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Cnmcok cokpameHni
AMH — anpeHoMueNnOHeponaTus
AIIC-1 — ayTOMMMYHHBIN MONMUIIaHYJUISIPHBIN cuHapoM | Tuna
X-AJIJ] — X-cuernneHHas aJpeHOICHKOIUCTPODUs
bC AJIJl — 6eccumntoMHas popma X-CLETIEHHON aApeHOICHKOIUCTPODUH
JL AJIJT — nmerckas nepeOpanbpHas hopma X-CIETUICHHON apeHOIEHKOIUCTpOodhHH
HOI1 AJIJT — roHomieckas nepedpanbpHas popma X-CHEIUICHHOHN aipeHoeiKkoaucTpodhun
BII AJIJI — B3pocinas nepedpaiibaas hopma X-CIETUICHHOHN 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 — HannmoyeyHnkoBas HEAOCTATOYHOCTD
OJILPKK — oueHb JUIMHHOLIETIOYEYHBIC KUPHBIE KUCTIOTHI
C22 — noko3aHOBask KMCIIOTA
C24 — TeTpako3aHOBas KMCIOTA
C26 — rekcako3aHoBasi KUCJIOTa
C27 — renraxko3aHoBas KMCIOTa
TI'CK — tpancdy3usi TeMONOITHYECKUX CTBOJIOBBIX KIETOK
V31 — ynbTpa3ByKoOBO€ HCCIIEJOBAaHUE
OHMI" — snextponeiipomuorpadus

XHH — xpoHunyeckasi HaJllOYE€YHUKOBAasA HEOCTATOYHOCTh



TepMuHbI U onpeaeIeHUs

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

X-cuemnieHHasi apeHoJieiKkoaucTpodusa — HaclIeACTBEHHOE 3a00JIeBaHUE U3 TPYIIIbI
MEPOKCUCOMHBIX, XapaKTEepU3yIollleecs MOPaXXEHUEM HEPBHOM CHUCTEMbl B COYETAHHH C
XPOHUYECKOW HAJIIMOYCUHUKOBOM HEIOCTATOUHOCTBIO.

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

Tpancdy3usi reMoOnodTHYECKUX CTBOJIOBBIX KJIETOK — METO/ JICUCHHsI 32a00JICBaHUI,
IIPH KOTOPOM ITAIIMEHTY BBOIAT 3JI0POBBIE CTBOJIOBBIC KJIETKH, 3aMeliasl MOPaKCHHbBIE KIETKH

JOHOPCKHUMHU UJIH COOCTBEHHBIMU



1. KpaTkas nagopmManus no 3a00J1eBAHNI0 UM COCTOSTHMIO (rpynime

3a00J1eBaHUIl UM COCTOSIHUIA)

1.1 Onpeaeaenne 3a00J1€BaHUs] WM _COCTOSIHUS _(Tpynnbl_3a00JIeBAHUI WU

COCTOSITHU)

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

pelieccMBHOE 3abosieBaHME OOMEHa BEIIECTB U3 TIPYIIbl [EPOKCUCOMHBIX Ooie3Heid,
XapaKTEPU3YIOIeecs] COYETaHnEM TOPaKEHHsI TIepupepruIecKoi, IIEHTPAIbHON HEPBHOW CUCTEM
U DHJAOKPUHHOW IATOJOruu (MpeXkae BCEro, HaJAIOYEYHHKOBOW HENOCTATOYHOCTH), KOTOPOE
pa3BHUBACTCS BCICACTBUE HAPYLICHMsI OKHMCICHHMS M IOCIELYIOIIEr0 HAaKOIUJICHWS B OpraHax H

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

1.2 DTHOJIOTHS ¥ IATOreHe3 32001eBAHNA MJIN COCTOSIHUS (TPVIIILI 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].

benok ALDP oTHOcHTCS K cynepceMeinCTBy TpaHCMEMOpaHHBIX OEIKOB-TPAHCIOPTEPOB,
xapaktepusytonuxcs Hanuuunem ATO-cBs3biBatomieit kaccetsl. M3menenuss Oenxa ALDP
HApYIIAIOT TPAHCIIOPT HACBHIIIEHHBIX XUPHBIX KUCIOT ¢ o4yeHb JuHHON nenbto (OALDKK) B
nepokcucomMbl. OCHOBHBIM IIYCKOBBIM MEXaHH3MOM NAaTOr€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 koHuentpamun OJILDKK B mnasme, spurporurtax, jeiikouurax, (pudpobracrax
NAlMEHTOB M TeTEePO3UTOTHBIX HocuTened. CrencTBUEM 3TUX H3MEHEHUN U OJHOBPEMEHHO
BaXHBIM NAaTOI€HETUYECKUM MEXaHU3MOM SIBIISIETCS M3MEHEHHE (PU3MKO-XMMHUYECKHUX CBOWCTB
MeMOpaH KJIETOK BCJIEACTBHE HAKOIUIEHUS B HuX aruanpousBoaHbix OAIDKK. MonekynspHbie
MEXaHU3Mbl TATOreHe3a HaJIOYEeUHUKOBON HEIOCTATOYHOCTH BKIIIOYAIOT TOKCHYECKHH 3¢ ekt
Ha KJETKH KOpPbl HAANOYEYHUKOB XOJECTEPUHOBBIX 3(PHUPOB C H3MEHEHHOW CTPYKTYpOH,
BctpauBanne OJ[IDKK B  MemOpaHbl  CTEpOMINPOAYIIUPYIOMUX  KIETOK, CHIKEHUE
CTepOUJIOTeHE3a BCIICJCTBHE CBsA3bIBaHMs cBOOOIHOTO XonectepuHa ¢ OJILKK [3], [4].

Koppensus Mexay KIMHUYECKHMMHU M MaTOJOTMYECKUMH JaHHBIMM HAOIIOAaeTcsl MpHU
OBICTPO TporpeccUpyromMX IepedpanbHbIX (opMax, AeTckoil u B3pocioil. [laTtomornueckue
M3MEHEHUs MpeACTaBIeHbl MEPUBACKYISIPHON MHUIbTpaluet TuMdonnuTaMu OeIoro BelecTsa

B TCX O6J'IaCT$IX, 1€ HAaXOOAT ,Z[I/IC(I)YHKI_II/IIO FeMaTOBHLIe(I)aJII/I‘-ICCKOFO 6apbepa 110 HaKOIIJICHHUIO
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KOoHTpacTHOTO BemniecTBa npu KT romoBHOro Mosra. YCTaHOBJIEHO y4acTHE B BOCHAIUTEIIBHOM
peakiuu dakropa Hekposa onyxomneil TNFa, BEICOKHE ypOBHU KOTOPOTO HAalACHBI B Makpodarax
U acTpoIMTax B 00JACTAX JIOKAJIM3allMd aKTHUBHON JIeMHeTHHHM3anuu [5]. DTO MO3BOJIHIIO
MPEnoyokuTh, uTo u30biTok OALDKK cTumynupyer B actpouuTax, nepuBacKyIsSpHBIX KJIETKaX,
Makpogarax TNFo ITUTOKHHOBBIN Kackajl, KOTOPBIH BEJET K JEMUCITUHU3AINH, OTTIOCPEI0BAHHON
MEePBUYHO IUTOKUHAMH, C IOCIEAYIOIIEH AECTPYKIIMEH MUEIMHA TPEUMYIIIECTBEHHO T-KieTKaMu
[5]. [6].

Kpome Toro, 6buio oOHapy>Ke€HO, YTO AaKTHBAIMS MUKPOIJIUHU CIMHHOTO MO3ra Mpu
aJpEHOMHUEIIOHENPOIIATHUH SBJISIETCS BEAYLIUM 3BEHOM B PA3BUTUU KJIMHUYECKON CUMITOMATHKH,
a TOBPEXKIECHUE HEUPOHOB MPOUCXOTUT W3-3a TMOBBIMICHHOW (DaronuTapHOH AaKTUBHOCTU
MUKPOTJIHH, U30BITOYHOMN dKCIIpeccu (hakTopoB (haronuTo3a B U3BMEHEHHOW XUMUYECKOU Cpe/e,

o0ycroBneHHOM BiusHrueM koHuenTparnuua OIKK [7].

1.3 Dnuaemuosorus 3a00JeBAHUA WM COCTOSAHUA (rpynnbl 3a001€eBAHUNA WU

COCTOSIHU)

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

STHUYECKHX rpynmnax. MunumaneHas uactota X-AJIJl Bo ®paHumu, rae oHa COCTABIISIET
1:100 000 HoBopokaeHHBbIX MajgburkoB [8]. B Acrpamuu u FOro-BocrouHoit Asuu 3TOT
nokaszarenb cocrasuwi 1,6:100 000, B Snmonun — 2,0-3,3:100 000 [9], [10]. Mo naHHBIM
MaciITabHOro mnomyiasiquoHHoro wuccienosanus B CHIA ¢ MHMPOKUM HCHOJIB30BaHUEM
onoxummuueckod u JIHK-muarHocTuku, MUHUMAallbHas YacTOTa TE€MU3MTOTHBIX HOCHUTENEH
cocrasisier 1:42 000, a cyMMapHas 4actoTa réMHU- M T€TePO3UTOTHBIX HOCUTEJIEH JOCTHraeT
1:16 800 [11].

[Tocne BBennenus HeoHaTanbHOrO cKkpruHUHTra B CLIIA Obu10 OKa3aHo, uTo yactota X-AJIJ]
cocraBisier 1:17 000 HOBOpOXICHHBIX ManbuukoB [12]. /Iuamazon umdp Oonblie oTpaxkaet
MOJTHOTY BBISBIICHUS, YEM MEXKIOMYJSIIIMOHHBIE pPAa3NUuus: YOeAUTEIbHBIX JAHHBIX O
TEPPUTOPUATBHOM WJIM ATHUYECKOM HakoreHuu AJIJ] HeT (kpome penkoii ¢popMbl ¢ heHOTUIIOM

atakcuu, oosiee yactoi B SImonun) [13].

1.4 Oco0eHHOCTH KOANPOBAHNSA 3200/1€eBAHNS WM COCTOTHUS (IPpynnbl 32001eBaAHUN

WIN _COCTOsIHMI) 10 MeXkIYHAPOJAHON CTATHCTHYECKO KJaaccupukanuu 0OoJie3Held M

npo0JeM, CBA3AHHBIX CO 310POBbEM

Kox mo MKB-10: E71.3 Hapymenust oOMeHa )UPHBIX KHCIIOT.

1.5 Kaaccudukanusa 3a001eBaHUS MJIH _COCTOSIHMA (TPynnbl 3200JIeBAHUI _WJIH

COCTOSIHU)




CornacHo KIMHHYECKON Kilaccu(UKaly Ha OCHOBAaHMM BO3pacTa Ae00Ta U MOpaKeHUs
HEPBHOW CUCTEMBI BBIJICISIIOT clieayromtue ¢popmbr X-AJIJL:

1. derckas uepedbpanpHas Gpopma (L] AJII);

2. FOnomeckas nepedpansuas popma (FOL AJI);

3. Lepebpanbuas ¢popma B3pocisix (BL AJI/);

4. Anpenomuenoneiiponarus (AMH);

5. M3onupoBaHHas HaanoueyHukoBas HegocrarouHocTs (MHH);

6. beccumnromuas ¢opma (bC AJIMl) (mpu Hamuyuu OMOXMMHYECKOTO JnedexTa u/wimm
[AaTOTCHHOTO BapUaHTa);

7. Atunmansie GOpMBI;

8. X-AJIJl y reTepo3UroTHbIX HOCUTEIIbHHII.

[IpuBenenHas kiaaccuUKanus B ONpPENEICHHONW Mepe YCIOBHA, MOCKOJIbKY HEKOTOphIE
BXoJslIMe B Hee (OpMBbI TMEPEKPHIBAIOTCA W B JACUCTBUTEIBHOCTH TMPEICTABIAIOT COOOM

KJIMHUYECKUI KOHTUHYYM (DEHOTHUIIOB C Pa3JIMUMsIMHU 0 TSDKECTH M cpokaM Manudecraimu [13],

[14], [15].

1.6 Kiimunyeckasi KAPpTHUHA 32001eBAHNS MM COCTOSTHNS (IPYIIILI 3200J1eBAHNI NN

COCTOSIHUM)

AL AJIJ sBisercs HamOoliee W3YYCHHBIM (eHOTHIOM 3aboneBanus. [lo JaHHBIM

KPYIHBIX CepHii HaONtOJIeHUH, NeOroT 3aboieBaHusl MpUXoAWTCS Ha Bo3pact 3—10 jer (B
OONBIIMHCTBE ciay4yaeB 4—8 JieT), ¢ MUKOM OKOJIO 7 JIET, CPEeJHHMI BO3pacT Hayajla COCTaBISIET
7,1£1,7 roma [13], [15]. B psime ciayuacB HEBPOJIOTHYECKUM MPOSIBICHUSIM MPEIIICCTBYIOT
CyOKJIMHMYECKHE HapylleHUs BHUMAaHUS M OOy4yeHHs, OJHAKO dYalle JIETH A0 MaHupecTaruu
CUUTAIOTCS] COMATHYECKU U MICUXUYECKH 310pOoBbIME [13].

HauanbHble cumnToMbl BapuabenbHbI, HO Haumboiee THUIHUYHBI IIOBEIEHYECKHE MU
KOTHUTHBHBIE  HapylleHus (nepuUUT BHUMAaHMS, THIEPAKTUBHOCTb, AMOILMOHAIbHAS
7aOUIIBHOCTh, CHUKEHHE YCIEBAEMOCTH), HEPEIKO OIIMOOYHO TpAKTyeMble KaK IIKOJbHAs
ne3ananraims [13]. YacTeiMu paHHHMU PU3HAKAMU SBJISIFOTCS YXYALICHUE 3PEHHSI U KOCOTJIa31e,
pe’ke OTMEUAIOTCSl MO3’KEUKOBBbIE pacCTpPOMCTBA, CyJOpPOrH, rojoBHble 6omau. OueHs peaxo 11
AJIJ] manudectupyeT HeAep)KaHHEM MOYM W/WIM Kana, TUKaMu. [lo JaHHBIM KOTOPTHBIX
uccienoBanuii, B 9% ciiyuaeB BO3MOXKHO OCTpoe Haudajio 3a0oseBaHus (CyI0pOTH, aIpeHaTIoBbIN
Kpu3, yraerenue coznanus) [16]. CooOmanoch 00 aTHIMMYHOM aCHMMETPHYHOM MOPAXEHUU B
nedrore JIL| AJIJ] (cmyuait neGrora y 10-1eTHero MajibuuMka ¢ KOTHUTHBHBIX HapylIeHUH H
JIEBOCTOPOHHETO  CIIACTUYECKOIO0 TEMHIIape3a, ¢ IMPEUMYLIECTBEHHO IPABOCTOPOHHEN

Jokanu3arue ouaros Ha MPT I'M) [17].



3a0oneBaHue, Kak MPaBWIO, OBICTPO TMPOTPECCHPYET C PA3BUTHEM  TSDKEIION
sHuedatonaTuu: (GOPMHUPYIOTCA AU3APTPUS U aHAPTPUs, IUcharusi, CaCTUYHOCTb, ATAKCHS,
SKCTpaNMpaMUIHbIE PACCTPOMCTBA; HAa MO3JAHUX CTAJUAX MPAKTUUYECKH y BCEX MAIMEHTOB
pa3BUBAeTCs SMWICNICUS M BBIpaXKEHHas AeMeHlMs. Hapyiienus 3peHuss mporpeccupyror 10
MOJIHOM cienoThl. TepMuHanbHas CTaaus XapakTepuszyeTcsi 00e3/BHKEHHOCTBIO, YTPaToil
KOHTaKTa C OKPYKAIOIIMM, JEKOpPTHKaUued u 1epedpanbHoil kaxekcueil. Cpeanuil MHTEpBal
MEXIy Ne0I0TOM HEBPOJOTHYECKUX CHMIITOMOB M JEKOPTHKALMEH COCTAaBISAET OKOJO 2 JIET;
cpeanuii Bo3pact cmeptu — 9-11 ner [18], [19].

KOOI AJIJ xapaktepusyercs HadaioMm mocie 10 ner (wame go 14—15 mer, BepxHsis
rpannna — 21 rox). [lo k1MHUYECKON KapTHHE U TEUEHHUIO OHAa BO MHOI'OM CXOJIHA C JAETCKOMU
nepedpabHOi (POpMOiA, UTO enaeT pasrpaHudYeHre 3TUX (PEHOTHIIOB YCIOBHBIM, DSl aBTOPOB
paccmarpuBaet ux kak exunbliit ciektp [8], [9], [20], [21]. B oTmenbHBIX ciaydasx 3abosieBaHUE
npoTekaeT 6osee MeIJIEHHO, OHAKO MTPOTHO3 B 1IETIOM OCTAETCs HEOIAronpHUsATHBIM.

BI AJIJI manudectupyet mocie 21 roaa, uaoraa no 40—50 set [22]. i Hee XapakTepHbI
BBIPOKEHHBIC TICUXMYECKHE M KOTHUTHUBHBIC PACCTPOMCTBA (IICHXO3bI, JIOOHAS] IEMEHIIMS), YTO
HEPEAKO MPHBOAMT K auarHoctuuyeckuM ommubOkam [23], [24], [25]. Bo3MoHBI OYaroBbie
HEBPOJIOTUYECKHE CHUMITOMBI, BKIIOUYas HApyLIEHUS TMOJNed 3peHHs, Hampumep, OIMHCaHa
remuanorncusi [26]. 3aboneBaHue OOBIYHO OBICTPO TMPOrPECCUPYET, MPHBOAS K TKEIOMH
WHBAJIMU3AIMN U JEKOPTHKAlMU B Te4YeHHEe 3—4 JIeT, XOTs ONHUCaHbl pEeIKHUe Ciydau
cTabunm3anuu.

AMH nau6osee yacTeiii (EHOTHUIT y B3POCIBIX MYKUUH. Bo3pacT Hauana BapbupyeT OT
MOJIPOCTKOBOI'O JI0 3pEJIOro, OJIHAKO B OOJBIIMHCTBE CIIy4aeB CUMITOMBI HOSIBIAIOTCS Ha 3—4
JCCATHIICTAN JKU3HM, JIUIIb OKolio 8% ciydaeB manudectupyror mo 21 roma [15], [27].
Benymumu mposBICHUSAMH SIBISIFOTCS MEIJICHHO MPOTPECCUPYIOUINI HIDKHUN CHAacTUYECKUN
naparapes, HapyIlIeHuss MOUYeUCITyCKaHUsl, MOI0Bast TUCHYHKIIUS, HEPEAKO — PaHHSS aJomelusl.
Taxke XapakTepHa JIE€MUCTUHU3UPYIOIAs TMOJMHEHpONaThs, BEreTaTUBHBIE M Ta30BbIC
pacctpotictpa [28], [29].

[IporpeccupoBanne AMH wmeaneHHoe, yTpaTa CaMOCTOSTENbHOM XOObOBI OOBIYHO
npoucxoauT uepe3 10—15 ner ot Hawana 3a0oneBaHus, CO BPEMEHEM MOSBISETCS Helep KaHue
Mouu ¥ Kana. IIpuMepHO y MOJIOBMHBI MAIMEHTOB MO MEpE MPOrpecCUpOBaHUs 3a00JeBaHUS
BBISIBIIICTCS BOBJICYCHHE TOJIOBHOTO MO3ra, yamie cyoxnmHudeckoe, y 10-20% pa3BuBaroTcs
BBIp2)XCHHBIE KOTHUTUBHBIC U TIOBEJICHYECKIE HAPYIIICHHUS, YTO ONPEACTISIIOT KaK «IlepeOpallbHyI0
AMH» (B otnuuue ot «uuctoii AMH» 6e3 BoBlIeYeHHS TOJIOBHOTO MO3ra), aCCOIIMUPOBAHHYIO C

HeOmaronpusTHBIM poruo3om [3], [16], [23], [30], [31].



[TponomxkurenbHOCT xu3HU npu AMH mupoko BappUpyeT U MOXKET OBITh OJU3KON K
HOpMaJIbHOU. B HEKOTOPBIX Cy4asx y MAIeHTOB C HAAMOYEYHUKOBOIN HEIOCTaTOYHOCTHIO Oe3
HEBPOJIOTUYECKUX JKato0 W cuMmnrtomMoB mnpu npoBeaeHud OHMIT MOXHO BBISIBUTH
MOJHHEHPOIATHIO, TO €CTh JOKIMHHYECKYIO cTaguio AMH [13].

HH sBnsiercst ogHMM M3 OCHOBHBIX KoMIioHeHTOB X-AJIJ[ m Bctpewaercs B 70-80%
cirydaeB B cocTaBe j1r000it popmer (kpome BC AJINT) [32], [33].

[To manHBIM poccuiickux uccinenaoBanuii, HH B ocHOBHOM MaHHQeCTHpyeT Ha MEepBOM
JeKajie )KU3HU MalMeHTa ¢ MUKOM B BOo3pacTe 6-7 JIeT M pUCKOM Pa3BUTHS B T€UCHHE BCEH KU3ZHU
[34]. HH pa3BuBaeTcst HE3aBUCHMO OT MOPAKCHHS HEPBHON CHCTEMbI — B 3aBHCHMOCTH OT
BO3pPACTa, IMAarHO3 MOXKET OBITh YCTAHOBJICH KaK J0, TaK U IOCJIE MOSBICHUS HEBPOJIOTUYECKUX
CHUMIITOMOB.

Cumnromsl HH HecnennduyHbl, ¥ 3a4acTyt0 MOTYT OBITh MAacKUPOBAHBI CUMIITOMaMH
MOpaXCHHUs] HEPBHOM CHCTeMbl. TUNMYHBIM M TMATOTHOMOHUYHBIM TPU3HAKOM SBIISETCS
THIEPIIUTMEHTAIUS. KOKHBIX TIOKPOBOB, BCTPEYAIOMIAsICSl Yy MMOJNABJISIOMIEr0 OOJIBIINHCTBA
nanueHToB ¢ X-AJIJ[. ['unepnurmenTanus HOCUT T Py3HBINA XapaKTep CO CTYIICHUEM B 00JIACTH
CyCTaBOB, CKJIAJIOK, KOXXM Hapy>KHBIX IOJIOBBIX OpraHoB. BTopbIM 1o dacToTe SBIsSETCS
aCTEHMYECKUI CHHAPOM — cl1ab0CTh, BSJIOCTD, MOBBIIIEHHAs yTomisemocTs [34], [35], [36], [37].
Taxxe, MaleHTOB MOKET OECIIOKOUTh TMIIOTOHUS, IOTEPSI MacChl Tela, runornukeMus. Mexons
U3  DaTOreHe3a  pa3BUTHA  HAANOYEYHUKOBOW  HemoctarouHoctd  npu  X-AJIJ,
MUHEPATOKOPTUKOUAHBIN  1eUIIUT U COMYTCTBYIOUIME €My CHUMIOTOMBI pPa3BUBAIOTCS
NpUOIU3UTENLHO B MOJOBHHE Ciy4aeB. OCHOBHBIMU CHUMITOMaMH MUHEPaIOKOPTHKOHIHOTO
nepunuTa SABIAIOTCS MOBBINIEHHAs TAra K cojiu, OOJMM B JKMBOTE, MOBTOpHas pBoTta. llpu
HEOKAa3aHWU I[IOMOIIM COCTOSTHME MalUeHTa YXYAIIAeTcs, MPHUBOJS K PA3BUTHUIO TSXKEIOTr0O
YKU3HEYTPOKAIOLIETO COCTOSHUS — COJIBTEPSIIOLIETO KPU3a, CONPOBOKAAIOIIEr0Cs XapaKTepHbIMU
SIIEKTPOIUTHBIMH HAPYIICHUSIMHU — TUIIOHaTpreMuei u runepkaauemueii [4], [33], [34]. Ilepepnis
B IIpUEME 3aMECTHTENIbHON Tepamnuu, Jubo Bo3pacTaroliasi NOTPEOHOCTh B TOPMOHAX KOPbI
HAJIMOYEYHUKOB Ha (hoHE O0JIE3HU U CTPECCOBBIX COCTOSTHUI Ha (POHE OOBIYHBIX 3aMECTUTEIBHBIX
J103 TAK)K€ MOXKET MPUBOJUTH K PA3BUTUIO OCTPOU HAMOYEUHUKOBOM HETOCTATOUYHOCTH.

HH moxer npeacTaBisaTh OTAeIbHYI0 KiIMHUYecKyto ¢popmy X-AJIJl — MHH. MHH npu
X-AJIJ] npencrasnser co0oil ycIOBHBINM (DEHOTHI, TOCKOJBKY Y OOJBIIMHCTBA MAIlMEHTOB CO
BpeMeHeM (opMupyeTcs HEBpOJOrMyeckas cuMnTomaruka. HWHTepBanm Mexay Ae0roToM
HAJIIOYEYHUKOBOW HEJOCTATOYHOCTH M TMOSIBIICHUEM HEBPOJOTUYECKUX MPOSBICHUN MOXKET
JIOCTUTaTh HECKOJIBKHMX JECATHICTHI (HauOOJBbINNN M3BECTHBINM citydail pocturan 32 net) [15].

I[ance npnu OTCYTCTBUHU ABHBIX HCBPOJOTMYCCKUX CHUMIITOMOB HCPCIAKO  BbIABJIISIFOTCA
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CyOKITMHUYECKHE HEBPOJIOTHYECKHE (runeppednexcus, CHIDKEHUE BHOpAIMOHHOM
YyBCTBUTEIHHOCTH B HOTaxX) W/ WM KOTHUTHBHBIC HAPYILICHHS.

BC AJI/l y KIMHUYECKH 3/I0pOBBIX HOCHTEJEH MaToreHHbIX BapuanTtoB B rene ABCD1
paccMaTpuBaeTcsl Kak JOCUMIOTOMHas cTaaus 3abosneBaHus. BospacT manudecranuum kpaiine
BapualeseH, ONMUCaHbl KaK Cllyyad OYeHb IMO3JHEr0o Hayana, Tak U OTCYTCTBUE KIMHHUYECKHX
nposinenuit npu Hanmunun MPT-u3menenntit [15], [21], [38], [39].

Atunnunsie genorunsl X-AJIJl BKIIOYAIOT pelKUe BapUaHThl C MPEUMYILIECTBEHHBIM
MOpaXeHUEM MO3KEUKa U KIIMHUYECKOW KapTHHOMN OJIMBOIIOHTOLEPEOCIIIIPHON JIereHepaluu, a
TaK)Ke C IPYrUMH KIMHUYECKUMHU IPOSBICHUSAMU (HampuMep, ONucaH Je0I0T ¢ TYTOyXOCTH, T'lie
MI0CJIE JIOTIOJHUTEIBHOTO 00CIIEA0BAHMS BBISIBIICHO MIOPAKEHNUE LIEHTPATbHBIX 3BEHBEB CITyXOBOT'O
aHanmu3aTopa, Koppenupyromue ¢ MPT-kaprunoit) [13], [40], [41], [42], [43], [44], [45], [46]. Ux
JIOJIsl HEBETIMKA, OJIHAKO C Pa3BUTHEM MOJEKYISAPHOW AMArHOCTUKH YWCIO TaKMX HAONIOJACHUN
YBEJIMYUBACTCSI.

ManudectHble (pOopMBbI Y reTepo3UroTHLIX HOCHTEIbHHUIl BBIBISIOTCS 3HAUYUTEIHHO
yamie, 4eM TMpearnoyiarajocs panee. Kimuuueckue mposiBaeHus otmedarores y 15-20%
HOCHTeNbHUIl, a mocie 40 jger — Oonee vem y monoBunbl [15], [47]. Haubosee THIMYHBI
cuMnToMbI, cxoanble ¢ AMH, nepeOpanbHble (OPMBI BCTPEUAIOTCS 3HAYUTEIBHO PEXKE.
HaamodeyHnkoBas HEIOCTaATOYHOCTh Y HOCUTEIIbHUIL Hab o 1aeTest kpaiine peaxo [14], [28], [48],
[49], [50].

