyo, HO U NO NOBOOY NPOOOIHCUMETLHOCIU €20 NpUMeHeHuUs. H3-
3a OMCYMCMeUsi 00A20CPOUHBIX UCCAe008aHULL (C nepuodom Habooenus bonee 10 nem),
OYEHUBAIOWUX ~ DMOM  ACHEKM, NPOOOIHCUMETbHOCb — JeYeHUss  00NHCHA — Oblmb
UHOUBUOYaNbHOU. JleueHue, Kak NPpasuno, MOdXdcem NPOOOIHCAMbCA HEONpeoeleHHoe

6pemMs, NOCKONbKY eco aqbqbekmueHocmb ucuyesaeni nocie npekpauienusl, u moacem Obimb
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npekpauwieHo 6 ciydae npozcpeccuposarus 3ab0ne6anus U B03HUKHOBEHU CEPLE3HLLX

HediceamenbHblX 61eHUl.

3.2 Xupypruueckoe jedyenue. He npumensercs.

3.3 UHoe Jeuenue

ﬂﬂﬂ HA3HAYEHUS CUMNIMOMAMUYECKO20 JleyeHuss Heobxooum npuem coomeemcmeyrouux

cneyualucmoes 6 pamkax Myﬂbmu()ucuunﬂuyaplwzo nooxood.

Pexomenayercsi nposerenue TI'CK  (BBemeHue  ayTONOTHMYHBIX/  AJIOT€HHBIX
TeMOITOTHYECKHUX CTBOJIOBBIX KJIETOK mepudepudeckoir kpou) nanueHtram ¢ X-AJIl Ha
paHHeill ctaauu 6ose3Hu ¢ nepedpaibHBIMU (OopMaMu, C LENbI0 OCTAHOBKH/ 3aMeJICHUS
nporpeccupoBanus 3adoseanus [93], [94], [95].

YpoBenb  y0eauTeJbHOCTH pekoMeHaauuii B  (ypoBeHb  [0CTOBEPHOCTH
JA0KA3aTeJbCTB — 3)

Kommentapuu: HLA-munuposanue u nouck 0onopa npogoosimcs monvko 6 ciyuae
uoenmughuxayuu yepebpanrvrol ¢opmor 3abonesanus. Cnauana nposooumcsi HLA-
MUNUPOBAHUE YTIeHO8 CEeMbU NEPBOU TUHUU POOCMEa (He Hocumenu 3a0071e6aHus), 8 ciyuae
OMCYMCmMBUsi  COBMECMUM0O20  POOCMBEHHO20  OOHOpPA  HAYUHAEMCA  NOUCK
HepoOocmeennoeo. /[na onpedenenus noxazanuu k nposedenuro TI' CK neobxooum npuem
(KoHcyTemayus) 8pava-nespono2a 1e4ebHo-0UaCHOCMUYeCKULl Nepeudnblil U NOGMOPHBI.
Bpau nposooum oyenxy msocecmu X-AJIJ] ¢ npumenenuem @DYHKYUOHATLHOU
Hespono2uueckou wikanvl msxcecmu X-AJI u wikanet Jlyuca (Ilpunoscenue I'l, I'2) [49],
[96], [97]. Vuenvimu Moser et al. 6vina pazspabomana Hegponocuieckas (PyHKYUOHATbHASL
wkana msaxcecmu 01 nayuenmos, cmpaoaiowux X-AJI[ (Neurologic Function Score,
NFS), ocHosanHnas HA KIUHUYECKUX CUMNIMOMAX, 20e 0aiivl >2 ompaxcarwom cmeneHb
npoepeccuu 3abonesanus [96]. Loes et al. paspabomanu cneyughuuecxyio 0ns 3ab01esanus
wkany maxcecmu no MPT 2onosnozo moszea (Loes MRI Severity Score), nozgonsarouyro
OYeHUumsb cmenenv ampoghuu, pacnpocmpaHenHOCms U JIOKAIU3AYUIo nopasxiceHus 6eno2o
sewecmea [96]. TI'CK cnedyem paccmampusams Kak 0OUH U3 CnOCOOO8 NedeHus:
yepeopanvuoi gopmur X-AJ[[[. TI'CK nokazana nayuewmam c panHell cmaouel
yepedpanvuoi hopmor X -AJ/] Onmumanvusie kpumepuu obopa Ha TI CK aergiomces: no
@dyHKYuoHanbHOU Hesponoeuueckolu wkanre maxcecmu X-AJI[] <2 u no wxane Jlyuc ne
oonee 10 6annos)[98]. INayuenmam c uyepebpanvroii gopmou X-AJII, y xomopwvix
omcymcmeyem HLA-coemecmumbiti 0onop, u Habarooaemcs Ovlcmpas npozpeccusl

H€6p0ﬂ02ull€CK01;l CUMNMOMAMUKU ~ NOKA3AHA — 2aNnJ10UOEHMUYHAS mpancniaumayus
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KOCMHO20 M032a (Npu KOMOpOU OOHOPOM CILYIHCUM He NOIHOCHbIO COBMECMUMbLU OOHOD,
nHanpumep ooun u3z pooumenei) [94]. Haunyuwuii s¢ppexm docmucaemcs na pawnei
cmaouu 6oaesnu, y 6oavuvix ¢ 10>80 u ymepennvimu usmenenusmu MPT [99]. V amoco
KOHMUH2eHMa Ccmadunu3ayus uiu yiyyuleHue NCUXOHe8PONI0SUYECKUX pacCmpoLicme
oocmuzaemcs 6 2/3 cuyyaes. Y 95% 6onvruvix npodonscumenvHocms scusnu nocie TI'CK
npesvicuna 5 1. [100]. Coobwaemes o uemxom nonoxcumenvrnom s¢pgpexme TI'CK npu
yepebpanvrou popme e3pocavix [101]. V 3 bonvuvix, nabriooaswuxcs Resnick ¢ coaem.
(2005), nocne TI'CK e 66110 yXyouieHus COCMOosAHUSA HA NPOMSANCEHUU 3-5 1. HAD0OeHUs,
a y o0no2o u3z nux yayuwunace MPT-kapmuna [102]. Ilpu nposedenuu nocie TI'CK
nayuenmam ¢ X-AJI/] odwas evidcusaemocmv cocmasisiem 82% uepesz 0sa 2cooa u 74%
yepes namo nem nocie TI'CK. Oowaxo, smu OaHHble HEOOXOOUMO pAcCMampuéanms
MOJILKO € Y4emom mo2o, 4mo NamuilemHsis 8bloCUBAeMOCHb NAYUEHMO8 C HelleYeHHOU X-
AJI] cocmaensiem nopsoka 55% [95]. @axmopwi, ymyuwarowue 6viycusaemocms u
omcymcmeue cepbesHvlx yHKyuoHanvhvix nHapywenuti nocie TI'CK, exmouarom pannee
gvlaeneHUue 3a001e8aHUs U OMCYMCMEUe KAKUx-iubo HespolocUdecKux CUMNMoOMO8 HA
momenm TICK [95]. Ha cmaouu msdcenvlx He8pOIO2UHEeCKUX PACCMpOUCcms u
svipasicennou demenyuu (10<80) TI'CK neyenecoobpasna [56]. B pempocnexmuenom
uccneoosanuu Peters et al., 2004 o6vino ycmawnosneno, umo TI'CK He eiusem Ha
npoepeccuto aopernomuenoneuponamuu [99]. Hannvie 06 s¢pgpexmusnocmu TI'CK onsn
nevenuss BC X-AJI]] (npu nopmanvnou MPT I'M), uz01upo6anHol HAONO4e4YHUKOBOU
HeO0CmamoyHoCmuy U AO0pPEeHOMUETIOHeUPOnamuyu 02paHuyenvl, 8 Hacmosujee epems
OaHHble COCMOSIHUSL HE PACCMAMPUBaomcs Kak noxkazanus ons nposedenus TI'CK [64].
Basxcno  ommemumn, umo TI'CK ne  Koppexmupyem  HAONOYEUHUKOBVIO
HeO00CmamoyHoCmy, NOIMOMY  NAyueHmvl 0yOym HYHCOAMvbCs 6 NONHCUSHEHHOU
2opmoHanvrou samecmumenvroi mepanuu [103].

Pexomennyercsi mpueMm (KOHCY/IbTAIMsI) Bpada-HEBPOJOra Jie4eOHO-THArHOCTUUYECKHIA
MEPBUYHBIN U MOBTOPHBIM MallMEHTaM C MOATBEPKJICHHbIM nuarno3oM X-AJI/l, ¢ uenbto
ONpEACICHUsI TOKa3aHUl W Ha3HAYEHUS COOTBETCTBYIOIIECH IMATOTCHETUYECKOU H
CHUMIITOMATHYECKON TepaIruu U KOHTPOJIs ee dddexTuBHOCTH [2], [64].

YpoBenb  yOenurTenbHocTH  pekoMenganmii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTEJbCTB — 5)

Pexomenayeresi mnpueM (KOHCYNbTallMs) Bpaya-IeTCKOTO JHIOKpPUHOJOra/ Bpaya-
SHJIOKPUHOJIOTA  JICUeOHO-ITMATHOCTUYECKUH  TEpPBUYHBIA W TOBTOPHBIM  (Ipu

HEOOXOJMMOCTH) TAllMeHTaM C TOATBEP)KIEHHBIM nuarHo3oM X-AJIJl ¢ menbro
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HA3HAYCHUS 3aMECTHTEIBHON TOPMOHAIBLHOW TEparmuud U KOHTPOJIS €€ dPPEKTHBHOCTH,
npu Heobxoxumoctu [2], [64].

YpoBenb  yOenurTeabHOCTH  pekomeHaaumii C  (ypoBeHb  [IOCTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

Kommenrapumn: seuenue u OuacHOCmMuKa HAONOYEUHUKOBOU HEOOCMAMOYHOCHU
OCYUWecmenaomes N0 COOMBEMCMEYIOWUM KIUHUYECKUM pekomeHoayusam. Habnrooenue
yenecoobpasHo ocywecmsisims Kadxcovle 6 mecayes 0o 10 nem, oanee — edxncecoono [2].
Ilo noxazanusm 803MO*CHO UCce008anUe 00UWe20 MeCmoCmepoHd, THMEUHUSUPYIOUE2O
20pMOHA,  QONTUKYIOCIMUMYIUPYIOWE20 20PMOHA 8 KpOo8u 0l NOOMBEEPHCOeHUs/
UCKIIOYEHUSI 2UNO2OHAOU3MA.

Pexomennyercst mpuem (KOHCYJIbTAllWs) Bpaya-reHETHKAa TEPBUYHBIA M TMOBTOPHBIN
ManueHTam ¢ noarBepkAcHHON X-AJI/ ¢ e Ha3HaYeHUs IUETOTEPaIK, KOHTPOJIA €€
3G HEKTUBHOCTH, KOPPEKTHPOBKE MM OTMEHE, IIPH HEOOXOAUMOCTH.

YpoBenb  yOenutenbHocTH  pekoMenaaumii C  (ypoBeHb  [10CTOBEPHOCTH
A0KA3aTeJbCTB — 4)

Kommenrapmii:  paccmampueaemcs  6onpoc o HazwaueHuu — Ouemomepanuu  u
CNeyuanu3upoBanHo20 NPOOYKma nevedono2o numanus macio Jlopenyo**** nayuenmam c
2 nem ¢ beccumnmommuou popmoul X-AJl/] unu na panunux cmaousax yepeopaivhvix ¢opm
X-AJl]], npoeooumcs KoHmponv 3¢pgexkmusHocmu u 6e30nAcHOCMU, ONPedensomcs
NOKA3aHUA K KOPPeKYuro 003bl CHeYUudIusupo8aHHo20 NpooyKma JiedebHO20 NUmaHus
macno Jlopenyo**** unu eco ommene.

Pexomenayercsi mpueM (KOHCYJbTAIlMs) Bpada-ypojora JieueOHO-TUarHOCTHYECKUN
MEePBUYHBI M TOBTOPHBIA (MPU HEOOXOAMMOCTH) TMAaIlMEHTaM C TOJTBEPKIECHHBIM
nuarno3om X-AJIJl, ¢ uenpo Ha3HAYeHHs] CUMITOMATHYECKOW Tepamu U KOHTPOJS ee
3¢ GeKTUBHOCTH, TTpHU HeoOXxoaumoctH [2], [64].

YpoBenb  yOeaureqabHocTH  pexkoMeHpaumidi C  (YypoBeHb  J10CTOBEPHOCTH
J0KA3aTeJbCTB — 5)

Kommenrapumn: wnaubonee axmyanvHo 05 63pOCIbIX NAYUEHMO8 C (DHEeHOMUNom
aopenomuenouevponamuu. Moeym HaO1100amvcs maxKue 0Cl0HCHEHUs, KaK Helpo2enHblll
MOUeB0l Ny3blpb, HEOepHCaAHUe MOYU U IPEKMUNbHASL OUCQVHKYUSL )  MYHCUUH.
Cumnmomamuueckoe nederue u OUACHOCMUKA OCYWeCMEIAIONCI NO COOMEEMCMEYIOUUM
KAuHuyeckum pexomernoayusm [2].

PexomeHnayercsi  mpueM  (KOHCYJbTAllMs)  Bpada-racTpPOdHTEpoJiora  JieueOHO-

JMAarHOCTHYECKUH TEPBUYHBIA M TOBTOPHBIM (IpU HEOOXOIUMOCTH) MAIMEHTaM ¢

31



MOJTBEPKICHHBIM AuarHo3oM X-AJIJl, ¢ ienbro Ha3HAYEHUSI CUMIITOMATHYECKOHN Teparuu
U KOHTPOJIS ee AP PEKTUBHOCTH, IPU HeoOXxoaumocTH [2], [64].

YpoBenb  yOenurTenbHOocTH  pekoMeHgammii C  (ypoBeHb  [10CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

KommenTapuu: mozym nabnooamocsa paccmpoicmea 4cey00uHo-KUe4Ho20 mpakmad,
HEKOMOpLIM — NAYUEHMAM — MOodcem nompebo8amvcsi  HYMPUMUSHAs NOO0EPHCKA.
Cumnmomamuueckoe nedenue u OUACHOCMUKA OCYWECMEIIAIOMCS N0 COOMEEMCMEYIOUUM
Kaunuyeckum pexomenoayusim [2].

Pexomennyercsi mpueM (KOHCYyJbTaIusl) Bpada-lieauarpa/ Bpada-TeparneBTa/ Bpada
o0miel MpakTUKH JeueOHO-AMArHOCTUYECKUN MEePBUYHBIN W MOBTOPHBIM MAallMEHTaM C
MIOATBEPKACHHBIM auarHo3oM X-AJIJl 11 OLEHKHM COCTOSHMS, MAapLIPyTU3aLUuu
MaryeHTa, Ha3HAYCHHUSI CHMIITOMATHYSCKOM TEPAIMU M KOHTPOJIS €€ 3P PEKTUBHOCTH, TIPU
HeoOxoumoctH [2], [64].

Yposenb  yOenureqnbHocTH  pekoMeHgamumii C  (ypoBeHb  [10CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

Pexomennyercsi mpueM (KOHCYNbTaIUsl) Bpada-licuXxuarpa/ Bpada-mcuxuarpa JETCKOTo
ne4e0HO-IMarHOCTUYECKUN MTEPBUYHBIN U MOBTOPHBIN (IIpU HEOOXOIMMOCTH) MallueHTaM
C TOATBEPXKIEHHBIM auarHo3zoM X-AJIJ[, ¢ 1enbl0 Ha3HAYEHHUS CHUMIITOMATHYECKOMN
Tepanuu, npu Heobxoaumoct [2], [64].

Yposenb  yOenurTenbHocTH  pekoMeHgamuii C  (ypoBeHb  J10CTOBEPHOCTH
JI0KA3aTeJILCTB — 5)

Kommenrtapuu: napywenus noseoenus, azpeccusHocms, SMOYUOHATbHASL NAOUTLHOCTb,
KOCHUMUBHblE HAPYULeHUs. MO2Ym HAOI00amsvcsi Kak y Oemell, mMax U y 63POCiblX
nayuenmos. Cumnmomamuueckoe JjedyeHue U OUACHOCMUKA OCYWeCMEIaiomes no
COOMBEMCMBYIOWUM KIUHUYECKUM peKomeHOayusam [2].

Pexomenayeresi mpueM (KOHCYIbTaIMs) Bpauda-TpPaBMAaTOJIOTa-opromnena JedeOHo-
JTUArHOCTUYECKUH TIEPBUYHBIA W TOBTOPHBIA (MMPU HEOOXOAMMOCTH) TMaleHTaM C
MOJATBEPKJICHHBIM AuarHo3oM X-AJIJl, ¢ 1enb0 MOpoBEAEHUS CUMITOMATHYECKOTO
JeueHwus, mpu HeooxomumocT [2], [64].

YpoBenb  yOenurenbHocTH  pekoMeHganuii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 5)

KommenTapuu: nexomopuvim nayuenmam modxxcem nompedo8amvCs opmoneoudeckas
noooepacka. Cumnmomamuueckoe Jiedenue U OUACHOCMUKA OCYWECMEIAIOMCs No

COOMBEMCMBYIOWUM KIUHUYECKUM peKomeHOayusam [2].
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e Pexomenayercss mpueM (KOHCY/IbTAI[Usl) MEIMIIMHCKOTO JIOTONEJAa TIEPBUYHBIA U
MMOBTOPHBIN (ITPH HEOOXOJAMMOCTH) MAIMEHTaM C MOATBEPXKIACHHBIM auarnozoM X-AJIJ]
NP BBISIBIICHHH HAPYIICHHUI PeYH, C [ENbI0 UX Koppekuuu [2], [64].

YpoBenb  yoenurTeabHOCTH  pekomeHaanmii C  (YpoBeHb  IOCTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

e Pexomenayercs nprieM (KOHCY/IbTAIlUs) MEIAUIMHCKOTO TICHXO0JI0ra/ HEHpOICHUXOi0ra
MCPBUYHBI M TOBTOPHBIA (MPU HEOOXOJAMMOCTH) IAlMEHTaM C IOJITBEPIKICHHBIM
nuarao3oM X-AJI/l, ¢ 1enbio ICHUX0a0rHuecKoi moaepkku [2], [64].

