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Cnucok coxkpameHui

2MAA-KoA — 2-MeTunaneroaneTuia-KoA;

2M3I'b-KoA — 2-metun-3-ruapokculytupui-KoA;

3I'b — 3-runpokcudyTHupar;

3I'b-peruaporenaza — 3-rUAPOKCUOYTUPATACTUIPOTeHA3A;

ACAC — arleToalieTar;

C5:1 — 3-MeTHIKpPOTOHUIIKAPHUTHH;

C50H — 3-ruapoxcun3oBaiepuiIKapHUTHH;

HbALC — riukupoBaHHBIN reMOTTIOONH;

SCOT (succinyl-CoA:3-ketoacid CoA transferase) — cykuunmi-KoA 3-keroarmi-KoA-
tpancdepaza (cykuunmi KoA:3-oxkcokucnotHas KoA-tpancdepasa);

AA-KoA — aneroanerui-koepmenta A;

['MI'-KoA — 3-ruapokcu-3-meTun-raytapui-KoA;

MAT — murtoxonapuanbHas aneroaneTuia-kopepmeHT A tuonasa (T2);
MI'MI'-KoA-cunTtaza — mutoxonapuansHas I MI'-KoA-cunrasa;

HMAT — HelocTaTouHOCTh MUTOXOHPUAIbHON alieToaneTmi-kopepmeHT A tuomassl (T2);
T1 — muToXOHIpHUanbHas 3-kertoanuia-KoA-Tuonasa;

T™C — TaHACEMHasA MaCC-CIICKTPOMETpPHUS.



TepMUHBI U onIpeaeIeHUs

MeraGoanyeckuii KpHU3 — KPUTHYECKOE, YIrpoXKarollee KU3HU COCTOSHUE,
CIIPOBOIIMPOBAHHOE HEOIATONPUIATHBIME (DaKTOpaMu, 00yCIaBINBAIOIIMME YCUIICHUE ITPOLIECCOB
KJIETOYHOTO KaTaboyM3Ma ¢ HAKOIJICHMEM TOKCUYHBIX MPOU3BOAHBIX U MPOSIBIIAIONIEECS OCTPO

BO3HUKIIIEH HIE(AIONaTHeH, TPUCTYIIaMHU PBOTHI, CYJJOPOTaMH.

HeonarajabHbIH CKPMHHUHI — IIPOBCACHNEC MAaCCOBOTI'O O6CJI€I[OBaHI/I$I HOBOPOXICHHBIX
,I[eTeﬁ Ha HauOoJjee PacCIIpoOCTPaHCHHBIC BPOXKACHHBIC U HACJICACTBCHHEBIC 3a005IeBaHus B Oeisax
MMpEaAOTBPAIICHHNA PA3BUTHA TAXKEIIBIX (bOpM 3a00JIeBaHUI A0 Pa3BUTHUA KIIMHUYCCKUX CUMIITOMOB

N CBOCBPECMCHHOI'O JICHCHHA.



1. Kparkast unpopmanus no 3a00,1eBAHUI0 UJIN COCTOSIHUIO (TPYyIIIe

3a200J1eBaHUI UJIM COCTOSIHUI)