OTMeyast BBICOKYIO YaCTOTY KIMHMYECKUX NMPOSBICHUN HOCUTENbCTBA pH X-AJIJl u psine
npyrux X-clerieHHbIX 6ose3Hsx, Dobyns ¢ coaBT. (2004) npeanararoT oTka3aTbes OT UX JASTCHUS
Ha PEIECCHBHBIC M JIOMUHAHTHBIE W Ha3bIBaTh «IpocTo» X-cremieHHbiME [51]. B penkux
ciydasix Tspkelasi MaHu(ecTanus y )KeHIIUH aCCOIMUPOBAHA ¢ aHOMAIUSMHU X -XPOMOCOMBI, UYTO
TpeOyeT NpoBe/ICHHsI KApHOTUIIHPOBaHUs [52].

XapaktepHoil ocobGeHHocThiO X-AJIJ] sBnsercs BbIpakeHHas BHyTpUCEMEWHas
deHoTunMyeckass BaprHaOeNbHOCT: B OJHOM CEMbE MOTYT COYETaThCS pa3IM4yHbIE (OPMBI
3a0onieBaHus, BKIoyas nepedpanbHble Gopmel, AMH, MHH u wmanudectusie ¢opmbl y
retepo3uroTHbix HocuTeapHuIl [13], [15], [21], [43], [53], [54]. YacToTa BBIABICHUS Kay3aTHBHBIX
BapuanToB de NOVO Hu3ka (okoio 1,7%), uTo 0OBSICHSAET Mpeodiiaannue cCeMeHHbIX ciaydaes [11].
DTy HaONOIEHUsl YKa3bIBAalOT HA pPOJIb JIOMOJHUTENIBHBIX MOAUPHUIMPYIOMHUX (AKTOPOB B
dbopmupoBanun (peHOTHITIA, TPUPOJA KOTOPBIX OcTaeTcs HescHou [55]. B psime wccnemoBanuit
POAHAJIM3UPOBAHO COOTHOIIEHHE (HDEHOTUIIOB B BHIOOPKAX MAIMEHTOB M3 PA3HBIX CTpaH. DTH

JaHHbIE CyMMUpoBaHbl B [Ipunoxkenun A3.1
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2. JlInarHocTuka 3a00/1eBaHUA UJIH COCTOSTHUSA (TPyNnbl 3200/ 1eBAaHUI WIN
COCTOSIHUI), MEIMLIMHCKHE IOKA3AHUA M NPOTHBONOKA3aHUSA K IPMMEHEHHIO

METO0B JHATHOCTHKH

Obpawaem e6nuMaHue, 4mo, CO2NACHO MPedOBAHUAM K pa3padomke KIUHUYECKUX
PpeKomeHOayull, K KarcooMy me3ucy-peKomeHoayuu Heodxo0umo yKaswvléamy CUly peKomeHOayutl
u OokazamenvHylo 6aszy 6 CcOoOmEemcmeuu co WKALIAMU OYEHKU YPOBHS OO0CHOBEPHOCMU
ooxazamenvcms (VII]) u yposns yoeoumenvrocmu pexomenoayuti (YYP). /lna mnoeux mesucos
YVP u V][I 6yoem Huskum no npuyune OMCYMCMEUs NOCBAUJCHHBbIX UM KIUHUYECKUX
uccneoosanuil  8vlcoko2o ousanina. Heezupas na >mo, onu Ae1AOMCA  HEOOXOOUMbIMU
nemenmamu 06C1e008aHUs NAYUEHMA 011 YCMAHOBLeHUsl OUASHO3A U 8b100pA MAKMUKU IeYeHUs.

Kpumepuu ycmanoenenusa ouaznoza/cocmoanus: ouacrnos X-AJI{ ycmanaenuseaemces na
OCHOBAHUU COBOKYNHOCMU KIUHUKO-AHAMHECMUYECKUX OAHHBIX, Pe3Vibmamos 1ao0pamopHo2o
UCCNe008aHUsL U MONEKYIAPHO-2eHemuieckoeo ananusa. OcHosHble 1aO60pamophvie Memoobvl
noomeepoicoenuss ouaznosza X-AJI/ exnrouarom ouoxumuueckue (onpedenenue OHLDKK 6 nnazme
Kposu) u MoeKyIsApHo-2enemuyeckue ucciedoganus cena ABCDI. [uaenos ycmanasnusaemcs
npu gvisasnenuu nosviuenno2o yposua OHLDKK (C26:0, C24:0, C22:0) 6 cvigopomke unu niasme
KpOo8U U NpU GbIAGIEHUU 2eMU3USOMHO20 NAMO2EHHO20 (8€POSIMHO-NAMO2EHHO20) 6APUAHMA 8
cene ABCD1 y myowcuun unu eemepo3ucomnoco namoceHHo2o (8eposimHo-namocenHozo)
sapuanma ¢ cene ABCD1 y owcenwun. Bapuanmvl HesACHO20 KIUHUYECKO20 3HAYEHUS He
RO380JI51I0M NOOMEEPOUMb OUACHO3 U NPUHUMAMb KIUHUYECKU 3Hauumble pewenus [2].

Huppepenyuanvnan ouaznocmuka. /[ughgepenyuanvhyio ouacHocmuxy npoeoosim c
WUPOKUM KPY2OM cocmosiHull, 8 3asucumocmu om gpenomuna X-AJI/] [56].

A u Ol AJll] ougpgepenyupyrom ¢ cunopomom Oepuyuma BHUMAHUA U
2UNEPAKMUBHOCTIBIO, INULENCUel, ONYXONAMU 20108H020 M0O32d, OpYeUMU JeUKOOUCmpodusamu,
HOOOCMPBIM CKIEPOIUPVIOUUM NAHIHUEDATUMOM, PAHHUM PACCESTHHbIM CKIEPO30M, DONE3HbIO
Jatima. @enomun AMH Heobxooumo oOugpgpepenyuposams ¢ paccesHHbIM CKIEPO3OM,
HAacneOCmMeeHHoU  cnacmuyeckou  napaniezueu  (bonesuvio  Illmpromnens),  60xo6vim
aAMUOMpPOPUUECKUM CKIIepO30M, asumamunosom B2 (¢hynuxynapruim mueno3om), onyxonsimu
CNUHHO20 MO032a; YepeOPanbHyI0 YOPMY 83POCIbIX — C IHOOLEHHBIMU NCUXULECKUMU DONIe3HAMU,
bonesnvio  Anvyeeiimepa, MOKCUHECKOU U  AIKO2OJbHOU  dHyeganonamueli, Genomun
onusonoHmoyepebenApHol 0eceHepayuy — ¢ OpyuMu amaxkcusamu.

Hzeecmno 6onee 20 HacneOCmeHHbIX CUHOPOMOS, NPU KOMOPLIX PA3GUBAENICS
HAO0NO4eYHUKO8Asl HeOoCmamoyHocms. Jna ouggepenyuanbHot OUaeHOCMUKU 8ANCHO OYEHUMb

eo3pacm nayueHnma 6 Ooebrome HAONOYEYHUKOBOU Hedocmamquocmu, conymcemeyryro
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namoso2ulo, a Mmakice nPoaHanusuposams cemetinyio ucmopuro. Cnyyaes manugpecmayuu HH
npu X-AJl]] ¢ posicoenus ne onucano. HH, kaxk npasuno, pazsusaemcs 6 6o1ee no3onem 8o3pacme.
Conymcmsyrowue 3a001e6anus MO2YM CYHCUMb NHOOCKA3KOU 015l onpedenenus: smuonozuu HH.
(Hanpumep, XPOHUUECKUL KONCHO-CIUSUCTbIL KAHOUOO3 8 COYEmAaHuu ¢ 2Unonapamupeosom,
RO3601UM NPEONONIONCUMb AYMOUMMYHHBLL ROAUAAHOYIAPHbLU cunopom 1 muna (ATIC-1).
Csedenust 0 3a001€6UUX PACCEAHHLIM CKIEPO3OM Cpedu ONUKUX POOCMBEHHUKO
MANYUKA UTU MYHCUUHBL C HAONOYEYHUKOBOU HeOOCMAMOYHOCbIO MO2YM NOOCKA3AMb OUACHO3
X-AJIN, nockonvky Hepeoko usmenenus ha MPT u knunuxy X-AJI owubouno pacyenusarom kax
NPOSAIGNIeHUsL PACCESHHO20 CKAepo3a. [[uazno3 HAcle0CmBeHH020 3a001e8aHus C U38eCMHOU
amuonozuell 8 11000M cryyae 00NXHCeH OblMb NOOMEEPHCOEH 2eHEeMUYEeCKUM AHATUZOM.

Camou uacmoti NpuyuUHOU HAONOYEYHUKOBOU HEeOOCMAMOYHOCMU )Y NOOPOCMKO8 U
e3pocavix sensemes aymoummynnas HH [36], [57]. Oonaxo, oasce npu visierenuu y nayuenma
MydHcckoeo noaa awmumen K 21-eudpokcunasze (Mapkep aymouMMYHHOU HAONOYEeYHUKOBOU
Hedocmamounocmu), Heobxooumo uccredosanue ONIPKK o  uckmouenus  X-AJl].
Bnocreocmeuu  603modcno  paccmompemv  80npoc 0 HEOOXOOUMOCMU — 2eHeMmuU4ecKou
ouazcnocmuxu. Mzeecmuwvl ciyuau X-AJI/], koeoa maxoice onpeoensncs noiodcumenbHbli mump
anmumen K 2 1-euopoxcunase.

Cemetinblii anammes Mo}cenm NOCYHCUMb KTI0UOM K OUACHOCMUKE, 0OHAKO UH020a AHANU3
POOOCI0BHOI MOdHCem 6600UM 8 3a01yxicoeHue. Hanpumep, nHanuuue KiuHU4eCcKUX npossienutl y

HCEHUWSUH MOHCENT UMUMUPOBAMb ayn’lOCOMHO'aOMuHGHmeZIZ MUn HAc1e008aHUs.

2.1 ’Kaj100LI 1 aHAMHE3

e PexoMenayercsi BceM  TalMeHTaM C  [OAO3pEeHHEM  Ha  X-CICIUICHHYIO
aJPEeHONIEHKOAUCTPO(DHUIO MPOBOAUTH TINATEIBHBIM COOp XKalo0 M aHaMHE3a C IEJbIO
oTpeieNICHUs TSHKECTH TeueHUs 3a00JIeBaHus U BEIPAOOTKH BEPHOM TaKTUKH HAOIIOICHUS
[2].

YpoBens  ybOenureabHOcTH ~ pekoMmeHaaumii C  (ypoBeHb  [I0CTOBEPHOCTH

JI0KA3aTeJILCTB — 5)

Kommenrtapuu: [lpu coope anammuesa u dcanod Heobxooumo obpawames 6HUMAHUE HA

crnedyrowue x#canobwl U aHamHecmudeckue coOblmus.:
*  OMAOUCHHDIU CeMelNbll aHaAMHe3 (CXOOHble CUMNIMOMbL Y POOHbIX Opambes, a maxice
POOCMBEHHUKO8 MYAHCCKO20 NONA NO MAMEPUHCKOU JUHUU; HATUYUE 8 ceMbe MAKUX
3a001e6aHull, KAK PACCESAHHbI CKAepO3, WU30(peHus, a makxice paHueu cmepmu

MALYUKOB),
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*  CHUDICEHUe UIU Nomepsi annemuma,

*  yxyouienue namsamu,

* U3MeHeHUe N08edeHUsl, Anamusl, pazopariCumenrbHOCmb,

*  CHUDICEeHue cyxa;

*  CHUDICeHUe 3PeHUsl;

*  U3BMEHeHUe NOXOOKU,

* CNOJCHOCMU C pABHOBecUeM, HapyuieHue KoopouHayuu (0COOEeHHO C 3aKpPbIMbIMU
anazamu),

* cnabocmb Mbludly BEPXHUX U HUICHUX KOHeyHocmel (00blYHO CHAYana nayueHm
Jcanyemcs Ha c1abocmes cmon u Kucmell, 3amem 8cetli KOHeYHOCMU);

*  CHUDICEHUe YY8CMBUMENbHOCMU (6N10Mb 00 NOJHO20 ee UCUE3HOBEHUS),

* cmpannvie ouywenusl 8 KoHeuHocmsax (Mypawku, Jcocenue);

*  nomemHeHue KONCHbIX NOKPOBOB;

*  ONU300bl GANOCMU, COHIUBOCTIU;

*  NOBMOPHAS peOMA, MOWHOMA HA (hoHe cmpecca, UHMEPKYPPEHMHBIX 3a001e8aHUl;

*  ms2a K CONeHHOU nuye;

*  NOMAUBOCMb, KOMOPAs He 3A8UcCum om mMeMnepamypvl u Qu3udeckux YCumutl,
HapyuweHus ObIXauusl, 00bIUKA, YCULeHHOe cepoyeduerue, 201080KPYICEHUE,

* HapyuwieHue KOHMpOJis 3a PYHKYUAMU MA308bIX OP2AHO8,

*  OPEKMUNbHAS OUCHYHKYUS Y MYHCUUH.

2.2 duzukajabHoe 00caIe10BaAHUE

Pexomenayercsi  BceM — TalMEeHTaM € MOJO3peHHEM  Ha  X-CHEIUICHHYIO

aJpeHOIeHKOAUCTPO(DHIO TP OCMOTpE oOpaliaTh BHUMaHNUE Ha OCHOBHBIE KIIMHUYECKHE

nposiBneHust X-AJIJl, cBuaeTenbCTByIOIIME O HAAMOYEYHUKOBOM HEIOCTATOUYHOCTH,

MOpaXEHUH LIEHTPATBHON U mepudepruueckoll HEPBHON CHCTEMBI C IENbI0 OMPeIeICHUS

TSDKECTH TeUeHUs 3a00JICBaHUS W BBIPAOOTKH BEPHOUW TAKTHUKU HAOJIONCHUS W JICYCHHUS

[2].

YpoBenb  yOenurenbHocTH  pexkoMengaumii C  (ypoBeHb  JI0CTOBEPHOCTH
JI0KA3aTeJbCTB — 5)

Kommenmapuu: Ilpu ocmompe HeobXoO0umo obpamumes HUMAHUE HA OCHOBHblE
KauHuveckue nposenenus X-AJII, ceudemenvcmeyrowue 0 HAONOUEYHUKOBOLL
He00CMAamoyHOCmuU, NOPAXCEHUU YEeHMPATbHOU U nepugepuieckoli HepEHOU CUCTNEMbL.:

® cunepnuemermayusl KOMHCHbLX NOKPOBOE,
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*  O1e0HOCMb UNU CEPOBAMBLI OMMEHOK KONCU,

*  CHUDICEHUe Maccvl mena,

*  9NU300bl CHUNCEHUS APMEPUATIBHO20 OABNIeHUS,

*  CHUDICEHUEe MYypaopa KOJiCU

* anoneyus (8vinadeHue 8010c),

* NpusHaKu noauxeuponamuu (crabocmv unu ampouu OUCMATbHLIX MbIULY HUNCHUX
KOHeYHOCmell, HapyWeHus Yy8CMBUMENbHOCMY, CHUMCEHUe Ul  OMmMCymcmeue

CYXOIACUTILHBIX PEPAEKCO8).

2.3 JIaGopaTopHbIe THATHOCTHYECKHE MCCAe10BAHUS

PexkoMenayercss KOMIUIEKCHOE OMpEeNiCHHE KOHIEHTPAlMM Ha aMHHOKHUCIIOTHI U
AlWIKAPHUTUHBI B KPOBH METOJOM TaHAEMHON Macc-CHEKTPOMETpUH (KOMILICKC
WCCIIEIOBaHUM 1JI1 TUarHOCTUKU X-CLETJICHHON aJJpeHONIeHKOIUCTPO(DUU: ONpeieIeHIe
ypoBHs nu3opochaTuauaxoarnaoB (JIOX) MeTomoM TaHIEMHOW MacC-CIEKTPOMETPHU
MSITEH KPOBH) BCEM HOBOPOJKICHHBIM TP HEOHATATHHOM CKPUHHHTE C IIEIIBIO BBISIBICHUS
MAaIMEeHTOB ¢ X-CICIUICHHOMN ajpeHOoIeHKOANCTPOdHUCH HA TOKIMHIHYECKON cTaauu [58],
[59], [60], [61].

YpoBenb  yOenurenbHOCTH pexkoMeHaaumid B (ypoBeHb  J10cTOBEpHOCTH
I0KA3aTeJILCTB — 3)

KommenTapuu: 6 pamkax HeoHamanbHo2o CKpUHuHead NPOBOOUMCS OnpeodeneHue
konyenmpayuu C26:0-JIOX 6 meduyunckux yeumpax yposeus 3A. B pamxax
noomeepxcoarowell. OUAeHOCMUKU 8 pedepeHcHOM yeHmpe GedepaibHOl Npocpammbl
PACUWUPEHHO20 HEOHAMANbHO20 CKPUHUHEA NPOBOOUMCSl OnpedeneHue KOHYeHmpayuu
creoyruux JIOX: C26:0-JIOX, C24:0-JIDX, C22:0-JIOX, a maxoce onpedenenus
coomnowenuii JIOX: C24:0-JIOX k C22:0-JIOX (C24:0-JIOX/C22:0-JIDX) u C26:0-
JDX k C22:0-JIOX (C26:0-JIOX/C22:0-JIDX). buoxumuuecxue uccnedogsanus
ABNAIOMCA ~ HAOEHCHLIMU U OCHOBHLIMU — MEmooaMu  8epudukayuu  OuacHosd,

JIOJHCHONOJIOHCUMENIbHbIE  UJU  JIOHCHOOMPUYANENbRble  pPe3)lbnianibl Habnrooamcs

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

Pexomenayercss  KOMIUIEKC  HCCIENOBAaHUW Il JUArHOCTUKU  X-CLETUIEHHOM
aapenoneiikoguctpopun  (ompeaenenne  ypoBHs  OJIIDKK  meromom  ra3oBoit
XpoMarorpaduu Macc-CreKTpOMETPHUH TJIa3Mbl KPOBH) BCEM MAIlMEHTaM C KIIMHUYECKUM
nono3penreM Ha X-AJIJl ¢ menbro mpoBeneHus AuddepeHInaTbHOW AUATHOCTUKH U

MOJITBEp XK IeHUs nuarnosa [62], [63], [64], [65].
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YpoBeHb  yOeauTelbHOCTH  pekoMeHgauuii B (ypoBeHb  J10CTOBEPHOCTH
0KA3aTeJbCTB — 3)

KommenTapuu: nposooumcs onpedenenue konyenmpayuu cieoyiowux OHLDKK: C26:0
(eexcaxkosanosas kucioma), C24:0 (mempaxoszanosas xucioma), C22:0 (0oxkozanosas
KUcioma), a makaice onpeoenerus yposus coomuoutenuni kuciom: C24 xk C22 (C24/C22)
C26 x C22 (C26/C22). Buoxumuueckue UCCIe008AHUS AGNIAIOMCA HAOCHCHLIMU U
OCHOBHbIMU ~ Memooamu  eepuukayuu  OUAcHO3Ad,  JOHCHONOJONCUMENbHbIE — UTU
JIOJICHOOMPUYAMmebHble pe3yIbmamyvl HAbOaomces Kpaiine peoko. Ilosvluienue ypoeHs.
ONIDKK 6 naiazme kposu 601bHbIX HAOIO0AEMCs NPU OPYeUx NepoKCUCOMHBIX DONE3HSX,
00HAKO, KIUHUYECKAs KApMUHA NPpU IMUX 3a0071e6aHUAX 3AMemHO omaudaemcs om X-
AJII. Takorce nosvruenue yposus OLIKK moscem nabriooamecs y Oemetl, HAxX00AUUXCS
Ha Kemo2eHHOU oueme Ulu dice Npu HenpasuibHoOM 3abope Ouomamepuana (eemonus
kposu) [66], [67]. Hannvle, nonyuennwvie 6 xooe onpedenenus yposnei OHLDKK 6 niazme
Kposu y nayuenmos ¢ X-AJI[ u 6 xowmpone noxazanu, ymo uzmepenue 6cex mpex
napamempos, a maxice COOMHOWEHUL NO38015em 0OCHOBEPHO YCMAHOBUMb OUAZHO3 X-
AJIl y nayuenmos  mysxcckoeo nona. QOoumaxo, 6 Jaumepamype — ONUCAHbL
nosicnoompuyamenshuie cayyau npu X-AJIJ] [68], [69], [70]. Konyenmpayus OJIDKK 6
naazme Kpoeu nogviutena npumepho y 85% ecemeposucomuvix nocumenvhuy [56)], moeda
kak y 10-15% mnecomnennvix cemeposucommuvix Hocumenvhuy uccieoosanue OLIKK
oaem  JIOJCHOOMPUYAMENbHbIE — Pe3VIbmamsl,  YMo  00YCIO8IeHO  HAlUduem

KoMnencamoprou pyuxyuu nenospedxcoennou X-xpomocomsi [54], [56], [71], [72].

PexomenayeTcst IpoBECHIE MOJICKYIISIPHO-TEHETHYECKOTO HcclenoBanus reaa ABCD1
(uccnenoanue rena ABCD1 meronom cexkBeHupoBanus mo CeHrepy WM B paMKax
CEeKBEHHPOBAHWsI TAHETW TEHOB, CEKBEHHWPOBAHMS IIOJHOTO S5K30Ma WJIH TeHOMA; B

HOMCHKJIaTyp€ MCAUIMHCKUX YCJIYT, COOTBECTCTBCHHO: OIIPCACICHNC BAPHAHTOB I'CHOB B

obOpasie OMOJIOTMYECKOTO Marepuaia IpyroM WIH HEYTOYHEHHOM,
HEeKJIacCU(UIIMPOBAHHBIE B JIpYTux pyOpuKkax, METOJIOM TapreTHOro
BBICOKOITPOU3BOIUTEIILHOTO CEKBEHHUPOBAHMSI, METOZOM HOJTHO9K30MHOI0

BBICOKOTIPOU3BOJIUTEIIBHOTO CEKBEHUPOBAHUS, METOJAOM BBICOKONPOU3BOIUTEIHBHOTO
CEKBEHUPOBAHMS, METOAOM CeKBeHUpoBaHHs 10 CeHrepy BCeM MalMEHTaM C
CUMIITOMaMH, XapaktepHbiMu it X-AJIJ], a Takke Ha JOKIMHUYECKON CTauu MpHU
BBISIBIICHHBIX OMOXUMHYECKUX U3MEHEHUSX, C EeNIbI0 MU PepeHITHATbHON TUarHOCTUKA U

MOTBEp XK IeHus nuarnosa [64], [73], [74].
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YpoBenb  yOeaureqabHocTH  pexkoMeHaaumid C  (YypoBeHb  J10CTOBEPHOCTH
0KA3aTeJbCTB — 5)

KommeHnTapuii: 6 nepgyio ouepedb ucciedosanue noKazamo Oas NAYUEHMOS, C
nosvltuernvim yposnem OLIKK u/ unu ux coomuowernuil. /{ns Haznauyenus ucciedo8anus,
evibopa maxmuku J[HK-ouacnocmuku, nociedyrowei unmepnpemayuu pesyibmamos,
mpebyemcsa  npuem  (KOHCYyIbmayus) 6paia-ceHemuxa J1eyeOHo-0uazHOCmuYecKuil
nepguunblll u nosmopuwli. THK-ananus sensemcsa 6blcOKOUHGOPMAMUBHBIM MEMOOOM

ouaenocmuxu X-AJlJ]. Hngopmayus o namoeenuvix eapuanmax ecena k ABCD1

onyonuxKoeana 8 MENCOVHAPOOHBIX baszax OaHHbBIX (Hanpumep,
http://www.hgmd.cf.ac.uk/ac/index.php, http://www.x-ald.nl/,
http://grenada.lumc.nl/LOVD2/MR/home.php?select_db=ABCD1.) Ilpeobnadarom

muccenc-eapuarnmol  (noumu 2/3), oxono 1l4 cocmasnsiom mnomncenc-eapuanmer (co
COBU2OM PAMKU CHUMbBLBAHUL), Opyaue Munvl HYKICOMUOHbIX 8APUAHNOE OOCMAMOYHO
peoku. Ilpakmuuecku y 100% nayuenmos (Kax OONbHBIX MYIHCUUH, MAK U HCEHUJUH-
HOCUMENbHUY) NPAMOe A8MOMAMUYECKOe CeK8EHUPOBAHUE U NOUCK Oeleyull/OyIIuKayull
MEMOOOM KOIUUECHMBEHHO20 AHAIU3A NPUBOOUM K BbIAGICHUIO KAY3AMUBHO20 8APUAHMA.
U3-3a oueHv 6vicokou 2omonocuu mexcoy ncesdozenom u cemom ABCDI, noobopy
HYKI€OMUOHBIX npatimepos osi npogedenusi J[HK-ouacnocmuku 00a#cHO Oblmb yOeneHo
bonvbuioe snumanue. B kasxcoot nabopamopuu mo2ym 0vims H000OPAHLL U UCHOIb308AHBL
C80U NOCIE008AMENLHOCMU ONUSOHYKICOMUOHBIX NPAUMEPO8, NPpU OU3AUHEe KOMOPbIX
HeoOX00UMO YUUmuvleams HAIu4ue nce8002eHa U NPUCMYnams K mecmupo8anuio 0opazyos
NayueHmos8 moabko nocie NOaydeHus yoeOumenbHvlx pe3yabmamos 0 cneyuuyHocmu
ananusa. Ecmu npu nposedenuu npsamozo cexsenuposanus no CeHeepy Kay3amueHblil
sapuanm He OOHAPYIICEH, YenecooOPA3HO NPUMEHEHUE OPYeUX Memoo08 MOJEKVISAPHO-
2EHEMUUECKO20 AHANU3A.

PexkomMenayercst rccieoBanne 0OMET0 KOPTHU30IIa, alpeHOKOPTHKOTPOITHOTO TOPMOHA,
ANEKTPONUTOB (Kajaus, HATpusi), TIIOKO3bl, YPOBHS PEHHHA WM aKTHUBHOCTH PEHHHA
I1a3Mbl B KPOBM BCEM MNAIMEHTaM C MOATBEPKAEHHBIM auarHozom X-AJIJl w/ wnm
KIIMHUYECKUMHU TIPOSIBIICHUSMA HAIMIOYCYHUKOBOW HEJOCTATOYHOCTH IS JIAOOPATOPHOM
Bepu(dUKaIUu HaIMOYSUHUKOBOM HenocTtaTtounoctu [64], [65], [73], [75].