YpoBenb  yoOenurTeabHOCTH  pekomeHmanmii C  (YpoBeHb  IOCTOBEPHOCTH
0KA3aTeJbCTB — 5)

KomMmeHnTapum: cembu Hnyscoaromess 6 npueme  (KOHCYIbmMayuu) MeOUYUHCKO20
NCUX0102a, NOCKONLKY 3a00Ne6anue HOCUM NPOSPecCUupyrowull xapakmep, Heobxooumo
NOMOYb NAYUEHMY «NPUHAMbY OUASHO3, A0ANMUPOBAMb €20 K JICUHU C meM, 4modbl
MOJICHO — ObLIO  MAKCUMATLHO — Peanu308ams €20 CHOCOOHOCmU K  00V4eHuio u

CaMOCMOSIMENbHOU JHCUSHU 6 OANIbHEUEM.

4. MeauumMHCKAasi peadMIuTAUSA U CAHATOPHO-KYPOPTHOE JieYeHue,
MEJULMHCKUE MOKA3AHUA U IPOTHUBONOKA3aHMA K IPUMEHEHUI0 METO10B
MeIUIUHCKON peaduIuTanum, B TOM YHCJIe OCHOBAHHBIX HA MCIO0JIb30BAHUM

NPUPOIHBIX Je4eOHbIX (PAKTOPOB

OcHosHoti  npobremoti  peabunumayuu nayuenmos ¢ X-AJl]] saenrsemcs Hanuyue
CUMNIMOMO8 NOpAdCeHuss HepeHol cucmemvl. Peabunumayus noopasymesaem co30anue
ONMUMANILHBIX YCA0SUL 0I5l NALTUAMUBHOU NOMOWU NAYUEHMAM C MANCENbIMU HAPYUEHUAMU
HCUBHEOESIMENbHOCMU, d MAKHCe KOMNJIEKC Mep OJid aoanmayuu npu jaecKux HAapyueHusx,
HEe3HAUUMENbHO HAPYUAIOWUX BO3MOMCHOCIU OONbHO20 YUUMbCA, padomamsv U JHCUmMo
NOIHOYeHHOU JicusHblo. Peabunumayuonnvie meponpusmus (00wuil mMaccaxc MeouyuHcKull,
neuebnas QusKynbmypa, couemannvle Memoovl uuomepanuu, HeKIACCUGUYUPOBAHHbIE 6
opyaux pyopukax, npuem (KOHCYIbmayus) MeOUyuHcKo20 1020neda nepeudnblli U noGMopHbIlL,
npuem (KoHcynomayus) MeouyuHcKo20 NCuxon02a/ HeUponcuxon02a nepeudHblll U NO8MOPHbILL)

JHCeNAmMenbHO NPOBOOUMb 8 YCI08UAX OHEGHO20 CImayuoHapa ¢ yacmomoti 3-4 pasa 6 200.
e PexoMenayercs npreM (KOHCY/IbTAIIMS) Bpadya M0 METUIIMHCKOM peadriInTauu Je4yeoHo-
JUarHOCTMYECKUHM NEpBUYHBIM M NOBTOpHBIN mnanueHtam ¢ X-AJlIJ[ npu Hanmuuuu

JABUTaTCIbHBIX HapyHleHI/Iﬁ, TJI0TaHusA, pC€uH, CHUKCHUS HOBCGHHGBHOﬁ AKTUBHOCTH, C
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LEJIbIO0 OIICHKH Pea0MINTAOHHOIO NOTEHIIHAA, ONPE/eICH s Hesieid 1 (GOpMUPOBaHHS
WHJIUBHUIyJIbHOW TIPOrpaMMbl METMITMHCKOW peabmmTanuu [2], [64].
YpoBenb  yOenureabHOocTH  pekoMmengammii  C  (YpoBeHb  /IOCTOBEPHOCTH

JA0KA3aTeJbCTB — 5)

5. HpO(l)l/IJIaKTl/IKa U JUCITAHCEPHOE HaﬁJIIOIleHl/Ie, MEAUIMNHCKHUC NTOKA3aHUA U

NMPOTHUBOINIOKaA3aHUA K IPUMECHCHUIO METO/10B HpO(l)I/IJIaKTI/IKl/I

CmeneHb 8bIpaAdCEHHOCMU KIUHUYECKUX NPOAGIEHUU U NPOSHO3 3A00Ne8AHUSL MOdHCem
CyuecmeeHHO 8apbuposams oadxce 6 npeoenax 00Hol cemvu. Bosmooxcnocmu mepanuu X-AJI/ 6
Hacmosiujee 8peMsl 8eCbMd OZPAHUUEHbL, 6 CEA3U C UeM MeOUKO-2eHeMULeCKOe KOHCYTbIMUPOBAHUE
cemetl, OMACOUWEHHBIX OAHHbIM 30A00JIe8AHUEM, SGIACMCI IYYUUM CPeOCMEOM NPOYUIAKMUKU
OonesHu, cokpawas 6eposMHOCMb NOAGIeHUs HO8bIX cayyaes. [locie ycmanosnenus ouaznoza
nayueHmy uiu e2o OQUYUATLHBIM NPeOCmA8UMENIM, YeaecooOpa3sHo 0Opamumscs Ha npuem
(koncynemayuio) epaua-cenemuxa ¢ yenvio 00CYHCOCHUST 2EHEMUYECKUX PUCKO8 6 Ccembe,
B03MOJICHOCIEN — CeMeUH020  CKPUHUHea, a makdce 00po0o6ol  (NPpeHamaibHOU U
NPEUMNIAHMAYUOHHOU) OUACHOCMUKU. J{ucnanceproe Habuooenue u ledeHue Conymcmeyoujell
namonocUul U OCLONCHEHUll 3a001e8aHUSA NPOBOOSIMCA NO COOMBEMCMBYIOWUM KIUHUYECKUM
PpeKoMeHOayusm (Hanpumep, no OUASHOCIMUKeE U Jle4eHUl0 HAONOYEeUHUKOBOU He0OCMAamoyHOCU,

onunencuu.)

e Pexomenayercsi mpuem (KOHCYJbTallMs) Bpada-TeHETHKA JIEYCOHO-TUArHOCTUYECKHI
MEPBUYHBI W TOBTOPHBIA BCEM mMalMeHTaM ¢ mnoaTBepxkaeHHon X-AJIJl ¢ menbro
MPOBEICHUS MEIMKO-TeHETHUECKOTO KOHCYIbTHpoBanwus [2], [64].

YpoBenb  yOeautenbHocTH  pekoMenaaumii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 5)

KommenTapumn: ¢ pavkax meouko-eeHemuyeckoeo KOHCYIbMUPOBAHUS NAYUEHMOS8 C
NOOMBEPHCOCHHBIM OUACHO30M OOJIHCHBL 0OCYAHCOAMbC BONPOCHL O MUNE HACIe008aAHUS
3a601e8aHUSA, BO3MONCHOCIAX NPOBEOCHUS CEMEUH020 CKPUHUHSA (8 MOM YlUCTe C Yelblo
BLIABNICHUS  2eMEePO3USOMHBIX  IHCEHUJUH-HOCUMENbHUY), BO3MONCHOCHAX O00POO0BOT
ouazcHoCmMuKy u npoguiakmuku OdalvHelulel nepeoadu 3a001e8anus 6 cemve, O
npuHAMUs  cembell 000CHOBAHHLIX MEeOUYUHCKUX U JuuHblx pewtenutl. IIpoeedenue
cemeliH020 CKPUHUHeA U paHHee 2eHemuyeckoe meCcmuposanue Maibyukos NO380NUM
8bIABUMb 3a00Ie6aHUe HA OOKIUHUYECKOU UIU PAHHel KIUHUYECKOU cmaouu 601e3HU u

pewums 80npocyl 0 8vlbope Haubonee 3¢pGpexkmusHoco memooa mepanuu. Ilposedenus
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00p000BOLL OUACHOCIUKU BO3MONCHO MOILKO HA NAMO2EHHblE/ 8ePOSMHO-NAMOEHHbIE
gapuanmol, NPUHAHHbIE KAY3AMUBHBIMU ) KOHKpemHoeo nayuewma. Ha ocnoeanuu
8APUAHMOB C HEACHbIM KIUHUYECKUM 3HAYEHUEeM Helb3sl NPUHUMAMb KIUHUYEeCKU
SHauUMble peueHus (8 mom ducie, 80Npocbl 00POO08oU ouazsHocmuxu). Yuumovieas X-
CYENJIeHHbIIl MUn HACIe008AHUSA, He UYenecoobpasHo o06ciedosams omya nayueHma
myancckozo noaa. Ipumepro 93-95% nayuenmos naciedyiom 3abonesanusi om 00HO20 U3
pooumerneil, moavko okono 5% umerom eapuanmel de NOVO. Beposmnocmsb nepedauu
mamepwlo 3a60neeanus oemam: 50% manvuuxog 6yoym umems 3aboneséanue, 50%
oesouex Oyoym cemepozucomuvimu Hocumenvruyamu. Y myscuun ¢ X-AJ/] 100% oegouex
Oy0ym — 2emepo3ucoOmubiMy  HOCUMENbHUYAMU, 68ce MAlbyuku  6yOoym  300p086bl.
Llenecoobpasno obcredosams  mamv  OOILHO2O NAYUEHMA C UYelbl0  BblAGIeHUs
Hocumenbcmeda. B ciyuae He o0OHapyodicenus Kay3amuHbIX 6apuaHmos y pooumeietl
nayueHmos, HeoOXO00UMO YUUMbBIBAMb BO3MOICHOCHbL 2OHAOHO20 MO3AUYUIMA Y
pooumerneli npu  NAAHUPOBAHUU  nocledyiowux — bepemennocmeu. Jna  X-AJIJ
BO3MOHCHOCIb  MAMEPUHCKO20 COMAMUYECKO20/20HAOH020 MO3AUYUMA COCMABIAEm
oxono 13%. Heo6xo0umo yuumsieamo, ymo y 2emepo3ucoOmubiX HceHWUH-HOCUMEeNTbHUY
CUMNMOMbBL 3a001€8aHUS MO2Y N 0eOIOMUPOBANb 60 3POCIOM 803PACHE, d KOHYEHMPAYUsl
ONLDKK 6 nnazme kposu moscem 6vimv Hopmanvhou y 20%.

PexoMenyeTcst TUCITAHCEPHBIN TIPUEM Bpada-TeHETHKA TAIIMEHTaM C MOJITBEPKICHHON
X-AJIJl. ¢ uenpio ompeneneHUs IMOKa3aHWW K Ha3HAYCHWIO JHUETOTEpanuu U
CHEIUATU3UPOBAHHOTO  TPOJYKTa JICUeOHOTO  TUTAHUA, JAJbHEUIIEH  OIEHKH
6e3omacHocTH 3G (HEKTUBHOCTH, OTIPEIeNICHHUs TTOKa3aHUI K KOPPEKIIUU 03I UM OTMEHE.
YpoBenb  yOenutenbHocTH  pekoMenaaumii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 4)

Kommenrapmii:  paccmampueaemcs  6onpoc o Hazwauenuu — Ouemomepanuu  u
Ccneyuanu3upo8aHHO20 NPOOYKma iewebrno2o numanus macio Jlopenyo**** nayuenmam c
2 nem ¢ beccumnmomuoui popmoui X-AJI/] unu na pannux cmaousx yepeopaioHvix hopm
X-AJI, npoeooumcsi komwmponv 3pgexmusHocmu u 0e30naACHOCMU, ONPedensiomcs
NOKA3aHUL K KOPPEKYuro 003bl CHeYUudaIu3supo8aHHo20 NpooyKma JjiedebHO20 NUmaHus

macno Jlopenyo™**** unu eco ommene.

Pexomenayercsi mpoBeieHHE MarHHUTHO-PE30HAHCHOW TOMOTrpaduu TOJOBHOTO MO3Ta
MalMeHTaM C TMOJATBEPXKICHHBIM auarHo3zoM X-AJIJI B pamkax AUCIIAaHCEPHOTO

HAOJIIOICHNS, C IIENIBI0 OLIEHKH IIPOTrpeccupoBanus 3aboeBanus [78].
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YpoBeHb  y0eauTeIbHOCTH  pekoMeHAamuii A  (YpoBeHb  10CTOBEPHOCTH
0Ka3aTeJbCTB — 1)

KommenTapuu: wuapkoz — no noxazanusm (06wyro anecmesuio yenecooopaso
UCNOTL306aMb 00 MeX NOp, NOKA NAYUEHM He CMOICEM NeACamb HenoOBUICHO 80 BPEMSL
uccneoosanus). Msmenenus MPT o06bluno npedwecmsyrom HeBPONIOCUYEeCKUM U
Hetipouzuonocuveckum uzmenenusm, nosmomy MPT umeem uckmouumenvHyio
gasicnocmsv 0215 06cnedosanus 6onvuvix ¢ BC AJl]], 8bis61eHHbIX 8 OMALOUWEHHBIX CEMbAX
[79]. C 12 mecayes 0o 3 nem yenecoobpasno nposooums exnce200HYI0 OYEHKY CHUMKOS, C
3 00 12 nem — kaoicovie 6 mecsyes, ¢ 12 1em — edxce200HO.

Pexomenayercst  IUCMAHCEpHBI  TpUEM  Bpada-HEBpoJiora  MAalMeHTaM ¢
MOATBEPKICHHBIM nuarno3oM X-AJl/l, ¢ nenpio onpeneneHus nmokazaHui ¥ Ha3HAYCHUS
COOTBETCTBYIOLIEH IMAaTON€HETUYECKOM M CUMIITOMATHYECKOW TEparuu W KOHTPOJIS €€
apdexruBHocTH [2], [64].

Yposenb  yOeanureqabHocTH  pekoMeHgamumii C  (ypoBeHb  [1O0CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

Pexomenayercst JuClaHCEpHBI IPHEM Bpadva-JETCKOTO 3HIOKPUHOJIOra/ Bpadya-
SHJIOKPUHOJIOTA TAIMEHTaM C TOJATBEPXKACHHBIM auarHozoM X-AJIJ[ ¢ menbro
HAOJIIOJICHUS, OICHKH COCTOSIHHS, CBOEBPEMCHHOW JTHArHOCTHKH HAIITOYCYHUKOBOM
HEJ0CTaTOYHOCTH, Ha3HAUCHUS 3aMECTHTENHFHON TOPMOHAIBHON Teparuu U KOHTPOIIS €€
3 PeKTUBHOCTH, TpH HeoOxoauMocTH [2], [64].

YpoBenb  yOenuteabHocTH  pekoMenaaumii C  (YpoBeHb  10CTOBEPHOCTH
A0KA3aTeJbCTB — 5)

KommenTapum: seuenue u OuacHOCMuKa HAONOYEYHUKOBOU HEOOCMAMOYHOCHU
OCYUeCmBISIOMCSE N0 COOMBEMCMBYIOWUM KIUHUYECKUM pekomeHOayuam. Habrwooenue
YenecoobpasHo ocywecmeansams Kadxcovlie 6 mecayes 00 docmudicenus 10 nem, oanree —
edcecoono  [2]. Ipusnaku nopascenusi HAONOYEUHUKO MO2YM  NPEOUecmeosams
HeBPOI0SUUECKUM CUMNIMOMAM, NOIMOMY 8CeM NAYUEHMAM MYHCCKO20 NOAA C HESACHOU
smuonocueti HH yenecoobpasno npogedeHue OuacHOCMuKu O  UCKIHOUeHUs/
noomeepacoenus X-AJI/ (onpedenenue yposns OILIKK). Tounwiii ouacro3s 6 cnyvae MHH
He0OX00uM OJis1 NPOSHO3UPOBAHUSL OdlIbHEUUe20 pa3sumus 3a001e6aHus, OnpeoeneHus.
MAKMUKY HAOII00EHUsL U 2eHEMUYECKO20 KOHCYIbMUPOBAHUSL CEMbU.

PexomenayeTcsi JTHCIIAaHCEPHBIH MPUEM Bpadva-JCTCKOrOo JHJIOKpPUHOJOra/ Bpadva-

SHJOKPUHOJIOTA MAllUeHTaM C MOATBEPKIAECHHBIM auarHo3oM X-AJIJl BceM mamueHTam ¢
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MOJATBEPKJICHHBIM auarHo3zoM X-AJIJ[ B 14 ner mjis ONEHKU IMOJOBOIO PAa3BUTUA U
MCKJIFOUCHUS TUIIOTOHAIM3Ma TIPU OTCYTCTBHH BTOPUYHBIX TOJIOBBIX MPU3HAKOB [64].
YpoBenb  yOenurtenbHocTH  pekoMengaumii C  (ypoBeHb  JI0CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

KommenTapmii: ucciredosanue obujeco mecmocmepoua, 1omeuHu3Upyoue20 20pMona,
DOANUKYIOCIUMYIUPYIOUE20 20PMOHA 8 KPOBU NPOBOOUMCS NO NOKAZAHUSM.
PexoMeHnayeTcsi TMCIIaHCEPHBIN MPUEM Bpadya-ypoJsiora NauueHTaM ¢ MOATBEPKICHHBIM
nuarHo3oMm X-AJIJl, ¢ uenbio Ha3HAYEHUs] CUMITOMATHYECKOM TEparnuu U KOHTPOJIS €€
a¢bexTUBHOCTH, TpH HeoOxoxumoctH [2], [64].

Yposenb  yOenureqnbHocTH  pekoMeHgamuii C  (ypoBeHb  [I0CTOBEPHOCTH
0KA3aTeJbCTB — 5)

KommenTapuu: wnaubonee axmyanvbHo O0as 63pOCIbIX NAYUEHMO8 C HeHOMUNnom
aopenomuenouevponamuu. Moecym Hab1100amvcs maxue 0C10#CHEHUs, KaK Helpo2eHHblll
MOYEBOll Ny3vipb, HeoepicaHue MOYU U IPEKMUNIbHAL OUCPHYHKYUSL Y MYHCUUH.
Cumnmomamuueckoe nedenue u OUASHOCMUKA OCYWECMEIIIIOMCS O COOMEEMCMEYIOUUM
Kaunuyeckum pexomenoayusm [2].

Pexomenayercsi AMCHaHCEpHBIA MPUEM Bpayda-raCTPO’HTEPOJIOra MalueHTaM ¢
MOATBEPKICHHBIM TuarHo3oM X-AJlJl, ¢ ienbro Ha3HAYeHHs] CHMITTOMATHYECKOM Teparniu
U KOHTpOIIs ee 3P PeKTHBHOCTH, TpU HeoOxoaumoctH [2], [64].