1.1 Onpenenenue 3a00JeBAHNUS M COCTOSIHUS (IPYIIbI 32001€BAHNIT MJIM COCTOSIHM)

Henocratounocts mMuTOXOHApPUANBHOM areToaneTusi-KoA-Tnonassl (HEJOCTATOYHOCTD
MAT, HemocTaTouHOCTh OeTa-keToTronassl, Aedunut T2, OMIM 203750) — nporpeccupyroiiee
HacJIeJICTBEHHOE 3a00JIeBaHNEe OOMEHA BEIIECTB, B OCHOBE KOTOPOro JIekKHUT Acdekt reHa ACATL,
CBS3aHHOTO C HapylICHHEM MeTa0oIu3Ma H30JEHIIMHA W KETOHOBBIX TeJI. 3aboJeBaHHE
XapaKTepU3yeTCsl JMHU30/IaMU  KEeTOoalu03a C HAKOIUICHHEM METa0OJIMTOB HW30JICHUIINHA,
00HapyKUBAEMBIX MPH KOJIMUYECTBEHHOM M KaYE€CTBEHHOM aHANM3€ OPTaHUYECKUX KUCIOT MOYH
(2-metmn-3-ruapokcudytupar (2M3I'B), 2-mermnaineroanerar, TUTJIWIMIHAIUH), a TaKKe
MOBBIINICHHEM KOHIICHTPAIMH AlMIKAPHUTHHOB B KPOBU (3-THAPOKCUU3OBAICPUIKAPHUTHH

(C50H) u 3-metunkporonmwikapautud (C5:1)) ¢ runornukemueit wim 6e3 nee [1].

1.2 DTHOJIOrHNSI U NATOreHe3 3a00J1eBAaHHMSI WJIHM COCTOSAHHUA (rpynnbl 3200JeBAHUH WU

COCTOSIHMA)

Hepocratounocte MAT (HMAT) —  »3T0  reHeruueckoe  3abosieBaHME,
XapakTepu3ylolleecs HapylIeHueM KaTaboinr3Ma U30JIeHIMHa U yTUIIN3alui KEeTOHOBBIX TEJ, YTO
mpepacroiaracT K BOSHUKHOBEHUIO SIM30/0B KeToanuao3a [2]. 3aboneBaHue ObLIO BIEpPBHIE
omucano B 1971 romy y 6-meTHero MajibuuMKa C SMU30JaMH METa0OIMYECKOTo aIuao3a |
MOBBIIICHHBIM COJICPKAHUEM O-METUJIAIleToaIeTaTa U o-MeTUI-B-ruapokcudyTupara B moue [3].
XapakTepHble J1Ta0OpaTOpHBIC JTaHHBIC BKIIIOYAIOT BBIPAKEHHYIO KETOHYPHIO U TOBBIIICHHYIO
HKCKPEIHUIO ¢ MOYOH MMPOMEKYTOUHBIX MPOAYKTOB KaTaboIn3Ma H30JIEeHIINHA, TAKIUX KaK 2-MeTHII-
3-ruapokcudytupar (2M3I'b), TurnunrnuuuH u 2-metunaneroanetar [2]. M3BecTHbl ciayuyan
HMAT c ocTpbIiM KeToanu1030M 1 ""MeTaboandeckuM HHCYAbTOM  [1]. BeIsiBIeHre maToreHHBIX
BapuanToB reHa ACAT1 mo pesymbratam JIHK-mmarHocTHKH MO3BOJISIET MOATBEPANTH JAUArHO3
HMAT Ha MONEKyJIsIpHO-TEHETUYECKOM ypOBHE [4].

MeTabonmu3M KETOHOBBIX TEJI HAUYMHAETCS B TEMaTOLMTaX C OeTa-OKUCIEHUS YKUPHBIX
KUCIOT U oOpa3oBaHueMm auetwi-KoA u aneroauermi-kodpepmenta A (AA-KoA). MAT —
dbepMeHT MHUTOXOHAPUATBLHON MaTpullbl — mpeoOpazoBeiBaeT aneTui-KoA B AA-KoA u
HaoOopoT. MutoxonnpuansHas ['MI-KoA-cunrtaza (MI'MI-KoA-cuHTaza) karamusupyer
peakiuio 0o6pazoBanus 3-ruaApokcu-3-meTuia-raytapmi-KoA (I'MI'-KoA) u3 anetun-KoA u AA-
KoA. I'MI'-KoA mox BosaeiictBueM ['MI'-KoA-nmmua3el npeBparaercs B areroaneratr (AcAc),