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

Kommenrapuii: uccredosanus nposooumcs écem nayueHmam OJisk OYEeHKU HATUYUSL KAK

2NIOKOKOPMUKOUOHO20, MAK U  MUHepaloKOPmMuKouonoeo oeguyuma [64]. s
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HA3HAYEeHUs1 UCCIe008aHULl HeoOX00uM npuem (KOHCYIbmayus) epaia-dHOOKPUHON02A
(OemcKko20 IHOOKPUHON02A) 1e4eOHO-OUACHOCMUYECKULl NePeUdHbIll U NOGMOPHBLIL (Npu
HeoOxooumocmu)). Juacnocmuka u Jeuenue NPOBOOAMCA 6 COOMBEMCMBUU C
KAuHUYeckumu pexomenoayusmu «llepeuynas HAONOYeUHUKOBASI HEOOCAMOYHOCHIbY.
IIpeonoumumenvrho npoooums 3ab60p Ouomamepuaia 6 pawHue ympennue uacwvl (7-9
uaco8 ympa), yuumeleas yupkaoHuvle pummvl cekpeyuu copmonos. Cxpunume na HH
cnedyem HAYyuHamov 6 nepevle 6 Mecayes HCUHU Y NAYUEHMO8 MYAHCCKO20 Noad, Odjiee
Kadicovle 6 mecayes 00 10 nem u esxcecoono 6 oanvreuuem [64]. Xapakmepnvim ons
HAONOYEUHUKOBOU HEOOCMAMOYHOCIU S6IIemCsl HU3KULL YposeHb kopmu3ona (menee 140
HMonw/1) Ha Gone yposus AKTI 0sykpamuo npegviuaiowe2o eepxuuil peqhepercHblil
nopoez nabopamopuu. Hccrnedosanue ypoGHs 2110KO3bl 6 KpOGU NO3BONUM  BbIAGUMb
2UNO2TIUKEMUIO, XAPAKMEPHYI0 Ol 0epuyuma 2iroKOKOPpMUKouoos. /s ucciedosanus
MUHEPATOKOPMUKOUOHOU yHKYuu 6 o3pacme 0o 1 2o0a yenecoobpasno ucciedosanue
INEKMpoIumos Kposu. Iunonampuemus modxcem Obimb NPuUsHaKom OJeduyuma Kax
2NIIOKOKOPMUKOUO08, MAK U MUHEPATOKOPMUKOUOo08. I unepkaiuemus bonee xapaxmepra
o1 oedhuyuma murepanokopmurxouoos. C eospacma 1 200a yenecoobpasno ucciedogarue
INEKMPOIUMOE COBMECIHO C PEHUHOM NIA3Mbl (AKMUBHOCMbIO PEHUHA NILA3MbL) KPOBU.
Togvluenue penuna (aKMUSHOCMU PEHUHA NAA3MbL) HA (OHe cunoHampuemuu u/umu

cunepranuemMuu no360sem YyCmaHo8ums oepuyum Munepaiokopmukouoos [76].

2.4 HNHCTpYMEHTAJIbHBIE THATHOCTHYECKHE NCCAET0BAHUSA

B uncmpymenmanvnoti ouacnocmuxe X-AJI[] nepeocmenennas ponv npunadnedcum
Memoodam Heliposusyaruzayuu. B nHacmoswee epems Hakonien 6016ulol Mamepuan o Kapmue

KT/ MPT npu yepebpanvhoix ¢hopmax X-AJI [77].

e PexoMenayercsi MpoBeACHHE MarHUTHO-PE30HAHCHOW ToMorpaduu TOJOBHOTO MO3ra
BCEM MareHTam ¢ noao3penueM Ha X-AJlJ] u ¢ yxe moaATBEpk ACHHBIM TUAarHO30M X-
AJI]] ¢ uenbto quddepeHnraIbHON THarHOCTHKY U OIICHKH TsKecTH 3aboseBanus [78].
YpoBenb  yO0enuTeqbHOCTH  pekoMeHaanmuii A  (YpoBeHb  [10CTOBEPHOCTH
A0KA3aTeJbCTB — 1)

KommenTapumu: wuapkoz — no noxazanusm (obwyro anecmesuio yenecooopasHo
UCnoIbL308amsb 00 mex nop, NOKA NAYUEeHM He CMOACem NeHCams HenoO0BUNCHO 80 BpeMs

uccneoo8anus).
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Hsmenenus MPT 06biuno npeduiecmsyrom 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-AJI] oondcen sxmouams He MeHee CledVioujux
nociedosamenvuocmeti: 3D Tl-636ewennvie  uzoopasicenus,  T2-838euieHmbie
usoopasicenus (spin-echo), 3D FLAIR u oughghyzuonno-e3seutennvie uzoopasicenus (DWI).
Koumpacmmnoe T1-836ewennoe ucciedosanue 8bInOIHAEMC NO KIUHUYECKUM NOKA3AHUAM
[80].

Xapaxmepnvimu ons X-AJIJ] aenaromcs 3amvliounsie/ 3amvliloYHO-MEMEHHble 0YalU
Ooemuenunusayuu. Takas roxkanuzayus npoyecca omuemaugo omaudvaem X-AJI[ om psoa
opyeux aeukooucmpodguii [3], [77].

YV 80% o6orvuvix ¢ HL AJI obwupmuvie cummempuunvle ouacu OemMuenuHu3ayuu
OOHAPYIHCUBAIOMCA 6  3AMBLIOYHBIX U MEMEHHbIX  O0NAX C  B0GIeYeHUEeM
NnepuseHmMpUKYIAPHLIX 00aacmell. HA HAYANbHLIX cmaousx yepeobpanvrou X-AJl]
8bIAGIACMCA  cUNepuHmencuensill cueHanr 6 T12-636eutennom uzoopasxcenuu (12W) 6
obnacmu MO301UCMO20 mend, KOPMUKOCNUHANbHLIX U KOPMUKONOHMUHHBIX MPAKMOS,
KOMOpbll N0 Mepe Npocpeccupo8anusi ObICMpo pAcnpOCMPAHAEmcs 8 3amblIOYHble U
3a0Hne-memennvie omoenvt [81].

Hanuyue demuenunuzayuu 8 xayoanbuvix omoenax mo3ea Koppeaupyem ¢ KOpPKOGbLMU
HapyweHuamu 3penus u cayxa. Mumencusnocmo cuenana (T2W) ceudemenvcmeyem ne
MOALKO 0 pACnade MueiuHd, Ho U 0 HAIU4uY ocnaiumenvHol peakyuu [82].

Xoms makoe Hauano npoyecca demMueruHu3ayuU s1611emcs Hauboiee 0OUWUM, 803MONCHA
U Opyeas JoKanu3ayus nopaxcenus 6 Hauaie npoyecca. Jlobnas noxanuzayus ouazos
scmpemunace y 5 uz 40 601vHbIX ¢ yepeOpanvHuiMu Gopmamu u Hauboiee XxapaKmepHa
07151 yepedPanbHOU hopMbL 83POCTBIX, YMO CO2NACYEMCsL C «100HOUY ncuxukol [83].
Bvinu evisenenvl nepsvie ouazu demueuHU3UPYIOUe20 npoyecca 0 HympeHHell Kancyie,
MO30UCMOM mefe, IYYUCMOU KOPOoHe U HodcKax mo3zea. Tlopadicenue modxcem Havamvcs
MAaKdice ¢ MO3HCeuKa Uiy eapoaueso2o mocma [42].

Onucana amunuunas Jokajauzayust, Hanpumep, OaHOCI’I’lOpOHH}l}l JoKaiusayus odaca npu

AL AT [17].
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Y nayuenmos c nesponocuyeckou cumnmomamurkot MPT nokasvlieaem 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.

PexomeHnayercsi MpoBeeHHE MarHUTHO-PE30HAHCHOW TOMOTrpauu TOJOBHOTO MO3Ta
B3pOCJIBIM TIAIIMEHTAM C KIMHHYECKOW KapTHHOW aJpEeHOMHUEIIOHCHPOIIATHH C IEINbIO
muddepeHIraIbHON THarHOCTHKU U OLIEHKH TshKEeCTH 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).

Pexomenayercst mpoBEICHHE MarHUTHO-PE30HAHCHOW TOMOTrpaduu CIMHHOTO MO3Tra
MalMeHTaM C  KIMHUYECKOW  KAapTUHOW  aJPEHOMMEIOHEMpONaTUh €  LENbIO
muddepeHranbHOi quarnoctuku [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.
PexomeHayeTcsi TpOBEICHHE DIICKTPOHEHpOMHUOrpapHUU CTHUMYJISIIIMOHHONW HEPBOB
BEPXHUX M HIKHHX KOHEYHOCTEH (B HOMEHKJIATYpe MEAUIUHCKUX  YCIyT
aJIeKTpoHeipomMuorpadus cTUMyJISIIIMOHHAst (0MH HepB)) maruenTam ¢ X-AJIJ] ¢ nenbio
JIMAarHOCTUKY nepudepuueckoit nomuHenponariu [85].

Yposenb  yOenurTenbHocTH  pekoMenpganumii C  (ypoBeHb  JI0CTOBEPHOCTH
0KA3aTeJbCTB — 5)

Kommenrapmii: ob6vem uccnedosanuss onpedensemcs cneyuanucmom. Boiasnsiom

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

YpoBenb  yOeaureqabHocTH  pexkoMeHaaumid C  (YypoBeHb  J10CTOBEPHOCTH

JA0KA3aTeJbCTB — 5)

PexomenayeTcsi IpOBEJCHIE TOHALHOW ayIMOMETPUU MAIIMEHTaM C TOITBEPKIEHHBIM
nuarHo3om X-AJIJl mpu nepBUYHON KIMHUYECKOM OIICHKE M Jajee MO KIMHUYECKUM
MOKa3aHusM (IPH TIOSBICHUM WM TPOTPECCUPOBAHHMH JKajlo0 Ha CIIyX, HapylleHUE
MMOHUMAaHHMsI PEYH, a TAKKE MPH MPU3HAKAX [epeOpaTbHOTO OpaKeHHs 110 JaHHBIM MPT
TOJIOBHOTO MO3Ta) C IICJIbIO BBISBICHHS CIYXOBBIX HApYIICHUH W CBOCBPEMEHHOM
KOppeKLUK BeaeHus naruenta [2], [64].

Yposenb  yOenurenbHOcTH  pekoMeHgamumii C  (ypoBeHb  JIO0CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

Kommenrapmii: pymunnoe pezynapnoe nposedenue ayouomempuu y 6ecCUMNMOMHBIX
nayuenmos u nayuenmos oe3z npusnarxos /L] AJIJ] obviuno ne mpebyemcs, oonycmuma
nepuoouueckas oyenka (Hanpumep, 1 paz 6 1-2 200a) 8 pamrax MyremuoUCYUNIUHAPHOLO0

Habnr0O0eHUs.

2.5 UHble TUATHOCTHYECKHE HCCICI0BAHUS

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

Yposenb  yOenurTenbHocTH  pekoMenganuii C  (ypoBeHb  [10CTOBEPHOCTH
A0KA3aTeJbCTB — 4)

KommenTtapuu: ouggepenyuanvnyio ouacnocmuxy ¢ X-AJI{ moscrno maxace npogooums
8 CeMEUHbIX CHYYaAsX PpACCesHHO20 CKIepo3a U U30IUPOBAHHOU HAONOYEUHUKOBOU
Hedocmamoynocmu. IIpuznaku nopaxjcenus HAONOYEUYHUKOG MO2YM Npeoulecmeosams
HeBPOI0SUUECKUM CUMNMOMAM, NOIMOMY 6CeM NAYUEHMAM MYHcCKo2o nona cmapuie 1
2004 ¢ HEACHOU d2muono2uell HAONOYEYHUKOBOU HeOOCMAamoyHOCmU 1enecooopasto
nposedenue ouacnocmuxu X-AJI/ (onpedenenue yposus ONLIKK). Tounwii ouacnos 6

ciyyae  U30NUPOBAHHOU  HAONOYEUHUKOBOU  HeOOCMAmoOYHOCMU  HeoOXooum  Ons
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NPOCHO3UPOBAHUSl  OaNbHeliule20 pazeumus 3a001e8anus, OnpeoenreHus MmaKmuKu
HaOI00eHUs U 2eHeMUYECK020 KOHCYIbMUPOBAHUS CEMbU.

Pexomenayercsi mpueM (KOHCYIbTAlMs) Bpada-TEHETHKA JIe4eOHO-TUATHOCTHICCKHIA
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].

YpoBenb yOeaureqabHocTH  pexkoMeHaaumidi C  (YypoBeHb  J10CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

KommenrTapuu: na nepsuunom npueme (Koncyibmayuu) 6pau-ceHemuK npoeooum
oughghepenyuanvuyro  ouacHocmuxy cocmosinusi u onpeoensem makmuxy JIHK-
ouaenocmuxu. IloemopHulii npuem (KOHCy1bMAyuUsi) He0OX0OUM NPU NOJLYYEeHUU OAHHBIX
JHK-0uaecnocmuku ¢ yenvto uHmepnpemayuu noIy4eHHslX pe3yibmamos u onpeoeienuu
noxazanuil Osi  OONOJHUMENbHbIX UCCIe008anull (npu Heobxooumocmu). Jluaenos
noOmMeepHcOaemcs 6 pe3yibmame OOHAPYIHCEHUSL 2EMUSULOMHBIX NAMO2EHHBIX/ 6EPOAMHO-
NAMO2EHHbIX BAPUAHMOB Y JUY MYHCCKO20 NONd, 2eMepPO3UOMHBIX NAMO2eHHbIX/
8EPOSIMHO-NAMO2EHHbIX 8aAPUAHMO8 y Uy dcenckozo noaa 6 ceve ABCDL. Baowcno
nomuumo, umo nuxaxasa JJHK-ouaznocmuka He no3goisnem UCKOUUmMy HAC1e0CHEEeHHbILL
xapaxkmep 3a0071€6aHUS.

Pexomenayercsi mpueM (KOHCYJIbTAIlMs) Bpada-HEBpOJIOTa JIeueOHO-TUArHOCTUUECKHUI
MIEPBUYHBII U MOBTOPHBIM BCEM MalMeHTaM ¢ noao3peHueM Ha X-AJIJl, a Takxe c yxe
MOATBEpPKAeHHBIM AuarHo3oM X-AJIJl, ¢ uenpio muddepeHInanTbHON AUATHOCTUKH
COCTOSIHMS, OIICHKM TSDKECTH COCTOSHHS (B TOM YHCIE C YYE€TOM JIaHHBIX
HEWPOBU3YyaIN3aIliK), CBOEBPEMEHHON TUATHOCTUKHA HEBPOJIOTHYECKHX OCIOKHEHUH U
Ha3HAYCHUS CHMIITOMAaTHYECKOM Tepanuu, npu Heodxoaumoctu [2], [64].

YpoBenn  yOenuteabHocTH  pekoMenaaumii C  (YpoBeHb  J10CTOBEPHOCTH
10KA3aTeJILCTB — D)

KommenTapuu: gpau-nesponoe onpedensiem nopsook npogeoenus 6 mom uucie MPT
201086HO20 MO032a C NOCNe0YIOWel OYEHKOU MANCeCmU COCMOAHUSL C YYemOM OAHHbIX
Heuposusyanu3ayuu, 4mo 6 OdalbHeuuemMm UCNONb3Yemcs Npu NPUHAMUU DeuleHUsl O
makmuxke nevenus [2]. V e3pocavix nayuenmos ¢ penomunom adperomuenoneuponamuu
MO2YM 8bIAGIAMbCA CUMNMOMbL CHACMUYECKOU Napaniie2uu, amaxkcui, KOZHUMUGHbule

HapyweHus, HapyuweHus CHd.
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PexomMeHnayercsi mpueM (KOHCYJbTalMs) Bpada-ACTCKOTO HHIAOKPHHOJOTa/ Bpaya-
SHAOKPUHOJIOTA  JIeYeOHO-AMArHOCTUYECKUH  TEPBUYHBI W TMOBTOPHBIM  (IIpH
HEoOXOIMMOCTH) BCeM TMalueHTam ¢ mojo3peHueM Ha X-AJIJl, a Takke ¢ yxe
MOATBEPKICHHBIM TuarHo3oM X-AJIJ[, ¢ menpio mepBOHAYaIBLHON OLICHKU COCTOSIHUS,
CBOECBPEMEHHOM JMAarHOCTUKHU HAJMOYEYHHKOBOM HEJOCTATOYHOCTH U Ha3HAYCHUS
CHUMIITOMAaTHYECKOM Tepamnuu, mpu HeooxomumoctH [2], [64].

YpoBeHnb  yOenuteabHocTH  pekoMenaaummii C  (YypoBeHb  10CTOBEPHOCTH
J0KA3aTeJbCTB — 5)

KomMmeHTapuu: rabarooenue yenecoobopasno ocyujecmensimes kadicovle 6 mecayes 00
oocmudicenusi 10 nem, oanee — excecoono [2]. Ipusnaxu nopasxcenus HAONOYEUHUKOS
MO2ym npeouiecmeosams HeepoJO02UYeCKUM CUMNIMOMAM, NOIMOMY 6CeM NaAyueHmam
Myxcckoeo noana cmapuie 1 2o0a ¢ HeACHOU dImuonouell  HAONOYeYHUKOBOU
HeO0OCMAamoyHOCMU  YenecooOpasHo NposedeHue OUACHOCMUKU Old  UCKII0YeHUs/
noomeepxcoenus X-AJIJ[ (onpedenenue yposus OHLDKK). Tounwiii ouacnos 6 cnyuae
U30UPOBAHHOU HAONOYEUHUKOBOL He0OCMAMOYHOCU He0OX00UM 01 NPOCHO3UPOBAHUS
OanbHeluleeo  pazeumusi  3a00/1e6aHUsl, ONpeoenleHUuss MAaAKmuKu HaoaoeHus U
2eHeMUYecKo20 KOHCYIbMUPOBAHUsL CEMbU.

Pexomenayercst mnpueM (KOHCYNbTallMsi) Bpaya-IAE€TCKOrO JHJIOKpPUHOJOra/ Bpaya-
SHAOKPUHOJIOTA  JIeYeOHO-AMArHOCTUYECKUH  TEPBUYHBI UM TMOBTOPHBIM  (IIpH
HE0OXOIMMOCTH) BCEM MaIlMEHTaM C MOATBEPKIeHHBIM nuaraozoM X-AJIJ[ B 14 ner nns
OIICHKH TIOJIOBOTO Pa3BUTHS W UCKITFOUSHUS THIIOTOHAIM3Ma IIPH OTCYTCTBUU BTOPUIHBIX
MOJIOBBIX MPU3HAKOB [64].

Yposenb  yOenurTenbHocTH  pekoMeHgamuii C  (ypoBeHb  J10CTOBEPHOCTH
10KA3aTeJILCTB — D)

KommenTapuii: ucciredosanue obueco mecmocmepoua, 1iomeuHU3UpYIoue20 20pMona,
GornuKyI0OCMUMYIUPYIOWE20 20PMOHA 8 KPOBU NPOBOOUMCs no nokasanuam. llpusnaxu
2UNO2OHAOUIMA MO2Ym GbIAGNAMbCA Y nayuenmos ¢ X-AJlJ], oOnako, ux KiuHuyecKkas
3HaUUMocmv ocmaemcsi He 00 Kouya scHou. Hanpumep, spexmunvhas Ouc@yHKyusl
Modcem  Oblmb  NPOAGIEHUEM NEePBUYHO20 —2UNO2OHAOU3MA UMU  OblMb  6bI36AHA
nopasjcenuem CnuHHO20 Mo32d.

Pexomenayercsi mpueM (KOHCYJbTAIlMsS) Bpada-ypojora JieueOHO-THarHOCTHIECKUN
MIEPBUYHBI W TIOBTOPHBIA (NP HEOOXOJMMOCTH) TMAIlMEHTaM C TIOJTBEPKICHHBIM
nuarHozom X-AJIJl, ¢ uenpio nmepBOHAYaNbHOM OLIEHKH COCTOSIHHS, CBOEBPEMEHHOM

JMAarHOCTHKH OCJIOXHEHUH U CHMIITOMATHYECKON Teparuu, pu Heooxoaumoctu [2], [64].
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YpoBenb  yOeaureqabHocTH  pexkoMeHaaumid C  (YypoBeHb  J10CTOBEPHOCTH
0KA3aTeJbCTB — 5)

KommenTapumu: wnaubonee axmyanvHo 05 63pOCIbIX NAYUEHMO8 C (HEeHOMUNOM
aopeHnomuenoHetiponamuu. Mozym Hab100amvcs maxue oCl0NHCHEeHUsl, KaK Helpo2eHHbllL
MOUEBOU NY3bIPb, HEOCPIHCAHUE MOYU U IPEKMULbHASL OUChHYHKYus Y mysxicuun. [2].
Pexomenayercst  mpueM  (KOHCYJbTalMs)  Bpada-racTpPOdHTEpOJIOTa  JiedeOHO-
JMAarHOCTHYECKUN TEpPBUYHBIA M TOBTOPHBIM (IpU HEOOXOIUMOCTH) MAIEHTaM C
MOATBEPKJICHHBIM quarHo3oM X-AJIJ[, ¢ menpio mepBOHAYaIbHON OLICHKU COCTOSIHUS,
CBOCBPEMEHHOM JMAarHOCTUKH OCJIOXKHEHWH U CHUMITOMAaTHYECKON Tepamuu, IpH
Heobxoaumoctu [2], [64].

YpoBenb  yOenurTenbHOcTH  pekoMeHpganumii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 5)

KommenTapuu: mozym nabnooamscs paccmpoiucmea x#ceiy0ouHo-KUUEeYHo20 mpaKkma,
HEeKOMOPbIM NAYUCHMAM MOdcem nompebo8amvcsi HympumusHas noooepoicka. [2].
Pexomennyercsi mpueM (KOHCYNbTaIUsl) Bpada-licuXuarpa/ Bpadya-mcuxuarpa JETCKOro
ne4e0HO-TMarHOCTUYECKUN MTePBUYHBIN U TOBTOPHBIN (IIPU HEOOXOIMMOCTH) MalluEHTaM
C TOATBEPXKIACHHBIM nuarHo3oM X-AJlJl, ¢ menpio nepBoHaYaIbHOW OIIEHKU COCTOSIHUS,
CBOECBPEMEHHOW JIMATHOCTUKHA OCJOKHEHWA W CHUMIITOMAaTHYECKOM TEpanuu, IpU
Heobxoaumoctu [2], [64].

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

KommenTapuu: napywenus nosedenus mocym HaAOI00amMbcCs KAk y oemeu, maxk u y
83pocavix nayuenmos[2].

Pexomennyerest mpueM (KOHCyIbTallMs) Bpauda-TpaBMAaToJIOra-opromnena JedeOHO-
JUArHOCTMYECKUN TIEPBUYHBI M TOBTOPHBIM (IIpH HEOOXOAUMOCTH) TMAalMEHTaM C
MOATBEPXKJIECHHBIM JuarHo3oM X-AJIJ[, ¢ menpi0 mepBOHAYaIbHON OLIEHKHU COCTOSIHUS,
CBOECBPEMEHHOW JIMATHOCTUKUA OCJOXHEHWA H CHMIITOMATHYECKOM TEparuu, IpH
Heobxoaumoctu [2], [64].

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

KommenTapuu: nexomopuvim nayuenmam modxcem nompebo8amvbcsi opmoneoudeckas
no00epiHcKa, HeoOX00UMa NPOGUIAKMUKA KOHMPAKMYP cycmasos u naoenuil. [2].
Pexomennyercsi mpueM (KOHCyNIbTalusi) Bpada-mieAuarpa/ Bpada-TeparneBTa/ Bpada

oOmell mpakTUKA (CeMEMHOro Bpaya) Je4eOHO-AHMATHOCTUYCCKUNA TICPBUYHBIA |
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MOBTOPHBIA MallMEHTaM C TOATBEPKICHHBIM auarHozoM X-AJIJl, ¢ uenbro
MIEPBOHAYAIILHON OILIGHKH COCTOSIHUS, OICHKU Pa3BUTHS, KOOPAWHAIIUU HAOIIOICHUS H
JICYCHUS Y MYJIbTHIUCIUILUTUHAPHON KOMaH/Ibl criennanuctos [2], [64].

YpoBenb  yOeaureqabHocTH  pexkoMeHaaumid C  (YypoBeHb  J10CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

Pexomennyercst  mpuem  (KOHCynbTanmus)  Bpada-pusmorepameBTa  JiedeOHO-
JUArHOCTUYECKHUI IEPBUYHBIA M TOBTOPHBIN MAIMEHTaM C IMOATBEPKICHHBIM IUarHO30M
X-AJIJl, ¢ uenpro nepBOHAYAILHON OLIEHKU COCTOSIHUS, OIICHKU Pa3BUTHUSA, KOOPAUHAIIUU
HAOJIO/ICHUS ¥ JICYCHUS Y MYJIbTHAUCIUILIMHAPHON KOMaH bl crieiiaincToB [2], [64].
YpoBenb  yOeaureqabHocTH  pexkoMeHaaumidi C  (YypoBeHb  J10CTOBEPHOCTH
0KA3aTeJbCTB — 5)

KommenTapmii: uacmoma onpedensiemcs cneyuanucmom 6 3a8UCUMOCMU OM MAHCECU
08U2AMENILHBIX HAPYWEHUU U UX NPOSPECCUPOSAHUEM U MOJHCEMm BapbUpO8aAms Om
NIanHosvlx oyeHok 1-2 pasa é 200 y nayueHmos 0e3 GulpaMCeHHOU CNACMUYHOCIU 00
DpeYNAPHBIX edceMecaunblx unu 1-paz 6 2-3 mecsaya nocewjeHuili y nayueHmos ¢
BbIPAINCEHHBIMU MOMOPHbIMU HapyuieHuamu [57].

Pexomenayercsi mnpuem (KOHCYJIbTAIMsl) MEIUIIMHCKOTO JIOTONEAa TEPBUYHBIA U
MIOBTOPHBIN (TIIpU HEOOXOAMMOCTH ) MAIIMEHTAM C IOATBEPKACHHBIM Tuarnozom X-AJlJl, c
LEIBI0 NIEPBOHAYAIBHON OLIEHKU COCTOSIHUS, BBISIBICHHUS HAPYLUICHHM pedd, KOPPEKIUU
COCTOSIHHMSA, TP HeoOxoaumocTH [2], [64].

YpoBenb  yOenuTenbHOcTH  pekoMeHaanmii C  (ypoBeHb  [10CTOBEPHOCTH
A0KA3aTeJbCTB — 5)

Pexomenayercsi mpueM (KOHCYNbTAllMsl) MEIUIMHCKOTO TCHXOJIOra/ HEHpOICUXoiora
MEPBUYHBI M TMOBTOPHBIM (NP HEOOXOJUMOCTH) TAIMEHTaM C TOATBEPKIECHHBIM
nuarHo3om X-AJIJ[, ¢ menpio mepBOHAYANbHOM OLEHKH COCTOSIHUSI, MCUXOJIOTUYECKOMN
MOJIIEPXKKH, TIPU HeoOXxoaumocTH [2], [64].

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

KommeHnTapuu: oyenxa pazsumusi u KOSHUMUBHLIX HAPYUWEHUU, pPeaduIumayuoHHble
meponpusimus, npu Heobxooumocmu. Cembu HyHcOaiomesi 6 npueme (KOHCYIbMayuiL)
MEOUYUHCKO20 NCUXOI02A, NOCKONILKY 3a001e6anue HOCUM Npocpeccupyowmuil xapakmep,
HeobX00UMO NOMOYb NAYUEHMY «NPUHAMbY» OUASHO3, A0ANMUPOBAMb €20 K HCUZHU C eM,
UmooObl MONCHO OBLIO MAKCUMATLHO Pediu308amsb €20 CHOCOOHOCMU K O00VYeHUuo u

CaAMOCMOSIMENbHOU HCUZHU 8 OATIbHEUULEM.
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e Pexomennyercss TNPUMEHATh MYJIbTUAMCHUIUIMHAPHBIA TIOAXOA K HAONIONEHUIO H
JICUCHHUIO BCEM TAlMEHTaM C MOATBEPKICHHBIM auarHo3oMm X-AJI/l, ¢ nenbto Hanbosee
MOJIHOTO  OKAa3aHWs MEIUIIMHCKOM TIOMOIIM BBUAY TOTO, 4TO 3a0o0lieBaHUE
XapaKTePU3YIOTCS MYJIbTUCUCTEMHBIM MOPAKCHHEM, TPEOyeT KOMILIEKCHOTO MOAX0/1a K
HaOJIIOICHUIO U JICYCHUIO, YTO TUKTYET HEOOXOMMOCTh COBMECTHOTO BEJICHHS TAI[ICHTA
CrenUaInCTaMK pa3HbIX npoduieii [2], [64].

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

KommenTapum: nokazanvl npuem (KOHCyibmayusi) 8pava-eeHemuxd, epaia-Heeponosd,
8PAUA-3HOOKPUHON02A/ 0eMCKO20 SHOOKPUHON02d, BPAYA-2ACTPOIHMEPONo2d, 8payd-
ouemonoea, 8pava-mpasmamono2a-opmoneod, 6pava-neouampa, epava-mepanesmad,
8paua odwel Npakmuku (cemetino2o 8pava), epaia-ohmanbmonoed, epaia-cypooioca-
OMOPUHONIAPUH20JI024, 8paya-puzuomepanesma, 6paia no NALIUAMUEHOU MEOUYUHCKOT
nomMowu 1e4eOHO-0UACHOCTUYECKULL NePEUYHBLIL U NOBMOPHbIL, Npuem (KOHCYIbmayusl)

Me()ubluHCKOZO ncuxojnozca l’lepBullellZ u I’l06m0prl1:i.