Yposenb  yOenurTenbHocTH  pekoMeHgamuii C  (ypoBeHb  J10CTOBEPHOCTH
0KA3aTeJbCTB — 5)

KommenTapuu: mozym nabaiooamecs paccmpoiicmea #ceny004Ho-KUe4Ho20 mpakma,
HEKOMOpbIM — NAYUEHMAM — Modcem Nnompedo8amvCsi HYMpUMUSHAas NO00ePHCKA.
Cumnmomamuueckoe nedenue u OUACHOCMUKA OCYWECMEIISIIOMCS RO COOMBEMCMEYIOUUM
KAuHuyeckum pexomernoayusm [2].

Pexomenayercsi AUCIaHCEPHBIN MpUeM Bpaua-TieInaTpa/ Bpaya-TeparneBTa/ Bpada o0miei
MPAaKTUKU TMalMeHTaM C TOATBEPXKIAEHHbIM auarHo3om X-AJIJ[, ¢ 1enpro OIEeHKH
COCTOSIHHSI, Ha3HAYEHUSI CUMIITOMATHYECKON Tepamuu M KOHTPOJs €€ 3(PHEeKTUBHOCTH,
npu HeoOxoxumoctH [2], [64].

YpoBenb  yOenurTenbHocTH  pekoMeHgammii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 5)

Pexomenayercsi TMCIIAaHCEPHBIM NpHUeM Bpaya-nicuxuaTpa/ Bpada-licuxuarpa JETCKOTO

MalMeHTaM C MNOATBEPXAEHHbIM guarHo3oM X-AJIJl, ¢ 1menbl0o Ha3HAuYeHUS
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CHMIITOMATHYECKOI Teparnuu U KOHTpoIis ee 3((HEKTUBHOCTH, IPH HeoOXoaumocTH [2],
[64].

YpoBenb  yOenurTeabHOCTH  pekomeHaaumii C  (ypoBeHb  [IOCTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

KomMmenTapum: napyuwenus nosedenus, azpeccusHocmy, IMOYUOHATbHAS TAOUTLHOCTD,
KOZHUMUGHbIE HAPYWEHU MOo2ym Haba00amvcs Kak y oemetll, mak U y 63pOCHblX
nayuenmog. Cumnmomamuyeckoe JjedeHue U OUASHOCMUKA OCYWECMEIAIOMCA No
COOMBemMCcmayuWUM KIUHUYecKum pekomenoayusm [2].

PexoMenayercst qUCIIaHCEpHBIH TMPHEM Bpava-TPAaBMATOJIOra-OPTONENa IalUeHTaM C
NOATBEPXKACHHBIM auarHo3oM X-AJIJl, ¢ menpro mpoBeneHHS CHMITOMAaTHYECKOTO
JICYCHUS U KOHTPOJIs ero 3 dexkTuBHOCTH, pu HeoOxoaumocTu [2], [64].

YpoBenb  ybOenureabHOcTH  pekomenaanmii C  (ypoBeHb  [I0CTOBEPHOCTH
JI0KA3aTeJIbCTB — 5)

KomMmenTapum: wexomopwvim nayuenmam modcem nompebosamvcs Opmoneoudeckas
nooodepoicka. Cumnmomamuyeckoe JjiedeHue U OUACHOCMUKA OCYWeCmeIaomes no
COOMBeMCcmayIuWUM KIUHUYecKum pekomenoayuam [2].

Pexomennayercss mnpuem (KOHCYJIbTallUsl) MEIUIIMHCKOTO JIOToneqa MEpPBUYHBIA U
MOBTOPHBINA (IIpU HEOOXOJMMOCTH) MallMEHTaM C MOATBEPKACHHBIM AuarHozoM X-AJIJ]
NPH BBISBJICHUU HApPYIICHHH PeuH, C [eIbio UX Koppekiuu [2], [64].

Yposenb  yOenurTenbHocTH  pekoMeHgamuii C  (ypoBeHb  J10CTOBEPHOCTH
JI0KA3aTeJILCTB — 5)

Pexomennyercs npueM (KOHCY/IbTallUsl) MEAULMHCKOrO TICHXOJora/ Heiporcuxosnora
MEPBUYHBI W TIOBTOPHBIM (TIpM HEOOXOJMMOCTH) TAaMEHTaM C TOJTBEPKICHHBIM
auarao3oM X-AJIJl, ¢ 1enbro MCUXoaorndeckoi noauepxku [2], [64].

YpoBenb  yOenurTenbHocTH  pekoMeHgammii C  (ypoBeHb  [10CTOBEPHOCTH
A0KA3aTEJbCTB — 5)

KomMmeHnTapum: cembu Hyscoaiomes 6 npueme  (KOHCYTbmMayuu) MeOUYUHCKO2O
NCUX0102a, NOCKONbKY 3a001e8aHue HOCUM NPOPecCcUupyiowull Xapakmep, HeooOXo0umo
NOMOYb NAYUEHM) «NPUHAMbY OUASHO3, A0ANMUPOSAMb €20 K JICUSHU C meM, 4moOvl
MOJICHO ~ ObLIO  MAKCUMAIbHO —peanu306ams €20 CHOCOOHOCmU K 00OydYeHuro u

CaAMOCMOSIMENbHOU HCUSHU 6 OAJIbHEIUIEM.

PexomMenayercst mpueM (KOHCYJIbTaLMs) Bpadya M0 NAJUIMaTUBHON MEJUIIMHCKOM TOMOIIHN
Je4yeOHO-TMarHOCTUYECKU IePBUYHBIN U MOBTOPHBIH (ITpU HEOOXOAUMOCTH) MAUEHTaM

¢ X-AJIJl ¢ nenwto yaydiieHus kauectsa xu3Hu [104], [105].
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YpoBenb  yOenuTeqbHOCTH  pekoMeHaamuii C  (ypoBeHb  J10CTOBEPHOCTH
JA0KAa3aTeJbCTB — 4)

KomMmeHTapuu: naniuamuenas nomowsp OO0NNCHA HAYUHAMBCA NOCTAe NOCMAHOBKU
0UAcHO3a U OO0JIICHA NPOOOJIHCAMBC He3ABUCUMO OM MO20, NOAYy4aAem iU NayueHm
cneyuguueckoe neuenue. OCHOBHOU Yenbio pabomvl NALIUAMUBHBIX CIYIHCO S6IeMmCsl
co30aHue 6cex HeoOXOOUMBIX YCNO8Ull Ol 0DecneveHus HAX0NHCOeHUs NAYUeHMOos 6
OOMAUIHUX YCTIOBUSX, A HE 8 CEHAX 1e4eOH020 YUPetCcOeHUs,, YUMo NO380asem YiIy4uums
Kauecmeo JHCU3HU NAYUEHMO8 U UX ceMell, U CYUWEeCMBEHHO CHU3UMb 20CYOaPCMEEHHble

3ampambvl Ha NOCMOAHHOE CMAYUOHAPHOE J1eHeHUe.

6. Opranu3anus 0Ka3aHus MeJIMIMHCKO MOMOIIA

[Tammmentam ¢ X-AJIJl, B 3aBHCHMOCTH OT HEOOXOJMMOCTH, MOJKET OBITh OKa3zaHa

MCIUIIMHCKAs ITOMOIIIb JIF000T0 BHUJA, YCIIOBHA, (1)0pr1, NpeaAyCMOTPCHHLIX 3aKOHOAATCIIbCTBOM

Poccuiickoit @enepanuu.

1)

2)

3)

IMoka3anus 1Jisl NJAHOBOH FOCHUTAIU3ANNN B MEAUIHHCKYIO OPraHU3ALHUIO:
[lpy HEOOXOAMMOCTH TPOBEACHUE JUArHOCTMKM W  JICYCHHUS, TPEOYIOMHNX
KPYTJIOCYTOYHOTO METUIIMHCKOTO HAOIIOACHUS,
HeoOxomuMocTh TpoBeNeHUs] pa3iMYHBIX BHIOB AKCHEPTH3 MM OOCIEIOBaHHUSA B
MEIUIIUHCKONW OpTaHM3allui TPU HEBO3MOXKHOCTH TIPOBEICHHUS MX B aMOyJIaTOPHBIX
YCIOBHAX, TPEOYIOUIMX AMHAMHYECKOro HaOmofeHus (B TOM 4yHciae ogopMIiIeHHEe
3aKI0ueHMs (hefiepaibHOTO KOHCUITMYMa);
Onenka nokazanuit s nposeaenus TI'CK.

Iloxa3aHusa K BbINMCKE MAaLMEHTA MOCJIe JIAHOBOM roCIUTAJIN3AIUHT

1) BhIMONHEHHE [JIaHA 0OCIIEAOBAHKS MTAI[UCHTA,

2) TpOBEICHUE PEAOMINTAIIMOHHBIX MEPOTIPHSTHI;

3) JaHbl peKOMEHIAINH 110 JajbHEeHIIeMy HaOII0ICHHIO U JICYCHHIO.

Iloxa3zanus JJIs 3KCTpeHHOﬁ roCIMUTAJIM3AIIMU B MEAUIIMHCKYI0 OPraHu3anuio:

1) octpeie 3aboieBaHus, 00OOCTPEHHS XPOHHYECKHX OOJE3HEH, OTpaBICHUS W TPaBMBI,

COCTOSIHUS, TpeOyIolre WHTEHCUBHOW Tepamud W TepeBOJa B pPEaHHMMAIMOHHBIC
OTJIETICHUs WJIM OTJEJICHUS WHTCHCUBHOW TEpanuu M JPYrue YrpoKarouue >KU3HU
OCTpBIE COCTOSIHUSI), a TaKXKe KPYrJIOCYTOYHOTO MEIUIIMHCKOTO HAOIIOACHUN |

MMPOBCACHUA CIICHHUAJIBHBIX BUIOB 06CJ’IC,Z[0BaHI/I$I M JICUCHMUSI,

2) HAAMOYCYHUKOBBINH KPH3.

IToxa3zaHus K BLINKCKE NAUEHTA MOCJIe 3KCTpeHHOﬁ rocnMTaJau3anvu.

1) otcyTcTBHE yrpo3bl )KU3HU MAIIMEHTA;
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2) OTCYTCTBHE yrpO3bl Pa3BUTHs OCIOKHCHUI, TPEOYIOIMX HEOTI0KHOTO JICUCHHS;

3) crabunm3anusi COCTOSIHMSL ¥ OCHOBHBIX — KJIIMHUKO-JIA0OPAaTOPHBIX — IOKa3arenei
HaTOJIOTHYECKOTO MIPOLIECCAa IO OCHOBHOMY 3a00JIEBaHHUIO;

4) OTCyTCTBHE HEOOXOAMMOCTH B IOCTOSIHHOM BpaueOHOM H  KpPYIrJIOCYTOYHOM
MEIUIIMHCKOM HAOJIIOJICHUH [0 OCHOBHOMY 3a00JIEBAHHIO;

5) HEoOX0AMMOCTH IEpeBoJa MAaIMeHTa B JAPYrYH0 MEIUIMHCKYI OpraHH3aldio WIH

OTJEJIEHUE TTAJUIMaTUBHON TOMOIILIH.

7. lonostHMTEeIbHAA HH(POpMALKS (B TOM 4ucJie (PAKTOPHI, BJUSIOIIHAE HA

HCXO0/1 3200J1eBAaHUS UJIM COCTOSTHUSA)

MHuorue uccnenoBatenu orMmevaror 3HaueHue MPT He TonbkO B JUarHocTWke, HO U B
nporuosupoBannu tedeHus X-AJIJ] [49]. Loes ¢ coat. (2003) oGcnenoBanu 206 OONBHBIX €
nepeopansHbME (hopMamu (cpeaHuii Bo3pact 18,5 1. ¢ pazdpocom 1,7-73,8 11.), y 140 u3 KoTOphIX
nanusie  MPT Obuim mpocnexeHbl B AuHaMuKe (He yuuThiBanuck MPT-uccrnenosanus,
nposeneHubie nocie TI'CK). Boiaenunu 5 BapuaHTOB HCXOTHOM JIOKATH3AIUHN TOPaKEHUS 0€I0Tr0
BEIIeCTBa: 1) 3aTBUIOYHO-TEMEHHOE; 2) JOOHOE; 3) MopaXeHne KOPTUKOCTIMHAIBHBIX ITyTel; 4)
MO3KEUKOBOE; 5) COUETaHHOE 3aThbUIOYHO-TEMEHHO-I00HOe. CTeneHb NOpakKeHUsI OLIEHUBAIIM 110
MHOTro0a/uIbHOM mmikase. [lepBblif ¥ MATHI BapHaHThl HAOIIOJAIUCh UCKITIOUUTENBHO B JIETCKOM
BO3pacTe, BTOPON M YETBEPTHIM — B MOAPOCTKOBOM, TPETUM — y B3pOCibIX O0bHBIX. Ha ocHOBE
JoKanu3auuy U creneHu n3Menenuit MPT aBTopsl pa3paboranu popmysbsl 1715 TPOTHO3UPOBAHUS
X-AJIA. Camoe ObIcTpO€ MporpeccupoBaHre HAOII01aJI0Ch Y HEMHOTOYMCIICHHBIX OOJIBHBIX S-i
rpynmnsl. B 1-# rpymnmne GpicTpoe mporpeccupoBaHue UMENIO0 MECTO B CIIydasx ¢ 0c000 paHHUMHU
n3MeHeHnssMu MPT 1 ¢ KOHTpacTHBIM yCHIIEHMEM O4YaroB JeMuennHu3anui. [locneqauii npusHak
KOppEeIUpoOBaJl ¢ TEMIIAMU HPOrpecCUpoBaHusl U y OosbHBIX 2-i rpynmbl. CaMoe MeIIeHHOe
IIPOrPeCCUPOBAaHNE OTMEUEHO y O0JIbHBIX 3-i U 4-if rpymnm. Takum 00pa3oM, MporpeccupoBaHue
u3MeHeHnit MPT 3aBucHT OT Bo3pacTa OOJIBHBIX, CTENIEHH UCXOJHOT0 MopaXkeHHs (1o OanabHON
IIKaJie) U €ro JOKaJIU3aluu. ABTOPHI MIPEUIaraloT UCIOIb30BaTh MOJyYeHHbIE JaHHbIE B 0TOOpe
6onbubIx s TI'CK.

N3menenns MPT ronoBHOT0 MO3Tra UMEIOTCS TaKke Y O0JBHBIX C «1iepedpanbHoit AMH»,
XOTsI XapaKkTep uX MHOM, ueM npu 1epedpansubix popmax [23], [30], [77].

N3menenns MPT rosioBHOro Mo3ra y rerepo3uroTHbIX HOCUTEIbHUIL BO3MOYKHBI, HO PEJIKH
— JTayKe TIPU HATMYUHU KIIMHUYECKUX CUMIITOMOB. M3 76 HOcuTenpHUIL, 0O0CcienoBanHbIX Fatemi ¢
coast. (2003), usmenenuss MPT umenuce y 11, HO numib y 3 UX pacleHWIN Kak CBSI3aHHbBIC C X-

AJIJI: y 1ByX >KEHIIMH OOHAPYXHJIM OYaru AEMHUEIUHU3AIUH, KaK y OOJIBHBIX C [IepeOpaibHbBIMU
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dbopmamu, y Tperbel c Jerkumu cumnroMamu AMH usmenenus MPT orpanununBanuch
KOPTUKOCIIMHAIbHBIMU IIYTSMHU.

OcTpas HaANOYEUHNKOBAasi HEJOCTaTOUYHOCTD («aJpEHAIOBBIM KpPHU3») MOKET Pa3BUBATHCS
Kak B J1e0roTe 3a0oieBaHus (TO €CTh, KOT/a eIl O JUarHo3e MaluueHTy He U3BECTHO), TaK U yXkKe
Ha ¢one neueHus. [IpuunHoON pa3BUTHS KpHU3a Ha (POHE JIeYeHHS] MOXKET OBITH [IEPEPHIB B IpUEMe
npenapaToB (YMBIIUICHHBINA WM HEYMBIIIICHHBIH MPOITYCK), PE3KOE yBEIHMUEHHE MOTPEOHOCTH B

TOPMOHAX HA/MOYCYHUKOB Ha (pOHE KaKoro-1ubo U3MEHEHHs B OpraHu3Me (cTpecc, 00JIe3Hb).

7.1 Ucxoabl M IPOTrHO3

Ha ceropnamuuii neHp B 1esloM ucxoabl U nporHo3 X-AJIJl HeOmarompusTHBIE.
[TponomxaroTcst UcCaeA0BaHNUS HOBBIX METOJIOB JIEYEHUS, KOTOpbIE, BO3MOXKHO, KapAWHAIbHO
U3MEHAT cyap0y nanueHTos ¢ X-AJI/I.

IIporuo3 3aboneBaHus 3aBUCUT OT KiuHHuYeckod (opmel. LlepebpanbHbie GopMbl, K
COXaJICHHIO, IPUBOASAT K CMEPTU OOJIBHOTO YaCcTO B TEYEHHUE HECKOJIBKHX JIET, XOTS BO MHOTHX
ClIy4asiX OT MOMEHTa MepBbIX u3MeHeHus Ha MPT romoBHoro Mosra 10 ru0esny npoxosT 1ecATh
u OoJee JieT.

IIpoaomKUTENBHOCTD M KAYECTBO JKU3HU B IIEPBYIO OUEPENb 3aBUCUT OT HEBPOJIOTUYECKUX
HapyILIECHUN.

HaanouyeuHnkoBass HEIOCTAaTOYHOCTh MPH MPABWIBHOM JIEUEHUU HE BIUSET Ha HUCXOJ
3a005IeBaHUs, TMOCKOJbKY 3aMECTUTENbHAs Tepanus KOMIIEHCHPYET YTPauyeHHYI0 (YHKIUIO
HA/MOYEYHUKOB. TemM He MeHee, OBIBAIOT ClIlydal CMEPTH OT OCTPOH HaJNOYEeUHUKOBOM
HEJ0CTaTOYHOCTH, CBSI3aHHBIE C HEOKA3aHWEM DKCTPEHHOM MEIMIMHCKOM nmomMoiu. Hanpumep,
€CJIM KpU3 pa3BUBAETCA y IMalMEHTa C TSKEJIBIMH HEBPOJIOTMUYECKMMU HapyIICHUSIMH, a
KJIMHUYECKHE CHUMITOMBI KpU3a BOBpEMSl HE paclo3HAIOTCA OJIM3KMMH, KOTOPHIE 3a HHUM
yXaXuBaroT. Mnu B ciydae BHE3aITHOW MOTEPU CO3HAHUS HA YIHIIE WK B OOIIECTBEHHOM MECTE.