KOTOPBI YaCTUYHO BOCCTaHaBIMBaeTcs 0 3-ruapokcudytupata (3I'b) 3a cuer akruBHOCTH 3-
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ruapokcudytupataeruaporenassl (31’ b-neruaporenassr) (puc. 1). Keronossie Tena AcAc u 3I'b
B OTCYTCTBUHU TJIFOKO3bl SBJISIFOTCA BaKHBIMM HCTOYHHUKAMHU HSHEPTrUU JUJIsi BHETNEUEHOYHBIX
OpraHoOB, B YACTHOCTH JIJIsl MO3Ta B MIEPUO/IbI HEAOCTATOUHOTO YHeprocHadxkenus. Jlanee AcAc u
3T'b mepeHocsATCS BO BHENICYCHOUHBIE TKAHU Yepe3 KpoBOTOK, e 3I'b npespaimaercs oO6paTHo B
AcAc. Cyknuami-KoA 3-keroanui-KoA-tpancdepasza (SCOT) npeBpariaetr AcAc B AcAc-KoA,
KOTOPBIiA 3aTeM cHOBa pacieruisiercst pepmentom MAT u oOpasyercs anerun-KoA (puc. 1).

B karaGonmm3me wu3oneiinnHa ¢epment MAT oTBewaer 3a mpeBpalieHHe 2-
merunaneroaneTmii-KoA (2MAA-KoA) B ametun-KoA wu  npommonmn-KoA. Peakinuun
npeBpaiienne Turiami-KoA B 2-metun-3-ruapokcuOytupuii-KoA (2M3I'b-KoA) u npeBpaiiienue
2M3I'b-KoA B 2MAA-KoA sBnsitorca oOparumMbimu. locnenHsst peakius karaauzupyercs 2-
mMeTui-3-ruapokcuOytupui-KoA-neruaporenasoii. [lpu  HMAT mnpoucxomuT HakoIIeHHE
2MAA-KoA, 2M3I'b-KoA u turnmi-KoA (puc. 1).

MuTtoxonnpuanbsHas 3-ketoauun-KoA-tuonasa (T1) komnencupyer HMAT B kerorenese,
no3romy HMAT npuBoauT B OCHOBHOM K KETO3Y.

3aboneBanne BO3HHUKAET B pe3ynbrare myrtanuii B rene ACAT1, kogupyromem pepmeHT
MAT. I'ern kapTupoBaH Ha aauHHOM Iuiede 11 xpomocomsr (11g22.3-23.1) u coctout u3 12
9K30HOB, OXBAaTHIBAIOIINX MPUOIM3UTENBHO 27 KO. Ha cerogHsmnuii 1eHb U3BECTHO 110 MEHbIIEH
mepe o 105 myTarusix B reie ACAT1, GOJBITHHCTBO KOTOPBIX SBJISIOTCS MECCEHC-MYyTaIlUsIMH [5].
Tak, kK mpuMepy, B KUTAHCKOW TOMYJISIIMHA MTPeodIaialoT MmaToreHHple BapruanTel ¢.622C>T (p.
R208*), ¢.1006—-1G>C u c.1124A> G (p. N375S) [6], a B uHauiickoii — BapuaHnT c.578T> G
(p-Met193Arg) [7]. Bo BeeTHamMe npeBanupyeT naToreHHslid Bapuant ¢.622C> T (p.Arg208*) [8,
9].

B Hacrosiiee Bpemst reHo-(henotunuueckas koppessiaus HMAT ne ycranosnena [10].

1.3 DnuaemMuoJs10rus 3a00JeBaHusg WM COCTOSTHNS (IPYIIbLI 3200J1eBAHMIT HJIH COCTOSITHH)

Yacrora HMAT B mupe cocTaBiseT mpuOIn3uTensHo | Ha | MUITHOH HOBOPOXKIEHHBIX
[11]. Bo Brername uwactota 3aboneBanus B nepuos ¢ 2005 mo 2016 rr. cocrasmia 1:190,000
HOBOpOXJEeHHBIX [8], a B Kutae mo pesyiapTaraM HEOHATaJbHOTO CKPUHHMHra 16 MHUIUIMOHOB
HOBOpoXxAeHHBIX 4yacToTa HMAT cocraBuia 1 Ha 1 mummon [6]. YacTtoTa BCTpeuyaeMOCTH

HMAT B Poccuiickoii @enepaniii He yCTaHOBIIECHA.
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Pucynok 1. O630p meTabonn3ma KETOHOBBIX Tell M KaTabOoJIU3M U30JeHITNHA.