3. JleueHue, BKJIIOYAs MeIUKAMEHTO3HYI0O U HEMeIMKAMEHTO3HYIO Tepaluu,
AMETOTEePANNI0, 00€300,IUBaAHNE, MEAUINHCKHE TOKA3AHUSA U

IMPOTHBOIIOKA3aHUA K IPUMCHCHUIO METO/0B JICUCHHUSA

3.1 KoncepBaTuBHOE JICYCHHE

Haubonee oocmynuvt 06a 0OCHOBHBbIX mepanesmMuieckux nooxooa: Ouemomepanusi u
3amecmumenvHas 2opmoHanvHas mepanus HH.

Ipunyunwer 3amecmumenvrot mepanuu HH npu X-AJl/] ne omauuaromes om opyaux gpopm
HH. Jlepuyum munepanokopmuxouoos npu X-AJl/] pazeusaemcs npubiuzumensHo y noa08UHbl

nayueHmos, 8 psoe ciyuaes no3oice oepuyuma 2nroKOKOPMUKOUOO8.

e Pexkomenayercsi pacCMOTPETh BONPOC O HA3HAUYEHUM JUETOTEPANMM MALMEHTaM C
MOATBEPKJIEHHBIM AuarHo3oM X-AJIJ ¢ wmenbto 3aMensieHusi MPOrpecCUpPOBAHMS
3aboneBanus [88], [89].

YpoBenb  yOenuTelbHOCTH  pekoMeHgauuidi B (ypoBeHb  10CTOBEpPHOCTH
0KA3aTeJbCTB — 3)

Kommenrapum: npunyunvr  Ouemomepanuu ompadxcenvl 6 Ilpunoocenuu A3.3.
Jluemomepanus npu X-AJI/] umeem mpu ocnosnvix Hanpasnenus: oepanudenue OHIDKK

¢ axkyenmom Ha uckmodenue C26:0 (cekcako3ano6ou KUCIombl), UHSUOUPOBAHUE

26



VOJIUHEHUSL JHCUPHBIX KUCIOM U YCUTeHUe NePOKCUCOMANbHO20 Oema-OKUCIeHUus nymem
sgedenusi cmecu macaa Jlopenyo (J10) [emecsy 4: 1 enuyepunmpuoneama (I'TO) (C18:1 n-
9) u enuyepurmpuspykama (I'T3) (C22:1 n-9)], KOHVIO2UPOBAHHOU TUHOIE80U KUCIOMbL
(KJIK) u aumuoxcuoanmuulx coeOuneHull. Yuumoiéasn peuarou)yto poib NUUe8blX TUNUO08
0J1 pOCMa U HeUPoOPa36UMUsL HA PAHHUX SMANAX HCUZHU, NAYUeHmam 00 2 1em He CIoum
ocpanuuuBams nompeOneHue HCUpPos, HO UeLecooOpasHo YNompeoaims NpPoOYKmuvl C
ecmecmeennbim Huskum cooepoicanuem ONILDKK (ecm. Tlpunoocenue A3.3). B smom
nepuood  JICU3HU  NAYUEHM) NpPedOCMmAsisiemcs COANAHCUPOBAHHOE NUMAHUue 6
coomeememauu ¢ Hopmamu nompeonenus. Ozpanunenue nompeoieHus NUWEBbIX JHCUPOS
HaYuHaemcs nocie 08yX Jem JHCU3HU, U yeib ouemvl — cHusums nompeoienue C26:0 0o
<2-3 me/0env. Takum obpazom, nompebiaenue Hcupos ¢ nuwel cocmaesisem <15% om
obueco konuwecmsa xanropuu. Cembsam 0aromcss UHCMPYKYUU OMHOCUMENbHO OCHOBHBIX
nPOOYKMO8, KOMOPLIX cledyem uzde2ams uiy 8blOUPams 8 3a8UCUMOCTIU O COOEPAHCAHUS
6 Hux C26:0. Ocoboe sHumaHnue ciedyem yoeiamsb HCUPHOU NUe U COCMasy Hape3Ku 80

sHewHell 00010uKe pacmenutl, hpykmos, osowetl u opexos (cm. Ipunoscenue A3.4).

Pexomenayercst paccMOTPETh BOIPOC O HA3HAUCHHM JHETOTEPAIMU C MPUMCHCHHEM
CIEIUAIM3UPOBAHHOTO MPOYKTA JIeuyeOHOro mutanus Macio JlopeHio (cMech u3 4 yacreit
Macia TJIMIepoNTpuosieara W | Macina TIUIEpOATpUIpYyKaTa) MaIMeHTaM ¢
6eccumnromuoit popmoit X-AJI/] unm Ha paHHUX cTagusax nepedpanbHbeix Gopm X-AJI/,
C LIEJNBIO 3aMe JICHHs TIporpeccupoBanus 6onesnu [88].

YpoBenb  yOenurTenbHOCTH  pekoMeHgauumii B (ypoBeHb  [10CTOBEpHOCTH
I0KA3aTeJILCTB — 3)

Kommenrapuu: npunyunet ouemomepanuu u 003uposku macio Jlopenyo ykazanvl 6
Ipunosicenuu A3.3. Hasnauenue yenecooopasno ne panee 2 nem. Ilpumenenue macia
Jlopenyo noxazanuvim nayueHmam 6e3 HeepoIOSULECKUX CUMNIMOMO8, NPEONOUMUMENIbHO
8 6o3pacme 00 10 nem ¢ nHopmanvuvimu pesyromamamvu MPT. YV nayuenmos cmapuiezo
gospacma  npoghunaxmuueckoe npumenenue 1TO/NTD  oepanuuenno, NOCKOIbKY
BEPOSIMHOCMb PA3BUMUSL YepeOPATbHOU PopMblL 3a001e8aHUS Y HUX CYUWECMBEHHO HUICe.
B cnyuae paszsumus ueoicenamenvuvix A6nenuli  (Hanpumep, MpomOOYUmMoneHuu)
paccmompems ONPOC O KOPPEKYuu O03UPOBKU UL OMMEHe UCHONb3068AHUs 1e4eOHO20
numanus. Macno Jlopenyo ne 8vi3visaem pespecca HeBpOI02ULECKUX PACCMPOUCME; eClu
JHce Hegposocudeckue CUMNMoMyvl uu oaxce monavko MPT-usmenenus yoice ecmv, mo
Macno Jlopenyo ne noxazano, maxoice Heyenecoobpaszno npumenams Macno Jlopenyo y

nayuenmoes ¢ 6blpa.?fC€HH01/7 H€6p0ﬂ02ull€CKOﬁ CUMI’IWZOMCZWZUKOIZ, U  HeoasHo
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VCMAHOBNIEHHOU A0PEHOMUELOHEeUpOnamuell, a Maxice HCeHWUHAM-2emepPO3UOMHbIM
nHocumenvHuyam [92].

V oemeii mnaowe oomoco e2ooa macno Jlopenyo o06biuHO He NpuMeHAemcs U3-3a
NOMEHYUATLHO2O CHUICEHUSI VPOBHSL HE3AMEHUMbBIX JICUPHBIX KUCIOM, 6 YACHMHOCU
0oKo3azekcaeHosou  kuciomol.  Ilpodondcumenvhocms — jeuenuss  OOAHNCHA — Obimb
uHOUBUOYANbHOU. JleueHue, Kak Npasuno, Modxicem NpOoOOIHCAMbCA HEONnpeoeleHHoe
8peMs, NOCKOIbKY €20 IhPeKmusHocms ucueszaem nocie npekpaujenus, u moxcem ovims
NPeKpaweHo 8 ciyuae npocpeccuposanus 3a001e6aHusi U B03HUKHOBEHUS CEPbe3HbIX

HedcenamenbHblX S61eHUN.

Pexomenayercsli mamueHTaM JIETCKOTO BO3pacTa ¢ HaimuuueM B CTpykType X-AJIJ]
XPOHHUYECKON BOCHAIMTEIBHON JIEMHEIMHU3UPYIOIIECH ITOJMHEUPONATUU CEJIEKTUBHOE
MPUMEHEHNE BHYTPUBEHHOTO BBEJICHUSI #UMMYHOTJI00yIMHA YeJI0BeKa HOPMAJIbHOTO** B
no3upoBke | r/kr B TeueHue 8-12u kaxapie 15 nmHeld mepBeie 3 Mecsma, gaiee —
€XKEMECSYHO B TEUYEHHE OJHOTO T0Jla C IEIbI0 YMEHBIICHUS CUMITOMOB 3a00JI€BaHUS
[107], [108], [109].

YpoBenb  yOenutenbHocTH  pekoMenaaumii C  (ypoBeHb  [10CTOBEPHOCTH

A0KA3aTeJbCTB — 4)

3.2 Xupypruueckoe jedyenue. He npumensercs.

3.3 Uuoe Jeuyenune

ﬂ]l}l HA3HAYEHUSA CUMNIMOMAMUYECKO20 JleYeHus Heo0xo0um npuem coomeenmcmeyruux

cneyuanlucmos 6 pamKkax MyﬂbmuducuunﬂuHapHoeo nooxood.

Pexomenayercst mpoBereHHE TpaHC(Y3UHM TIe€MOMOATHYECKUX CTBOJIOBBIX KJIETOK
(BBEJICHME  AyTOJOTMYHBIX/ AIOTEHHBIX TEMOIOATUYECKUX  CTBOJIOBBIX  KIIETOK
nepudepuueckoii kpou) nanueHTam ¢ X-AJIJI Ha paHHeil craguu Oone3HH C
nepedpaibHbIMU  (OpMaMM, C LEJNbI0O OCTAHOBKHM/ 3aMEUIEHUS TPOTPEeCCHpPOBAHUS
3abonesanus [93], [94], [95].

YpoBenb  yOeauTelbHOCTH  pekoMeHaamuii B (ypoBeHb  10CTOBEpHOCTH
0KA3aTEJbCTB — 3)

Kommentapun: HLA-munuposanue u nouck oomopa npoeooamcsi moivko 6 ciayuae
uoenmuuxayuu yepeobparvrou ¢opmur 3abonesanusn. Crauana npogooumcs HLA-
MUNUPOBAHUE YTIeHO8 CeMblU NePBOU TUHUU POOCMEa (He Hocumenu 3a0071e6aHuUs), 8 ciyyae

omcymcemeust coemecmumoco podcmeelmoeo ()OHOpCl Hadyuraemcs NOUcCK
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HepoOocmeeHHo20. [[nsa onpedenenus nokazanuil Kk nposedenuro TI'CK neobxooum npuem
(KOHCYyIbmayus) 8paua-1espooea ie4eOHO-0UaACHOCMUYeCKULl NepeUdHblIL U NOGMOPHBL.
Bpau nposooum oyenxy msaxcecmu X-AJ]] ¢ npumenenuem QYHKYUOHATLHOU
Hesponocuueckoll wkanvl masxcecmu X-AJ] u wkanol Jlyuca (Ilpunoscenue I'l, I'2) [49],
[96], [97]. T CK nokaszana nayuenmam c panneti cmaouei yepedopanvroi popmor X -AJI
Onmumanvuvie xpumepuu o6opa Ha TICK saeiaiomca: no  @yHKYuOHATbHOU
Hesponocuueckoll wikane msicecmu X-AJ <2 u no wkane Jlyuc ne 6onee 10 6annos)[98].
Ilayuenmam ¢ yepeopanvuou Gopmou X-AJI], v xomopwix omcymcmseyem HLA-
coemMecmumblii.  OOHOp, U HaAOM0Oaemcs ObLICMpPas Npocpeccus HespPoa02UUeCKOl
CUMNMOMAMUKY NOKA3AHA 2aNJOUOEHMUYHAS MPAHCHIAHMAYUS KOCMHO20 M032d (hpu
KOMOPOU OOHOPOM CLYIHCUM He NOJHOCMbIO COBMECMUMbBIU OOHOpP, HaAnpumep OOUH U3
pooumeneit) [94]. Haunyuwuii s¢pghexm oocmueaemcess na pauneil cmaouu OOLe3HU,
oononvix ¢ 10>80 u ymepennvimu uzmenenusimu MPT [99]. Ha cmaouu msoicenvix
Hegponocuyeckux — paccmpoucmé u  gvipadcennou  demenyuu  (10<80) TI'CK
neyenecooopasna [56]. TI'CK ne xoppexmupyem HaonoueuHuKo8yo HedoCmamoyHoCnb,
nosmomy  nayuenmsl  OYOym — HY#OAmMbCs 8  NOJNCUSHEHHOU  20PMOHAIbHOU
samecmumenvrou mepanuu [103].

Pexomenayercsi mpueM (KOHCYJIbTAIlMs) Bpada-HEBpPOJIOra JIeUeOHO-TUAarHOCTHUECKHUI
MEPBUYHBIN U TOBTOPHBIN MallMEHTaM C MOATBEPKIAECHHBbIM quarHo3oM X-AJI/l, ¢ uenpro
ONpEeACICHUsI TOKa3aHUl M Ha3HAYEHUS COOTBETCTBYIOIICH IMATOTCHETUYECKOU H
CHUMIITOMATHYECKOW TepaIruy U KOHTPOJIs ee dddexTuBHOCTH [2], [64].

Yposenb  yOenurenbHocTH  pekoMenganumii C  (ypoBeHb  J10CTOBEPHOCTH
J10KA3aTeJILCTB — D)

Pexomenayercst mnpueM (KOHCYJNBTANMs) Bpada-IeTCKOTO JHJIOKPUHOJOTa/ Bpaya-
SHAOKPUHONIOTA  JIeueOHO-AMArHOCTUYECKUH  TEPBUYHBIA W  TMOBTOPHBIA  (TIpH
HEO0OXOJIMMOCTH) TMAallMEHTaM C MOATBEpPXKJIeHHbIM auarHosoM X-AJI/[ ¢ nenbio
HA3HAYCHUS 3aMECTUTEIHbHOW TOPMOHAIBHON Tepamuy U KOHTPOJsS €€ 3PPEKTUBHOCTH,
npu Heobxoxumoctu [2], [64].

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

KommenTapuu: rabarooenue yerecoobpazno ocywecmesnsimos Kaxcovle 6 mecsayes 0o 10
aem, oanee — edxceco0no [2]. Ilo noxazanusm 603MOXNCHO uccredosanue ooue2o
Mecmocmepona, TIOMeuHUUPYIoue2o 2OpMona, QOIIUKYIOCMUMYTUPYIOUe20 20PMOHA 8

KpOo8U 0Jis NOOMBEPHCOEHUS/ UCKTIIOYEHUSL 2UNO2OHAOU3MA.
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Pexomenayercss mpueM (KOHCYJbTallMsl) Bpadya-T€HETHKA MEPBUYHBIA U MOBTOPHBIN
namueHTam ¢ noarsepxkaeHHoN X-AJIJ] ¢ 11enp0 Ha3HAYEHUsI TUETOTEepaIiK, KOHTPOJIA €€
3 PEKTUBHOCTH, KOPPEKTHPOBKE HIIK OTMEHE, IpH HeoOxoaumocTH. [2], [64].

YpoBenb  yOenutenbHocTH  pekoMenaammii C  (ypoBeHb  10CTOBEPHOCTH
JA0KA3aTeJbCTB — 4)

Kommenrapuii: paccmampusaemca 6onpoc o HasHauewuu Ouemomepanuu  u
CReyuanu3sUpoBaHHO20 NPoOyKma aedyednoeo numanusa macio Jlopenyo nayuenmam c 2
nem ¢ beccumnmomuou popmoii X-AJ] unu na pannux cmaousx yepeobpaiohvix opm X-
AJIIl, npoeooumcsi KoHmpoav s¢hghexkmuenocmu u 0OE30NACHOCMU, ONPedeNAOMCs
NOKA3aHUsL K KOPPeKyuro 003bl CReYUanu3upo8aHHo2o NpooyKma ne4ebH020 NumaHus
macno Jlopenyo unu e2o ommene.

Pexomenayercsi mnpueM (KOHCYJbTAIlMs) Bpada-ypojora JieueOHO-IUarHOCTHYECKUN
MEPBUYHBI M TMOBTOPHBIM (NP HEOOXOAMMOCTH) TAIMEHTaM C TOATBEPKICHHBIM
nuario3oMm X-AJIJl, ¢ uenpr0 Ha3HAYEHHS CUMIITOMAaTHYECKOM TEpAlUuu U KOHTPOJS €€
a¢beKTUBHOCTH, ITpH HeoOxoaumoctH [2], [64].

Yposenb  yOenurenbHocTH  pekoMeHgamumii C  (ypoBeHb  [I0CTOBEPHOCTH
0KA3aTeJbCTB — 5)

Kommenrapuu: wnaubonee axmyanvHo 05 63pOCIbIX NAYUEHMO8 C (HeHOMUNOM
aopeHnomuenoHetiponamuu. Mozaym Hab1100amvcss maxue 0Cl0NHCHEeHUsl, KaK Helpo2eHHbllL
MOUEBOLL NY3bIpb, HedeprHcanue MOyl U IPeKMULbHASL OUCHYHKYUSL Y MYHCHUUH.
Pexomenayercss  mnpueM  (KOHCyJIbTalMsl)  Bpada-racTpodHTEposiora  JiedeOHO-
JUArHOCTHYECKUN TIEPBUYHBI M TOBTOPHBIM (IIpH HEOOXOAUMOCTH) TMAalMEHTaM C
MOATBEPKICHHBIM TuarHo3om X-AJlJ], ¢ menbro Ha3HAaYeHHsS] CHMIITOMATUYECKOM Tepanuu
U KOHTPOJISI ee d3PPEKTUBHOCTH, IPU HeoOXoaumocTH [2], [64].

Yposenb  yOenurTenbHocTH  pekoMeHpgamuii C  (ypoBeHb  [10CTOBEPHOCTH
10KA3aTeJILCTB — D)

KommenTapuu: mozym nabniooamecs paccmpoiicmea x#ceny004Ho-KUe4Ho20 mpakma,
HEKOmOopuIM NAYUeHmMam ModHcem nompebo6amscsi HympumueHas N0O0epI*CKdA.
Pexomennyercsi mpueM (KOHCyNIbTalusl) Bpada-mieAuarpa/ Bpada-TeparneBTa/ Bpada
oOmell MpakTUKA JIEYeOHO-TUarHOCTHYECKUI TEePBUYHBIA M TOBTOPHBIN MallMEHTaM C
MOATBEPKJIECHHBIM auarHo3oM X-AJIJl s OLIEHKH COCTOSIHMS, MAapUIpyTHU3aIluu
MaueHTa, Ha3HAYeHHUs] CHMIITOMAaTUYECKOM TEparuu U KOHTPOJIS €€ 3P EKTUBHOCTH, TIPH

HeoOxoaumoctH [2], [64].
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YpoBenb  yOeaureqabHocTH  pexkoMeHaaumid C  (YypoBeHb  J10CTOBEPHOCTH
0KA3aTeJbCTB — 5)

Pexomennyetcesi mpueM (KOHCYJbTAIUs) Bpada-TCUXUaTpa/ Bpava-MCcUXuarpa JETCKOTO
ne4e0HO-TMarHOCTHYSCKUN TTePBUYHBIN U TOBTOPHBIN (IIPU HEOOXOIMMOCTH) MAllUEHTaM
C MOATBEPXKJICHHBIM auarHo3oM X-AJIJl, ¢ uenp0 Ha3HAYEHUsS CHUMITOMATHYECKOU
Tepamnuu, npu Heooxoaumoctu [2], [64].

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

KommenTapuu: napyuenus nosedenus,, azpeccusHocms, IMOYUOHATbHASL NAOUTLHOCTD,
KOCHUMUBHbIE HADYUIeHUs MO2Ym HAbOI00amsvcs Kak y Oemel, Max U y 63POCiblX
nayuenmos.

Pexomenayercsi rmnpueM (KOHCYJAbTallds) Bpada-TpaBMaToJora-opronena JedyeOHo-
JTUArHOCTHYCCKUN TICPBUYHBIA M TOBTOPHBIM (NP HEOOXOJMMOCTH) IallUEHTaM C
MOJATBEPKJICHHBIM AuarHo3zoM X-AJIJ[, ¢ wenbr0 NpoBEAEHUS CUMITOMATHYECKOTO
JeueHus, Ipu HeoOxomumocTH [2], [64].

Yposenb  yOenurenbHocTH  pekoMeHgamumii C  (ypoBeHb  [I0CTOBEPHOCTH
0KA3aTeJbCTB — 5)

KommenTapuu: nexomopuvim nayuenmam modcem nompedOo8amvbcs opmoneoudeckas
noooepoicKa.

Pexomennyercsi mpuemM (KOHCYNbTAllMS) METUIIMHCKOTO JIOTOMEAa TMEePBUYHBIA H
MOBTOPHBIN (ITPU HEOOXOIMMOCTH) TMAallMEHTaM C MOATBEPKIACHHBIM auarao3om X-AJIJ]
NPH BBISBJICHUU HApYIICHHH PeuH, C [ebio UX Koppekiuu [2], [64].

YpoBenb  yOenuTenbHOcTH  pekoMeHaaummii C  (ypoBeHb  [10CTOBEPHOCTH
0KA3aTeJbCTB — 5)

Pexomenayercsi mpueM (KOHCYNbTAllMsl) MEIUIUHCKOTO TCHXOIIOTa/ HEHpPOINCUXoiora
MEPBUYHBI W TIOBTOPHBIA (MPU HEOOXOJAMMOCTH) TMAaIlMEHTaM C TIOJTBEPKICHHBIM
auarao3oM X-AJIJl, ¢ 1enbio MCUXOI0rHYecKoi moaaepxku [2], [64].

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

KommenTapum: cembu Hnyscoaromess 6 npueme  (KOHCYIbmMayuu) MeOUYUHCKO20
nCuUxon0ea, NOCKObKY 3a00Nesanue HOCUM NPOSPecCUupyrowull xapakmep, Heodxoo0umo
NOMOUb NAYUEHMY «NPUHAMbY OUACHO3, A0ANMUPOBAMb €20 K JHCUSHU C MmeM, Ymoodvl
MOJNCHO  ObIIO  MAKCUMATLHO — pPeanu308ams €20 CHOCOOHOCmU K  00V4eHuio u

CAMOCMOSIMENbHOU HCUSHU 6 OAJIbHEUIEM.

31



4. MenMUIMHCKAs peadMIMTANMS U CAHATOPHO-KYPOPTHOeE JIeYeHMue,
MeIMIMHCKHUE MOKA3aHUA M NPOTHBONOKA3aAHUA K PUMEHEHUI0 METO/I0B
MEJUIUHCKON peadujMTanmuu, B TOM YHCJIe OCHOBAHHBIX HA UCII0JIb30BAHUHT

NPUPOAHBIX Je4eOHbIX (PAKTOPOB
OcHognoti  npobaemoti  peadbunumayuu nayuenmod c¢ X-AJI[] sensemcsa Hanuuue
CUMNMOMO8 NOpaxdcenus HepeHol cucmemsl. Peabunumayusi noopasymesaem co30aHue
ONMUMANBHBIX YCIO08ULL Ol NAIUAMUBHOU NOMOWU NAYUSHMAM C MANCEbIMU HAPYUEHUAMU
HCUBHEOESAMENLHOCINU, d MAKICe KOMNIEKC Mep ONsl aoanmayuu npu aecKux HapyuleHusx,
HEe3HAUUMENbHO HAPYWAIOWUX BO3MONCHOCMU OONbHO20 YYUMbCA, pabomams U HCUMb
NOJIHOYEHHOU IHCUSHBIO.

e Pexomenayercs mprueM (KOHCY/IbTAIIMS ) Bpaya M0 METUIIMHCKOMN peadMInTauu Je4eOHO-
JIMarHOCTUYECKUNA TMEePBUYHBI W TOBTOpHBIM mnanueHtaM ¢ X-AJ[J[ npu Hanuuum
JIBUTaTEJIbHBIX HApPYLIECHUW, TJIOTAHUSI, PEUYH, CHUKEHUS MOBCEIHEBHOW aKTUBHOCTH, C
[ENBI0 OLEHKU PeadMINTAlMOHHOTO TIOTEHIIMANA, OTIPEICICHUS eield u popMUPOBaHUS
WHJIUBHUIyaIbHOW TIPOrpaMMbl MEIUITMHCKON peabuuTanuu [2], [64].

Yposenb  yOenureqnbHOcTH  pekoMengamuii C  (ypoBeHb  [10CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

e Pexomenayercsi namuentam ¢ X-AJIJ[ B pamkax peaOMIMTAalMOHHBIX MEPONPUSTUI
MPOBOANUTH (NP BO3MOXKHOCTH M KIMHUYECKOH HEOoOXOJUMOCTH) OOLIMH Maccax
MEAUIMHCKUI W/WIH JIe4eOHYI0 (PU3KYIbTYpY MpH 3a00JI€BaHUSAX LIEHTPAIbHOW HEPBHOU
CHCTEMbI U TOJIOBHOT'O MO3Ta (HalpaBJIeHHbIE HA PACTSKKY CIIACTHUECKOW TPyl MBIIII]
U YKpeIuieHHe cJ1aboi TpyNIbl MBIIIL, YIydllIeHHe OajaHca, YKpeIIeHHE AbIXaTeIbHbIX
MBI, TPEHUPOBKY MBI KHCTH), OpTE3UpPOBaHHE, MpHeM (TeCTUPOBaHME,
KOHCYJIbTallMsl) MEIUIIMHCKOTO IICMXOJora MEpBUYHBII M MOBTOpHBIE, pa3paboTKa
MHIUBUAYAJIBHON IPOrpaMMBbI IICUXO0JIOTMYECKOM peadrnTaluu, HeHponcuxoIoruyecKkas
peabwinTanysi, MEAMKO-JIOTONEeNYecKasl Mpoueaypa Mpu aucharud W/HId MeIuKo-
Jjoromnenuyeckas INnpouenypa NpU AU3apTPUM € LEIbI0 NONIEpKaHUS IOABM)KHOCTH,
MPEeOTBPALECHUS] BTOPHUYHBIX OCJIOXHEHHMH, CBS3aHHBIX CO CIIACTUYHOCTBIO U
HEMOJIB)KHOCTBIO, a/IallTallii K TMOBCEJHEBHOW JKHU3HM, YIYUILIEHUS KauecTBa KU3HU U
BOCCTaHOBJICHHs OoJbiieit HezaBucumoct [2], [110], [111], [112]

YpoBenb  yOenurTenbHocTH  pekoMeHgamumii C  (ypoBeHb  [10CTOBEPHOCTH

0KA3aTeJbCTB — 4)
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5. lIpodpuiaakTuka U IMCNAaHCEPHOe HADJIIOeHUEe, MeIUIIMHCKHE MOKA3aAHUS U

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

CmeneHb 8bIpaAdCEHHOCMU KIUHUYECKUX NPOSAGIEHUU U NPOSHO3 3A00Ne8AHUSL MOdCem
CyuecmeeHHo 8apbuposams oadice 6 npeoenax o0Hou cemvu. Bozmooxcnocmu mepanuu X-AJ1/ 6
Hacmosiujee 8peMsl 8eCbMd OZPAHUUEHbL, 8 CEA3U C YeM MeOUKO-2eHeMULEeCKOe KOHCYIbIMUPOBAHUEe
cemetl, OMAZOUWEHHBIX OAHHBIM 3000]1e8aAHUEM, AGIAENCI IYYUUM CPeOCMEOM NPODUIAKMUKU
OonesHu, cokpawas 6epoSMHOCMb NOAGIEHUs HOBbIX cayuaes. [locnie ycmanoseieHus ouacHo3a
nayueHmy uiu e2o OQUYUATbHbIM NPeOCmA8UMENiIM, YeaecooOpasHo 0Opamumscsa Ha npuem
(koncynemayuio) epaua-cenemuxa ¢ yenvlo 00CYHCOCHUST 2EHEMUYECKUX PUCKO8 8 CeMbe,
B03MOJICHOCIEN — CeMeUH020  CKPUHUHea, a makdce 00po0o6ol  (NpeHamaibHOU U
NPEUMNIAHMAYUOHHOU) OUACHOCMUKU. J{ucnanceproe Habuooenue u ledeHue Conymcmeyoujell
nAmMon02UU U OCLONCHEHUll 3a001e8aHUS NPOBOOSMCA NO COOMEEMCMBYIOUUM KIUHUYECKUM

PEKOMEHOAYUSIM.

e Pexomennyercss mnpueMm (KOHCYJbTallMsl) Bpaya-reHETHKA JICUCOHO-TUArHOCTUYCCKUN
NIEPBUYHBII M TOBTOPHBIM BCEM MalMeHTaM ¢ MnoArBepxkaeHHoON X-AJIJ[ ¢ menbro
MPOBEJICHUS MEMKO-TEHETHUECKOT0 KOHCYIIbTHpOBanus [2], [64].