[TanenTam, KOTOpbIe BEAYT aKTUBHBIM 00pa3 *HU3HH, 1e1ecO00pa3sHO HOCUTh OpaciieTsl
Wi MHGOPMallMOHHbIE KapTOUKH, IJl€ YKa3bIBA€TCA MX NEPCOHAJIbHbIE JaHHBIE U CBEACHUS O
3aboneBanuu. MHpopmamus, koropas AOHKHA OBITh OTpakeHa B KapTOuKe: UMS, (amuius,
npumep Tekcta «Ecin s 6e3 co3HaHMs UM y MeHS CYA0pOTH, pBoTa, Auapest, open, mue CPOUHO
HE00XO0/IMMO CJlIeNaTh MHBEKIUIO THAPOKOPTH30HA 100 MI BHYTPHUMBIIIEUHO WJIM BHYTPUBEHHO.

[Tpomemienne onacHo JUIs )KU3HU!», TeneOoH A CBA3H C OJIM3KUMU WM BPauoM).
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KpMTepnn OIICHKH KadYecCTBa MeIII/IHI/IHCKOﬁ nmoMomu

Kpurepun oueHkn KayecTBa NEPBUYHONH MeIUMKO-CAHUTAPHON MOMOIIIH

Ne OueHka BbINOJTHEHUS
Kpurepuu xkauecrBa
(n1a/ner)

1. | BoimosHeH KOMIUIEKC HUCCIEIOBAaHUM NJIsl TUAarHOCTUKU X- na/Her
CIICTIIICHHOH a/ipeHONIeHKOANCTPOQHH (OTIpeIeTICHNE YPOBHS
OHIDKK wmeromom ra3oBoii  xpomarorpadgum  macc-
CHEKTPOMETPHH IJIa3Mbl KPOBH)

2.| BbimonHeHO MOJEKYNISAPHO-TEHETHUYECKOE HCCIe0BaHUe na/Her
rera ABCD1

3. | IlpoBenen mpuem (KOHCYIbTAILNS) Bpaya-TeHETHKA JIe4eOHO- na/HeT
JIMarHOCTHYECKUI EPBUYHBINA U TOBTOPHBIN

4.| IlpoBegen mnpueM (KOHCY/IbTAllMsS) Bpavya-HEBPOJIOTa na/HeT
Je4e0HO-AMarHOCTUYECKUI NEPBUYHBIN U TOBTOPHBIN

5.| IlpoBenen  mnpuem  (KOHCynbTalMs)  Bpada-IE€TCKOTO na/HeT
SHIOKPUHOJIOTA /Bpavya-3HAOKPUHOJIOTA Je4eOHo-
JIMarHOCTHYECKUI EPBUYHBINA U TOBTOPHBIN

Kpurepuu onieHKH KayecTBa CeNUAJIM3NPOBAHHON MeIMINHCKON MOMOIIH

Ne Ouenka BbINOJIHEHHUS
Kpurepun kayecrsa
(na/uer)
1. | IlpoBeneHa MarHUTHO-pE30HAHCHAsI TOMOTpadusi TOJIOBHOTO na/Her
MO3ra
2. | IlpoBeneHo HCCIIEI0BaHUE o0miero KOpTHU301I]1a, na/Her
aJIpEHOKOPTUKOTPOITHOIO TOPMOHA, 3JIEKTPOJIUTOB (Kajus,
HaTpHs1) B KPOBH, UCCIIEJOBAHNE AKTUBHOCTH PEHHHA B KPOBU
3. | [IpoBeneHa TpaHCIIAHTAIUSI TEMOTIOATHYECKHX CTBOJIOBBIX na/HeT
KJIETOK (BBeneHME ayTOJIOTHYHBIX/ aJUIOT€HHBIX
FeMOIIO3TUYECKUX CTBOJIOBBIX KJIETOK Hepudepruueckoin
KpPOBH) ManueHTaM c X-CLIETUIEHHON

anpeHoneikoauctpodueit Ha paHHed craguu OOJE3HH C
1epeOpanbHbIME (popMamMu
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Adexcanaposa Jlapbsa FOpseBHa — nHayunsiii corpyaauk LIKIT «Merabonom» @T'BHY
«MenuKo-TeHeTHYECKU HayYHbIi LIeHTp UM. akageMmuka H.I1. boukosa»

AnucumoBa HMura BaguMoBHa — K.M.H., Bpay-T€HETHK, 3aBEAylOLlas OTIEIOM
opranuzanuu MeauuuHckor nomomu @I'BHY «Mennko-reHeTuuecKuii HayqHbIi [IEHTP
uM. akanemuka H.I1. BoukoBay, uwieH Acconuanuy MEIUIIMHCKUX TeHETUKOB (AMI)
BaiinakoBa I'aauna BukropoBHa — 3aBeayromas [IKIT Mera6onom, DPI'BHY
«MeauKko-reHeTHYeCKU HaydHbIi IeHTp uM. akagemuka H.I1. bBoukoBay»

BapanoB Anekcanap Anexkcanaposud — akagaemMuk PAH, npodeccop, 1.M.H., r1aBHbII
BHEIITATHBIN ClieMANKNCT neauatp Munsapasa Poccun

BbapanoBa Ilosmna BaagumupoBHa — Hayusblii cotpynHuk LIKII «Merabomom»
OI'BHY «Menuko-reHeTuuecKuil HayyHbli HeHTp uM. akagemuka H.IT. boukoBa»
Bamakmanze Haro IxxymbepoBHa — 1.M.H., podeccop kadenpbl ¢akylIbTeTCKON
neauatpun Macturyra matepuncTBa u gerctea PI'AOY BO PHUMY um. H.U. [Tuporosa
MunsnpaBa Poccun (IluporoBckuil YHuBepcHTET), 3aBeiyrolias OTIEIOM Op(haHHBIX
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KIIMHUYECKOW T€HETUKH, Bpay-TeHETHK Ja00opaTopruy MOJIEKYJISIPHON M OMOXMMHUYECKOMN
muarHoctuku OCII HUKW nenmatpum m perckoit xupyprum um. akajgemuka lO. E.
Benptuimesa ®I'AOY BO PHUMY um. H. U. Iluporosa M3 PO

Boponun Cepreit BaagumupoBuy — k.M.H., rinaBHeli Bpau PI'BHY «Menuko-
TEHETUYECKUM Hay4yHbIM LeHTp uM. akanemuka H.II. boukoBa», riiaBHbI BHELITATHBIN
crenuanuct MuH3apaBa Poccun mo MEAMIIMHCKOM TIe€HETHUKE MO JlaabHEBOCTOUHOMY
®deneparbHOMY OKPYTY

EnukeeBa Codbsi PycToM0OBHA — K.M.H., IETCKUI YHJIOKPUHOJIOT JIETCKOTO OTIEICHUS
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Accoumanuy MEIUIMHCKUX reHeTUKoB (AMI).
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Cemsuknna Asia HukonaeBHa — J1.M.H., TJIaBHBII HAy4YHbBIA COTPYJHHUK OTACIICHUS
kinHu4Yecko reHetuku ®I'bY «Mockosckuit HUW nepuatpuu U AETCKOW XHPYPTHHU
MunzapaBa Poccuny, dnen Accoruanuyu MeIUITMHCKUX reHeTHKOB (AMI)
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25.

26.

217.

28.

29.

30.

CxopoboraroBa Esena BiaagumupoBHa — J.M.H., Bpau-aHECTE3UOJIOT-PEAHUMATOJIOT,
3aBEAyIOIIasl  OTACJIICHWE  TPAHCIUIAHTALMM  KOCTHOIO  MO3ra,  pyKOBOAMTEIb
MEXKIUCLUITIMHAPHOTO [IEHTPA OHKOJIOTMH, TEMATOJIOTUH U TpaHcIanTtoinoruu PJIKb —
dunmman ®TAOY BO PHUMY um. H.U. TTuporosa Mun3apasa Poccun

Co3zaeBa Jleit1a CanuxoBHa — K.M.H., Bpay-IeIMaTp, 1€TCKUIA YHTOKPHUHOJIOT, CTApLINI
Hay4YHBI COTPYAHHUK JETCKOTO OTJEICHUSI OnmyXoJjed 3HAOKpUHHOM cucteMbl OI'BY
«HMMUL] supoxkpunonorun uM. akaaemuka N.U. JlenoBa» Mun3zapasa Poccuu

Cy00oTtun Jmutpuii MwuxaiijioBU4 — Bpau-T€HETUK, HAy4YHBI COTPYIHUK
nabopaTopuy HEUPOTEHETHKH, CIISIIUAINCT OT/AeIa OpraHu3alui MEAUIUMHCKON TOMOIIU
OI'BHY «Menuko-reHeTH4eCKUid HaydHbld [eHTp uM. akagemuka H.II. boukoBay, dnen
Accouuanuy MEIUIMHCKUX reHeTukoB (AMI)

Cymuna Mapus I'eHHaaqbeBHA — Bpau-T€HETHK, 3aBEAYIOMIUM OTACICHUEM MEIUKO-
reHetudeckoro KoHcynbtupoBanus ['AY3 CO «KiIMHMKO-IMArHOCTUYECKUN IEHTP
«OxpaHa 310pOBbs MaTepH U peOCHKa»

YBakuna EBrenus BaaagmmMupoBHa — K.M.H.,, 3aBeAylouias  OTACJICHHEM
ncuxoHeBpojoruu u Heripopeadbunutaunu OI'AY «HMUL] 3n0poBbs nereit» Munznapasa
P®

Yyrynos Urops CepreeBM4 — K.M.H., 3aBEYIOIIMNA JETCKUM OTJEJIEHUEM OIyXOJieh
SHIOKPUHHOM CUCTEMBI, JOLICHT KaeAphl NeTCKON YHIOKpUHONIOruu-arnaderonoruu 'HI]
P® «®I'bY HMMUIL] snnokpunosiornu uM. akaaemuka M.1. Jlenosa»

KoH(uuKT HHTEpecoB:

ABTOpBI MOATBEPXKIAIOT OTCYTCTBHE (PMHAHCOBOM IMOAJCPKKU/KOH(IUKTA HHTEPECOB,
KOTOPBIN HEOOX0JMMO OOHAPOJ0BATH.
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Ipuioxkenue A2. Meromos10rusi paspadoTKu KIMHUYECKUX PEKOMEHAauM i

IleseBasi ayIUTOPHA JAHHBIX KJIMHHYECKHX PEKOMEHIAIMIA:

1. Bpauu-reHeTHKH, BpauyM-HEBPOJIOTH, BPAuYM-IE€TCKHE OSHJIOKPUHOJIOTH, BpayU-
SHJOKPUHOJIOTH,  BpAauyUM-HEUPOXUPYPIH,  BpauM-aHECTE3UOJIOTM-PEAHUMATOJIOTH,  Bpayu-
racTPO’HTEPOJIOTH, BPAuM-IUETOJIOTH, BpayU-TICUXHATPbI, BpAyU-TICUXHATPhI JIETCKUE, Bpayu-
TPaBMAaTOJIOTU-OPTONEAbl, BpAaYU-KApPAHOJIOTH, BpAaYU-TEPANEBTHI, BpayU-TICAUATPHI, Bpadu
oOmiell ceMeiHON NpakTUKK (CeMelHble Bpauu), Bpadd IO JeuyeOHOW (HU3KYIbType, Bpauu
buznuecKoi u peabuINTallMOHHON MEAUIIHHEI.

2. Crynentsl MenuimHckux BY30B, opauHaTophl, acCMpaHThI.

MeTtoapl, ucnonb3yemsbie g cOopa/ CeNeKIMH JOKa3aTeNbCTB: MOUCK B 3JIEKTPOHHBIX
0a3ax JaHHBIX.

Onucanue METO/I0B, MCIOJIB30BAHHBIX ISl OLEHKH KauyecTBa M CHJIbl JI0KA3aTEIbCTB:
JI0Ka3aTebHOM 0a301 JUIsl pEKOMEH AU SBIIAIOTCS MyOnuKanuy, Bomeaue B KokpeiiHOBCKyIo
oubnuoteky, 6asel nanabix MEDLINE u PubMed.

I'myOuna noucka — 40 ner.

Mertoapl, UCTIOJIB30BAHHBIC JIJISl OLICHKU Ka4eCTBa M CHUJIbI JIOKA3aTEIbCTB:

- KOHCEHCYC 3KCIIEPTOB;

- OIICHKA 3HAYUMOCTHU B COOTBETCTBHH C PEUTUHIOBOM CXEMOU (CXeMa MpUsIaraercs).

Mertoabl, UCIIOJIB30BAHHBIE JIJIs1 aHAIN3a JJOKA3aTeNbCTB:

- 0030pBbI OMMYOJIMKOBAHHBIX METa-aHAJIN30B;

- CUCTeMaTUUYECKHE 0030PbI C TAONHIIaMU JOKA3aTEeNIbCTB.

OnucaHue METOJ0B, HCIOJIb30BAHHBIX [UJIS aHajdu3a JI0Ka3aTeNbCTB: TPU OTOOpE
nyOonuKauil Kak TMOTEHIMAIbHBIX HMCTOYHUKOB JIOKA3aTEIbCTB HCIIONIB30BAHHAS B KaXKIOM
MCCJIEIOBAHUH METOOJIOTHS U3y4aeTcs sl TOTO, 9YTOOBI yOeIUThCS B €€ BaauaHOCTH. Pe3ynbTaT
W3Yy4YEeHUs BIIMSIET HA YPOBEHb JI0KA3aTEIbCTB, IPUCBAUBAEMBIN TyOJUKAIINH, YTO B CBOIO OYEpE/b,
BIUSET Ha CWIY peKkoMeHianui. [lis MUHUMHU3AlMKM TOTEHIMATbHBIX OIIMOOK KaxXa0e
MCCIIEIOBAaHNE OIEHUBAIOCh He3aBHUCHUMO. JIroOble pa3nuyusi B OIEHKaX OOCYXAaTuCh BCEH
TPYIIION aBTOPOB B TOJHOM cocTaBe. [Ipu HEBO3MOXKHOCTH JOCTH)KEHHMSI KOHCEHCycCa
MIPUBJIEKAJICS HE3aBUCUMBIN IKCIIEPT.

B naHHBIX KIMHUYECKHUX PEKOMEHIAIMSIX BCE CBEICHMS PAHKUPOBAHBI IO YPOBHIO
JIOCTOBEpHOCTH (H0Ka3zarenbHOCTH) Win YJI/[ B 3aBUCHMMOCTH OT KOJMYECTBA M KayecTBa
MCCJIEIOBAHMM 10 JAHHOW MpoOJieMe B COOTBETCTBUM C TaOIHIIAMHU:

Tabauua 1. [llkana omeHkn ypoBHEH 1ocTOBEepHOCTH qoKkazarenbet (Y 1) meTomnos
JIMAarHOCTUKY (AMAarHOCTUYECKUX BMELIATENbCTB).
YA Pacun¢pposka
1 Cuctematnueckue 0030pbl HCCIEIOBaHUN C KOHTPOJIEeM pedepeHCHBIM METOA0M HIIU

CUCTEeMAaTUYEeCKUN 0030p paHJAOMU3UPOBAHHBIX KIMHUYECKUX HCCIENOBAaHUN C
IIPUMEHEHNEM METa-aHajau3a

2 OTtnenpHBIE HCCIEOBAaHUS C KOHTPOJEM pedepeHCHBIM METOJOM HIIM OTIENbHbIE
PaHIOMU3UPOBAHHBIE KIMHUYECKHWE MCCIEOBAaHUS M CHCTeMaTHYecKue 0030pbl
UCCIIeIOBAaHUM  Jr000ro  AM3aifHa, 3a  HMCKIIOYEHHEM  PaHIOMHU3HPOBAHHBIX
KJIIMHUYECKUX UCCIIEOBaHMM, C IPUMEHEHUEM METa-aHaIN3a
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3 HccnenoBanust 6e3 MOCIEAOBATENbHOIO KOHTPOJS PEePEPEeHCHBIM METOAOM WIIH
UCCIIEIOBAaHMsT C pe(EepeHCHBIM METOJ0M, HE SBISIONMMCS HE3aBUCHUMBIM OT
HCCIIEyEMOI0 METO/1a UJIM HEPAHIOMU3UPOBAHHbIE CPABHUTEIbHBIE UCCIIEJOBAHMS, B
TOM YHCJI€ KOTOPTHBIE HUCCIIEI0BAaHUS

4 HeCpaBHI/ITeJ'IBHI)IC HCCIICO0BAaHNs, OIIMCAHNE KIIMHUYECKOI'O Ciliydas

5 Hmeercst auip 000CHOBaHUE MEXaHU3Ma HeﬁCTBHH HJIM MHCHUE SKCIIEPTOB

Ta6auna 2. [llkana oneHKH ypoBHEH JOCTOBEpHOCTHU AoKkazarenbeTs (Y /)it meTonoB
npOoQUIAKTUKH, JICUEHUS U peadriuTanuu (MpoGUIakTHIecKuX, Je9eOHbIX, peaOITUTAIIHOHHBIX
BMEIIIATCIILCTB).

Y/ Pacumdposka

1 | Cucremaruyeckuii 0630p PKU ¢ mpumenennem Meta-aHanusa

2 | Ormenpabie PKU m cucremaTwdeckne 0030pbI HCCIICIOBAHUUN JHOOOrO Au3aiiHa, 3a
uckimouenreMm PKU, ¢ nmpuMenenneM mera-aHanmsa

3 HepaHIlOMI/IBI/IpOBaHHI)IG CPaBHUTCJIIbHBIC HNCCIICI0BaHNUs, B T.4. KOTOPTHBIC
HCCIICOJOBaHUA

4 HeCpaBHI/ITe.HI)HI)Ie HCCIICO0BaHUsA, OITMCAHUC KIIMHUYCCKOTI'O Cliydas Wi CEprUU CIIydacs,
HCCIICOJOBaHUA ((CJ'Iy‘IaI‘/'I-KOHTpOHL»

5 | Umeercs nuimb 0OOCHOBAaHME MEXaHM3Ma JIEUCTBUS BMEILIATENIbCTBA (JOKIMHUYECKUE
UCCJICIOBaHMs) MJIM MHEHUE 3KCIIEPTOB

Ta6munma 3. Illkama omeHku ypoBHe# yOemutenabHocTH pexomennpauuii (YVYP) s
METOJIOB TPO(MUIAKTUKUA, JTUATHOCTHKH, JICUYCHHS U peadwnuranud (mpoUIaKTUICCKUX,
JTUAarHOCTHYECKUX, JICYEOHBIX, pEaOMIUTAIIMOHHBIX BMEIIATEIIbCTB).