T2 (MAT) yuacTtByeT B KaTaboa13Me U30JIeHIINHA, KETOI€HEe3€ B [IEYeHH U KETOJIM3€ BO BHENEUEHOUYHbIX TKaHsIX. KoA = kodepment A, 2M3T'b = 2-
meTui-3-ruipokcudytupat, 2M3I'b-KoA = 2-merun-3-ruapokcudytupui-KoA, 2M3I'b-merumporenaza = 2-MeTHI-3-THIPOKCHOYTHpAT
JIeruaporenasa, 2M-areroanerar = 2-metuianeroarnerar, 2M-aneroanetuin-KoA = 2-metunaneroanerat-KoA, 3I'b = 3-ruapokcudyrupar, 31'b-
neruaporenasa = 3-ruapokcudyruparaeruaporenasa, [ MI'-KoA = 3-runpokcu-3-metun-riyrapuin-KoA, 'MI'-KoA-nmnaza = 3-ruapokcu-3-MeTii-
riytapui-KoA-nmmaza, M MI'-KoA-cunTtasza = mutoxonapuansHas ' MI'-KoA-cunTaza, C-KoA:3-keroammn-KoA-tpancdepasza = cykuuami-KoA 3-
keroanmi-KoA-tpancdepasza (SCOT), T1 = muroxonapuanpaas 3-keroanni-KoA-tuonasza, T2 = muroxonapuanbHas amneroanetuin-KoA-tuomnasza

(MAT).



1.4 Oco0eHHOCTH KOAMPOBAHNSA 3200JeBAHNS MJIH COCTOSHNA (rpynnbl 3200J0eBaAHNI HJIN

cocTosinuif) no MeKIYHAPOJHOH CTATHCTHYECKOH Kaaccuukannu 0ose3Heil U npoodJem,

CBA3AHHBIX CO 310POBLEM

Cornacuo MKb-10, HMAT otHocurcs k kiaccy [V — bosie3Hs M 3HAOKPUHHON CUCTEMBI,
paccTpoiicTBY MUTAHMSI U HAPYIICHUIO OOMEHA BEIIECTB.

MKB-10: E71.1 — Jlpyrue Buabl HapylieHUs OOMEHAa aMHUHOKHCIOT C Pa3BETBICHHOMN
LETIBIO.

MKBb-11: 5C50.DY — [pyrue Bubl HapyluieHU 0OMEeHa aMUHOKHUCIIOT C pa3BETBICHHOMN
LENbIO.

OMIM: 203750

ORPHA code: 134

1.5 Kiaaccuduxanus 3a001eBaHNs WINH COCTOSHUS (ITPynnbl 3200JeBAHNHA UJIM COCTOSTHHI)

Knaccudukanus oTrcyTcTByeT.

1.6 Kaunuueckasi KapTHHA 3a00j1€eBaHHMsl WJIH _COCTOsiHMS (Tpynmbl 3a00JieBAHHI WJIH

COCTOSIHMA)

Bospact nauana HMAT Bapeupyer ot 2 nueit 1o 8 ner. ¥ 80% mnanueHnToB 3abosieBaHue
MaHHM(]ecTUpyeT B MepBbIe J1Ba roja *Hu3HU. YacToTa MaHHdecTanuy B HEOHATAILHOM TEpHO/Ie
HU3Kas U He npeBbimaet 3,5% [4].