YpoBenb  yOenutenbHocTH  pekoMenaaumii C  (ypoBeHb  [10CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

KomMmenTapumn: @ pavkax meouxo-eeHemuyeckoeo KOHCYIbMUPOBAHUS NAYUEHMO8 C
NOOMBEPHCOCHHBIM OUACHO30M OOJIHCHBL 00CYHCOAMBCSA BONPOCHL O MUNE HACIe008AHUS
3a601€8aHUSA, BO3MONCHOCHSX NPOBEOCHUSI CEMEUH020 CKPUHUHEA (8 MOM YUCTe C Yelblo
BLISIGNICHUSL  2eMEPO3USOMHBIX  IHCCHUJUH-HOCUMETbHUY),  BO3MONCHOCHSX 00POO0BOT
ouazHoCmMuKy u npoguiakmuky OdalvHelulel nepeoadyu 3a00N1e8anus 6 cemve, OJis
npuHamus cembell 000CHOBAHHLIX MEeOUYUHCKUX U JudHblX peutenutl. Ilpoeedenue
CeMEeH020 CKPUHUHEA U DAHHEe 2eHeMmuyecKoe mMeCmuposanue MAaibyukos NO3601Um
8bIABUMb 3a00Ie6aHUe HA OOKIUHUYECKOU UTU PAHHel KIUHUYECKOU cmaouu 60ne3HU u
pewums 80npocyl 0 8blOope Haubonee Ihdekmusnoco memooa mepanuu. I[Iposedenue
00p000BOLL OUACHOCIUKU BO3MONCHO MOILKO HA NAMO2eHHble/ 8ePOSAMHO-NAMOEHHbIE
gapuanmol, NPUSHAHHbIE KAY3AMUBHBIMU ) KOHKpemHoz2o nayuenma. Ha ocnoeanuu
8apPUAHMOB C HEACHbIM KIUHUYECKUM 3HAYEHUEeM Helb3sl NPUHUMAMb KIUHUYEeCKU
3HAuUMble peueHus (8 mom ducie, 80Npocbl 00POO08oU ouazHocmuxu). Yyumovieasn X-
CYENJIeHHbIll MUn HACIe008AHUSA, He UYenecoobpasHo o06ciedosams omya nayueHma

myascckozo noaa. Ipumepro 93-95% nayuenmos nacnedyiom 3abonesanus om 00HO20 U3
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pooumeneil, moavko okono 5% umerom eapuanmor de NOVO. Beposmuocms nepedauu
mamepwlo 3a60neeanus oemsam: 50% manrvuuxog 6yoym umems 3aboneséanue, 50%
oegouek Oyoym 2emeposzucomuvimu Hocumenvruyamu. Y myacuun ¢ X-AJI/] 100% oegouex
0yoym  ecemepo3ucOmHbiMU  HOCUMENbHUYAMU, 6Ce MAIbYuKu  0y0ym  300pO08bi.
Llenecoobpaszno ob6credosamv mamsb  OONbHOZO NAYUEHMA C YEdblo  BblAGIeHUs
Hocumenvbcmeda. B ciyuae He oOHapydcenus Kay3amuHbIX 6apUuaHmos y pooumeinet
nayueHmos, HeoOXo0UMO YUUMbBIBAMb BO3MONCHOCMb 2OHAOHO20 MO3AUYUIMA Y
pooumeneli npu  NIAHUPOBAHUU  nocledyiowux — bepemennocmeu. Jna  X-AJII
B03MONCHOCIb MAMEPUHCKO20 COMAMUYECKO20/20HAOH020 MO3AUYUBMA COCMABIAEm
oxono 13%. Heobxooumo yuumeigamo, umo y 2emepo3ucomublx HCeHuuH-HOCUMeENbHUY
CUMNMOMbBL 3A001€8AHUA MO2YM 0eOIOMUPOBATb 80 83POCIOM 803pACHIe, A KOHYEHMPAayUsl
O/JL’KK 6 naasme kposu modicem dvims HopmanvHot y 20%.

Pexomenayercst aucriaHcepHbIi mpueM (OCMOTpP, KOHCYJIbTAlMsI) Bpaua-TeHETHKa
nanueHTam ¢ noarsepxkaeHHoi X-AJlJ] ¢ uenpio onpeaeneHus NokazaHUil K HA3HAYEHUIO
JIUETOTEpaud W CHEIHATU3UPOBAHHOTO MPOJYKTa JIe4eOHOro MHUTaHUs, AajbHeiIien
oLleHKU 6e30macHOCTH YPPEKTUBHOCTH, ONIPEACIICHHS TOKA3aHU K KOPPEKIHH 0361 HITH
OTMEHE.

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

Kommenrapmii:  paccmampueaemcs  6onpoc o Hazwauenuu — Ouemomepanuu  u
CReyuanu3upo8aHHo2o0 NPooyKma aeuyebHo20 numanus macio Jlopenyo nayuenmam c 2
nem ¢ beccumnmomuou gpopmou X-AJ/] unu na pannux cmaousx yepebpaiorvix opm X-
AJIIl, npoeooumcs KoHmponb 3¢hghexkmusnocmu u 6e30naACHOCMU, ONPEOeNaOMCs
NOKA3aHUA K KOPPeKYuro 003bl CHeYUudIusupo8aHHo20 NpooyKma JiedebHO20 NUmaHus

Mmacio JYopeHuo Uujiu e2co ommeHre.

PexomMennyercss mpoBe/leHHME MarHMUTHO-PE30HAHCHON ToMorpaduu TOJIOBHOTO MO3ra
ManueHTaM ¢ MOATBEPXKACHHbIM nuarHozoM X-AJIJl B paMkax JUCHaHCEPHOTO
HaOJTIOJICHNUS, C 1IETIbI0 OLIEHKH MPOTpecCHpOoBanms 3adosieBanus [78].

YpoBenb  y0enuTebHOCTH  pekoMeHaauuii A  (YpoBeHb  [10CTOBEPHOCTH
A0KA3aTeJbCTB — 1)

KommenTapuu: wuapkoz — no noxazanusm (06wyro anecmesuio yenecooopasto
UCNONBL306aMb 00 MeX NOp, NOKA NAYUEHM He CMONCEM NeHCAmb HeNOOBUNCHO 80 8PEMSL
uccneoosanus). Hsmenenus MPT o06viuno npedwecmayrom HeBpONOCUYECKUM U

Hetipouzuonocuueckum uzmenenusm, nosmomy MPT umeem uckmouumenvHyio
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sascHocmu 0151 oocnedosanus bonvrvix ¢ BC AJI]], 6visigieHHbIX 8 OMACOUICHHBIX CeMbSIX
[79]. C 12 mecayes 0o 3 nem yenecoobpazno nposodums exnce200HYI0 OYEHKY CHUMKOS, C
3 00 12 nem — kasicovie 6 mecayes, ¢ 12 nem — edxce200HO.

Pexomenayercss  AuMCIaHCEepHBIH — NpUEeM  Bpada-HEBpoJora  MHAalMeHTaM  C
MOJTBEPKICHHBIM Tuarno3zom X-AJIJl, ¢ mienpto onpeaeneHus noka3aHuil 1 Ha3HaYCHUS
COOTBETCTBYIOIIEH MMATOr€HETUYECKOW M CHMITOMATUYECKOM Teparuu U KOHTPOJS ee
apdexruBHocTH [2], [64].

YpoBenb  yOeauteabHocTH  pekoMenaaummii C  (ypoBeHb  J10CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

Pexomenayercst MCHAHCEPHBIM MpHeM Bpauda-J€TCKOrO SHJOKPHHOJIOra/ Bpayda-
SHAOKPUHOJIOTA TMAallMeHTaM C MOATBEPXKACHHBIM auarHozoM X-AJIJI ¢ 1menbro
HAOJIO/ICHUs, OLIGHKH COCTOSIHHUS, CBOEBPEMEHHOW JIHMArHOCTHKH HaJAMOYeYHHUKOBOM
HEJ0CTATOYHOCTH, Ha3HAUCHUS 3aMECTHTEILHOW TOPMOHAIBHON TePaIllii U KOHTPOJIS €€
a3 exkTuBHOCTH, TpH HeoOxoauMocTH [2], [64].

Yposenb  yOeanureqnbHocTH  pekoMeHgamuii C  (ypoBeHb  [10CTOBEPHOCTH
A0KA3aTeJbCTB — 5)

KommenTapuu: rabarooenue yenecooopasno ocyuwjecmensaims kKadxcovle 6 mecayes 00
oocmudcenusi 10 nem, oanee — excecoono [2]. Ipusnaxu nopasxcenus HAONOYEUHUKOS
MO2Yym npeoulecmeosams He8poJIO2UYeCKUM CUMAIMOMAM, NOIMOMY 6CeM NAYUeHmAM
MYIHCCKO20 noa ¢ HescHot smuonouett HH yenecoobpasno nposedenue ouazHocmuxu 0is
ucknrouenus/ noomeepicoenuss X-AJI/ (onpedenenue yposus OHLIKK). Tounwiii ouacrnos
6 ciyuae (MHH neo6xo0um 0Jist npo2HO3Uposaniusi OaibHeliue20 pa3eumust 3a001e6anusl,
onpeoeneHus MaKmuky HaOI00eHUs. U 2eHeMULECKO20 KOHCYIbMUPOBAHUS CEMbLL.
Pexomenayercsi AMCIIaHCEPHBI TMPHEM Bpada-IeTCKOTO0 JHAOKpUHOJOra/ Bpadya-
SHAOKPUHOJIOTA MAIleHTaM C MOATBEPkKACHHBIM nuarHo3oM X-AJIJ] Bcem manueHTam c
MOATBEpPKIAeHHBIM nuarHo3oM X-AJIJ[ B 14 meT ans OIEHKH MOJIOBOTO PAa3BUTUS H
MCKJTFOUEHUS TUIIOTOHAIN3Ma TIPU OTCYTCTBHH BTOPUYHBIX TOJIOBBIX MPH3HAKOB [64].
YpoBennb  yOenutenbHocTH  pekoMenaaumii C  (YypoBeHb  J0OCTOBEPHOCTH
A0KA3aTEJbCTB — 5)

Kommenrtapmii: uccredosanue obueco mecmocmepona, 1omeuHusupyouje2o 2opmond,
GDOoNNUKYIOCMUMYIUPYIOUE20 20PMOHA 8 KPOBU NPOBOOUNCS NO NOKA3AHUSIM.
PexomenayeTesi qUCTaHCEPHBIA TIPHEM Bpadva-ypoJiora MardeHTaM ¢ MOATBEeP K ICHHBIM
nuarHo3oMm X-AJIJl, ¢ uenpr0 Ha3HAYECHHUS CUMITOMATUYECKON TEepanuu U KOHTPOJIS €€

3 PeKTUBHOCTH, TpH HeoOxoauMocTH [2], [64].
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YpoBenb  yOeaureqabHocTH  pexkoMeHaaumid C  (YypoBeHb  J10CTOBEPHOCTH
0KA3aTeJbCTB — 5)

KommenTapuu: wnaubonee axmyanvbHo O 63pOCIbIX NAYUEHMOE8 C QEeHOMUNom
aopeHnomuenoHetiponamuu. Mozym Hab100amvcs maxue oCl0NHCHEeHUsl, KaK Helpo2eHHbllL
MOUeBOll NY3blpsb, HedepiHcanue MOyl U IPeKMUNbHASL OUCHYHKYUSL Y MYHCUUH.
Pexomenayercsi uCHaHCEpHBIM IPUEM  Bpaya-racTpO’HTEPOJIOra IMALMEHTaM C
MIOATBEPKIEHHBIM 11arHo3oM X-AJIJl, ¢ enbro Ha3HaYeHUs] CAMITOMAaTUYECKON Tepanuu
U KOHTPOJIS ee APPEKTUBHOCTH, TIPH HeoOxoqumocTH [2], [64].

YpoBenb yOeaureqabHocTH  pexkoMeHaaumidi C  (YypoBeHb  J10CTOBEPHOCTH
JA0KA3aTeJbCTB — 5)

KommenTapuu: mozym nabnooamscs paccmpoiucmea x#ceiy0ouHOo-KUUEeYHo20 mpaKkma,
HEKOMOpbIM NAYUeHMAaM MOdHcem nompeb0o68amsbcsi HympumueHas N0O0epI*CKA.
PexoMenyercst TuCIaHCEPHBIN IPUEM Bpava-TiequaTpa/ Bpada-TeparneBra/ Bpada oOmen
MPaKTUKU TAlMEHTaM C TOATBEPXKACHHBIM auarHo3om X-AJIJ[, ¢ 1enpi0 OLIEHKH
COCTOSIHUS, Ha3HAUEHUSI CUMITOMATUYECKOW TEparuud U KOHTPOIs ee 3(PpPeKTUuBHOCTH,
npu HeoOxoxumoctH [2], [64].

YpoBenb  yOenutenbHocTH  pekoMenaaumii C  (ypoBeHb  [10CTOBEPHOCTH
JI0KA3aTeJIbCTB — 5)

Pexomenayercsi TucCnaHCEpHBIM NpuUeM Bpaya-licuxuaTpa/ Bpada-licuxuarpa JETCKOTO
MalUeHTaM ¢ TOATBEPXKIEHHbIM jnuarHo3oM X-AJIJl, ¢ 1enp0 Ha3zHAYEHUS
CHUMIITOMATHYECKON Teparnuu ¥ KOHTPOJIs ee 3PPEKTUBHOCTH, PH HeoOXxoaumoctu [2],
[64].

YpoBenb  yOenutenbHocTH  pekoMenaaumii C  (ypoBeHb  [10CTOBEPHOCTH
JI0KA3aTeJILCTB — 5)

KommenTapuu: napyuienus nosedenus, azpeccugHoCmy, IMOYUOHANbHAS 1AOUTbHOCY,
KOCHUMUBHblE HAPYULeHUs. MO2YM HAOI00amsvcsi Kak y Oemel, Max U y G3POCiblX
nayueHmos.

Pexomenayercst nucriaHCepHBIN MPHEM Bpada-TPaBMATOJIOra-opToNena MalleHTaM C
MOJATBEPKJICHHBIM AuarHo3oM X-AJIJl, ¢ 1enpr0 nOpoBeACHUS CUMITOMATHYECKOTO
JICYCHHUS ¥ KOHTPOJIs ero 3 dexkTuBHOCTH, pu HeoOxoaumocTu [2], [64].

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

KommenTapuu: nexomopuvim nayuenmam modcem nompedo8amvbcs opmoneoudeckas

noooepoicKa.
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Pexomenayercss mipueM (KOHCYJIBTAIlMs) MEAMIIMHCKOTO JIOTOIEAA TIEPBUYHBIA H
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)

Pexomenayercss mpueM (KOHCYJbTAIlUs) MEIUIIMHCKOTO IICHX0JI0ra/ HEHpPOIICHXO0JIOTa
MCPBUYHBI M TOBTOPHBIA (MPU HEOOXOJAMMOCTH) IAlMEHTaM C IOJITBEPIKICHHBIM
nuarao3oM X-AJI/l, ¢ 1enbio ICHUX0a0rHuecKoi moaepkku [2], [64].

YpoBenb  yoOenutTeabHOCTH  pekomeHmanmii C  (YpoBeHb  IOCTOBEPHOCTH
JA0KAa3aTeJIbCTB — D)

KomMmeHnTapum: cembu Hnyscoaromess 6 npueme  (KOHCYIbmMayuu) MeOUYUHCKO20
nCUXon02a, NOCKONLKY 3a00Nesanue HOCUM NPOSPecCcupyrowull Xxapakmep, HeooOxooumo
NOMOYb NAYUEHM) «NPUHAMbY OUACHO3, AOANMUPOBAMb €20 K JCUHU C meM, 4modbl
MOJICHO — ObLIO  MAKCUMATLHO — Peanu308ams €20 CHOCOOHOCmU K  00V4eHuio u

CaMOCMOSIMENbHOU JHCUSHU 6 OANIbHEUEM.

Pexomenayercs rnprieM (KOHCYJIbTAIUS ) Bpaya M0 NAJTHATUBHOW METUIIMHCKOM TOMOIIN
Je4e0HO-TMarHOCTHYSCKUN TEPBUYHBIN U TOBTOPHBIN (TIpU HEOOXOIMMOCTH) TTAI[UCHTAM
¢ X-AJIJ] ¢ uenbio ynyuineHus kauectna sxu3znu [104], [105].

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

KomMmeHTapuu: naniuamuenas nomowsp OO0JNCHA HAYUHAMBCA NOCAe NOCMAHOBKU
0UacHo3a U OO0JIHCHA NPOOOJIHCAMBCS HE3ABUCUMO OM MO20, NOAyHaem Jjau NayueHm
cneyugpuueckoe neuenue. OCHOBHOU Yenblo padomvl NALIUAMUBHBIX CIYHCO SGNAeMCs
co30aHue 6cex HeoOXOOUMbBIX YCNO8Ull Ol 0DecnedeHus HAXOHCOeHUs NAYUEeHMO8 &
OOMAWHUX YCOBUSX, A HE 8 CMEHAX Ne4eOHO20 YUPENCOCHUs, YMO NO360ASem  YAVHUUMb
Kauecmeo JHCU3HU NAYUEHMO8 U UX ceMell, U CYUEeCMBEHHO CHU3UMb 20CYOAPCMEeHHble

3ampanibl HA NOCMOSAHHOE CMAYUOHAPHOE JIEYEHUE.

Pexomenayercsi manuentam ¢ X-AJIJl ¢ BbIpaX€HHBIM HapyIICHHEM MOJBIKHOCTH
NPOBOANTH NPOMUITAKTUKY MPOJISKHEH U OIICHKY CTEIICH! PUCKA Pa3BUTHS MPOJISKHEH C
LEJBI0 MPEeIoTBpalieH s ux popmuposanus [110].

YpoBenb  ybeauteqbHOCTH — pekoMenaamuii C  (YypoBeHb  /10CTOBEPHOCTH

J0KA3aTeJIbCTB — 4)
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6. Opranu3anusi OKa3aHusi MeJIUIMHCKOI MOMOIIU

[Tammmentam ¢ X-AJIJl, B 3aBHCMMOCTH OT HEOOXOJMMOCTH, MOJXKET OBITh OKa3aHa

MCIUIMHCKAasA IIOMOIIIb JII000r0 BHOa, YCJIIOBUA, (bOpMI)I, npeaAyCMOTPCHHEIX 3aKOHOAATCIILCTBOM

Poccuiickoit @enepanuu.

1)

2)

3)
1)
2)

3)

1)

2)
1)
2)
3)

4)

5)

Iloxa3anusa AJ1 NJIAHOBOM rOCIUTAJIN3AUU B MEAMIUHCKYI0 OPraHu3aluI0 .

[Ipy HeoOXOIMMOCTH MPOBEACHUE JTUATHOCTHUKKA M JICYCHHUS, TpeOYIOIuX
KPYTJIOCYTOYHOT'O MEAUIIMHCKOTO HAOIIOICHNUS;

Heo0xomuMoCTh MpOBENCHUS Pa3IMYHBIX BUJOB JKCIEPTU3 WM OOCIEAOBAHUS B
MEJUIIMHCKOW OpraHu3allud MpU HEBO3MOXHOCTH IMPOBEACHUS WX B aMOYJIaTOPHBIX
YCIIOBUSX, TPeOYIOIIMX AMHAMUYECKOTO HaOMofeHus (B TOM uucie odopMIICHHE
3aKIoueHus (eepaibHOro KOHCUINYMa);

Onenka noka3anuit s nposeaenus TI'CK.

Iloxa3aHusa K BbINMCKE MALMEHTA MOCJIe JIAHOBOM roCIUTAJIN3AIUHT

BBHITIOJTHEHHE T1JIaHa 00CNIeI0BaHUS MAIUEHTA,
MPOBEJICHUE peaOUIUTAIIMIOHHBIX MEPOIPUITUH;

AaHbl PCKOMCHAAIINH 110 I[B.JII:HGIZIHGMY Ha6JHOI[CHI/IIO " JICYCHHUIO.

Iloxazanusa ajas 3KCTpeHHOI7[ roCrnuTaJIM3alMu B MEAUIINHCKYI0 OPpraHu3anuio:

ocTpbie 3a00JieBaHUs, OOOCTPEHHUS XPOHHYECKHX OOJEC3HEH, OTpaBICHUS U TPaBMBEI,
COCTOSIHMS, TpeOyrolre HWHTEHCUBHOW Tepamud W TEepeBOJa B pEaHHMMAllMOHHBIC
OTJIEJICHUsl WJIM OTJEJCHUS MHTEHCUBHOM Tepaluu U JPYrue Yrpoxaroluue >KU3HU
OCTpBIE COCTOSIHUSI), a TakKKe KPYTrJIOCYyTOYHOTO MEAMIIMHCKOTO HaOMIOJCHUU |
MPOBEACHUS CIIEIMATIBHBIX BUJIOB 00CTIEIOBaHUS U JICUCHNS,

HaJIIOYCYHUKOBBIMN Kpus.

Iloka3aHusa K BbINMCKE NALAEHTA MOCJIe 3KCTpeHHOﬁ rocnMTaJau3anvu.

OTCYTCTBHE YI'PO3bI )KM3HH ITALIUEHTA;
OTCYTCTBHE YTPO3bl Pa3BUTHUS OCIOKHEHUH, TPEOYIOIINX HEOTIIOKHOTO JICUECHHUS;
CTa0WJIM3alUsl COCTOSHUST W OCHOBHBIX  KIMHUKO-Ta0OpaTOPHBIX IoOKa3aTesel
MaTOJIOIMYECKOro Mpoliecca o OCHOBHOMY 3a00JIeBaHUIO;

OTCYTCTBHE€ HEOOXOJUMOCTH B TIOCTOSSHHOM BpadyeOHOM U KPYIJIOCYTOUYHOM
MEIUIIMHCKOM Ha0JII0/IEHNU TI0 OCHOBHOMY 3a00JIEBAHUIO;

HEOO0XOMMOCTh TEpeBOJia MallMeHTa B JPYIYI0 MEAWLIUHCKYIO OpPraHM3aldi0 WIH

OTJIeJICHHE MMaIMaTUBHOM ITOMOIIIH.
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7. lonostauTEeAbHAA HHPOpMALKS (B TOM 4HucJie (PAKTOPHI, BJUSIOIIHAE HA

HUCXO0/1 3200J1eBAHUS UM COCTOSIHUA)

MHorue ucciaemoparead orMedaroT 3HaueHHe MPT He TONIbKO B JMAarHOCTHKE, HO U B
nporuosupoBanun tedeHus X-AJIJ] [49]. Loes ¢ coaBt. (2003) oGcnenoBanu 206 OONBHBIX €
nepedpanbHbIMu popMamu (cpemHuii Bozpact 18,5 1. ¢ pazdpocom 1,7-73,8 11.), y 140 u3 KoTOpBIX
nanaple MPT Obumn mpocnexxeHpl B auHamuike (He yumThiBaiuch MPT-uccienoBanus,
nposenennsbie nocie TI'CK). Beiaenwim 5 BapuaHTOB HCXOIHOM JIOKATH3AIMH TOPAXKEHUS OETI0r0
BEIIeCTBa: 1) 3aTbUIOYHO-TEMEHHOE; 2) J00HOE; 3) MopaKeHne KOPTUKOCIIMHAIBHBIX IyTel; 4)
MO3K€4YKOBO€; 5) coueTaHHOE 3aThlIIOYHO-TEMEHHO-I00HOe. CTeneHb MOpakeH!Us OLEHUBAIIH 110
MHOIro0a/uIbHOM 1mikase. [lepBblii ¥ IATHI BapHaHThl HAOIIOJAIUCh UCKITIOUUTENBHO B JIETCKOM
BO3pacTe, BTOPOM U 4ETBEPTHIN — B MOAPOCTKOBOM, TPETUI — y B3pocCibIX OoibHbIX. Ha ocHOBe
JoKaln3auuy U creneHu usMeHnenuidt MPT aBTopsl pa3paboranu popmyibl 1715 IPOTHO3UPOBAHUS
X-AJII. Camoe ObIcTpoe IporpeccupoBaHre HAOII01AI0Ch Y HEMHOTOYHUCICHHBIX OOJIbHBIX S-1
rpynmsl. B 1-# rpymnmne 6picTpoe mporpeccupoBaHie UMENIO0 MECTO B Cllydasix ¢ 0C000 paHHUMHU
n3mMeHeHussMA MPT 1 ¢ KOHTpacTHBIM yCWJIEHHEM 04aroB Aemuenunu3anuu. [locneqauil npuszHak
KOPPEIUpOBall C TEMIIaMH TPOTPECCUPOBAHUA U y OOJBHBIX 2-i rpymmbl. CamMoe MeIeHHOe
IpOrpeccupoBaHre OTMEUEHO Yy O0sbHBIX 3-i U 4-i rpynmn. Takum o0pa3om, IporpeccupoBaHue
u3MeHeHuit MPT 3aBucHT 0T Bo3pacTa OOJIbHBIX, CTENIEHH UCXOJHOI0 HopaXkeHHs (1o OanabHON
IIKaJIe) U €r0 JIOKAJH3aMHi. ABTOPHI MPEUIarafoT MCIIOIb30BaTh IMOIyUYeHHBIE JaHHBIE B 0TOOpe
6onbubIx st TI'CK.

N3menenns MPT rosoBHOro Mo3ra uMeroTcs Takke y 00JIbHBIX ¢ «iepedpanbHoit AMHY,
XOTS XapaKkTep UX WHOM, ueM 1pH 1epedpanbubix hopmax [23], [30], [77].

N3menenns MPT ronoBHOro Mo3ra y reTepo3uroTHbIX HOCUTEIbHUL BO3SMOKHBI, HO PEIKU
— Jlayke TIPY HATMYUHU KIIMHUYECKUX CUMIITOMOB. M3 76 HocuTenbHUIL, 0O0cinenoBanubx Fatemi ¢
coanT. (2003), n3menenust MPT umenuceh y 11, HO muib y 3 UX paclEeHUIM Kak CBsI3aHHbIE C X-
AJIJI: y 1ByX >KEHIIIMH OOHApYXWJIM OYaru AEMHUEINHU3AIIH, KaK y OOJIbHBIX C LiepeOpaibHbIMU
dbopmamu, y Tperbelr c¢ Jserkumu cumnroMamu AMH usmenenus MPT orpanunumnBanuch
KOPTUKOCIIMHATIbHBIMU IYTSAMHU.