YYP Pacungposka

A CunpHas pekoMeHJalus (Bce paccMaTpuBaeMble KpUTEpUH 3PGHEKTUBHOCTH
(Mcxofpl) SBISIOTCS BaKHBIMH, BCE MCCIEJOBAHUS MMEIOT BBICOKOE WU
YIOBJIETBOPUTEIIBHOE  METOAOJOrMYECKOe  KayecTBO, MX  BBIBOABI IO
MHTEPECYIOIIUM UCX0JIaM SIBJISIFOTCS] COTTIACOBAaHHBIMM)
B VYcnoBHas pekoMeHanus (He Bce paccMaTpuBaeMble KpuTepuu 3PpPeKTUBHOCTH
(Mcxonpl) SIBISIFOTCSL BaKHBIMH, HE BCE HCCIIEJOBAHMSI MMEIOT BBICOKOE WIIM
YJIOBJIETBOPUTEIBHOE METOAOJIOTHYECKOE KayecTBO W/WIM HX BBIBOABI IO
MHTEPECYIOIIMM UCX0JIaM HE SIBJISIFOTCSI COTTIACOBAHHBIMU )
C Cnabas pexoMmeHaanus (OTCYTCTBHE JI0Ka3aTeNbCTB HAJIEXKaIlero kKayecTBa (Bce
paccMmarpuBaeMble KpUTepuu 3 (HEKTUBHOCTH (MCXO/bI) ABJISIOTCS HEBAXKHBIMU,
BCE MCCIIEJIOBAHMSI UMEIOT HU3KOE METOJOJIOTHYECKOE KAUECTBO U UX BBIBOJIBI 110
MHTEPECYIOMIMM UCX0JIaM He SBIISIOTCS COTJIACOBAHHBIMHU)

IHopsinok 00HOBIEHNS KIMHUYECKUX PEKOMEH/1aluil.

MexaHu3M  OOHOBJEHMS  KIMHUYECKMX  pPEKOMEHAALUMH  IMpeaycMaTpuBaeT — HX
CHUCTEMAaTUYECKYIO aKTyaJIM3alHI0 — HE PEKE YEM OJUH pa3 B TPU I'0Ja, @ TAK)KE NP MOSBICHUH
HOBBIX JAaHHBIX C IO3ULMM JOKA3aTE€IbHONM MEIUIMHBI II0 BOIIPOCAM AUArHOCTUKH, JICUCHHS,
OpopMIAKTUKA M peaOWIMTallMM KOHKPETHBIX 3a00JieBaHMM, HaJIU4YUU OOOCHOBAHHBIX
JIOTIOJTHEHNI/3aMe"anuil Kk paHee yrBepkaEHHBIM KP, HO He yame 1 paza B 6 mecsiies.
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Hpnnomeﬂne A3. CHpaBO‘lHI)Ie MaTepHualbl, BRKJIKYasi COOTBETCTBUE

103 JIEKAPCTBEHHBIX MPeNnapaToB, HHCTPYKIUM N0 NPUMeHEHUI0

JJEKApPCTBCHHOI'0 IIperiaparTa

IIpuniaoxenne A3.1. Knaccnuxanmnsa X-AJL.

NOKAa3aHuM K NPUMEHEHNTI0 1 IIpOTHBOHOKﬂCBﬂHHﬁ, croco0oB NMPUMEHECHUA U

A1 AT 01T AJ1], BII AJIJ] AMH HH YKeHmuHEI ¢
bes nopaxenus Lepebpanbhas X-AJI[
I'™M dhopma
Yactota (%) 31-35 4-7 2-5 40-46 20% CHIKAETCSI C HEH3BECTHO
MAIMEHTOB C BO3PacTOM KOJI-BO
AMH B CHMITTOMHBIX
teuenue 10 ger
Bospacr Hauana 2.5-10 10-21 >21 >18 >18 >1 00b19HO >40
Muenonarust - BO3MOKHa Ha | +/- + + - +
JOKIIMHUYECK
ol craguu
Ilopaxxenue o0mupHOoe o0mupHOe o0mupHOe Banneposckas TEMEHHO- - OYEHb PEJIKO;
Geroro BemecTna JiereHepanus 3aTbUIOYHAS, Banneposckas
KOPTUKOCITHHAJIBH noOHas, JiereHepanus
BIX TyTeH B CTBOJIE BOBJICYCHHE KOPTHKOCITHA
TOJIOBHOTO MO3Ta, MIOJTYOBaNbHBIX TBHBIX ITyTEH B
MOCTY U LEHTPOB CTBOJIE
BHYTpEHHEH TOJIOBHOTO
Karcyie MO3Ta, MOCTY
U BHYTpEHHEH
KaIrcyJe MeHee
pacrpocTpaHe
Ha YeM y
MYXXYHUH C
AMH
KorautupHbie, + + + - + - OY€Hb PEIKO
TIOBEJICHIECKIE
HapYIICHUS
[Mepudeprueckas - peaxo BO3MOXHa MOTOPHO- MOTOPHO- - +-
HelponaTus CEHCOpHad, CEHCOpHas,
MPEUMYILIECTBEHHO MIPEUMYILECTBE
aKCOHAITbHAS HHO
aKCOHAIIbHAS
OHIOKpPHUHHBIE gacto HH gacto HH gacto HH, gacto HH, gacto HH, HH, HH penxo
HapyIICHUS BO3MOKEH BO3MOKEH BO3MOXKEH BO3MOXEH (<1%)
MepBUYHBIN MepBUYHBIN MepBUYHBIN NepBUYHBIN
TUIoroHaauns TUIoroHaau3m TUIoroHaanu3m TUIIOroHaauns
M M
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Ipunoxenue A3.2. YacTora npoBeeHUus 00caeq0BaHus Y nanneHToB ¢ X-AJIJ{

WccnenoBanus [lepBonauyanbnas | Kaxnsie 3 Kaxnarie 6 Kaxnarie 12 mec. Pa3
OLIEHKA Mec. Mec. B 2 roga
IIpuem Bpaya-reHeTHKA X X
AnamHe3 00s1e3HU X
Knuanueckuif ocMoTp Bpada- X X
tepanesra/ nexuarpa/ BOII
Pocr, Bec, OKpy>KHOCTb T'OJIOBBL X X
OcMoTp Bpaya-HEBpoJIOra X X
OcMoTp Bpava-3HAOKpUHOIIOTa/ X X X
Bpaya-geTCKOro dHIOKPHUHOJIOTa (mo 10 ner) (c 10 neT)
I'opmoHanbHBIE UCCIIENOBAHMS X X
(mo 10 yet) (c 10 ;eT)
MPT ronoBHOro mo3ra X X X
(3-12 ner) (1-3 mer u ¢ 12 ser)
KoraurusHoe TecTupoBaHue X X
(DQ/1Q)
OHMTI' X X
OcmMmoTtp Bpaua cypaonora- X X
OTOPHUHOIAPUHIOJIOTa
AynuomeTpus X X
OcMoTp Bpada-oTaapbMoora X X
OcTtpoTa 3peHus X X
OcMmoTp Bpava-puznoTepaneBTa X 4aCcTOTa — WHIUBHYaJIbHO, B 3aBUCUMOCTH OT TSXKECTU
Omnpenenenne OAIDKK X

IIpunoxenue A3.3. [IpuHIMIIBI AUETOTEPANIUH U 103MPOBKH CHEUATU3HPOBAHHOIO
npenapara Jje4e0Horo nuranus maciao Jlopenuo****

1. MacJjo Jlopenuo****

Bospact Heob6xomumoe cpennee | HeoOxomumoe — exxeqHEeBHOE
KOJIMYECTBO HHEPIUU B JI€Hb | KOJUYECTBO Macna JlopeHuo
(xxan(kuao/ Koy )/ neHb) (M) (20% or cyrouHOM
JSHEPreTUYECKOU
OTPEOHOCTH)
1-3 roga 1230 (5150) 30
4-6 ner 1715 (7160) 45
8-10 net 1970 (8240) 50
11-14 ner 2220 (9270) 55
2. ExenHeBHasi NOTPeOHOCTH )KHPa
Bospacr Cpennee konuyectBo sHepruu | OrpaHuyeHre  MOCTYIUICHUS
B JeHb (kkan(kwio/mkoyne) | kupoB B geHb  (15% ot
/nenn) HHEPreTUUECcKOi
MOTPEeOHOCTH)
1-3 rona 1230 (5150) 20
4-6 net 1715 (7160) 30
8-10 met 1970 (8240) 35
11-14 ner 2220 (9270) 40

3. HwuskoxupoBas quera:

\ Pa3zpenieHnbie NPOIYKTHI

\ Hepaspeniennbie mpoayKThbl
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Msico ¥ JoMalIHss ITHLA

DKCTpanocTHOE MSICO
T'OBAAWHBI, ATHCHKA, WHAIOKA,
KYPHIIbl, CBHHUHBI, HOYKUPHBIN
OKOPOK 1 OEKOH

}KI/IPHBIC copTa mMscCa, COCUCKH,
CaJIsIMH

Pri0a «benas» pwiba, B ToM uuncne: | PeiOHBIE Macia, B TOM 4McIe,
NUKIIA, «MOPCKOW  SI3BIK», | U3~ CApAMHBI,  CKymMOpHH,
Kambasa, KpeBeTKa, TyHel| KOITYEHasl CeNbb
Monoko u MosioyHble | HuzkoxxupoBele  MosouHble | MoOJOKO, CBIPB, HOTYPT
IIPOJYKTHI IIPOAYKTBI: MOJIOKO, HOTYPT, | BBICOKOH )KHPHOCTH
CeIppl  MeHee, 4eM 3%
KUPHOCTH
Siina B ymepeHHoM KosmyecTBe

boboBrle, opexu, cemMeHa

dacoJib, yeueBmIla, ropox

Opexu, cemMeHa

OpyKThI

Bce bpyKTHI
UCKJIIOYEHHUEM,
HEPEYUCICHHBIM B KOJIOHKE —
HEepa3pelIeHHbIE IPOAYKTHI).

(3a

ABoOKano, OJIMBKH

OBonm Bce OBOIIU - 3a | Yuricel, KapeHblii KapTodenb,
UCKJIIOYEHUEM, YKa3aHHBIX B | IIOCTOSIHHBIN IPHUEM YMUIICOB
KOJIOHKE HEpa3peLICHHbIE
npoaykTel.  Huskoxuposbie
YUIICHI (MEHee 5 TpaMM >KHpa B
ylnakoBke, M He Oonee 1
YIIAKOBKU B JICHb

Kuper Huskoxuposoi Maprapus, | Bce Jkupbl, CIMBOYHBIE H
IIPUMEHEHNE IOJICOJIHEYHbIE ~ Maciaa W
TJIMIEPOTPUOJICATHOTO Maciaa | MaprapuH

Xneo, MaKapOHBlI, puc, | Bce copra xneba, makaponsl, | Kykypy3a mans 3aBTpaka ¢

KYKypy3a, KYKYpY3HBIH | pHC, MYUHbIE U3JIENNs, | OpexaMu

3aBTpaK OOJIBLITMHCTBO COpPTOB
KYKYpPY3bl JUIs 3aBTpaKa

Kekchbl 1 GMCKBUTHI Huzkoxuposbie kekchbl/ | Jlpyrue  BHIOBI  KEKCOB H
OuckBUTHl (He Oonee, yeM 3 | OMCKBHTOB
rpaMMa >KMpa CyMMapHO)

[lyaunaru u neceptsl Kene, wmepber, Mepenra, | MopoxeHHoe, MOJIOYHBII
CIIMBOYHO-MOJIOYHBIM IYAMHT, | yJUHT " JIECEPTHI,

CIaJIKUI 3aBapHOU KpeM

IIPUTOTOBJICHHBIC H3 MOJIOKA
BBICOKOH JKUPHOCTH

Caxap, BapeHbe, macra Jlrwoboit Bun caxapa, mxewm, | [llokonamgnas rmacra,
MapMesaj, Mell, CUpOoIl apaxucoBOE MaclIo

Cynsl Huskokanopuiinsie Cymnbl-kpema

Hamutkn @OpykToBBIE COKH, yau, kode, | Kakao, perymspHbiii npuem
HU3KOKUPOBOE KaKao 1I10KOJa/1a
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Ipunoxenune A3.4. Conepxanue OJALIKK B npoaykTax nuraHus

Priba, Msco, siina,
MOJIOYHBIE MPOIYKTHI,
0000BEIE

MakapoHHBIE U3/1enusl, XIe0 1
37aKH

DpPyKTHI U OBOLIH

Kuper u macna

Husxkoe COACPIKaHUEC

Huskoe COACpIKaHUEC

Hwuskoe COoACpIKaHUEC

Husxkoe COACPIKaHUEC

(<0.5 mr/100 r) (<0.5 mr/100 ) (<0.5 mMr/100 r) (<0.5 mr/100 r)
SlnyHble OEIKH 0,007 | Kaprodens, ounmennsii, | 0,096 3enénoe s10J10KO, 0,045 Macio co 0,450
BapEHBIN OYHIIICHHOE CpeIHeeIOYCTHBIMHI
TPUTIIAIIEPUAAMHA
Ob6e3xupeHHoe 0,050 | Kommepueckue XJIOTbS 0,220 I'pudEl, cBexue, 0,055
MOJIOKO JUTS 3aBTpaka BapEHBIC
Kypunas rpynka 0,060 | Puc mmHHO3EPHEIH, 0,270 MopKoBb, 0,061
0e3 KOXH, )KapeHas BapEHBIN OYHILICHHAS
Kamo0aia, cBexas, 0,068 | IMmenmunas Mmyka, 6emas | 0,320 KnyOnuka cBexast, 0,064
JKapeHas 6e3 cemMsiH
Berunna mocTHas, 0,072 JpiHs 0,066
BapéHas
T'oBsKUI CTENK, 0,083 Tomar, 0,071
[IOCTHBIH, JKapeHbII OUUILIEHHBIH, 6e3
ceMsIH
CocucKH ITOCTHEIE, 0,084 Bumins csexasi, 0,077
JKapeHbIe OYMILICHHAS
ToBsoxwmii dapru 0,120 baknaxan, 0,088
(oxpyrnas 4yacTh), OYHIIICHHBIH,
>KapeHbIil BapEHBIN
Tsopor 1% 0,120 Pemna, ounmennas, 0,088
Bap€Has
CsunuHa, moctHas, | 0,130 [epcuk cBexui, ¢ 0,091
JKapeHast KOXKypoii
3en€HbIi ropolex, 0,180 3enéHblii nepei 0,092
3aMOPOXKEHHBIH, CBEXUI
BapE&HbIN
Wupeiika, rpyaka 0,220 KnyOHuka cBexas, 0,094
0e3 K0oXkH, xKapeHas ¢ ceMeHaMH
Horypr 0,470 Cnusa ¢uonerosas, | 0,160
KITyOHUYIHBII CBEXas, C KOXYypou
Tpecka cBexasi, 0,480 ApOy3 0,160
KapeHas
ThIKBa MyCKaTHas, 0,190

BapéHast
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Tomar cBexuid, ¢
KOXYpOH U
ceMeHaMu

0,290

3enéHblil BUHOTpAT,
OYHILEHHBIA

0,310

Canar maTyk
(KOYaHHBIH)

0,370

Bpoxkonu,
3aMOpOXKEHHas,
Bap&Hast

0,450

Cpensee conepxanne
(<0.5-1 mMr/100 1)

CpenHee comepxanue
(<0.5-1 mr/100 1)

CpenHee conepxaHue
(<0.5-1 mMr/100 1)

Cpensee conepkanne
(<0.5-1 mMr/100 1)

®dacoib IHHTO, 0,590 | Tomarruwmii x1ed 0,700 3enénoe 16710K0 C 0,500
CBEXKasd, KOXYpOH
3aMoOueHHas U
BapéHas
Kpesetku cBexue, 0,760 IInunar, 0,510
JKapeHble 3aMOPOKEHHBIH,
BapEHBIN
Tody 0,850 AOGpuKOCH 0,710
CyLIEHBIE, TYIIEHBIE
Banau 0,780
Bricokoe comepkanue Bricokoe conmeprxanme Bricokoe conmeprxanue Bricokoe comepkanue
(>1 mr/100 r) (>1 mr/100 1) (>1 mr/100 1) (>1 mr/100 r)
ToBsXBM COCHUCKH 1,23 P>xanoit x1€0 1,02 Crpy4koBas 1,48 Momnoxko 3,33
¢acosp, IOKOJIATHOE,
KOHCEepPBUpPOBAaHHAS 00e3KUPEHHOE
Bensrit x51e6 1,39 Kamycra cBexas, 2,19 Maco cagopoBoe 5,57
MIPOMBITIICHHEBIH, 03 ChIpast
KOPKH
Benwlii x11€0 1,48 Kabauok cBexuii, 2,87 KoxocoBoe macio 5,99
TIPOMBIIIJIEHHBIH, C OYMIICHHBIH,
KOpKOH BapEHBIN
Kaprodens ¢bpu 2,29 IoxaconHeyHOE 8,81
IIPOMBIIIIJIEHHBIH, Macio
3aMOPOKEHHBIH,
3aIeUEHHBIN
Kommepueckue 5,63 OJMBKOBOE Macio 19,9
LEJIEHO3EPHOBEIC XJIOTIBS
KaprodensHble anmcet 7,46 Kykypy3noe macno 31,3
ApaxucoBoe Macio 208,4

[Tpumeuanue: Tabauia agantupoBaHa o gaHubiM Van Duyn et al. [106]
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Ipunoxenue A3.5. pumepsl MPT rosioBaoro mo3ra nanueHToB ¢ X-AJIJl (pa3Hblie 30HbI

MOpAasKeHus).

wL: 1

T: 5.0mm L: 12.