HMAT xapaxTtepusyercss U3BMEHEHUEM CIEKTpa OpraHMYeCcKUX KHUCJIOT B MOuY€ B BUJE
NnoBbIIEHUST KOHUeHTparuu 2M3I'b, 2-merunauneroanerara W TUTVIWINIMIMHA, a TakKke
MOBBIIIEHUEM KOHIEHTPALUU auuikapHUTHHOB kpoBU (C50H, C5:1). V nogasnstomiero yucia
NalMEeHTOB 3a0ojeBaHue JNeOIOTUPYET OCTPO C pa3BUTHEM MeTa0OJUYEcKOl JeKOoMIIeHCAluu
(kpu3a), TSKEIOro KEeToalua03a, pBOTH, O0E3BOKMBAHMS, T'HIOTOHHM, JbIXaTEJIbHOU
HEJ0CTaTOYHOCTH, CYJIOpOr M Jerapruu. B peaxux ciydasx 3a0oiieBaHuEe JEOIOTHPYET C
IIPOrPECCUPYIOLMMHU HEBPOJIOTMYECKMMH CHUMIITOMAaMM, TaKMMM KakK MbIII€YHAs] TUIIOTOHUS,
CyJIOpOTH, 3aJ€p’Ka MOTOPHOTO pa3BUTHA, pPa3/INYHbIE TUIEPKUHE3Bl (XOpes, MHOKIOHYC),
aTakcus u maparuierus [5, 12, 13-16].

MeTtabonuueckuil Kpu3 0OBIUHO XapaKTEPU3YETCs TXKEIbIM METa00IMUYECKUM alli1030M
(pH <7,0), xeTo30M, HapylLIEHHEM CO3HaHUS M KOMOH. YacToTa 3MH30/10B YMEHbIIAETCS C
BO3PaCTOM M MeXJIy HHUMH 3a0oyieBaHME OOBIYHO NpoTekaeT OeccuMNTOMHO. IIpHcTymbl
KETOoalll/103a 4acTO BbI3BAHBI CTPECCOM: TOJIOJIAHMEM, OCTPHIMHU 3a00JeBaHUSIMH (HAIpUMED,
racTPO3HTEPUT, peCIMpaTOpHbIe 3a00JIeBaHNUA), INXOPaAKoN, nHbekunen u BakuuHanueit [17].

Bo Bpems keroanuporuueckux kpuzoB npu HMAT um3MmeHsercs ypoBeHb IUIIOKO3bI B KPOBH,



Bapeupys ot 0,6 mo 23,3 mmonw/n. Kak mpaBmiio, THMOTIMKEMHUS TMPU KETOAMIOTHICCKUX
npuctynax Berpeuaercs peaxo [18]. U3BecteH ciyuail renetnuecku noarsepxkaieHHoro HMAT c
MHO’KECTBEHHBIMH 3MM30J]aMH T'MIIOKETOTHYECKON TMIOIIMKEMHM B HEOHATAJILHOM U JIETCKOM
Bo3pacte [18]. B Snonun ObuT Tarxke 3aUKCHpPOBAH CIydaidl KETOAIUIOTHYECKOTO Kpu3a IMPH
HMAT 6e3 noseimenust ypous CSOH u C5:1 [19].

VY nauuentoB ¢ HMAT Takxke MOXET OTMEYaTbCs yMEpPEHHas TMIIEpAaMMOHUEMUS U
MOBBIIICHUE MMEUCHOYHBIX TpaHcamMuHa3 [4]. Y HEKOTOPHIX MAlMEHTOB HAOIIOAACTCS CHUKCHUE
CBOOOJIHOTO KapHUTHHA B T1a3Me KposH [15, 20]. B uccnenopanuu nanuentoB ¢ HMAT pasnoit
STHUYECKOU mpuHaiexHoctu [4] y 19,6% nabmionanacek 3anepxka pa3utus (40/204) vacto B
COYETaHUH C HEBPOJIOTHUECKUMU HAPYIICHUSIMU. J|BUTaTENIbHBIC HAPYIICHHS BCTPEYAIUCh B 6,3%
ciy4daes (13/204), u BKIIFOYaIH HApyIICHNE MBIIIEYHOT'O TOHYCAa, XOPEOaTETO3 U MUOKIOHUICCKHUE
TUIIEPKUHE3Bl. DMUIECNTUYECKUE CYAOPOTH BHE KPU30B BCTPEUAIOTCS JOCTATOYHO peako [4] u
CBS3aHBl C IEPEHECEHHBIM META0OJMYECKUM KpU30M. Y €IUHUYHBIX IMalMEHTOB BO3MOKHO
pasBuTHE KapauoMuonaruu [21].