OcTpas HaAOYEUHNKOBAast HEAOCTaTOUHOCTD («aIpPEHAIOBBIA KPU3)») MOXKET Pa3BUBATHCS
Kak B je0roTe 3a00seBaHus (TO €CTh, KOT/Ia eIlle O AMAarHO3€ MalMeHTy He U3BECTHO), TaK U YK€
Ha ¢poHe neueHus. [IpuunHON pa3BUTHS KpHU3a Ha (POHE JIeYeHHS] MOXKET OBITh MEPEePHIB B IpUeMe
npenapaToB (yMBIIUIEHHBIH WM HEYMBILIUICHHBIH MPOMYCK), pe3KO€e yBEIHMUeHUE MOTPEOHOCTH B

TOpMOHAX HAJAIIOYCYHUKOB Ha (I)OHe KaKoro-JIm0o N3MEHEHHS B OpTraHHu3Me (CTpeCC, 6OJ'IC3HL).
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7.1 Ucxoabl M IPOTrHO3

Ha ceropnamuuii neHp B 1eIoM ucXxoasl U nporHo3 X-AJlJ[ HeOnarompusTHBbIE.
IIponomkaroTcss Mccaea0BaHUsI HOBBIX METOJOB JICYEHMS, KOTOPHIE, BO3MOXHO, KapAUHAJIBHO
MU3MEHAT cynb0y marueHToB ¢ X-AJIJI.

[IporHo3 3a0oneBaHusi 3aBUCUT OT KJIMHHYECKOW ¢opmel. Llepebpanbubie (popmbl, K
CO’KaJICHUIO, IIPUBOJAT K CMEPTU OOJIBHOTO YacTO B TEUEHHUE HECKOJIBKMX JIET, XOTS BO MHOTHX
cllydasix OT MOMEHTA MepBbIX u3MeHeHus: Ha MPT ronoBHOro Mo3ra 10 rudenu mpoXoasT AeCATh
u 6osee JerT.

[IponomKUTENBHOCTD M KAYECTBO KU3HU B IIEPBYIO OYEPEIb 3aBUCUT OT HEBPOJIOTMUECKUX
HapyILICHUN.

HanmodeunnkoBass HEIOCTATOYHOCTh NPHU IPABWIBHOM JICYHEHHM HE BIIMSET HAa HMCXOJ
3a00NeBaHus, IMOCKOJIbKY 3aMECTHTENbHAsl Tepamus KOMIICEHCHUPYET YTPAaueHHYI (YHKIIHIO
HAAMOYeUHUKOB. TeM He MeHee, OBIBAIOT CIIy4al CMEPTH OT OCTPOH HAaIMOYEYHHUKOBOU
HEJIOCTaTOYHOCTH, CBSI3AHHBIE C HEOKA3aHUEM SKCTPEHHOM MEIMIMHCKON nmomoiu. Hampumep,
€CIIM KpHU3 pa3BUBACTCA Yy NAUMEHTa C TSOKEIBIMA HEBPOJIOTMYECKMMM HApYLICHUSAMH, a
KIIMHUYECKHE CHUMITOMBI KpU3a BOBpEMSI HE pACMO3HAIOTCA OJIM3KUMHU, KOTOpBIE 32 HUM
yxaxuBaroT. Mnu B ciyyae BHE3aHOM MOTEpU CO3ZHAHUS HA yIUIIE UK B OOIIECTBEHHOM MECTE.

[TanmenTam, KOTOpble BEAYT aKTUBHBIN 00pa3 *HU3HU, 11€J1eCO00pa3HO HOCUTH OpacIieThl
Wi WH()OPMAIMOHHBIE KapTOYKH, T/I€ YKA3bIBACTCS WX MEPCOHAJIbHBIC JaHHBIC M CBEACHUS O
3a0oneBanuu. MHdopmamus, koTopas AOKHA OBITh OTpa)keHa B KapTOuKe: MM, (GaMHIIus,

JAUarHo3s, TCJ'IC(i)OH AJIs1 CBA3U C OJIM3KUMH HITH BpavuoM.
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Kpurepuu oneHky kayecrsa MeJUIMHCKON NOMOLIHU

KpnTeplm OLICHKHU KaYecTBa HepBl/I‘IHOﬁ MeI[l/IKO-CaHI/ITapHOﬁ nmomMomm

Ne OueHka BbINOJTHEHUS
Kputepuu xkauecrBa
(1a/Her)

1. | BbInosiHeH KOMIUIEKC MCCIIEIOBAHUM ISl AMArHOCTUKH X- na/HeT
CLEIUICHHOI afipeHoeikoaucTpodun (oOnpeeneHue ypoBHs
OMIDKK wmeromom ra3oBoil xpomatorpadgum  macc-
CHEKTPOMETPHH IJIa3Mbl KPOBH)

2.| BbimonHeHO MOJEKYISAPHO-TEHETHUYECKOE HCCIe0BaHUe na/HeT
rera ABCD1

3. | [IpoBeaeH npueM (KOHCYJIbTAIKs ) Bpaya-reHETHKA JIe4eOHO- Ja/HeT
JUAarHOCTHYECKUH IIEPBUYHBIN U TOBTOPHBII

4.| IlpoBegen mnpueM (KOHCY/IbTAllUS) Bpadya-HEBPOJIOTa Ja/HeT
Je4e0HO-AMarHOCTUYECKUI NEPBUYHBIN U TOBTOPHBII

5.| IlpoBegen  mpueM  (KOHCyJbTalMs)  Bpaya-AETCKOTrO Ja/HeT
9HIOKPUHOJIOTA /Bpada-3HI0KpUHOJIOTa ne4eOHo-
JMArHOCTHYECKUI IEPBUYHBIN U MOBTOPHBIN

KpnTeplm OLICHKHU Ka4YecTBa CIIeHI/IaJII/IIiI/IpOBaHHOﬁ MeIlHIII/IHCKOﬁ noMmommu

Ne OueHka BbINOJTHEHHUS
Kpurepun kayecrsa
(na/uer)
1. | IIpoBeneHa MarHUTHO-PE30HAHCHASI TOMOTPaQHs TOJIOBHOTO na/Her
MO3ra
2. | IlpoBeneHo HCCIIeIOBaHNE o0miero KOpTHU30J1a, na/Her
a/IpeHOKOPTUKOTPOITHOTO TOPMOHA, 3JIEKTPOJIUTOB (Kaius,
HaTpUs) B KPOBH, UCCIIEIOBAaHNE aKTUBHOCTH PEHUHA B KPOBU
3. | [IpoBenena TtpaHcdy3uss TEMOMOITHUYECKHUX CTBOJOBBIX na/HeT
KIIETOK (BBeneHME ayTOJIOTHYHBIX/ AJJIOTEHHBIX
FeMOIIOATUYECKHUX CTBOJIOBBIX KJIETOK Hepudepruieckoi
KpPOBH) ManueHTaM c X-CLIETUIEHHON

anpeHoneikoauctpodueit Ha paHHed craguu OOJE3HH C
1epeOpanbHbIMHI (opMamMu
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IIpunoxenue Al. CocraB padoueii rpynnsl mo paspadoTke U NepecMOTpy

KINHNYCCKHUX peKOMeHIIaHI/Iﬁ

1.

10.

11.

12.

Adexcanaposa Jlapbsa FOpseBHa — nHayunsiii corpyaauk LIKIT «Merabonom» @T'BHY
«MenuKo-TeHeTHYECKU HayYHbIi LIeHTp UM. akageMmuka H.I1. boukosa»

AnuucumoBa Hura BaaumoBHa — K.M.H., Bpau-I€HETHK, 3aBEIYIOLIAs OTAEIIOM
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
«Meauko-reHeTH4eCKUil HaydHbIi [IeHTp uM. akagemuka H.I1. BoukoBay

BapanoB Anekcanap AsnexkcanapoBud — akagemMuk PAH, npodeccop, 1.M.H., T1aBHbIHA
BHEIITATHBIM ClieUaNUCT neauarp Munsapasa Poccuun

BbapanoBa Ilouna BaagumupoBHa — Hayusblii cotpynuuk LKIT «MetaGomom»
OI'BHY «Menuko-reHeTnuecKkuil HayyHbli HeHTp M. akagemuka H.I1. boukoBa»
Bamakmanze Haro IxxymbepoBHa — 1.M.H., podeccop kadenpbl ¢akylIbTeTCKON
neauatpun Macturyra matepuncTBa u gerctea PI'AOY BO PHUMY um. H.U. [Tuporosa
MunznapaBa Poccun (IluporoBckuii YHHBEPCUTET), 3aBelyrollas OTAEIOM Op(aHHBIX
Oone3nedt W NPOodUIAKTHKY WHBaIHAM3UpYyROIUX 3ab0oneBanuit HUW nemuatpuu u
oxpanbl 370poBbs neteit HKI No 2 ®T'BHY «PHIIX um. akan. b. B. [lerpoBckoro»
BounoBa Buktopus IOpbeBHa — 1.M.H., 3aBenyoomas kadeapod oOmed wu
MEIUIIUHCKOW TE€HETHKH MEIUKO-OMOJOTHYECKOro (aKyIbTeTa, 3aBEAyIOIas OTICIOM
KJIMHUYECKON TeHETHKH, Bpau-TeHETHK JIA0OPATOPUU MOJIEKYISIPHOH U OMOXUMHUYECKOM
nuarHoctukn OCIT HUKW nemmatpum u gerckoil xupypruu uMm. akagemuka HO. E.
Benbtumesa ®I'AOY BO PHUMY uwm. H. U. [Tuporosa M3 PO

Boponun Cepreii BaagumupoBud — K.M.H., riaBHbld 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 PycToM0oOBHA — K.M.H., IETCKUI YHJIOKPUHOJIOT JIETCKOTO OT/IEIECHUS
OIyXOJIEW YHIAOKPUHHOW CHUCTEMBI, aHAJTUTUK OT/EJA SMHUAEMHUOJIOTHHA YHAOKPUHOIIATHH,
I'HII P® ®I'BY «HMMUL 3nn0KpuHONOrMK uM. akagemuka M.1. /lenosa» Munsapasa PO
3axaposa Exarepuna IOpbeBHa — 1.M.H., 3aBelyroIas OTIEIOM MOJEKYJISPHBIX
MEXaHU3MOB  HACJEICTBEHHbIX HapymeHud Mertabonuzma @PI'BHY  «Menuko-
FEHETUYECKUM HaydHbId LeHTp UM. akagemuka H.II. boukoBa», uimeH Poccuiickoro
o0miecTBa MEAMLIMHCKUX TEHETHKOB, WIEH €BPOIEHCKOro o0IecTBa MO H3YYEHUIO
HaCJIEICTBEHHBIX Oosie3Hel oOMeHa BeniecTs (SSIEM).

KusieB Anekceii BacuiabeBu4 — j1.M.H., mpodeccop kadeapsl sugokpunosniorun ®I'bOY
BO «Ypanbcknii rocyJapCTBEHHbIN MEIMIIMHCKANA yHUBepcuTeT» Munsnpasa Poccuu;
3asenytouuii O6macTHRIM HIeHTpoM AeTckoi sHpokpuHonoruu 'AY3 CO «ObnactHas
JIeTCKasg KJIMHU4YecKass OoibHUIA»; [J1aBHBIA BHEIITATHBIA JETCKUN CHELHAINUCT-
sHA0KpuHOJIOr Mun3npaBa Poccun no Ypansckomy ®enepansHomy Oxkpyry; I'maBHBIN
BHEIITATHBIN CHIEIaTNCT-AeTCKUI SH0KpUHOI0r MuH3/1paBa CBepATOBCKON 00IaCTH.
Ky3enkoBa Jlwoamuiaa MuxaiiioBHa — 1.M.H., npodeccop, pykoBoautens Llentpa
nerckoit ncuxonesposorun OI'AY «HMMUL] 3n0poBes aerein» Munsnpasa Poccun
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13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

24,

KyueB Cepreii UBanoBuu — axkagemuk PAH, npodeccop, a.m.H., nupekrop ®PI'BHY
«MenuKo-TeHeTUYeCKU Hay4Hbld LeHTp uM. akanemuka H.II. boukoBa», npesuueHt
Accoumanuy MEIUIMHCKUX reHeTUKoB (AMI).

JIsnnna AHacracusi AHApeeBHA — Bpay-HEBPOJIOr, MIIAJUIMI HayyHBIH COTPYAHMK
Ilentpa nerckoii ncuxoneBposorun PI'AY «HMMUL 3nopoBbs nereit»y Munzapasa
Poccun.

MoxpbimeBa Hatanabs I'eoprueBna — akanemuk PAH, n.m.H., npodeccop, HaydHbBIN
PYKOBOJMTENb OTJAEJIEHUS NATOJIOTMM OKOJOLIUMTOBUIHBIX JKEJe3 W HapyluleHUH
MuHepanbHOTO OOMeHa, aupektop I'HI[ PO «®dI'BY HMMUIL sHIOKPHUHOIOTHH WM.
akagemuka U.U. [lenosa»

MuxaiinoBa Cperiiana BuranbeBHa — 1.M.H., npodeccop Kadeapbl HEBPOJIOTHH,
HEHUpOXUpYPrMM U MEAMLIMHCKOW TeHeTuku uM. akagemuka JI. O. banansana
nenuaTpuieckoro Qakynprera u Kadeapsl oOImeld M MEIUIMHCKON TeHETHKU MEIUKO-
ouonoruueckoro ¢akynpsrera PI'AOY BO «PHUMY um. H. U. ITuporoa» Munzapasa
Poccuu (ITuporoBckuii yHUBEpCUTET); 3aBEAYIOIIAs OTACICHUEM METUITTHCKON TeHETUKHI
PJIKb — ¢unuana ®I'AOY BO «PHUMY um. H. U. [Tuporosa» Munsapasa Poccuu.
Hama3zoBa-bapanoBa Jleiiiia CeiimypoBHa — axagemuk PAH, n.m.H., mpodeccop,
3aBenyromas kadeapoi GpaxyabTeTcKoi neanatpun WHCTUTYTa MaTepUHCTBA U JIETCTBA,
OI'AOY BO «PHUMY um. H. U. Iluporosa» Munszapasa Poccuu, pykoBogurens HUN
neauatpuu U oxpansl 370poBbs Aered HKL[ Ne 2 ®I'BHY «PHIX um. akan. b. B.
[TerpoBckOrO», TIaBHBI BHEUITATHBIA JETCKUH CHEIHATNCT MO NPO(PHUIAKTHUECKON
Menuimae MunsnpaBa Poccum, mpesument Corosza mneamatpoB Poccum, mpodeccop
CoBmectHoro Yuupepcutera MI'Y-IIIIU B Hsupwkone (KuTait)

OpaoBa Mapus JIMmurpueBHa — Bpau-1a00paTOPHBI TIEHETHK J1abOpaTopHuu
MOJIEKYJIApHO-TeHeThuYecKkor auarnoctuku 3 ®I'BHY «Meauko-reHeTnueckuii HaydHbIi
ueHTp uMm. akagemuka H.I1. boukosa»

IlerepkoBa Banentuna AJjexkcanapoBHa — akagemuk PAH, a.m.H., mpodeccop,
[VIABHBIM BHEIITAaTHBIA JETCKUM CHENUaIucT SHAOKpuHOJIor MunsnpaBa Poccun,
Hay4HbI pykoBoauTenb MHcTuTyTa nerckoi sHpokpuHonoruu ['HI[ PO ®I'BY «HMUAIL]
SHJOKpHHOJOTHH NM. akanemuka U. 1. JlenoBa» Munznpasa Poccun

HoaknaernoBa Tarbsina BaagmMmpoBHa — K.M.H., Bpayda-HEBPOJIOT OT/AEIEHUS
IICUXOHEBPOJOTMH U HEHpOpeaOMIUTALMKU, CTapIIero Hay4HOro coTrpyaHuka DI'AY
«HMMUL] 3n0poBbs nerein» Munsapasa PO

Pennna Csersiana AdaHacbeBHA — K.M.H., Bpauy-T€HETHUK OTJENa OpraHU3aluu
MenuiuHcko nomomy @I'bHY «Menuko-reHeTH4ecKril HaydHbIi HEHTP UM. aKaJeMUKa
H.II. BoukoBay, uieH Accouuranuyu MEAUIMHCKUX reHeTukoB (AMI)

Pynenckas I'asmna EBreHbeBHa — J.M.H., IJIaBHbIA HAay4YHBI COTPYJHUK HAy4HO-
KoHCynbTaTuBHOrO otnena PI'BHY «Menauko-reHeTHuecKnidi HAay4YHBIA ULEHTP HM.
axkanemuka H.I1. BoukoBa»

CBupuaoBa Basepusi BanepbeBHa — Bpau-reHETHK OT/I€]1a OpraHU3aLMKI MEAUIIMHCKON
nomMoun PI'BHY «Menuko-reHeTHYECKUM HaydHbId LEHTp UM. akaigemuka H.IL
boukosa»

Cemsiukuna Ania HukosiaeBHa — 11.M.H., TJIaBHBIM HaY4YHBIA COTPYAHHUK OTAETICHUS
kimHn4Yeckord reHetnku PI'BY «Mockosckuit HUM nenmarpum u geTckoil Xupypruu
Munszapasa Poccumny, unen Acconuanuu MeTUIUHCKUX reHeTHKOB (AMI')
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25.

26.

217.

28.

29.

30.

Cxopoboraroa Enena BaagumupoBHa — 1.M.H., Bpau-aHECTE3UOJIOT-PEAHUMATOJIOT,
3aBEAyIOIIasl  OTACJIICHWE  TPAHCIUIAHTALMM  KOCTHOI'O ~ MO3ra, PYKOBOJHTEIb
MEXKIUCLUITIMHAPHOTO [IEHTPA OHKOJIOTMH, TEMATOJIOTUH U TpaHcIanTtoinoruu PJIKb —
dunmman ®TAOY BO PHUMY um. H.U. TTuporosa Mun3apasa Poccun

Co3zaeBa Jleit1a CanuxoBHa — K.M.H., Bpauy-IeIMaTp, 1€TCKUM S3HTOKPUHOJIOT, 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 HEMPOTEHETHKH, CIISIIUAINCT OT/AeNIa OpraHu3ali MEAUIUHCKON TOMOIIU
OI'BHY «Menuko-reHeTH4eCKUid HaydHbld [eHTp uM. akagemuka H.II. boukoBay, dnen
Accouuanuy MEIUIMHCKUX reHeTukoB (AMI)

Cymuna Mapus I'eHHagbeBHA — Bpay-T€HETHK, 3aBEAYIOLUIUI OTAECIEHUEM MEIUKO-
reHetudyeckoro KoHcynbtupoBanus ['AY3 CO «KIHMHMKO-AMAarHOCTUYECKUNA 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 CepreeBMY — K.M.H., 3aBEYIOIIMHA JETCKUM OTJEJIEHUEM OIyXOJieh
SHJIOKPUHHOU CHCTEMBI, JIOIEHT Kadeapsl 1eTCKOM dHA0KpHUHOIOTHHU -aradeTomoruu ['HI]
P® «®I'bY HMMUIL] snnokpunosiornu uM. akaaemuka M.1. Jlenosa»

KoH(puuKT HHTEpecoB:

ABTOpBI MOATBEPKAAIOT OTCYTCTBUE (MHAHCOBOW MOAJCPKKU/KOH(IUKTA UHTEPECOB,
KOTOPBI HEOOX0IMMO 0OHAPOI0BATh.
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Ipunoxenne A2. MeronoJiorust pa3padoTki KJIMHAYECKHX PEeKOMEH AN

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.

Onuncanue METOIOB, UCIOJIB30BAHHBIX ISl OLEHKH KauyecTBa M CHJIbl J1I0Ka3aTEIbCTB:
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;

- CUCTeMaTUYEeCKHe 0030PbI C TAOIHIIaMU JOKA3aTENIbCTB.

Onucanwe METOJOB, WCIOJIB30BAHHBIX /IS aHAIM3a JIOKA3aTelbCTB: INPU OTOOpE
nyONmuKaluil Kak MMOTEHIUAIbHBIX HMCTOYHUKOB JIOKA3aTEJIbCTB HCIIOIB30BAHHAS B KaXIOM
WCCJICIOBAaHUH METOJIOJIOTHS U3Y9ACTCs JIJISl TOTO, YTOOBI YOSIUTHCS B €€ BAIMIHOCTH. Pe3ynbrar
W3Yy4YEeHUs BIIMSIET HA YPOBEHb JI0KA3aTEIbCTB, IPUCBAUBAEMBIN TyOJUKAIINH, YTO B CBOIO OYEpE/b,
BIUSET Ha CWIY peKkoMeHianui. [lis MUHUMHU3AlMKM TOTEHIMATbHBIX OIIMOOK KaxXa0e
HCCIIEIOBAaHNE OIEHUBAIOCh He3aBHUCHMO. JIroOble pa3nuuusi B OIEHKaX OOCYXJaTuCh BCei
TPYIIION aBTOPOB B TOJHOM cocTaBe. [Ipu HEBO3MOXKHOCTH JOCTH)KEHHMSI KOHCEHCycCa
MIPUBJIEKAJICS HE3aBUCUMBIN IKCIIEPT.

B naHHBIX KIMHUYECKHUX PEKOMEHIAIMSIX BCE CBEICHMS PAHKUPOBAHBI IO YPOBHIO
JIOCTOBEpHOCTH (A0Ka3zarenbHOCTH) wWin YJ/[ B 3aBUCHUMOCTH OT KOJMYECTBA M KayecTBa
MCCJIEIOBAHMM 1O JAaHHOM MpoOJieMe B COOTBETCTBUM C TaOIHIIAMHU:

Tadauuna 1. [lIkana onieHku ypoBHEH 1ocTOBEepHOCTH qokaszarenbet (Y I1)mns meTonos
JTUATHOCTHKY (IMarHOCTHYECKUX BMEIIATEIbCTB).
YA Pacmugposka
1 Cucrematudeckre 0030pbl UCCIIEIOBAHUM C KOHTPOJIeM pedepeHCHBIM METOJIOM HITU

CUCTEeMAaTUYEeCKUN 0030p paHJAOMU3UPOBAHHBIX KIMHUYECKUX HCCIENOBAaHUN C
IIPUMEHEHNEM METa-aHajau3a

2 OtnenpHBIE HMCCIENOBAHUS C KOHTPOJIEM pedEepeHCHBIM METOJOM WM OT/ACIIbHBIC
PaHJIOMU3HPOBAHHBIE KIMHUYECKHUE WCCIEAOBAHUS W CHCTEMaTUYECKUE 0030pbl
UCCIIeIOBAaHUM  MIO0Oro  au3aiiHa, 32  HMCKIIOYEHHWEM  PaHIOMU3HPOBAHHBIX
KJIIMHMYECKUX UCCIe0OBaHUH, C IPUMEHEHHEM MeTa-aHalln3a
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3 HccnenoBanust 0e3 TMOCIENOBATEIBHOTO KOHTPOJS pedepeHCHBIM METOAOM HITH
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

Tab6auna 2. [llkana oieHKN YpoBHEH JOCTOBEpHOCTH JoKkazarenbcTs (Y 1J])ans meTomoB
npopMIAKTUKY, JICUYCHHS W MEAMLIMHCKOM peadMiIuTaluu, B TOM YHCIE OCHOBAaHHBIX Ha
UCTIOJIb30BAaHUM  TPUPOAHBIX JICUeOHBIX  (PAKTOPOB (mpoumakTHYECKHX, JIEYCOHBIX,
peabMIMTAIIMOHHBIX BMEIIATEIBCTB).

Y11 Pacumdponka
1 | Cucremarnueckuii 0630p PKU ¢ npumeHeHnemM Mera-aHannsa

2 Otnenpabie PKU m cuctematmyeckue o0030pbl McciaeAOBaHUM Jt000TO Au3aiiHa, 3a
uckinoueHnem PKH, ¢ npumeHeHneM MeTa-aHanusa

3 HepaH,I[OMI/IBI/II)OBaHHBIe CPAaBHUTCIIbHBIC HCCJICAOBAaHUs, B T.4. KOI'OpTHBIC
HCCICA0OBaHUA

4 | HecpaBHUTENbHBIE UCCIIEIOBAHNUS, ONIMCAHUE KIIMHUUYECKOTO CIIydasi UJIM CEPUHU CITy4yaes,
MCCJIEJOBAHMSI «CIIY4aii-KOHTPOJIb

5 Hmeercst nuils 000CHOBaHHE MEXaHH3Ma HeﬁCTBHH BMCIIATCIIBCTBA (I[OKJ'II/IHI/I‘ICCKI/IG
I/ICCJIGIIOBaHI/ISI) HJIM MHCHUC DKCIICPTOB

Ta6mumma 3. Illkama oneHku ypoBHeW yoOemurenpbHOoCcTH pexkomennmanui (YVYP) s
METOJIOB MPOPUITAKTHKY, TUATHOCTUKH, JICUCHUS U MEIAUIIMHCKONW PeaOWIMTAlliY, B TOM YHUCIIC
OCHOBaHHBIX Ha WCIOJIB30BAHUM MPUPOIHBIX JIEUEOHBIX (HaKTOpPOB  (MPODHUIAKTHICCKUX,
JTUAarHOCTHUYECKUX, JICYEOHBIX, PEaOMIUTAIIMOHHBIX BMEIIATEIIbCTB).

YYP Pacmugposka

A CunpHas pekoMeHJalus (Bce paccMaTpuBaeMble KpUTEpUH 3PGEKTUBHOCTH
(Mcxofpl) SBISIOTCS BaXKHBIMM, BCE MCCIEJOBAHUS MMEIOT BBICOKOE WU
YIOBJIETBOPUTEIIBHOE  METOAOJOrMYECKOe  KayecTBO, MX  BBIBOABI IO
MHTEPECYIOIINM UCX0JIaM SIBJISIFOTCS] COTTIACOBAaHHBIMM)
B VYcnoBHas pekomeHaalus (He Bce paccMaTpuBaeMble KpuTepuu 3¢ (HeKTUBHOCTH
(McxofBl) SIBIAIOTCA BaXKHBIMM, HE BCE MCCJIEIOBAHUS HMEIOT BBICOKOE WIIH
YIOBJIETBOPUTEIIBHOE METOJI0JIOTMYECKOE KAayeCTBO W/WJIM HMX BBIBOJBI IO
MHTEPECYIOIIMM UCX0JIaM HE SIBJISIFOTCSI COTTIACOBAHHBIMU)
C Crnabas pexomeHaanus (OTCyTCTBUE JI0KA3aTEILCTB HAJUISKAIIETO KauecTBa (Bce
paccMaTpuBaemMble KpUTEpHH 3(PPEKTUBHOCTU (MCXO/IbI) SBISIOTCS HEBAXKHBIMH,
BCE MCCJIEZIOBAHMSI UIMEIOT HU3KOE METOJOJIOTHYECKOE KAUYECTBO U MX BBIBOJIBI 110
MHTEPECYIOIIMM HCX0JIaM HE SIBJISIFOTCSI COTTIACOBAHHBIMU )

Iopsaok 00HOB/IEHHS KINHUYECKHX PEKOMEH A,

MexaHu3M  OOHOBJIGHHSI ~ KIMHUYECKHMX  PEKOMEHJIAIMHA  TpelycMaTpuBaeT  HX
CHUCTEMAaTUYECKYIO aKTyalIn3alrI0 — HE PEKE YeM OJUH pa3 B TPU I'0Jia, a TAK)Ke MPHU MOSBICHUN
HOBBIX JIaHHBIX C TMO3UIMM J0KA3aTE€IbHON MEIUIMHBI MO BONPOCAM JUATHOCTHKHU, JICUCHUS,
NpOPUIAKTUKH W peabmINTalluid KOHKPETHBIX 3a00JIeBaHHM, HAIMUYWA OOOCHOBAHHBIX
JIOTIOJTHEHHU/3aMedaHui K paHee yrBepAEHHBIM KP, Ho He uare 1 pa3a B 6 mecsiieB.
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IIpunoxenne A3. CipaBo4Hbie MaTepHAJIbl, BKJIKYas COOTBETCTBHE

103 JIEKAPCTBEHHBIX MPeNnapaToB, HHCTPYKIUM N0 NPUMeHEHUI0

JJEKApPCTBCHHOI'0 IIperiaparTa

IIpuniaoxenne A3.1. Knaccnuxanmnsa X-AJL.