737829909
HEAD
T2W_TRA

ES: 1.5
TR: 6384.9 TE: 110.0
24.05.2023 16:55:00

722729704
brain
t2w/tse/tra

TR: 4444 .4 TE: 100.0
30.11.2022 22:16:25
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T2W uzo0pakeHue: TOBBIIIEHNE
WHTEHCUBHOCTH CUTHAJA B
o0acTd BaJMKa MO30JIHCTOTO
TeNa U B 00JIaCTH 3aThUIOYHBIX
POTrOB OOKOBBIX JKEITYIOUKOB C
JIBYX CTOPOH

T2W n3ob6paxxkeHue: MoBbILIEHNUE
MHTEHCUBHOCTHU CUTHaja B 00J1acTH
HepeHUX POroB OOKOBBIX
KEIyJJOUYKOB C PACIPOCTPAaHEHNEM
B JIOOHBIE OT/IEIIBI CIIEBA,
JIeMUCTHHUA3AINH 3aTBUIOYHBIX
o0JacTei roJI0BHOTO MO3Ta C IBYX
CTOPOH



1 T2W u3o0pakeHue: MOBBIIIEHUE

head”Brain WHTEHCUBHOCTU CUTHAJIA B 00JIaCTH
t2_tse_tra

3aTHUIOYHBIX JOJIEU IOJIOBHOI'O
MO3Ta C IByX CTOPOH

T2W uzo0pakeHue: MOBBILIEHUE
— . WHTEHCUBHOCTH CUTHAJa B

Magnitno-tezonansnaya tomografiya_golovnogo mozga
3 B e 00J1acTH BajMKa MO30JIUCTOTO
&£ \ TEJ1a

_ FS: 1.5
V: 3149 [D] TR, 3938.0 TE: 108.4
T: 5.0mm L " 03840.2024 10:59:12
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T2W uzo0pakeHue: MOBBILIEHUE
MHTEHCUBHOCTHU CUTHAJa B
= MRT golovnogo .

\ Ax MIPOCKIIMK BHYTPEHHEHN KarlCyJibl
C IByX CTOpPOH

T2W unzo0pakeHHE: TOBBIIIEHUE
WHTEHCUBHOCTH CUTHAJIA B
MIPOEKIMU HOKEK MO3ra C JIBYX
CTOPOH

T2W un3obpakeHue: MOBBIIICHNE
MHTEHCUBHOCTHU CUTHAJa B
TEMEHHO-3aThUIOYHO-BUCOYHBIX
00J1aCTSAX TOJOBHOTO MO3Ta C
JIBYX CTOPOH M BHYTPEHHEN
KarcyJie




Ipuioxkenue b. AJIropuT™Msl AeHCTBUH Bpaya

Knunnueckue npuznaku X-AJIJ]

]

Onpenenenne ypoBust OALIKK mmazmer
kpoBu meroaoM I'’X-MC

VYposeHs u/ nim IIponomxenue
COOTHOILIEHUE JMarHOCTUYECKOTO
OJILIDKK ITOMCKa
Ja @
UccnenoBanme rena ABCD1
BeisiBrieHb! TaToreHHbIe/ [Mponomkenne
BEPOSTHO-TTIATOTCHHBIE JUArHOCTHYECKOIO
BapUaHTHI B TeHe MOMCKa
MonuTopuHr
COCTOSIHUS U
CUMITOMaTH4ecKas
Tepanus

IIposenenune TI'CK ¢ nocnenyromeit
OLIeHKOH 3¢ (heKTHBHOCTH
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IIpunoxenue Bl. AropurM paciiupeHHOr0 HEOHATAJILHOI0 CKPUHHMHIA HA

X-AJT

FIA-MS/MS — nnaMeHHO-HOHHU3AIMOHHAS TaHIeMHast Macc-criekTpomerpusi, LC-MS/MS

— KUJIKOCTHAsI XpoMatorpadusi-mMacc-criekrpomerpus, cut-off — orpesnas Touka.

®reHY "MrHy”

-
Cnyvan 3aBepLueH, €epPBWYHbIA aHanm3
[MarHo3 He NoATBEPXKAEH C26-NdX > cut-off?
A
<
(]
3
— B
HeT I
PeTecT B ToM Xe (]
NATHE KPOBM =
26-N®X > cut-off?
' FIA-MS/MS
2 LC-MS/MS
7

MoBTOpHLIN 3abop BromaTepuana
y NauneHTa ans npoBeaeHust
NOATBEPXKOAIOLEN AMArHOCTUKA B

* nATHa KpoBwW, KpoBk ¢ IOTA,
nnasma KpoBsu (Ha xonogy, B Xxode

OrBHY "MIr'HL" *

TPaHCNopTUPOBKM NnasMa He
[OMKHa pasmopaxueaTbes)

C26-N®X w/vnn
C26/C22-NdX
> cut-off?

HeT

oa KEHCKUNA

> Mon pebeHka

KOHCyJ'I brauus Bpava-reHeTuka n

MY2KCKOW

CnyJaii 3aBepLueH,
[MarHo3 He NoaTBepXaeH

MpoBenexve OHK-
AWAarHoCcTUKU 1 aHanusa

OOLPKK B nnasme Kpoeu

onpeneneHue aanbHenwen TaKTUKA [«
obcnenosaHna nauueHTa

|

h 4

!

1) BbISIBA€H NaToreHHbIN, BEPOATHO NaToreHHbIA
unm VUS BapwuaHT B reHe ABCD1
2) He BbisiBNeHbl N3MEHEHMS B CriekTpe
OOLXK, xapakTepHble gnsa X-Al0

1) BbIABMAEH NAaTOTEHHbIN, BEPOATHO NaToOreHHbIN
unm VUS BapuaHT B reHe ABCD1
2) BbifiBneHbl u3meHeHus B criektpe ONLPKK,
XapakTepHile ana X-AllJ

1) He BbIfIBAEH NaToreHHbIi, BEPOATHO
nartoreHHbli nnn VUS BapmanT B reHe ABCD1
2) BbisiBneHbl uaMeHeHns B criektpe OALPKK,
XapakTepHsle ana X-AJl

3

ConocTaBneHue KNMHUYECKNX 1
naﬁopaToprlx AAHHLIX, KOHCYnbTauna
Bpava-reHeTUKa U NOBTOpHOE npoeejeHne
GUOXMMWYECKNX aHanNN3oB yepes 1 mecay

[marHoa noaTeep:KaeH,
BefeHWe NauneHTa CornacHo
KNUHUYECKUM peKoMeHaaLmnam
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Opranu3anuoHHbIE JeiicTBHUSA MOCJe NOATBep:KAeHus: 1uarno3a X-AJIJI.

Hean: o0ecneynTh MOJHOE MOAKIIOUCHNE MaIllieHTa K CHCTEME MEIUIIMHCKOM, TCHETHYECKON 1
MICUXOJIOTMYECKON TTOMOIIH, OPraHNU30BaTh JUCIIAHCEPHOE HAOIIOICHUE 1 00CIIEIOBAHNE WICHOB
CEMBH.

JoxkymMeHTHPOBaHME U perucTpanus (OPraHu3auuoOHHOEe 3BEHO)

e BHecenne JaHHBIX B PernoHAJNIbHBIA cerMeHT ¢eaepajbHOIO perucrpa Jmui,
CTPAJAKIIUX JKU3HEYIPOKAWIIUMH M XPOHMYECKMMH IPOrpecCHpPYHOIIHMH
peakumMu  (oppaHHbIMH) 3a200/IeBAHUSIMH, TPUBOASAIIMMH K COKpAllleHUIO
NPOAO/LKUTENbHOCTH  KU3HM TPaXIaH MJAM MX HHBAJMIHOCTH  COTJIACHO
[TocranoBnenuto IlpaBurenscrBa P® ot 26 ampens 2012 r. Ne 403 ¢ yTO4YHEHHBIM
JINAarHO30M.

o [IlocTaHoBKa Ha y4YeT B PerHOHAJIbHOM MeaMKoO-reHeTHyeckoMm nenrtpe (MI'Ll) nium
npouIbHOM LIEHTpe op(aHHBIX 3a00JICBaHUI.

e OdopmiieHre COOTBETCTBYIONIEH MEAUIIMHCKON JOKYMEHTAIIHH.

Koopannanus nomomm

o IlpoBenenue TenemenuuuHckoi KoHcyabTamuu (TMK) ¢ deaepanbHbiM
IKCNEPTHBIH HEHTPOM IS

o Pa3paboTku MHAMBUAYAIBHOTO IJIaHA JIEUEHUsI M HAOJ0/IeHus (BKIIIOYasl BOIIPOC
00 aJJIOTeHHOW TPAHCIUIAHTAIIMH TEMOMIOITHYECKUX CTBOJIOBBIX KIIETOK)

HNudpopmupoBanue ceMbu

e Bpigaua pOIlI/ITe.]'lﬂM/ 3AKOHHBIM NMPEACTABUTECIAM NMAMATKH, BKJIIOYAIOIIECH:

o Kpatkoe o0bsicHeHHe quarHo3a.

o Ilnan o0s3aTeJBHBIX MUIAHOBBIX o00cjaenoBanuii (mepuognunocts MPT,
OCMOTPOB  Bpada-HEBpOJIOTa,  Bpaya-dHIOKPUHOIOTA, OIEHKAa  (PYHKIHH
HA/IMOYCYHUKOB, ayTHOMETPHUS U IPYTHX MCCIICTOBAHUN).

o KonTakTel oTBeTCTBEHHBIX Bpauel (pernoHanbHbd MI'LL, denepanbHbIil 1IEHTD).

o Huadopmarus o nuerorepanum (macio JlopeHo****) u ee Havare.

o PexoMeHgauu Mo MOHUTOPUHTY COCTOSIHHS B JOMAIITHUX YCJIOBHUSIX.

o KonTakTbl opranuzanuii 1Jist ICUXOJIOTHYECKOMN MOIIEPIKKH.

o Hamnpagienue opuuuaibLHOr0 U3BeNIEHHUS/BHINMUCKUA B AETCKYH NOJUKJINHUKY I10
MeCTY *KHTeJbCTBA C PEKOMEHIAIMSIMHE 110 HAOTIOACHHUIO i SKCTPEHHBIM JACHCTBUSIM MPU
aJpEHAJIOBBIX KpHU3ax.

O0ciaenoBanue ceMbH

e T'eHeTHYecKOE KOHCYJIbTHPOBAHHE CEMbH.

e Oo0caenoBanue cudcoB (OpaTheB U cecTep) NpodaHaa.

e OO0OcienoBaHue MaTepH HA HOCUTEIBCTBO M TNPEAOCTABICHUE PEKOMEHIAUMN IJIst
POJICTBEHHUKOB 110 MATEPUHCKOM JIMHHH.
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IMpunoxenne B2. Undopmanus ajis nanmeHTa

Yro Takoe X-cuerieHHasi aipeHojieiikoaucTpopus?

X-cueruieHHas aapeHoiaeikoauctpopus (X-AJIJl) — 3To HacneacTBeHHOE 3a00I€BaHUE,
00yCIIOBJICHHOE N3MEHEHUSAMH HYKIICOTUTHOM mocieaoBarenpbHocT rena ABCD1.

B kierkax Haiero opraHu3Ma CyIIECTBYIOT 0coOble 00pa3oBaHusi — MEPOKCUCOMBI. B
HUX HaxoIATcsi (epMEHTHI, HEOOXOAUMBIE NJISl PACLICIUICHUS XUPHBIX KHUCIOT. B HOpme 3Tu
JKUPHBIE KHUCIOTHl (OHM Ha3bIBAIOTCA OYEHb UIMHHOLENOYEYHBIMH >KUPHBIMU KHCIOTaMH)
MOCTYMNAIOT B MEPOKCUCOMBI uepe3 OeNOK, KOTOPbIH Urpaer posib KaHana. [Ipu X-cuenieHHON
aJpeHONICHKOAUCTPOPHH ITOT OENOK MepecTaeT MPaBHIbHO (YHKIIMOHHPOBATH, B pe3yibTaTe
Yero OYeHb JJIMHHOIEIIOYEUHBIE >KUPHBIE KHUCIOTHI HE TMOMaJaloT B TIEPOKCHUCOMBI, a
HAKaruIMBAIOTCA BHYTPH KJICTKH.

OueHb TMHHOIIETIOUEYHBIC YKUPHBIE KUCIOTHI OYeHb TOKCUYHBI JUIsl HEPBHBIX KIIETOK —
UX HaKOIUIEHHE 3aIlyCKaeT IPOLECChl THOeI HEHPOHOB.

Taxke HauOojblllee HAKOIUIEHHE OYEHb JJIMHHOLICTIOUYCUYHBIX  JKUPHBIX  KHCJIOT
MMPOUCXOAUT B OpraHax, ydaCTBYIOIIUX B CHHTC3C CTCPOUAHBIX I'OPMOHOB. K Taxkum OopraHam B
HalleM OpraHnu3mMe OTHOCATCA HAAIIOUCUHUKH U AHUYKU.

C 2026 roga X-AJI/] BkitoueHa B IporpaMMy HEOHATaJIbHOIO CKpUHUHTa B Poccuiickoit
denepanuu.

[Ipu BBIsABIIEHUU 3200J€BaHUS JAHHBIE O AIUEHTE BHOCAT B DeniepalibHbIil perucTp JIuil,
CTpaJaloUIMX JKU3HEYTPOKAIOIIMMU U XPOHUYECKMMM IPOTPECCUPYIOIIMMU  PEAKUMU
(opdanHbpIMU) 3a00JIEBaHUSIMHU, MPUBOIAIIMMUA K COKPAIICHUIO TPOJOJDKUTEIFHOCTH >KU3HHU
rpaxzaad win nux uHBanuaHocTH (Ilocranosnenue IIpaBurenscTa PO ot 26 anpens 2012 r. Ne
403). OrTo OpUAMYECKH O3HAa4yaeT, 4YTO TrOCyAapcTBO OepeT Ha cebs o00s3aTenbcTBa IO
00ecreyeHNIo MaIeHTOB He00X0AUMOM Tepanuen.

Kak nacaenyercs X-AJIJ?

Jlannoe 3aboneBaHHMe TMepenaeTcss ¢ X-XpOMOCOMOHM, TOITOMY Ha3bIBaeTCs X-
CLETUIEHHBIM. B opranusMe My»X4rHbI UMEETCs BE pa3Hble M0J0BbIe XpOMOCOMBI — X 1 Y (XVY),
a B OpraHuM3Me >KeHIIUHBI aBe Komuu X xpomocombl (XX). brnaromaps namuumio BTOpoil X
XPOMOCOMBI, KOTOpasi HE HECET NTEHETUYECKNX N3MEHEHUH, KIMHUYECKHE MPOSBICHUS Y )KECHILUH
0oJsee MATKUE WM OTCYTCTBYIOT. Y MY>KUMH TOJIBKO OJTHA, U3MEHEHHasi X-XpoMOocoMa, ¥ I03TOMY
Oyzner HaOMI0aThCS ApKask KIMHUYECKas KapTHHA 3a00J1eBaHusl.

Ecnu >xeHmuHa sBIsETCS HOCUTENBbHMIICH MaTtoreHHoro Bapuanta B rene ABCD1, To
BO3MOXXHBI CIEAYIONIUE TeHOTUIBI B ceMbe: 50 % BEpOSATHOCTH TOTO, YTO JI0Yb OYAET TakkKe
SBIIATHCS HOCUTENBHUIIEH «M3MEHEHHOTro» reHa, u 50% Toro, 4To maTOTeHHBIA BapHaHT € He
Oyzner nepenad. B ciyuae, ecniu pebeHok — mManbuuk, B 50% ciydaeB oH Oyzaer 6onen X-AJI/I.

Ecnu B cembe OoJieH OTell, TO BCe MaTbUYUKH, POXKIACHHBIE B CEMbE, OYIyT 310POBHI, T.K. OT
oTIIa WM TIepelaeTcss TOJMbKO Y-xpoMocoma (KOTopas Tpu JaHHOM 3a00JIeBaHUU HE
noBpexxaaercs). OgHako, Bce Mo4epy OyayT HOCHUTEIBHUIIAMUA JAHHOTO M3MEHEHHOTO T'eHa, W
MOTYT IIE€pPEIaTh €ro MOCAEAYIOIMIEMY TOKOICHUIO.
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Knunnuyeckue nposiBiaenns X-AJIJI.

B mHacrosmiee Bpems  BBIACISAIOT HECKOJIBKO OCHOBHBIX (opMm  3a0oJieBaHUS:
epeOpanbHy0, aIpeHOMUEIOHEHPOIIAaTHIO, U30JIMPOBAHHYIO XPOHUYECKYIO HAITOUYEYHHUKOBYIO
HEJO0CTAaTOYHOCTh. Takke BCTPEUaroTCs cllydyau MpOsiBICHUs 0OJIE3HU y KEHIUH-HOCUTEIbHHUII,
HO OHHM MEHEE TSDKEIIbIE YeM Y JIMIl MYKCKOTO T0JIa.

[lepBbIMH CUMIITOMAaMHU aIPCHONICHKOAUCTPOPUH Y MATBUYMKA MOXKET OBITh YXYJIICHUE
3pEHMs], KOTOPOE HE KOPPEKTHUPYETCsl C IOMOILBI) OYKOB, IIPU IIOTEPE CIIyXa, IIPU BHE3AIHO
MOSIBUBIIMXCS HAPYLICHUSAX PEYM U IOXOJKH, ITOSBICHUU 3IM30/10B NIOTEpU NamsATU. BO3MOXKHO
pa3BUTHE CyIOPOT.

I[Ipp  agpeHOMMENIOHEHPONIATHM  BO3MOXKHO  HAPYIIEHME  YYBCTBUTEIBHOCTH B
KOHEYHOCTSIX, 0COOEHHO B HOT'aX.

HJ’IH HaAJMOYEYHUKOBOM HEJOCTATOYHOCTH XapaKTCPHO IMOTCMHCHHEC KOKHBIX ITOKPOBOB,
CO CTYLICHUCM B obnactu CKIIAJOK, KPYIIHBIX CYCTABOB TCJIA. Taxxe Pa3BHUBACTCA HEOOBSICHUMAS
BAJIOCTD, ¢1a00CTh U COHJIUBOCTb.

MoskeT oTMeYaThCsl MOBBIIIEHHAS CKJIOHHOCTh K COJICHOW muie (peOeHOK eCT COlb M3
conmoHku). Heykporumas pBoTa U CyIOpOTH SIBJISIOTCS CHUMIITOMaMH pa3BUTHUSL OCTPOH
HAAIMMOYCUYHUKOBOH HEJIOCTATOYHOCTH.

CumnToMbl OOBIYHO PE3KO YCUIMBAIOTCS Ha (oHE Ipyrux 3a00JIeBaHUM, BBICOKOM
TEMIIEpaTypbl, CTPECCOBBIX CUTYallUH.