[Ipu mpoBeaeHMM MarHUTHO-pe3oHaHcHOW ToMorpadpun (MPT) romoBHOro wmosra
oOHapy»XuBalOT MoBbiIeHHe T2 curHama B 06imacTu 0a3albHBIX TAHIVIMEB C IMOPaKEHUEM
OJieHOTO 1Iapa, CKOPIYIbl, YeYEBUIICOOPA3HOTO U XBOCTATOTO SJep U YEpHOU cyOcTaHUuu. Y
narueHToB ¢ HMAT HaOmronaercst mopakeHue Hapy»KHOW M BHYTPEHHEH KarcCyJsbl, KOPKOBasi U
MOJIKOPKOBAas aTpodusi OOIBIINX MOTyILIapuii, BOBICUEHHUE CPEIHETO MO3Ta, a TAK)KE PACCESIHHBIE

Ouaru B MEPUBEHTPUKYIISIPHOM U MOJKOPKOBOM O€JIOM BELIECTBE FOJIOBHOTO MO3Ta [4].
2. InarnocTuka 3a00J1eBaHUs WJIH COCTOSIHUA (TPyNNbl 3200/1€BaHUI WK
COCTOSIHUI1), MEJULIMHCKHUE MTOKA3AHUA U IPOTHUBONOKA3AHMS K IPUMEHEHUIO

METOA0B JTMATHOCTHKH

Obpawaem 6Humauue, 4mo, CO2NACHO MPeDOBAHUAM K pa3pabomke KIUHUYEeCKUX
PpeKoMeHOayull, K Kaxcoomy me3sucy-peKomeHoayuu Heobxo0umo yKazvléams CULy peKomeHoayull
u ookazamenvHylo 0asy 8 COOMEEMCMEUU CO WKANAMU OYEHKU YPOBHS OO0CHOBEPHOCHU
odoxazamenvcms (VI/]) u yposus yoeoumenvnocmu pexomenoayuii (YVP). /s muocux mezucos
YVP u V]I 6yoem Huzkum no npuuune Omcymcmeuss NOCGAUJEHHbIX UM KIUHUYECKUX
uccnedo8anuil  gvlcoko2o ousatina. Heezupas na smo, onu aAenAlOMCcA  HEOOXOOUMbIMU

NIeMeHmamu 006cied06anus. nayuerma onst yCcmaHoe6/1eHUA ouazHo3a u 6bl60pa mMAaKkKmuKu jlederu-.

Kpurepun ycraHoBJ/IeHUsI AMATHO32 M COCTOSIHHA.
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Kputepuem ycranoBnenus nuarHoza HMAT sdaBisieTcs omnpenesieHUE MOBBIIIEHHON
KOHIIEHTpanuu ypoBHsa 2M3I'b, Turmmirnuimia u 2-MeThiialeroanerara npyu KOIM4eCTBeHHOM U
KaueCTBEHHOM aHAaJM3€ OPraHUYeCKHX KHCIOT MOYHM, a TaKKe IOBBIIICHUE KOHIEHTpAIUN
anuiakapauTuHOB KpoBu (C50H, C5:1).

Jlnarno3 ycTaHaBIMBaeTCS HAa OCHOBAHWU COBOKYIHOCTH aHAMHECTUYECKUX JIaHHBIX,
KIIMHUYECKUX JAHHBIX, PE3yJbTaTOB JaOOPAaTOPHOTO HCCIeNOBaHUS (OMOXHMMHUYECKOTO U
MOJIEKYJIIPHO-TEHETUUECKOTO aHaiu3a). BbIsBlIeHHE NaTOTEHHBIX W BEPOSTHO-TIATOICHHBIX
BapuaHToB rena ACAT1 no pesynbraram JJHK-nuarnoctiky no3BossieT moATBEPAUTD AUAarHO3 Ha
MOJIEKYJISIPHO-TEHETHUECKOM YPOBHE.