NOKAa3aHuM K NMPUMEHEHHNIO " HpOTHBOHOKaSaHHﬁ, croco0oB NMPUMEHECHUA N

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
teyenue 10 et
Bospact Hauana 2.5-10 10-21 >21 >18 >18 >1 00b19HO >40
Muenonarust - BO3MOKHa Ha | +/- + + - +
JOKIIMHUYECK
ol craguu
Ilopaxxenue o0mupHOoe o0mupHOe o0mupHOe Banneposckas TEMEHHO- - OUEHb PEIKO;
Geroro BemiecTsa 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
Kalcyse MeHee
pacrpocTpaHe
Ha 4eM y
MYIKYHUH C
AMH
KorautupHbie, + + + - + - OY€HBb PEIKO
TIOBEJICHIECKIE
HapylICHUs
[Mepudeprueckas - penko BO3MOXHa MOTOPHO- MOTOPHO- - +-
Helponarus CEHCOpHad, CEHCOpHas,
MPEUMYILIECTBEHHO MIPEUMYILECTBE
aKCOHAITbHAS HHO
aKCOHAIIbHAS
OHIOKpPHUHHBIE gacto HH gacto HH gacto HH, gacto HH, gacto HH, HH, HH penxo
HapyIICHUS BO3MOKEH BO3MOKEH BO3MOXEH BO3MOXEH (<1%)
MepBUYHBIN MepBUYHBIN MepBUYHBIN NepBUYHBIN
TUIIOTOHA/IN3 TUIOTOHA/IU3M TUIOTOHA/IU3M TUIIOTOHA/IN3
M M
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Ipunoxenune A3.2. YacTora npoBeeHus o0caeq0BaHus y nauneHToB ¢ X-AJIJ{

Hccaenosanusa IlepBonavyanbnas | Kaxnaeie 3 Kaxmaeie 6 Kaxnasie 12 mec. Pa3
OLIEHKa Mec. Mec. B 2 rojga
[Ipuem Bpaya-reHeTHKA X X
AnamHe3 00JIe3HH X
Knununueckuit ocmoTp Bpaua- X X
TepamneBTa/ neguatpa/ BOIT
Pocrt, Bec, OKpyKHOCTb T'OJIOBbI X X
OcMOoTp Bpaya-HEBpoOJIOTa X X
OcmoTp Bpada-3HIOKPHUHOIOTA/ X X X
Bpaya-geTCKOro dHIOKPHUHOJIOTa (mo 10 ner) (c 10 neT)
I'opMoOHanbHBIE HCCIETOBAHUS X X
(mo 10 7mer) (c 10 net)
MPT ronosHoro mo3ra X X X
(3-12 net) (1-3 et u ¢ 12 ner)
KornuruHoe TecTHpOBaHNE X X
(DQ/1Q)
SHMI' X X
OcmMmoTp Bpaua cypaoora- X X
OTOPUHOJIAPUHIOJIOTa
AynuomMerpus X X
OcMOTp Bpaya-opTaapbMoIora X X
OcTtpoTa 3peHus X X
OcmoTp Bpaua-usznoTepanesTa X 4acTOTa — MHAUBUAYAIBHO, B 3aBUCUMOCTH OT TSHKECTH
Omnpenenenne OATIKK X

IIpuioxenue A3.3. [IpuHIUNBI UETOTEPANINH U JO3UPOBKH CIIENNATU3HPOBAHHOIO
npenapara JjieuedOHoOro nutanus maciao Jlopeniuo

1. MacJo Jlopenuo

Bospacr Heo6xoaumoe cpennee | Heobxonumoe  exenHeBHOE
KOJIMYECTBO DHEPTUU B JIEHb | KOMMYECTBO Macina JlopeHmo
(xkxan(kuno/ mKoyIs )/ neHb) (mn) (20% ot cyrouHOi
SHEPreTUYECKON
noTpeOHOCTH)
1-3 rona 1230 (5150) 30
4-6 net 1715 (7160) 45
8-10 met 1970 (8240) 50
11-14 ner 2220 (9270) 55
2. ExenHeBHasi NOTPeOHOCTD KHPaA
Bo3spact Cpennee xonuuecTBO 3Hepruu | OrpaHUYEHNE  MOCTYIUICHUS
B JeHb (kkan(kumo/mKkoyne) | skupoB B aeHb  (15% ot
/neHb) 9HEPIreTUUECKOM
noTpeOHOCTH)
1-3 roga 1230 (5150) 20
4-6 ner 1715 (7160) 30
8-10 ner 1970 (8240) 35
11-14 ner 2220 (9270) 40

3. HwuskoxupoBasi quera:

| PasperieHHbIe POIyKTHI

| HepaspereHHbIe POTyKTHI
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Msico u JoMalIHss ITHLA

DKCTparnocTHOE M$CO
TOBSIZIMHBI, SITHEHKA, WHIIOKA,
KYPHIIbl, CBHHUHBI, HOKUPHBIN
OKOPOK M OCKOH

Xupnsle copra Msica, COCUCKH,
calsIMH

Pr10a «bemass» peida, B ToM uucnie: | PeiOHBIE Maciia, B TOM YHUCIE,
MUKIIA, «MOPCKOM  SI3BIK», | U3~ CapAMHBI,  CKyMOpHH,
Kambasia, KpeBeTKa, TyHell KOITYEHAasl Cebb
Mounoko u MoJiouHble | Hu3koxupoBele ~ MonouyHble | MOIIOKO,  CBIpBI,  HOTYpT
MPOAYKTHI IIPOAYKTBI: MOJIOKO, HOTYpT, | BBICOKOW KUPHOCTH
CeIppl  MeHee, ueM 3%
JKUPHOCTH
Siina B ymepenHom kosimuecTBe

boGoBrie, opexu, ceMeHa

dacoJib, YeueBHIla, rOpox

Opexu, ceMeHa

OpyKThI

Bcee bpyKTHI
UCKITIOYECHHEM,
MNEPCUUCIICHHBIM B KOJIOHKE —
Hepas3pelIeHHbIC TPOIYKTHI).

(3a

ABoOKago0, OJIMBKHU

OBomu Bcee OBOILH — 3a | Uumncsl, sxapeHblid KapToQeb,
HCKIIFOUEHHEM, YKa3aHHBIX B | IOCTOSIHHBIM IPUEM YUIICOB
KOJIOHKE Hepa3penieHHbIC
npoayktel.  HuszkoxupoBsie
YUIICHI (MEHEE 5 rpaMM KUpa B
ymakoBke, u He Oomee 1
YIAKOBKH B JICHb

Kups HuskoxupoBoit Maprapus, | Bce Jkupbl, CIMBOYHBIE U
MIPUMEHEHUE IOJICOJIHEYHbIE ~ Macjaa U
[JIMLEPOTPHUOJICATHOrO Maciia | MaprapuH

Xne0, MaKapOHBI, puc, | Bce copra xneba, makaponsl, | Kykypy3a mis 3aBTpaka c

KYKypy3a, KYKYpY3HBIil | puC, MY4YHbIE U3Jenus, | OpexaMmu

3aBTpaK OOJIBIIMHCTBO COpTOB
KYKYPY3bl 17151 3aBTpaKa

Kexkchbr 1 OUCKBUTHI Huskoxuposbie kekcol/ | JI[pyrue  BUABI  KEKCOB |
OuckBHUTHl (He Oojee, 4yeM 3 | OMCKBUTOB
rpaMMma KHpa CyMMapHO)

[lyaunru u neceptsl Kene, 1wmepber, Mepenra, | MopoxxeHHOE, MOJIOYHBIH
CIIMBOYHO-MOJIOYHBIA MYAUHT, | IYJUHT u JIECEPTHI,

CIaJIKUU 3aBapHOU KpeM

IIPUTOTOBJICHHBIE M3 MOJIOKA
BBICOKOM KMPHOCTHU

Caxap, BapeHbe, I1acTa JIroboit BuA caxapa, mxeM, | lloxonmanHas nacTa,
MapMelIaj, MeJi, CHpoIl apaxucoBOEe MACIO

Cynsl Huskokanopuiiasie Cymnbl-kpema

Hanutkn ®pykToBBIE COKH, Yau, kode, | Kakao, perymaspHsiii npuem
HU3KOXKUPOBOE KaKao HI0KOJIaia
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Ipunoxenune A3.4. Conepxanue OJALIKK B npoaykrax nuraHus

Pr16a, msco, siina,
MOJIOYHBIE TIPOAYKTBI,
0000BEIC

MaxapoHHBIE U3IETHsL, XJIe0 1
3J1aKH

DpyKThI U OBOLLU

Kupsl u macna

Husxkoe COACPIKaHUEC

Huskoe COACpIKaHUEC

Hwuskoe COoACpIKaHUEC

Husxkoe COACPIKaHUEC

(<0.5 mr/100 1) (<0.5 mr/100 1) (<0.5 Mr/100 1) (<0.5 mr/100 1)
Sluynble Oenku 0,007 | Kaprodens, ounmennsii, | 0,096 3enénoe s10110KoO, 0,045 Macio co 0,450
BapEHBIA OYHIIIEHHOE CPeIHEIICIOYCYHBIMHU
TPUTIIUICPUTAMU
O0e3KupeHHoe 0,050 | Kommepueckue XJIOTbS 0,220 I'pudkI, cBEX)UE, 0,055
MOJIOKO JUTS 3aBTpaKa BapéHbIC
Kypunas rpynka 0,060 | Puc mmuHHO3EPHBIH, 0,270 MopKoOBb, 0,061
6e3 KoXkH, xKapeHas BapE&HBIN OYMIIIEHHAS
Kamo0aia, cBexas, 0,068 | IMmennunast Mmyka, 6emas | 0,320 KnyOnuka cBexast, 0,064
KapeHast 0e3 ceMsH
Berunna mocrHas, 0,072 Jp1as 0,066
BapéHas
ToBspKUI CTEHK, 0,083 Tomar, 0,071
MOCTHBIH, )KapeHbII OYHIIIEHHBIN, O€e3
CeMSH
COCHCKH ITOCTHEIE, 0,084 Bumns csexast, 0,077
JKapEHbIE OYHIIECHHAS
ToBsoxwmii papm 0,120 Baknaxan, 0,088
(oxpyrnas 4yacTh), OYHIIICHHBIH,
JKapeHbIil BapEéHbIN
Teopor 1% 0,120 Pemna, ouniieHnas, 0,088
BapéHas
CsunwnHa, mocthas, | 0,130 Iepcuk cBexuid, ¢ 0,091
JKapeHas KOXYpOHu
3enéusrii roporrek, | 0,180 3enéupIii nepert 0,092
3aMOPOKEHHBIH, CBEXUU
BapEéHbIN
Wupeiika, rpyaka 0,220 KnyOHuka cBexas, 0,094
0e3 KOXKH, )KapeHast C ceMeHaMH
Horypr 0,470 CnuBa ¢uonerosas, | 0,160
KITyOHUYHBIH CBexXas, C KOXKypoil
Tpecka cBexas, 0,480 ApOy3 0,160
KapeHast
TrIkBa MycCKaTHas, 0,190

BapéHas
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Tomat cBexuii, ¢
KOXYPOU U
ceMeHaMu

0,290

3enéHplil BUHOTPA,
OUYMILIEHHBINA

0,310

Canar natyk
(xouaHHBIIT)

0,370

bpoxkkonu,
3aMOPOKECHHAs,
BapéHas

0,450

CpenHee conmepxaHue
(<0.5-1 Mr/100 1)

Cpennee conepxanme
(<0.5-1 mr/100 1)

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

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

dacoip NUHTO, 0,590 | Jlomamuwmii x1e0 0,700 3enénoe 00K ¢ 0,500
cBeXas, KOXYpou
3aMOYEHHAas U
BapéHas
Kpesetku cBexue, 0,760 IInunHar, 0,510
JKapeHbIe 3aMOPOKCHHBIH,
BapEéHbIN
Tody 0,850 AGpHKOCHI 0,710
CyILIEHBIE, TYHIEHBIE
Banan 0,780
Bricokoe coneprxanue Bricokoe conepxanue Bricokoe coneprxanue Bricokoe conepxxanue
(>1 mr/100 1) (>1 mr/100 1) (>1 mr/100 1) (>1 mr/100 1)
TOoBsIXKBU COCUCKHU 1,23 Pxanoii xi1e0 1,02 CrpyukoBas 1,48 Moioko 3,33
¢acoun, [IOKOJIaIHOE,
KOHCEPBHPOBAHHAS 00e3KUPEeHHOE
Benbiit x1e6 1,39 Kamycra cBexas, 2,19 Macio caduiopoBoe 5,57
MIPOMBITIICHHEBIH, 03 ChIpast
KOPKH
Benslit x51€6 1,48 Kabauox cBexuii, 2,87 KoxocoBoe macio 5,99
MIPOMBIIIJIEHHBIH, C OYHNIICHHBIN,
KOpKOi BapE&HBIN
Kaptogens ¢ppu 2,29 [onxcomneunoe 8,81
MIPOMBITIICHHBIH, MacJjo
3aMOPOKEHHBIH,
3ane4EHHbIN
Kommepueckue 5,63 ONMBKOBOE Macjo 19,9
IIEJIbHO3CPHOBBIE XJTOTIBS
KaprodenbHbie 9umncht 7,46 Kykypy3Hoe macio 31,3
ApaxucoBoe Maciio 208,4

[Mpumedanue: Tabmuia agantupoBaHa mo gaHabeiM Van Duyn et al. [106]

62




IIpnaoxenne A3.5. Ilpumepst MPT roJsioBHoro mosra nanueHTos ¢ X-AJIJl (pa3Hbie 30HbI

MOpAasKeHus ).
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T2W n3obpaskeHue: MoBBIIICHNE
MHTEHCUBHOCTH CUTHAJIa B
o0acTd BaJMKa MO30JHMCTOTO
TeNla ¥ B 00J1aCTH 3aThIJIOYHBIX
POTrOB OOKOBBIX JKEITYIOUKOB C
JIBYX CTOPOH

T2W wn3o0pakeHue: MOBBIIICHAE
MHTEHCUBHOCTH CHUTHaJa B 001acTH
MepeHUX POroB OOKOBBIX
KeIyJJOUKOB C PaCIPOCTPaHEHUEM
B TOOHBIE OTIEIIBI CIIEBA,
JIeMUETMHU3ALUH 3aThUIOYHBIX
oOyacTel TOJIOBHOT'O MO3TIa € ABYX
CTOPOH
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T2W uzo0paxkeHue: OBBIIICHNUE
MHTCHCUBHOCTH CUTHaja B 00JIaCTH
3aTBUIOYHBIX J10JI€H TOJIOBHOTO
MO3ra ¢ IBYX CTOPOH

T2W unzo0pakeHHE: TOBBIIIEHUE
WHTEHCUBHOCTH CUTHAJIA B
o0JacTu BaJluKka MO30JIUCTOTO
Tena
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T2W uzo0pakeHue: TOBBIIIIEHUE
HMHTCHCUBHOCTU CUTI'HAJIa B
MPOCKIIMH BHYTPCHHEH KarCyJIbl
C IByX CTOPOH

T2W uzo0pakeHue: MOBBILIEHUE
WHTCHCUBHOCTH CHUTHAJIa B
MIPOSKIIMH HOKEK MO3Ta C JBYX
CTOPOH

T2W n3obpakeHue: MoBbIIICHNE
WHTCHCUBHOCTH CHUTHAJA B
TE€MEHHO-3aThIOUHO-BUCOYHBIX
00J1acTsIX TOJIOBHOIO MO3ra ¢
JIByX CTOPOH U BHYTPEHHEH
KarcyJe



Ipuioxkenue b. AlropuTmMsl 1eMCTBUI Bpaya

Knunnueckue npuznaku X-AJIJ]

]

Onpenenenne ypoas OALDKK mna3mbr
kpoBu MetogoMm ['X-MC

Her
YpoBeHb u/ uinm [Iponomxenue
COOTHOIIIEHUE JIUAarHOCTUYECKOr O
OJIIKK ITOMCKa
Jla @
Uccnenosanune rena ABCD1
BruIsaBiIeHEI TATOT€HHEBIE/ [Ipogomxenwue
BEPOSATHO-TIATOT€HHBIE IMArHOCTUYECKOTO
BapHaHThI B TE€HE IMOMCKA
MonuTopuHr
COCTOSIHUS U
CHMIITOMAaTHYECKAas
Tepanus

IIposenenune TI'CK ¢ nocnenyromeit
OLIEHKOM () (hEeKTUBHOCTH
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IIpuioxkenue b1l. AropurM paciiMpeHHOr0 HEOHATAIbLHOI0 CKPMHHHIA HA
X-AJI
FIA-MS/MS — ninaMeHHO-HOHHU3AIMOHHAS TaHIeMHast Macc-criekTpomerpusi, LC-MS/MS

— KHJIKOCTHasI XpoMatorpadusi-mMacc-criekrpomerpus, cut-off — orpesnas Touka.
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Opranu3anuoHHbIE JeiicTBHUSA MOCJe MOATBep:xIeHns: nuarno3a X-AJIJI.

Hean: o0ecneynTh MOJHOE MOAKIIOUCHNE MaIllieHTa K CHCTEME MEIUIIMHCKOM, TCHETHYECKON 1
MICUXOJIOTHYECKON TTOMOIIH, OPTaHU30BaTh AUCIIAHCEPHOE HAOIIOICHHE U 00CIIeI0BaHNE YWICHOB
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/LKMTENbHOCTH  KU3HM TPaXIaH MJAM MX HHBAJMIHOCTH  COTJIAaCHO
[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 TenemenuuuHckoid KoHcyabTamuun (TMK) ¢ ¢denepanbubiM
IKCNEPTHBIH HEHTPOM IS

o Pa3paboTku MHAMBUAYAIBHOIO IJIaHA JIEUEHUsI U HaOJ01eHus (BKIIIOYask BOIIPOC
00 aJUIOTeHHOW TPAHCIUIAHTAIIMH TEMOMOATUYECKUX CTBOJIOBBIX KIIETOK)

HNudpopmupoBanue ceMbu

e Bpigaua pOIlI/ITe.]'lﬂM/ 3AKOHHBIM NMPEeACTABUTECIAM IMMaAaMATKH, BKJIIOYAIOIIECH:

o Kparkoe o0bscHeHHe quarHo3a.

o Ilman o00s13aTeJBbHBIX IUIAHOBBLIX oOcienoBaHuii (nepuoauynocts MPT,
OCMOTPOB ~ Bpauya-HEBPOJIOra,  Bpaya-dHAOKPUHOJIOTA,  OLIEHKAa  (YHKLIUHU
Ha/INOYCYHUKOB, AyJIMOMETPHS U JAPYTUX UCCIICIOBAHUIA).

o KonTakTel oTBeTCTBEHHBIX Bpauel (pernoHanbHbid MI'LL, dpenepanbublil 1IEHTD).

o Huadopmarnus o nuerorepanum (macio JIopeH1o) u ee Havase.

o PexoMeHaanuu no MOHUTOPUHTY COCTOSIHUS B IOMAILIHUX YCIOBHUSIX.

o KoHTakThl oOpraHuzanuil 11 NCUXOJIOTUYECKON MOAIEPIKKH.

o Hanpapienne opuunaabHOr0 M3BELICHHUA/BBINMUCKA B JETCKYI0 NOJHMKJIMHHUKY 110
MeCTY KMTeJbCTBA C PEKOMEHIAIMSIMU IO HAOJIIOACHUIO M SKCTPEHHBIM JIEUCTBHSM IIPH
aJIpEHAJIOBBIX KpU3aX.

O0ciaenoBanue ceMbH

e TI'eHeTMyeckoe KOHCYJIHLTHPOBAHHE CeMbH.

e ObcaenoBanue cudcos (OpaTbeB U cecTep) NMpodaHA.

e OOcnenoBaHue MaTepH Ha HOCHUTENIBCTBO M IPEJOCTABICHUE DPEKOMEHIALMHN 1
POACTBCHHUKOB I1O MaTepHHCKOﬁ JIMHUMH.
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Hpuinoxenue B. Undopmauus 1/ manueHra

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 JUIMHHOLEHOYEYHBIMH >KUPHBIMU KHCIOTaMH)
MOCTYMNAIOT B MEPOKCUCOMBI uepe3 OeNOK, KOTOPbIH Urpaer posib KaHana. [Ipu X-cuenieHHON
aJpEHONICHKOAUCTPOPHUH ITOT OENOK MepecTaeT MPaBHIbHO (YHKIIMOHHPOBATH, B pE3yibTaTe
Yero O4YEeHb JJMHHOICNIOYEYHBIC KUPHBIE KHUCIOTHl HE TMONAJal0T B IEPOKCHCOMBI, a
HAKaruIMBAIOTCS BHYTPH KJIETKH.

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 CHHTE3C CTCPOUAHBIX T'OPMOHOB. K Taxkum OopraHamMm B
HalleM OpraHnu3mMe OTHOCATCA HAAIIOUCUHUKH U AHUYKU.

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

[Ipu BhIsIBIIEHMY 3200J1€BaHUS JAHHBIE O AIUEHTE BHOCAT B DesiepalibHbIil perucTp JIUll,
CTpaJaloUIMX JKU3HEYTPOKAIOUMMU U XPOHUYECKMMM IPOTPECCUPYIOIIMMU  PEAKUMU
(opdanHBIMU) 3200JEBaHUSAMHU, TMPUBOAAIIMMHU K COKPALICHHUIO TPOJOJDKUTEIBHOCTU >KU3HU
rpaxzaad win nux uHBanuaHocTH (Ilocranosnenue IIpaBurenscTa PO ot 26 anpens 2012 r. Ne
403). Oro OpUAMYECKH O3HAa4yaeT, 4TO TOCyAapcTBO OepeT Ha cebs o00s3aTenbcTBa IO
00ecreyeHNIo MaIeHTOB He00X0AUMOM Tepanuen.

Kak nacaenyercs X-AJIJ?

Jlannoe 3aboneBaHHMe TMepenaeTcss ¢ X-XpOMOCOMOHM, TOITOMY Ha3bIBaeTCs X-
CLETUIEHHBIM. B opranuszMe MyX4rHbI UMEETCs BE pa3Hble 0J0BbIe XpOMOCOMBI — X 1 Y (XVY),
a B OpraHuM3Me JKEHIIUHBI aBe Komuu X xpomocombl (XX). bnaromaps namumumio BTOpoil X
XPOMOCOMBI, KOTOpasi HE HECET NTEHETUYECKNX U3MEHEHUH, KIMHUYECKHE MPOSBIICHUS Y )KECHILUH
0oJsee MATKUE WM OTCYTCTBYIOT. Y MY>KUMH TOJIBKO OJTHA, U3MEHEHHas X-XpoMocoMa, U I0O3TOMY
Oyzaer HaOMr01aThCs SpKask 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, 4ro maTOTeHHBIA BapHaHT €l 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 TIepelacTcsl TOJIBKO Y-XpomMocoma (KOTOpas TIpH JIaHHOM 3a00JICBaHWH HE
noBpexaaercs). OgHako, Bce n0o4epr OyayT HOCHUTEIBHUIIAMU JAHHOTO M3MEHEHHOTO T'eHa, W
MOTYT TIepeiaTh €ro MOCIeAYIOMIeMY TOKOJIEHHIO.
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Knununuyeckue nposiBienns X-AJIJI.

B Hacrosmiee Bpems BBIACNAIOT HECKOJBKO OCHOBHBIX (opMm  3abosieBaHUs:
epeOpanbHy0, aIpeHOMUEIOHEHPOIIAaTHIO, H30JIMPOBAHHYIO XPOHUYECKYIO HAITOUYEYHHUKOBYIO
HEJO0CTAaTOYHOCTh. Takke BCTPEUaroTCs cllydyau MpOsiBICHUs 0OJIE3HU y KEHIUH-HOCUTEIbHHUII,
HO OHU MEHEE TSKEJIbIe YEM Y JIMII MY>KCKOTO I0JIa.

[lepBbIMH CUMIITOMAaMHU aIPCHONICHKOAUCTPOPUH Y MaTbUUKa MOXKET OBITh YXYALICHHUE
3pEHMs], KOTOPOE HE KOPPEKTHUPYETCsl C IOMOILBI) OYKOB, IIPU IIOTEPE CIIyXa, IIPU BHE3AIHO
MOSIBUBIIMXCS HAPYLICHUSAX PEYM U IOXOJKH, ITOSBICHUU 3IM30/10B NIOTEpU NamsATU. BO3MOXKHO
pa3BHUTHE CyJOPOT.

IIppu  agpeHOMHENOHEHPONATHM  BO3MOXKHO  HApPYLIEHUE  YYBCTBUTEIBHOCTH B
KOHEYHOCTSIX, 0COOEHHO B HOT'aXx.

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

MoskeT oTMeYaThCsl MOBBIIIEHHAs CKJIOHHOCTh K COJICHOW muie (peOEeHOK eCT COb M3
conmoHku). Heykporumas pBoTa U CyIOpOTH SIBJISIOTCS CHUMIITOMaMH pa3BUTHUSL OCTPOH
HA/IMOYCYHUKOBOM HEIOCTATOYHOCTH.

CuMIiToMBl  OOBIYHO PE3KO YCHIMBAIOTCA Ha (oHE Apyrux 3a00JieBaHUM, BBICOKOH
TEMIIEpaTyphl, CTPECCOBBIX CUTYaIUH.

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 HeBo3MOxkHO. [loaromy s pebenka
COCTaBJIIETCS] MHAMBUYAIbHbIN T1aH HaOroeHus. [ 1aBHas 1eiab — MpeloTBPaTUTh pa3BUTHE
TSKENBIX OCJIO)KHEHUH M 0OHapyxuTh Ha MPT camble mepBble NMpU3HAKU MOpPaXeHHUs! 0enoro
BEIIECTBA MO3rda. [MMEHHO 3TO «OKHO BO3MOYKHOCTEH» — ONTUMAJIbHOE BpeMs Ui
TpaHCIUTAaHTAI[UU TeMOIIOATHYECKUX CTBOJIOBBIX KieToK (TI'CK).

Yro HY7KHO CA€JIATDb, qTOObI nmoATBEPAUTDH }II/IaI‘H03?

[Ipn wamuuuum >xanod HeoOxomuMo oOpaTUTbCS K Bpauy (Bpauy-T€HETHKY, Bpauy-
HEBPOJIOTY, Bpady-dHJIOKPUHOJOTY/ JIE€TCKOMY SHIOKpUHONOTY). [loMUMO KJIMHHYECKOTO
OCMOTpa C HU3MEPEHHEM pOCTa, BECa, OLICHKOW LBETAa KOXHBIX IOKPOBOB U HU3MEPEHUEM
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 MeTona JIHK-mmarnoctuku, mHTEppeTHpyeT
MOJTYYECHHBIE PE3YJIbTAThl, MOATBEPKAAET JUATHO3.

[Ipn HagmOueYHUKOBOM HeNOCTaTOYHOCTH OynyT Bbicokue 3HaueHuss AKTI, kanus,
pPEHMHA U HU3KUE 3HAUYEHHs KOPTH30Jla M HATPHUS KPOBH, YTO MOTPEOYyEeT KOHCYJIbTALMU Bpaya-
JIETCKOT'0 3HJIOKPUHOJIOra/ Bpaya-3HA0KPHHOJIOTA.
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Taxoke 6ynet Heo6xonumo nposectd MPT rosoBHOTO MO3Ta U 351eKTpoHEeHpoMuorpaduio
— OTHU MCTOJbI UCCIICAOBAHUA ITIOMOT'YT OUCHUTL CTCIICHD IMOPAKCHUA HepBHOfI CUCTCMBEI.