Ecnu auarHo3 moATBepKAEH MpH MPOBEICHUHM HEOHATAJbHOTO CKpUHHMHTA M y peOeHKa
ellle HeT KIIMHUYECKUX MPOSBICHUH, U ONPEAETUTh 0 YPOBHIO META0OIUTOB WM MO BapUaHTY
myTanuu kKakoil Oyzer ¢opma X-AJIJ] mpaktuuecku HeBo3MoOxHO. [loaromy s pebeHka
COCTaBJIIETCS] MHAMBUYAIbHbIN T1aH HaOroeHus. [ 1aBHas 1eiab — MpeloTBPaTUTh pa3BUTHE
TSKENBIX OCJIO)KHEHUH M 0OHapyxuTh Ha MPT camble mepBble NMpU3HAKU MOpPaXeHHUs! 0enoro
BemiecTBa Mosra. MMEHHO 3TO «OKHO BO3MOXHOCTEH» — ONTUMalbHOE BpeMs A
TpaHCIUIaHTAIIMK FeMOIN03TUYeCKUX cTBOJIOBBIX KileTok (TI'CK).

YTo HYKHO cl1eJIaTh, YTOObI NOATBEPAUTH IHATHO3?

[Ipn wammuuu >kano0® HeoOxomuMo oOpaTHTbCS K Bpauy (Bpauy-T€HETHKY, Bpauy-
HEBPOJIOTY, Bpady-dHJIOKPUHOJOTY/ JIE€TCKOMY SHIOKpUHONIOTY). [loMUMO KIMHHUYECKOTO
OCMOTpa C HU3MEPEHHEM pOCTa, BECA, OLICHKOW LBETa KOXHBIX ITOKPOBOB M H3MEPEHUEM
apTepHalIbHOTO JIaBIECHUS, MPH IMOJO03PEHUU Ha aJpeHOJEHKOAUCTPO(HI0 Bpad HAMpPABUT Ha
HCCIIETOBAHME TOPMOHOB KPOBU M YPOBHSI OYEHB JVIMHHOIEITOYEYHBIX )KUPHBIX KUCIOT B KPOBH.
Bpau-renetux ompenenser onTuMaibHbIA BeIOOp MeTtona JIHK-mmarnoctuku, mHTEpripeTHpyeT
MOJTYYECHHBIE PE3YJIbTAThl, MOATBEPKAAET JUATHO3.

[Ipn HagmoueyHWKOBOW HemocTtaroyHOCTH OymyT BhIcOkme 3HadeHuss AKTI, kammus,
pEHWHA W HU3KWE 3HAYCHHS KOPTH30JIa U HATPHUS KPOBU, YTO MOTPeOyeT KOHCYJIbTAIMU Bpadya-
JETCKOTO SHIOKPHUHOJIOTa/ Bpaya-dHIOKPHUHOJIOTA.
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Taxoke 6ynet Heo6xoaumo npoectd MPT ros0BHOTO MO3Ta U 35IeKTpoHEeHpoMHorpadrio
— 3TH METOJIbI UCCIIEJOBAHUS TIOMOTYT OLIEHUTh CTETICHb MOPAXKEHUS HEPBHON CUCTEMBI.

Yto AejJaTb, €CJIN YCTAHOBJICH I[I/IaFH03?

Heo06xomuMo  mpoiTH  KOHCYJIBTAllMIO  Bpaya-TeHETHKA, YTOOBl  yOEIUTHCS B
NOATBEP)KJIEHUU JMarHo3a. JluarHo3 TMOATBEPXKAAETCA IO pe3yJabTaTaM KOMILJIEKCHOTO
o0ceoBaHus: ONPEICTICHUST YPOBHS OYCHb JUTMHHOIETIOYEHHBIX KUPHBIX KuciaoT (OALDKK) u
nccienosanusa reaa ABCD1.

HyXHO NOMHUTb, 4TO HAINOYEYHMKOBAs HEIOCTATOYHOCTb TpebdyeT o00s3aTeabHON
3aMEeCTUTENIbHOM rOPMOHAIBHON Tepanuu, 0e3 KOTopoil peOeHOK MokeT norubHyTh. [Ipomycku
WM 337EPKKU B MPUEME HAa3HAYECHHBIX F'OPMOHAJIBHBIX IIPENapaTroB HENONMYCTHMbI. Ponurenu
JIOJIKHBI HAYUUTBCS pearupoBaTh Ha OCTPbIE CUTYALUU B KU3HU PEOCHKA U YMETh YBEJIIUYUTH J03Y
TJIFOKOKOPTUKOHTHBIX TIPETapaToB MPH Pa3BUTHH BUPYCHBIX MH(EKIUH, IPU TpaBMax WIHA MpU
TSYKEJIBIX CTPECCOBBIX CUTYALMSX.

OO0si3aTeNbHO HY)XHO HMMETh B JIOMAlllHEW M TOXOJHOHM amnTeyke HaOOp 3KCTPEHHOM
MOMOIIIN — TOPMOHAJIBHBIX MpenaparoB A B/M (WK B/B) BBeleHUA. IHbEKIIMIO HY>KHO OyJeT
OCYILECTBIISATh B OKCTPCHHBIX CHTYyalUsX (CYIOpOTH, PBOTA, MOTEPsS CO3HAHHWsS) JIO IpHE3la
Opuraibl CKOPOM MOMOIIIH.

K coxanenuto, MeIUKaMEHTO3HOW TEpalud HEBPOJOTUYCCKUX TMPOSIBICHUN Ha
CCTOAHSIIHUK JICHb He cymectByeT. Ho B Hacrosimee BpeMsi IPOBOIUTCS MHOYKECTBO
KIIMHUYECKHUX UCCIICIOBAHMM, pa3padaThIBAIOTCS IKCIIEPUMEHTAILHBIC METOIbI JieueHus. Kpaiine
BRXHBIM SIBIIICTCS MYJbTUIUCIHUILTHHAPHBIN TOAX0A K HAOMIOJNCHWIO M JICYCHHIO (KOMaH[a
Bpayeil, KOTOPhIE C MOMEHTA MMOCTAaHOBKU JTUarHo3a Oy yT HAOII01aTh MAlUEHTA).

EnvHCTBEHHBIM CHOCOOOM, IO3BOJISIOUIMM 3aMEIIUTh WJIM OCTaHOBHUTH MPOTPECCHI0
HEBPOJIOTHYECKON CHUMITOMAaTUKUM MpHU LepeOpaiabHOM ¢opme 3aboneBaHus, SBISETCS
TPAaHCIUIAHTAlMs TEMOIMOA3TUYECKUX CTBOJIOBBIX KJIETOK (TpaHCIUIAHTAlMs KOCTHOTO MO3Ta).
IToxa3aHus K IPOBEACHUIO JaHHON CEPbE3HOM IIPOLEAYPHI ONPEACIIAET Bpau-HEBPOJIOT, KOTOPBIN
HaOJII0/1aeT MalieHTa, OCHOBBIBAsCh Ha AaHHBIX MPT roioBHOro Mo3ra u 1JaHHBIX KJIMHUYECKOTO
OCMOTpa IManMeHTa. BaXXHO NPOBOAUTH 3aMECTUTEIBHYI0 TOPMOHAIBHYIO TEPANMIO IpH
MOATBEPKICHHON HAAIOYEYHUKOBOM HEJOCTATOYHOCTH, JPYT'YIO CUMIITOMAaTHYECKYIO TEPAIUIO,
peaOunuTanoHHble Meponpusatusa, KoHTpoab MPT I'M npu nonospeHun Ha nepeOpalibHYIO
dopmy 3aboneBanus. Lenecoobpazno coOmM0IaTh TUETY C HU3KUM COJICPKAHUEM JKUPA.

Taxxke HYKHO TOMHHUTH O HACJIEJICTBEHHOM XapakTepe JaHHOrO 3a00JeBaHUs.
[Mpenynpenure BceX WIEHOB ceMbU 00 3TOM amarfose. I10CKOIBKY M3MEHEHHBIH T€H MOXET
NepeaBaThCsl U3 TOKOJICHHSI B IMOKOJCHHWE, HEOOXOauMa KOHCYJbTAIMS Bpada-TeHETHUKA IPH
TUTAHUPOBAaHUH OEPEMEHHOCTH, a PaHHSI JMArHOCTHKA JTAHHOTO 3a00JIeBaHUS CPEIH MATbYHKOB
0e3 KIMHUYECKUX TMPOSIBICHUI TO3BOJUT BOBpPEMsI MOM00paTh TOHOpA ISl TPAaHCIUIAHTAIIUU
KOCTHOTr0 Mosra. HocurenbHHIIBI M3MEHEHHOTO I'eHa MOTYT TOXKE pa3BUBATh KIMHUYECKYIO
CUMNTOMaTuKy. B ciyuyae BbIsBieHuss maroreHHoro Bapuanta B reHe ABCD1 y wmarepn,
HEo0X0ouMO OOpaTuTh BHMMAaHUE Ha HAJUYKME HEBPOJOTHYECKUX CHUMITOMOB. Y MaTepei
nareHToB ¢ X-AJIJl Moryt Bo3HuMKarh cumnrombl mocie 40 ser. CUMOTOMBI MOTYT OBITh
BBIP@KEHBl SIPKO, a MOTYT OBbITh CKpbITBIMH. Cpeau HHUX Haubojee 4YacTO BCTPEHAIOTCS
ClIeAyIOIMe KaloObl:  YCTaJOCTh HOT, HapyIIeHWe 4YyBCTBUTEIBHOCTH KOXH  HOT,
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«MOJKaIllMBaHKE» HOT, HEeJlepyKaHue MOYM U Kasia. Ciydan HaJlMOYE€YHUKOBOM HEIO0CTATOYHOCTU
Yy HOCUTEJIBHHII PEAKH, HO TAKXKE MOTYT OBITh: MPU TOSBICHUU CIA00CTH, BSIIOCTU, CHIKCHUU
paboTOCIOCOOHOCTH, H3MEHEHHH I[BETA KOYKHBIX IIOKPOBOB, HEOOXOJMMO TIPOBECTH JTUATHOCTHKY
HAJIMIOYEYHUKOBOM HENOCTATOYHOCTU. lIpM Hamuumu HEBPOJOTHMYECKOW CUMIITOMATHKH,
HEO0OXOMMO 0OPATUTHCS K HEBPOJIOTY ISl OOCIICIOBAHMS U JICUCHUS.

Kak NpeaoTBPaTuTh KpuU3 HAAN0Y€4YHUKOBOM HeI[OCTaTO‘lHOCTI/I?

IIpu ycTaHOBIIEHHOM HAAIIOYEYHUKOBOM HEAOCTATOYHOCTU COJIBTEPSIOIIUN KPU3 MOXKET
BO3HMKHYTb IIpU IIPOIyCKE IPUEMa FOPMOHAIBHOIO IIpernapara, II03TOMY Ba)KHO IIPUHUMATh
HA3HAYCHHYIO TEPAIUIO PETYIISPHO.

Bo Bpemst 3a0oseBaHUl, CTPECCOBBIX CUTYallUii B HOPME HAJAMIOYEUYHUKU BbIPAOATHIBAIOT
Oosblee KOJU4ecTBO KOpTHU30ia. COOTBETCTBEHHO, ISl IPEAOTBPAILICHHUS COJIBTEPSIOIIETO Kpr3a
HE00X0/IMMO CBOEBPEMEHHO PearupoBaTh Ha N3MEHEHHUE COCTOSIHUS peOeHKa — yBEITMUUBATH 103bI
II0JIy4a€MOM TEpaluu COINIACHO PEKOMEeHJalusAM Bpada. 1Ipy HEBO3MOXKHOCTH IEPOPAIBHOIO
npuemMa npernapara, He00X0IMMO MPOBECTU BHYTPUMBIIIEYHYIO HHBEKIIHIO.

K curyauusm, TtpeOyromuM yBelIMUEHUS J03bl TOPMOHAIBHOM Tepamuu Ipu
HaJIIOYCYHUKOBOW HENOCTATOYHOCTH, MOTI'YT OTHOCHUTCS CIEAYIOIIME COCTOSIHMS: IIOBTOpHAas
pBoTra, suxopajaka Oonee 38C, Xupyprudeckue BMeENIATEIbCTBA, TPeOYIOIUEe aHECTEe3uH,
MOBPEXACHUS U TPABMBI, IIOTEPSI CO3HAHUSA C CYyAOPOraMH.
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IMamMsaTKA 17151 poaAMTeJIei.
Yro nenarb, ecJIv IMArHO3 YCTAHOBJICH 110 HEOHATAJIBLHOMY CKPHHHMHIY?

Ecmu y pebeHka 10 HEOHAaTaJbHOMY CKPUHHMHTY BBIBICHa  X-CIICTIJICHHAS
azpeHosenkoaucTpodusi, OH OyJeT HampaBlieH K Bpady-T€HETUKY, KOTOPbII pa3bsCHUT BaM BCE
pe3yNbTaThl HEOHATAIBHOIO CKPUHHUHTA, MOATBEPKAAIOIIECH TUAarHOCTUKH, PACCKAXKET O PUCKE
3a0oneBaHus uid OJIM3KMX DPOJCTBEHHHKOB W Ha3HAuUT MM oOcienoBaHue. Takke TeHETUK
COCTaBHT IUIaH AajbHEWIIero HabIoAeHns peOeHKa y Bpauei-ClieuaIiCTOB.

Y MallbuMKOB € MOJTBEPKICHHBIM MO HEOHATAJIbHOMY CKPUHHMHIY auarHo3om X-AJI/]
OOBIYHO HET HUKAKHUX KIMHUYECKUX CUMIITOMOB 3a00JIeBaHUs B IIEpBbIE MecsALbl )ku3Hu. Ho Ha
NPOTSDKEHUH JKU3HU y OOJIBIIMHCTBA MaJbUMKOB Pa3BUBACTCS Ta MM MHAS popma 3a00JIeBaHMS.
[To naHHBIM JUTEpaTyphl HAANOYEYHUKOBAs HEJOCTAaTOYHOCTh BO3HUKAET Y 86 % MallbuMKOB,
netckas nepedpanbHas Gopma — y 35-40% OONBHBIX MaJbYMKOB /0 18 JeT, a y OCTalbHBIX
0CTaeTCsl PUCK B3pOCIIOH 1IepedpanbHOoil POpMBI U alpeHOMHUETOHEHPOTIaTHH.

JleBOukH, y KOTOpPBIX IO pe3yJbTaTaM HEOHATaJbHOTO CKPUHMHIA YCTAHOBJIEHO
HocutenbcTBO X-AJIJ[, B monamisionieM OOJBIIMHCTBE CIy4aeB HE MMEIOT KIMHHYECKHUX
MPOSIBIICHUI B JETCKOM BO3pacTe, HO MO JaHHBIM JuTepaTypsl y 80% NpPOIEHTOB KEHIIUH
Pa3BHUBAIOTCSI CHMIITOMBI aPEHOMMEIIOHEUPOIIATUN BO B3POCIIOM BO3pacTe.

[lo pe3ynpraTaM JHMarHOCTUKH, TPOBEACHHON HOBOPOXXKJIEHHOMY, HEBO3MOYKHO
IIPOrHO3MPOBaTh, Kakasg MMEHHO (opma 3aboneBaHus OyleT, U Korja oHa mposiButTcs. Jlaxke
YJICHBI OJJHOM CEMBU MOT'YT UMETh pa3Hble KIMHUYECKHE CUMIITOMBI M BO3PACT UX Ae0I0Ta.

Ha momenT mocranoBku auarHo3a X-AJIJ] mo HeoHaTaqbHOMY CKPUHUHTY PEOCHKY HE
TpeOyeTcss HUKAaKoe JIeUeHUE, HO MAJbUYMKU HYXXIAIOTCS B IOCTOSHHOM HaOJIOJEHUM Bpadei,
IpEKIe BCEro, SHIOKPHUHOJIOIa W HEBPOJOra, U IMPOBEIECHUH PETYISPHBIX JaOOPATOPHBIX U
WHCTPYMEHTAIBHBIX 00CIIEIOBaHUM, JaKe €ClN Y peOeHKa HeT HUKAKUX KAI00 U KIMHHYECKUX
CUMIITOMOB.

Bpau-3HIOKpHUHOJIOT JODKEH PEryIspHO HAOMI0AaTh MajbuWKa C TMEPBBIX 6 MecsieB
KU3HU U NMPU HEOOXOIMMOCTH MPOBOJUTH TOPMOHAIILHOE UCCIIEJOBAHUE JJII CBOEBPEMEHHOIO
BBISIBJICHUS U JICUSHUS HA/IMTOYEYHUKOBOW HEOCTaTOYHOCTH. YacToTa 00ciaeI0BaHui 3aBUCHUT OT
BO3pacTa peOeHKa 1 OyJeT Ha3HAYaThCs BPauOM-3HJOKPHHOIOTOM.

Poputensm HeoOXonMMO 3HAaTh, YTO HAANOYEUYHUKOBAsS HENIOCTATOYHOCTh MOXKET
NeOI0THPOBATh B BUE OCTPOTO COCTOSIHHS, TaK HA3bIBAEMOI'0 aJpEHAIOBOr0 Kpu3a, AaKe €Clld
HEJAaBHO BBHIMOJHEHHBIE TOPMOHAIBHBIE HCCIEAOBaHUs ObUIM B Hopme. [lpw yxymuieHuu
cocTosiHUSI peOCeHKa M TOSBICHUU COHIIMBOCTH, CA0OCTH, OTKa3a OT €Ibl, PBOThI HEOOXOAUMO

CpOYHO 06paTI/ITI>CSI 3a MCHHHHHCKOﬁ NIOMOIIIBIO, a MPU NOABJICHUW HAPYUICHUA CO3HAHUA WA
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CyIIOpOT BBI3bIBaTh OpHUragy CKOpOM MeAuIMHCKOM mnomouu. HesamennuTenbHO COOOMIMTH
MEIUIUHCKOMY PaOOTHHKY O TOM, 4yTO Bamr peGeHOK MMeeT BBICOKHI PUCK Pa3BUTHS OCTPOM
HAAMOYEUYHUKOBON HEIOCTATOYHOCTH U MPEABIBUTH OCMOTP 3HIOKPUHOJIOTA C PEKOMEHJALUSIMU
10 JIe4eOHOM TaKTHUKE MPH PA3BUTUU KUZHEYTPOKAIOIIETO COCTOSHUS.

Bpau-neBposor 6yzaer HabIt01aTh MaJIbYUKa C MEPBBIX MecsieB ku3Hu. C Bo3pacrta 2 jer
HE0OX0AUMO peryysipHo npoBoAuTs MPT rosoBHOro mMo3ra — 3TO MO3BOJIUT BBISIBUTH IEPBBIC
NpPU3HAKH TOpPAXEHUs Oenoro BellecTBa MO3ra, XapaKTepHbIe UIA LepeOpaabHON (OpMBbI
3a0o0JieBaHus, 3a/I0JITO 10 TOTO, KaK MOSABITCS CUMOTOMBI. YactoTa o0OcienoBaHU 3aBUCHUT OT
BO3pacTa pebeHka U OyJeT Ha3HauYaThCs BPauoOM HEBPOJIOTOM.