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 HAIMNOYEYHUKOBAs HEIOCTATOYHOCTb TpeOyeT oO0s3aTesIbHON
3aMEeCTUTENIbHOM rOPMOHAIBHON Tepanuu, 0e3 KOTopoil peOeHOK MokeT norubHyTh. [Ipomycku
WM 33JCPKKU B IPUEME HAa3HAYECHHBIX N'OPMOHAJIBHBIX IIPENaparoB HENOIyCTHMbI. Ponurenu
JIOJKHBI HAYYUTHCS pearnpoBaTh Ha OCTPhIE CUTYallMH B )KU3HU PeOCHKA  YMETh YBEIIHMUYHUTH 103y
TJIFOKOKOPTUKOHMTHBIX TPETapaToB MPH Pa3BUTHH BUPYCHBIX MH(EKIUH, IPU TpaBMax WIHA MpU
TSYKEJIBIX CTPECCOBBIX CUTYALMSX.

OO0si3aTeNbHO HY)XHO HMMETh B JIOMAlllHEW M TOXOJHOHM amnTeyke HaOOp 3KCTPEHHOM
MOMOIIN — TOPMOHAJIBHBIX MpenaparoB Ajs B/M (Win B/B) BBeAeHUs. HbEKINIO HY)XKHO OyneT
OCYILECTBIISATh B OKCTPCHHBIX CHTYyalUsX (CYIOpOTH, PBOTA, MOTEPsS CO3HAHHWsS) JIO IpHE3la
Opuraibl CKOPOM MOMOIIIH.

K coxanenuto, MeIUKaMEHTO3HOW TEpalud HEBPOJOTUYCCKUX TMPOSIBICHUN Ha
CCTOAHSIIHUKA JEHb He cymectByeT. Ho B Hacrosimee BpeMsl IPOBOIUTCS MHOMXECTBO
KIIMHUYECKHUX UCCIICIOBAHMM, pa3padaThIBAIOTCS KCIIEPUMEHTAILHBIC METOIbI JieueHus. Kpaiine
BRXHBIM SIBJISICTCS MYJbTUIUCIHUILTMHAPHBIN TOAX0A K HAOMIONCHWIO M JICYCHHIO (KOMaH[a
Bpayeil, KOTOPbIE C MOMEHTA MTOCTAHOBKU JUarHo3a OyayT HaOIr0aTh MAlMEHTa).

EnvHCTBEHHBIM CHOCOOOM, IO3BOJISIOUIMM 3aMEAJIUTh WJIM OCTaHOBHUTH MPOTPECCHI0
HEBPOJIOTHYECKON CHUMITOMAaTUKUM MpHU LepeOpaiabHOM ¢opme 3aboneBaHus, SBISETCS
TPaHCIUIAHTAlUs TEMOIMOATUYECKUX CTBOJIOBBIX KJIETOK (TPAaHCIUIAHTAalMs KOCTHOTO MO3ra).
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 HAAIOYEUHUKOBOM HEJOCTATOYHOCTH, JPYI'YI0 CHMIITOMATHYECKYHO TE€paIuIo,
peabunuTanonble MeponpusaTus, kKoHTposbs MPT I'M mpu nmomo3peHun Ha 1epedpanbHYIO
dopmy 3aboneBanus. Llenecoobpazno coOmM01aTh TUETY C HU3KUM COJEPKAHUEM JKUPA.

Taxke HYKHO TIOMHHUTH O HACJIEJACTBEHHOM XapakTepe JTaHHOTO 3a0oJeBaHUs.
[Ipenynpenure Bcex WIEHOB ceMbU 00 3TOM amarrose. I10CKONbKY M3MEHEHHBI T€H MOXET
NepeaBaThCsl U3 TOKOJICHHSI B IMOKOJCHHWE, HEOOXOauMa KOHCYJbTAIMS Bpada-TeHETHUKA IPH
TUTAaHUPOBAaHUH OEPEMEHHOCTH, a paHHSISI JMarHOCTHKA TaHHOTO 3a00JIeBaHMsI CPEIN MaJTbuUKOB
0e3 KIMHUYECKUX TMPOSBICHUI MO3BOJHMT BOBpPEMs MOM00paTh JOHOPA S TPAaHCIUTAHTAIMA
KOCTHOTr0 Mosra. HocurenbHHIIBI M3MEHEHHOTO I'eHa MOTYT TOXKE pa3BUBATh KIMHUYECKYIO
CUMNTOMaTUKy. B ciyuyae BbIsgBieHuss maroreHHoro Bapuanta B reHe ABCD1 y wmarepn,
HE00X0ouMO OOpaTuTh BHMMaHUE Ha HaAJUYME HEBPOJOTHYECKUMX CHUMITOMOB. Y MaTepei
nareHToB ¢ X-AJIJl Moryt Bo3HuMkarh cumnrToMbl nocie 40 ser. CUMOTOMBI MOTYT OBITh
BBIDOKEHBI SIPKO, @ MOTYT OBITh CKpBITBIMH. Cpeam HHUX HaWOOJee YacTO BCTPEUAIOTCS
CIIEAYIOIIME OKATOOBI:  YCTAaJOCTh HOT, HapylIeHWE YYyBCTBUTEIHHOCTH KOXH  HOT,
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«MOJKAIlIMBAaHWE» HOT, HEeIepKaHue MOYM U Kasia. Ciydan HaJllMOYE€YHUKOBOM HEIOCTATOYHOCTH
Yy HOCUTEJIBHHII PEAKH, HO TAKXKE MOTYT OBITh: MPU TOSBICHUU CIA00CTH, BSIIOCTU, CHIKCHUU
paboTOCOCOOHOCTH, U3MEHEHHH I[BETa KOXKHBIX IOKPOBOB, HEOOXOMMO MPOBECTH JUATHOCTHKY
HAJIMIOYEYHUKOBOM HENOCTATOYHOCTU. lIpM Hamuumu HEBPOJOTHMYECKOW CUMIITOMATHKH,
HE00XO0IUMO 00pPATUTHCSI K Bpauy-HEBPOJIOTY JUIsl 0OCIICIOBAHUS U JICUCHUSI.

Kaxk npeporBparuTh Kpu3 HAANOYEYHUKOBOH HEJOCTATOYHOCTH?

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

Bo Bpemst 3a0oseBaHui, CTPECCOBBIX CUTYalluii B HOPME HaJAIIOYEUYHUKU BbIPAOATHIBAIOT
Oosblee KOJu4ecTBO KOpTHU30ia. COOTBETCTBEHHO, VISl IPEAOTBPALLEHUS COJIBTEPSIOLIETO Kpr3a
HE00X0/IMMO CBOEBPEMEHHO PearupoBaTh Ha N3MEHEHHUE COCTOSIHUS peOeHKa — yBEITMUUBATH 103bI
II0JIy4a€MOU TE€PANMK COTIAaCHO PEKOMEHAIMAM Bpaya.
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IMamsaTKA 17151 poaAMTeJIei.
Yro nenarhb, ecyIv IMArHO3 YCTAHOBJICH 110 HEOHATAJIBLHOMY CKPHHMHIY?

Ecmu y pebeHka 10 HEOHAaTaJbHOMY CKPUHHMHTY BBIBICHa  X-CIICTIJICHHAS
azpeHosenkoaucTpodusi, oH OyJeT HaIpaBlieH K Bpady-T€HETUKY, KOTOPbII pa3bsCHUT BaM BCe
pe3yNbTaThl HEOHATAIBHOTO CKPUHHUHTA, MOATBEPKAAIOIIEH JUAarHOCTUKH, PACCKAXKET O PUCKE
3a0oneBaHus uid OJIM3KMX DPOJCTBEHHHKOB W Ha3HAuUT MM oOcienoBaHue. Takke TeHETUK
COCTaBHT IUIaH AajbHEWIIero HabIoAeHNs peOeHKa y Bpauei-ClieuanCcTOB.

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 MAaJIbUMKOB PAa3BUBACTCS Ta WM MHas (hopMa 3a00IeBaHusl.
[To naHHBIM JUTEpaTyphl HAANOYEYHUKOBAs HEJOCTAaTOYHOCTh BO3HUKAET Y 86 % MallbuMKOB,
netckas mnepedpanbHas Gopma — y 35-40% OOJIBHBIX MaNbYMKOB /0 18 JeT, a y OCTalbHBIX
0CTaeTCsl PUCK B3pOCIIOH 1IepedpanbHOoil POpMBI U alpeHOMHUETOHEHPOTIaTHH.

JleBOukH, y KOTOpBIX [0 pe3yJbTaTaM HEOHATaJbHOTO CKPUHMHIA YCTAHOBJIEHO
HocutenbcTBO X-AJIJl, B monaBisionieM OOJBIIMHCTBE CIIy4aeB HE HMMEIOT KIMHUYECKHX
MPOSIBIICHUI B JETCKOM BO3pacTe, HO MO JaHHBIM JuTepaTypsl y 80% NpPOIEHTOB KEHIIUH
Pa3BUBAIOTCSI CUMIITOMBI aIPEHOMHEIIOHEUPOIIATHH BO B3POCIOM BO3pacTe.

[lo pe3ynpraTaM JUMarHOCTUKH, IPOBEACHHON HOBOPOXXKJIEHHOMY, HEBO3MOYKHO
IIPOrHO3UPOBaTh, Kakas UMEHHO (opma 3aboneBaHus OyneT, U Korjga oHa mposiButcs. Jlaxke
YJICHBI OJJTHOM CEMBU MOT'YT UMETh pa3Hble KIMHUYECKHE CUMIITOMBI U BO3PACT UX J1e00Ta.

Ha momeHnT nocraHoBkM nuarto3a X-AJIJl mo HeoHaTaJTbHOMY CKPUHUHTY pEeOCHKY He
TpeOyeTcss HUKaKoe JeUeHHEe, HO MAJIbUYUMKHU HYKJAIOTCS B MOCTOSIHHOM HaOJIOJIEHUU Bpadyeil,
IpEKIe BCEro, SHIOKPHUHOJIOIa W HEBPOJOra, U IMPOBEIECHUH PETYISPHBIX JaOOPATOPHBIX U
MHCTPYMEHTAJIbHBIX 0OCII€OBAaHHM, 1aXe eclii y peOeHKa HET HUKAKHUX Kajlo0 U KIMHUYECKUX
CUMIITOMOB.

Bpau-sHIOKpHUHOIOT JODKEH PEryIspHO HAOMI0JaTh MalbuyhKa C TMEPBBIX 6 MecsleB
KU3HU U TpU HEOOXOJMMOCTH IPOBOAUTH TOPMOHAJIBHOE MCCIIEOBAHHUE AJII CBOEBPEMEHHOIO
BBISIBJICHUS U JICYEHUS HA/IMTOYEYHUKOBOW HEOCTaTOYHOCTH. YacToTa 00ciae10BaHui 3aBUCHUT OT
BO3pacTa peOeHKa 1 OyJeT Ha3HAYaThCs BPauOM-3HJOKPHHOIOTOM.

Poputensm HeoOXonMMO 3HAaTh, YTO HAANOYEUYHUKOBAsS HENIOCTATOYHOCTh MOXKET
NeOI0THPOBATh B BUE OCTPOTO COCTOSIHHS, TaK HA3bIBAEMOI'0 a/IpEHANIOBOTO KpH3a, JaXKe ecliu
HE/IaBHO BBINOJIHEHHbIE TOPMOHAIbHBIE HCCIeIOoBaHMS ObuM B HOpMe. llpm yxyameHun
COCTOSIHUSI peOeHKa U TMOSBICHUH COHJIMBOCTH, cIa00CTH, OTKa3a OT €/1bl, pPBOTHI HEOOXOIMMO

CpOYHO O6paTI/ITBC$I 3a MEIUILIMHCKOMI IIOMOIIIBIO, a MPU NOABJICHUNW HAPYUICHUSA CO3HAHUSA WUIIN
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CyIOpOr BBI3bIBaTh Opuraay CKOpol MenunuHCKod momouu. He3amemmurenbHO cOOOLIUTH
MEIMIUHCKOMY pa0OTHHKY O TOM, 4TO Bamr peOeHOK MMeeT BBICOKMI PHUCK Pa3BHTHS OCTPOU
HAAMOYEUYHUKOBON HEIOCTATOYHOCTH U MPEABIBUTH OCMOTP 3HIOKPUHOJIOTA C PEKOMEHJALUSIMU
110 J1e4eOHOM TaKTHKE MPH Pa3BUTHU KHU3HEYTPOXKAIOIETO COCTOSTHHUSL.

Bpau-neBposior OyneT HabI0AaTh Majb4YKKa C EPBbIX MecseB xku3HU. C Bo3pacTta 2 jer
HE0OX0AUMO peryysipHo npoBoAuTs MPT rosoBHOro mMo3ra — 3TO MO3BOJIUT BBISIBUTH IEPBBIC
MPU3HAKK TOPAXKEHUS OEIoro BellecTBa MO3ra, XapakKTepHble sl LepeOpalbHON (HOpMBI
3a00s1eBaHus, 3300 10 TOro, KaK MOsBATCS cUMITOMbI. YacTtoTra 00Cie10BaHUN 3aBUCUT OT
BO3pacTa peOeHKa 1 OyJeT Ha3HA4YaThCsl BpauyOM HEBPOJIOIOM.

C Bo3pacTa IBYX JIET MAJIBYUKY Oy/I€T peKOMEHI0BaHa AUETa C OTPAaHUYCHUEM KUPOB, U,
B psAe CllydyaeB, Ha3HAUeH CIHEIHAIM3UPOBAHHBIA NPOAYKT J1€4eOHOTO MHUTAHUS — MAaclo
JIopeHLo ¢ 11eNbI0 3aMeIJICHUs] IPOTpecCupOBaHMs 3a00I€BaHHUS.

ITpu BbIsIBIIEHMM 3a00J1€BaHMsI JaHHBIE O MalMeHTe BHOCAT B DeepanbHblil perucTp JuL,
CTpaJaloUIMX JKU3HEYTPOKAIOIMMU U XPOHUYECKMMM IPOTPECCUPYIOIIMMU  PEAKUMU
(opdanHBIMU) 3200JEBaHUSAMHU, TMPUBOAAIIMMHU K COKPALICHHUIO TPOJOJDKUTEIBHOCTU >KU3HU
rpaxaad win ux uaBanuaHocTH (I[locranosnenue [IpaButensctBa PO ot 26 ampens 2012 r. No
403). Oro ropuAMYECKM O3HAa4yaeT, 4YTO TrocynapcTBo Oeper Ha cels oOs3arenbcTBa IO
00€CTIeYeHHIO MAIIIEHTOB HEOOXOAUMOM TeparTHe.

[Ipy BbIBIEHMM y MallbUUMKa IMEPBbIX JIAOOPATOPHBIX IMPU3HAKOB HAIIOYEYHHUKOBOU
HEI0CTaTOYHOCTH W/WiM nepBbix cneunpudeckux aias X-AJI/l usmenenuit Ha MPT ronosHoro
Mo3ra Bpauu OyJqyT Ha3HayaTh TEPAIUIo, JakKe€ MPHU HECMOTPs Ha OTCYTCTBHE KIMHUYECKHX
nposieneHuil. [Ipu HafMO4YeYHMKOBOM HEIOCTATOYHOCTH — 3TO 3aMECTUTENIbHAs TOPMOHAIbHAS
Tepanusi, IpH nepedpaibHON popme — TpaHCIIIaHTAIMsI KOCTHOTO MO3Ta.

PoputensM oueHp BaXXKHO BBINOJHATH PEKOMEHJALMM Bpayeil, HE OTKAa3bIBAaTbCS OT
JIEYEHUs1, CAMOCTOATENBHO HE NIPEPHIBATH €r0. TOJIBKO paHHEE HavajIo Tepaniy NO3BOJIUT CHU3HUTh
PHUCK KU3HEYTPOXKAIOIMIUX IPOSBICHUHN 3a001€BaHMUs.

My>x4rHaM, y KOTOPBIX B HEOHATaJIbHOM Nepuoze Oblia quarnoctupoana X-AJl/l, Ho Ha
HPOTSDKEHUH JIETCKOTO BO3PacTa CUMITOMBI 00JI€3HH HE MPOSBIIINCH, HEOOXOAUMO MPOJIOIKUTh
HaOJr0IeHNe Y SHIOKPUHOJIOTa U HEBPOJIOTa BO B3POCIIOM BO3pacTe, TaK Kak Ha MPOTSHKEHUH BCel
KU3HU COXpaHSAETCS pUCK /1e0I0Ta HAIMOUYEYHUKOBONW HETOCTAaTOYHOCTH, LepeOpanbHOil (hopmbl
Y aJJpE€HOMHUETIOHENPOITaTUH.

JleBoukaM, y KOTOPBIX BBIBIEHO HOCUTENLCTBO X-AJIJ[ 0 HEOHATAJIbBHOMY CKPUHMHTY,
B OOJIBIIIMHCTBE CIIy4aeB He MOKa3aHO CIelHabHOe 00cieioBaHue, HaOII0JeHHE WK JIeYeHHeE.

OIIHaKO, B PCAKUX ClIydasaX y ACBOYCK BO3MOKHO Pa3BUTUC HaAJIMOYECYHUKOBOM HEJOCTATOYHOCTH,
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B CBSI3U C Y€M, MPU MOSIBICHUU Kaj00, XapaKTepHBIX IJIS HA/IMOUYEYHUKOBOW HEJIOCTATOYHOCTHU
(BBIpaKeHHAsI CIA0OCTh, BSJIOCTh, THIIEPIIUTMEHTAIMS KOKHBIX TIOKPOBOB, MOBTOpPHAs PBOTA)
[eIecoo0pa3Ho OOpaTUThCS Ha TpUEeM K Bpady-dHAOKpUHOJOry. B ciydae pa3BuTus
YKU3HEYTPOKAIOUINX COCTOSHUM, IPEABIBUTH TaKUE K€ PEKOMEHIAINH OT 3HIOKPUHOJIOTa, KaK U
MaJbuHKaM.

B Oynymem neBouke HEOOXOAMMO TiepeaTh HHPOPMAIHIO O BBICOKUX PUCKAX POKICHHUS
y Hee cbiHa ¢ X-AJI/], a Takke 0 pucKe MOSIBJICHUS Y HEE CaMOi BO B3pOCIOM BO3pPacTe CUMIITOMOB
aJIpEHOMHUEIIOHEUPOIIATUH B TOM WJIM MHOM CTETIEHU BhIpaK€HHOCTH. C 3TOM 1ENIbIO €11 ToKa3aHa
KOHCYJIbTAllMsl Bpaua-TeHETHKa B IMOJPOCTKOBOM BO3pacTe, MPU BCTYIUIGHHHM B Opak WId
MJIAHUPOBAHUM IE€TOPOKIACHUSI.

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. Llenp 3Toro oOcienoBaHUs — BBIIBHUTH
POACTBEHHUKOB, HWMEIOIIUX JOCUMITOMATHYECKYIO CTaaui0 OOJIe3HM U Ha3HAYUTh WM
CBOCBPEMCHHYIO TEpaluio, a TakKe BBIABHUTH BO3MOXKHBIX HOCHTEICH 3a00JieBaHUS U
MPEIOTBPATUTH TIOBTOPHOE POKJIEHUE OOJIbHBIX JETEH B CEMBbE.

I'pa¢uk nHaOaoaenns nanueHTOoB ¢ X-AJI/l, BBISIBJEHHBIX 10 HEOHATAJIBLHOMY

CKPUHUHTY
MAJIBMUKHA
IMocTanoBKa 6 2 roga 3 roga 10 ner 11 ner 12 ner 13 ner >18 ner
JAUarHo3a MecsileB
Bpau-renetux Bpau-T'eneruk Bpau-renerux
[InanupoBanue
MI'K IIpoBenenue auerorepanuu ETOPOKICHHSE
Bpau- sn10KpUHOIOT Bpau-3n10kpunonor
TOpPMOHANIBHBIE HCCIeOBaHuS | pa3 B 6 MecsIeB TOPMOHAJIBHbIE HCCIEI0BaHMUA 1 pa3 B TOX
Bpau-HeBposor Bpau-ueBpomor Bpau-ueBponor
MPT I'M 1 pa3 B rox MPT I'M 1 pa3 B 6 mecsitieB MPT 1 pa3 B rog
JEBOYKHN
IHocTanoBka Jerckuii Bozpact >18 aer
AMATHO32
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Bpau-renerux

MI'K

Bpau- snnokpuHonor

O6CJ’I€Z[OBaHI/Ie 1 JICUCHHUE 110 KIIMHUYCCKHUM ITOKa3aHUAM

Bpau-renerux
IInanupoBaHue AETOPOKICHHS
Bpau-ueBponor

O6CJ'ICZ[OBaHI/Ie " JICUCHUE 110 KIMHUYCCKUM
IOKa3aHUsAM
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IlamsATKa MO agpeHAIOBOMY KPU3Y

[TarueHT C YCTAaHOBIEHHBIM JUArHO30M X-CIEIJICHHAs —aJlpeHOJICHKOAUCTpOduUs
YIpo>kaem Mo Pa3BUTHIO TSXKEIOTO KU3HEYTPOKAIOIIETO COCTOSIHUSI — aPEHAIOBOT0 Kpu3a!

Bo3moxHO pa3BuTHE aIpeHAIOBOTO KPU3a BO BPeMsl OCTPBIX 3a00JIeBaHUM C MOBBIIIICHUEM
TEMIEPATyphl TeNA, KUIISYHBIX HH(DEKIUAX, TPaBMaX, MOBBIIIEHHON SMOIIMOHAIBHON HAarpy3KH.
Bo3moxHO pa3BuThe Kpu3a Ha (poHe OIaromoiayuyusi B CBSI3H C IIOCTENEHHBIM Pa3BUTHEM
MUHEPATIOKOPTUKOUIHOTO e(hUIInTA.

CuMnTomMbI:

e Peskas c1abocTb, COHIMBOCTD, HapyLIEHHE (TOTEPs) COZHAHUS

e TomHoTa, pBOTA, CPHITUBAHUS

e (OTKa3 oT ednl

e Kunkuii ctyn, 6071 B )KUBOTE

e Cypnoporu

JelicTBUSA poauTe/Iei:

BrI3BaTh CKOPYIO MMOMOIITH, THO0 CAMOCTOSITEIFHO IOCTABUTH peOCHKA B TPUEMHBII TTOKOM
MEAUIIMHCKOW OpraHU3aIiH.

HeiicTBusi Bpayeii:

1. DKcTpeHHas rocuTaId3aIus B CTallioHap.

2. Omnpenenenne HaTpus, Kajaus, TIIOKO3bl KpoBU. Ecnu y mamumenTta panee He Obuia
ycranoBieHa HH HeoOxoaumo mpousBecTH 3a00p oOpasiia KpOBHU Ui MCCIENOBAaHUS YPOBHEH
aJJPEHOKOPTUKOTPONHOI0 TOPMOHA U 00IIero KOPTH30Jia B KPOBHM JO Haudaja BBEIACHUS
TIFOKOKOPTUKOUIOB. [IpM OTCYTCTBMHM BO3MOXHOCTH OBbICTporo 3abopa oOpasia KpoBH
HEOOXOMMO HE3aMEUIMTENIbHO MPUCTYNHUTh K Tepanuu (B CiIy4asx, €Cld TMalUeHT eIe He
HAXOJHUTCS B IEUeOHOM YUPEKICHUN ).

3. HezamemmurenbHO HAYaTh TEPAMUIO

4. DKcTpeHHasi KOHCYIbTAIlMs Bpada-dHAOKPUHOIOra (Bpada-IeTCKOT0 YHAOKPUHOIIOTA)

oyHo uim 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 Tsokectd X-AJI/]

OueHOYHbI HHCTPYMEHT: IIKaja

IIpunoxenne I'1-I'N. IlIkanbl oieHKH, BONPOCHUKYU U APYrue OLleHOYHbIE

Jlokanusauus Tun nopaxkenus BaJyibl

TemeHHo-3aThLUTIOUHOE Oer0e [lepuBeHTpUKYISIpHOE

BELIECTBO LlenTpaibHoE
ITonxopkoBoe
ATtpodus

benoe BemecTBo nepeaxeit [lepuBeHTpUKYIISIpHOE

BUCOYHOU JI0JIH IlenTpansHoe
[TonkopkoBoe
ATtpodus

benoe BemiecTBo 100HBIX 0sEH [IepuBEHTPUKYISPHOE
LlenTpanbHOE
IToaxopkoBoe
ATpodus

Mo3onucroe Telno

Banuk Mo3011cTOro Tena

Koxeno mo3omucroro tena

ATpodust BaJMKa MO30JUCTOTO Tela

ATpodust KoJeHa MO30JIMCTOrO Teja

3puUTENbHBIN MYTh

3puTenbHas Jy4YUCTOCTh

[letsist Meliepa

HaTepanLHoe KOJICHYATOC TCJIO

3pUTEIbHBIN TPAKT

CriyxoBoii myTh

MenuansHoe KoJIeHUaToe TEIO

BeTBb HIDKHETO XOJIMMKA

HaTepanLHaﬂ ICTIIA

Moct

HI/IpaMI/I,Z[aHBHaSI cucrema

BHyTpenHsis kancyna

CIuHHON MO3T

Mo3zxeuok

Mo3zxkeuok

ATpodus

bazanpHbIe radriinu

bazanpHble raHrIIMN

IlepenHnii cnuHOTaIaMUYECKUN
yTh

[lepennuit cniuHOTAJIAMUYECKUN Ty Th

RlRrRrRRRPRR R RRIRRRRIRIR R R RIRRRRPRRIR R R R IR R

Kpurepuu niepedbpanbHoii atpodun

Jlerkas crerneHb

-

CpenHsisi CTeNEeHb

N
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Tsoxenas cTeneHpb 3

CHOuHHON MO3T 1

Onenka Tsokectn X-AJIJ] 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 NOpakeHue; 1, ecnu mopakeHue Wiu aTpodus ObUIM JBYCTOPOHHHMHU.
MaxkcuManbHBIH O0aJT TSHKECTH COCTaBisieT 34; 0ayut >1 cUuTaeTCsa MaToJOTHYECKHM.

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

Paunss craausa MeHee 8 [TarueHThl ¢ TAKUM PE3YJIBTATOM UMEIOT BHICOKHE
IAHCHI HA OCTAHOBKY MPOTPECCUPOBAHUS
3a0oneBanus nociie TT'CK.

IIpornocTuueckunii | >9 3TO NOPOroBOE 3HAUEHHE TSHKECTH IS

nopor MPOBEJICHUsI TpaHCIUIaHTauuu. Pesynbrar > 9

0aJIJIOB acCOLIMMPOBAH € XyALIUM OTBETOM Ha

TPAHCIIJIAHTALMIO M, COOTBETCTBEHHO, C OoJiee
IIJIOXUM ITPOTrHO30M [[JIA MAlUCHTA.

IIporpeccupoBanue | 9-16 VY nanueHToB ¢ UCXOIHO BHICOKUMU OayuiamMu
1I0CJIC TPAHCIUTAHTAIIMM  HAOJIOIaeTCsI
KJIMHUYECKOE U PEHTICHOJIOTHUECKOE YXYAIICHHE

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]
OueHOYHBIM HHCTPYMEHT: IIKaJIa

Conep:xaHue ¥ KJI0OY:

o1
)
=
=

DOyHKIUn

Hapymenus cimyxa/ aHanusa ciayxoBod HHpOpMaIuu

Adazus/ anpakcus

HOTCpSI KOMMYHHKalluKU

Hapymienus 3penusi/ BeIaeHUe moJieii 3peHust

KOpKOBaH CJICIIOTAa

Hapymenue rnoranus

Kopmiienune uepes Ha3oracTpaibHbIN 30H1

Hapymenus 6era/ runeppeduiekcus

Hapymenus Xxoap0bl/ criacTHIHOCTH/ 0€3 MO IePIKKA

NIFRPIRFRPINDNDDNNRPRP W R

Cnactudeckas moxojka (TpeOyeTcsi TOMOIIIh)
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HepeMemeHHe C MIOMOIIBIO MHBAJIMJHOI'O KpECiia

OTcyTCTBUE MPOU3BOJIBHBIX JBHKEHUI

Onu30/161 HelepKaHUA MOYH/ Kasia

[TonmHoe HexepxkaHue MOUM/ Kajia

ONUiIenTUYeCKue NPUCTYIIbI

RPN, WN

MaxkcuManbHbIA 0aiut
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