C Bo3pacTa IBYX JeT MaJIbuUKy Oy/ieT peKOMEHJ0BaHa JIeTa C OrpaHUYEHUEM KUPOB, U,
B psAe CllydyaeB, Ha3HAUeH CIHEIHAIM3UPOBAHHBIA NPOAYKT J1€4eOHOTO MHUTAHUS — MAaclo
JlopeHo®**** ¢ menpro 3aMeNICHHUS IPOrPECCUPOBAHUS 3a00IEBaHHUS.

[Ipu BhIABIEHUU 3200J€BaHUS JAHHBIE O MAIUEHTE BHOCAT B DeniepalibHbIil pEerucTp JIUIl,
CTpaJaloUIMX JKU3HEYTPOXKAIOIIMMU U XPOHUYECKUMH  IPOrPECCUPYIOIIMMH  PEIKUMU
(opdanHBIMU) 3200JEBaHUSAMHU, TMPUBOAAIIMMHU K COKPALICHHUIO TPOJOJDKUTEIBHOCTU >KU3HU
rpaxaan win ux uaBanuaHoctH (I[loctanoBnenue [IpaBurensctBa P ot 26 anpens 2012 r. Ne
403). OTo OpUAMYECKH O3HA4YaeT, 4YTO TocynapcTBO Oeper Ha cels 00s3aTenbcTBa IO
00ecrneveHnIo MalueHTOB HE0OX0AUMOH Tepanuei.

[Ipy BbIBIEHMM y MallbUUMKa MEPBHIX JIAOOPATOPHBIX MPU3HAKOB HAINOYEYHHKOBOU
HEI0CTaTOYHOCTH W/WiM nepBbix cneunpudeckux aias X-AJI/l usmenenuit Ha MPT ronosHoro
Mo3ra Bpauu OyqyT Ha3HayaTh TEPAIUIO, JaKe€ MPHU HECMOTPS HAa OTCYTCTBUE KIMHHYECKUX
nposieneHuil. [Ipu HafMO4YeYHMKOBOM HEIOCTATOYHOCTH — 3TO 3aMECTUTENIbHAs TOPMOHAIbHAS
Tepanusi, IpH nepedpaibHON popme — TpaHCIIIaHTAIMsI KOCTHOTO MO3Ta.

PoputensM oueHp BaXXKHO BBINOJHATH PEKOMEHJALMM Bpayeil, HE OTKAa3bIBAaTbCS OT
JIEUYEHUs1, CAMOCTOSTENBHO HE IPEPHIBATH €r0. TOJIBKO paHHEE Havaso Tepay O3BOJIUT CHU3UTh
PHCK KM3HEYTPOKAIOIINX MPOSBICHUM 3a00JI€BaHNUS.

Myx4rHaM, y KOTOPBIX B HEOHATaJIbHOM Nepuoe Oblia quarnoctupoana X-AJl/l, Ho Ha
HPOTSDKEHUH JIETCKOTO BO3PACTa CHMITOMBI OOJIE3HU HE MPOSBUIINCH, HEOOXOMMO MPOIOJIKHUTh
HaOJIr0IeHNe y SHIOKPUHOJIOTa ¥ HEBPOJIOTa BO B3POCIOM BO3pacTe, TaK Kak Ha MPOTSKEHUH BCel
KU3HU COXpaHSAETCS pUCK /1e0I0Ta HAIMOUYEYHUKOBONW HETOCTAaTOYHOCTH, LepeOpanbHOil (hopmbl
Y aJJpE€HOMHUETIOHENPOITaTUH.

JleBoukaM, y KOTOPBIX BBIABIEHO HOCUTENLCTBO X-AJIJ[ 0 HEOHATaJIbBHOMY CKPUHMHTY,
B OOJIBIIIMHCTBE CIIy4aeB HE MOKa3aHO CIIeIHaTbHOE 00cieioBaHue, HaOII0ICHHE WK JICYEHUE.

OIIHaKO, B PpCAKUX ClIydasaX y ACBOYCK BO3MOXKHO Pa3BUTUC H&I[HO‘-IC‘-IHHKOBOﬁ HEOOCTAaTOYHOCTH,
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B CBSI3U C Y€M, MPU MOSIBICHUU kalio0, XapaKTEPHBIX JJIsl HAAMOYEYHUKOBOM HEAOCTATOYHOCTH
(BBIpaKeHHasi cIa0OCTh, BSJIOCTh, THIIEPIUTMEHTANHUS KOXXHBIX TOKPOBOB, TIOBTOPHAS PBOTA)
[eIecoo0pa3Ho OOpaTUThCS Ha TpUEeM K Bpady-dHAOKpUHOJOry. B ciydae pa3BuTus
YKU3ZHEYTPOKAIOUINX COCTOSTHUM, IPEIBIBUTH TaKUE )K€ PEKOMEHIAIIUHU OT HIOKPUHOJIOra, KaK U
MaJbuHKaM.

B Oynymem neBodke HEOOXOAMMO TiepeaTh HHPOPMAIHIO O BBICOKUX PUCKAX POXKICHUS
y Hee cbiHa ¢ X-AJI/], a Takke 0 pucKe MOSIBJICHUS Y HEE CaMOi BO B3pOCIOM BO3pPacTe CUMIITOMOB
aJI]pEHOMHUEIIOHEUPONIATUH B TOM WJIM MHOM CTENEHU BhIpaKeHHOCTH. C 3TOM 1ENbIO €11 ToKa3aHa
KOHCYJIbTAIlMsl Bpada-TeHETHKa B MOJAPOCTKOBOM BO3pacTe, MPU BCTYIUICHMM B Opak WU
TJIAHUPOBAHUH IE€TOPOKICHUSI.

B cmyuae ycranoBnenust amarroza X-AJIJ] HOBOpoxIeHHOMY peOCHKY Bpad-T€HETHK
HA3HAYUT OOCIIeJIOBAHHE YJIEHOB €r0 CEMbH - MaMbl, CecTep W/uiu OpaTheB, HHOTAA — U OoJee
JMAIbHUX POJCTBEHHHKOB MO MaTepHHCKOW NuHHH. Llenb 3Toro oOcieqoBaHHs — BBISBHUTH
POACTBEHHUKOB, HWMEIOIIUX JOCUMITOMATHYECKYIO CTaaui0 OOJIe3HM U Ha3HAYUTh WM
CBOCBPEMCHHYIO TEpaluio, a TakKe BBISBUTh BO3MOXKHBIX HOCHUTENCH 3a00JcBaHUS U
MPEIOTBPATUTH TIOBTOPHOE POKJIEHUE OOJIbHBIX JETEH B CEMBbE.

I'paduk nHaOaogaenns nmanueHTOoB ¢ X-AJI/l, BBISIBJEHHBIX 10 HEOHATAJBLHOMY

CKPUHUHIY
MAJIBYUKHA
IMocTaHoBKa 6 2 roxa 3 rona 10 Jer 11 ner 12 ger 13 Jger >18 ger
Mar{o3a MecsIeB
T'ermeTnk T'ermeTnk T'ermeTnk
[InanupoBanue
MI'K [IpoBenenue querorepanuu JETOPOKACHNS
OHIOKPHUHOJIOT OHAOKPHUHOIOT
rOpMOHAJIbHBIC UCCIIeIOBaHUs | pa3 B 6 MecsIleB rOpMOHAJIbHBIE HccieIoBanus 1 pa3 B rox
Hesponor Hesponor Hesponor
MPT I'M 1 pa3 B rox MPT I'M 1 pa3 B 6 mecsineB MPT 1 pa3 B ron
JEBOUYKHA
IMocTanoBka Jerckuii Bo3pact >18 ser
JHArHo3a
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T'eneTHk

MI'K

OHJIOKPUHOJIOT

O6CH€Z[OB&HI/IC U JICUCHUE 110 KIIMHUYCCKUM ITOKa3aHUAM

T'eneTnk
[InanupoBaHue JETOPOXKISHHS
Hesponor

OO0cnemoBaHUE M JICUCHHE [0 KIUHUYCCKUM
MMOKa3aHUAM
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IlamsTKa M0 aApEHAIOBOMY KPU3Y

[TanieHT C yCTAHOBIEHHBIM JHArHo30M X-CLEIUIEHHas —aJpeHOJeHKoaucTpodus
YIPOXKAEM MO PA3BUTHUIO TSKEIIOT0 KU3HEYTPOKAIOLIEr0 COCTOSIHUS — a/IpeHaJIoBOro Kpusa!

Bo3moxHO pa3BuTHE aIpeHAIOBOTO KPU3a BO BPeMsl OCTPBIX 3a00JIeBaHUM C MOBBIIIICHUEM
TEMIEPATyphl TeNa, KUIIEYHBIX UH(EKIHUIX, TpaBMaXx, MOBIIIEHHON SYMOLMOHAIBHON HArpy3KHU.
Bo3moxHO pa3BuThe Kpu3a Ha (poHe OIaromoiayuyusi B CBSI3H C IIOCTENEHHBIM Pa3BUTHEM
MHUHEPATIOKOPTHUKOUIHOTO TEPHUIIHTA.

CumnrTomsbI:

e Pe3skas c1abocTh, COHIIMBOCTD, HAPYIIICHHUE (ITOTEPS) COZHAHUS

e TommHOoTa, pBOTA, CPHITUBAHUS

e Ortka3 ot efibl

e Kunkwii ctyn, 00U B KUBOTE

e (Cynoporu

JelicTBUSA poauTe/Iei:

[Ipu ycTaHOBIIEHHOM paHEe JUArHo3e HaJANOYEYHMKOBOW HEJOCTATOYHOCTU KaK MOXKHO
ObICTpee cAenaTh HHBEKINIO THIPOKOPTU30HA.

BbI3BaTh CKOpPYIO OMOIIB, TUOO CAMOCTOSITETILHO JOCTABUTh peOCHKA B TPUEMHBIN TOKOH
MEIUITUHCKON OpTaHU3aIHH.

JelicTBus Bpaveii:

1. DKcTpeHHas roCIUTAIM3aIMs B CTAl[OHAp.

2. Ompenenenue HaTpusi, Kajus, TIIOKO3bl KpoBH. Ecnm y mamueHta paHee He Oblia
ycranoBieHa HH HeoOxonumo mpousBect 3a00p oOpasiia KpOBH ISl UCCIIEIOBaHUS YPOBHEH
aJpeHOKOPTHKOTPONHOI0 TOPMOHA U 00LIero KOpPTH30Ja B KPOBU [0 Hayajga BBEICHUS
[JIFOKOKOPTUKOMJIOB. [Ipy OTCYTCTBUM BO3MOXKHOCTH ObIcTporo 3abopa o0Opasla KpoBH
HEOO0X0/IMMO He3aMeJUIMTENbHO NMPHUCTYNUTh K Tepanuu (B ClIydasx, €Cd MalHUeHT elle He
HaXOJIUTCS B JIEUEOHOM YUPEKICHUN).

3. HezameanuTenbHO HayaTh TEPANMIO THAPOKOPTUZOHOM C KOHTPOJIEM OMOXUMHUYECKUX
MoKa3aTeie COrJIaCHO KJIMHMYECKUM pEKOMEHJALUsSM [0 BEIEHUIO0 HaJI0YeYHUKOBOMN
HEI0CTaTOYHOCTH (BBEAECHUE pacTBOpa THMAPOKOPTHU30HA M3 pacuera 2 MI/KI' OJHOKPATHO, C
MOCJETYIONUM MTPOJAODKEHUEM BBEICHUS THAPOKOPTU30HA U3 pacueTa 2 MI/KT Kax/ble 6 4acoB).

4. DKcTpeHHasi KOHCYJIbTallMsl Bpadya-3HAOKPUHOJIOra (Bpada-IeTCKOro 3HIO0KPHUHOJIOTA)

oyno win TMK.
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HHCTPYMEHTBI COCTOSTHUA NMAIMMCHTA, IPUBCACHHLIC B KIMHUYCCKUX

PEKOMECHIAIUAX

Mpuioxenne I'l. Ouenka Tsixecru X-AJI/L mo Jlyucy [49].
Hcrounnk: Loes DJ, Fatemi A, Melhem ER, et al. Analysis of MRI patterns aids
prediction of progression in X-linked adrenoleukodystrophy. Neurology. 2003;61(3):369-
374. doi:10.1212/01.wnl.0000079050.91337.83

THun: mkana oleHKH

Ha3nauenmue: onenka Tsoxkectd X-AJI/]

OueHoYHbIH HHCTPYMEHT: IIKala

Ipunoxenne I'1-I'N. llIkanbl oieHKH, BONPOCHUKYU U APYrue OLleHOYHbIE

Jlokaan3anusa Tun nopaxkeHust Baaasl

TemenHo-3aThIIOYHOE Oeoe [TepuBeHTpUKYIISIPHOE

BEILECTBO IlentpanpHoe
[TonkopkoBoe
ATpodust

benoe BemecTBo nepenHen [lepuBeHTpUKYIIIpHOE

BHCOYHOU JTOJTH LenTpanbHoE
[Tonkopkosoe
ATpodus

benoe BemiecTBo T0OHBIX 0J€H [lepuBeHTpUKYIIIpHOE
[leHTpanpHOE
ITonkopkoBoe
ATpodust

Mo3sommcroe Teno

Banuk Mo3o0i1ucToro teiaa

Koxaeno mo3oaucroro temna

ATpodus BamKka MO30JUCTOrO TeNa

ATpO(I)I/IH KOJICHa MO30JIMCTOIO TCJia

3pUTENbHBIN TYTh

3pI/ITeJ'H:>Ha$I JIYIUCTOCTDH

ITetniss Metiepa

HaTCpaHLHOG KOJICHYATOC TCJIO

3pUTENBHBIN TPAKT

CryxoBoii myTh

MennanbHOE KOJIEHYaTOE TEJIO0

BeTBp HM)KHET0 XOIMHKA

JlarepanbHas neTis

Moct

[InpamupanbHas cucrtema

BryTtpenHss kancyna

COuHHOI MO3T

Mo3xedox

Mo3zxeuok

ATpodus

bazanpHbie TaHTINH

bazanpnbie raHT NN

Ilepenunii cnuHOTaTaMHYECKUMA
IIyThb

[lepennuii CIUHOTAIAMUYECKHI TYTh

RlRrRrRr R RrRR R RIR R RRIRIR R R R R R R R RIR R R R R -

Kpurepuu niepedpanpHoii arpodun

Jlerkas cremneHn

-

Cpenusis CTerneHb

N
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Tsoxenast cTereHb 3

COuHHOI MO3T 1

Ounenka Tsoxectn X-AJI/] 34

Conep:xanue M KJI0Y: Bpau MpoBoaut oleHKy MPT ronoBHoro mosra mamueHTa u
MPUCBAMBAET OaUIbI COTIACHO 3a KaXKABIN Mpu3HaK. bamiel cymMmmupyrorcs.

Kaxnas obnactb onennBaercs kak 0, eciu oHa 6e3 nzMenenwii; 0,5, eciiy nprucyTCTBOBAIIO
OJTHOCTOpPOHHEE NOopakeHHe; |, ecinu mopakeHue Wid aTpodust ObUIM IBYCTOPOHHUMHU.
MaxkcuManbHBIH O0aJT TSHKECTH COCTaBisieT 34; 0ayut >1 cUuTaeTCsa MaToJOTHYECKHM.

Crenenb TsxecTn | banasl no Kinnun4yeckoe 3HaueHue U peKOMEH1allun
mkaJje Jlyme

Paunsas craausa MeHee & [TarueHThl ¢ TAKUM PE3YJIBTATOM UMEIOT BHICOKHE
[IAHCHI HA OCTAHOBKY MTPOIPECCUPOBAHUS
3a0oneBanus nociie TT'CK.

IIpornocTuueckunii | >9 3TO NOPOroBOE 3HAUEHHE TSHKECTH IS

nopor MPOBEJICHUsI TpaHCIUIaHTauuu. Pesynbrar > 9
0aJIJIOB acCOLIMMPOBAH € XyALIUM OTBETOM Ha
TPAHCIIJIAHTAIMIO M, COOTBETCTBEHHO, C Ooiee
IIJIOXUM ITPOTrHO30M JIJIA IMallUCHTA.

IIporpeccupoBanue | 9-16 VY nanueHToB ¢ UCXOIHO BHICOKUMU OayuiamMu
MOCIe TPAHCIUTAHTALIUKA  HAOMIOaeTCsI
KIIMHUYECKOE W PEHTTEHOJIOTHYECKOE YXY/IIICHNE

Ipunoxenne I'2. HeBposiornyeckas pyHKnnoHaibHas mKkaaa Tskeetu X-AJJ [15]
Hcrounux: Moser HW, Loes DJ, Melhem ER, et al. X-Linked adrenoleukodystrophy:
overview and prognosis as a function of age and brain magnetic resonance imaging
abnormality. A study involving 372 patients. Neuropediatrics. 2000;31(5):227-239.
d0i:10.1055/s-2000-9236

Tun: mkana oleHKH

Hasnavenme: QyHKIIMOHAIBHAS HEBPOJIOTHYECKAs IITKaja OLIEHKHU TshKecTH X-AJIJ]
OueHoYHBbIM HHCTPYMEHT: IIKaJIa
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DOyHKIUUA

Hapymenus ciyxa/ aHanusa ciryxoBoi HH(popMayn

Adazus/ anpakcus

[Toreps koMMyHUKaN

Hapymenus 3penusi/ BblnaieHue noieu 3peHust

KopkoBas cnenora

Hapymenwne rnoranus

KOpMHeHI/Ie qcpe3 HaSOFaCTpaHBHHﬁ 30H]

Hapymenuns 6era/ runeppednexcus

Hapymiennst Xoap0bl/ clacTHYHOCTE/ 0€3 MO IAEePIKKH

NI FRPIFRPINDNDNRFP WP

Cractudeckas moxojka (Tpedyercs moMoIIh)

80



[TepemenieHre ¢ TOMOIIBIO HHBAJMAHOTO Kpecia

OTtcyTCcTBUE IPOU3BOJIBHBIX JIBHXKEHUI

Onu30/b1 HeACP)KaHUI MOYH/ Kaja

[TosmHOE HEAep)aHUe MO/ Kajia

ONUIENTUYECKUE TPUCTYTIBI

RIN P W DN

MaxkcuMaJIbHBIH 0alI
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