2.1 ’Kaa00bI M aHAMHE3

[Tpu cOope anaMHe3a U Kanob HeoOX0IMMO OOPAaTUTh BHUMAHKE Ha CIICAYIONINE KAITOOBI 1

aHaAMHECTHYECKHE COOBITHS:

—  OMA2OWEHHbIU CeMeUNbll AHAMHe3 (CXOOHble CUMNMOMbL Y POOHBIX Opambes u cecmep
npobanoa, bIU3KOPOOCMBEEHHbLI OPAK);

—  Mmanugpecmayus 3abonresanus om 2 oneu 0o 8 iem;

—  ocmanoska/ 3a0epaicka/ ympama paree npuooOpemeHHbiX NCUXOMOMOPHLIX HABLIKOS,
—  en0cmy, crabocmo,

—  yeHemeHue CO3HAHUsL OM COHAUBOCU 00 KOMbL,

= CYOOpOICHbIE NPUCMYNbL,

—  HapyweHusi 6CKApMIUBAHUs, PBOMA,

—  OvixamenvHvle HAPYUEeHUsL.

2KamoObl 1 aHaMHE3 TaKKe OIUCAHBI B pasaeiic «Knuanuaeckas KapTUuHa».

2.2 OusukaJILHoe 00cIe/I0BaHNe

[Tpu ocMoTpe HEOOXOAMMO OOpAaTHTh BHUMAHHE HA OCHOBHBIC KJIMHUYCCKHE MPOSBICHUS
HMAT:
—  MblUEeYHAs 2UNOMOHUS («CUHOPOM 8511020 PeDEHKAY),
— omcmasanue NCUXOMOMmMOPHO20 PA3GUMUSL,
—  eenamome2anus,

—  CYOOpOJdICHbIE NPUCTYNBL.

11



2.3 JIaGopaTopHbIe THATHOCTHYECKHE HCCIAe10BAHUS

Obpawaem 6HUMAaHUe, YMO, CONACHO MPeOOBAHUAM K pa3pabomke KIUHUYECKUX
PpeKoMeHOayull, K KAdiCOOMY Me3UCY-PeKOMEeHOayUU HeOOX0OUMO YKA3bl8AMb CUTY PEKOMEHOAYUll
u OokasamenvHyro 0a3y 6 COOMEEMCMBUU CO WIKANAMU OYEHKU YPOBHA OO0CMOBEPHOCHU
ooxazamenvcms (V) u yposus yoeoumenonocmu pexomenoayuii (VYP). [[ns muocux me3zucog
VVP u VI 6ydem Huskum no npuyune OMCYMCMEUS HNOCEAUJEHHbIX UM KIUHUYECKUX
Uccne008anull 8bIcoK02o ousaina. Hessupas na 2mo, oHu A61A10Mcs He0OX0OUMbIMU dlleMeHmamu

00C1e0068aHUsL NAYUEHMA 0J1 YCMAHOBIEeHUs. OUACHO3A U 8b100PA MAKMUKU JIeYeHUs.

OcHoBHBIE J1a0OpaTOpHBIE METOIBI TMOATBEpXKACHUs muarHoza HMAT Bkirodaror
KOJIMYECTBEHHBI M KauyeCTBEHHBIM aHAIW3 OPraHMYECKUX KHUCJIOT MOYH, OIpPEIECICHUE
allMJIKAPHUTUHOB KPOBH U MOJIEKYJIIpHO-TeHeTHuyeckue uccienoanus rena ACATL. Jlanuble

HCCIICAOBAHUS ITPOBOJATCS B CIICHHATIU3UPOBAHHBIX I'CHECTUYCCKHUX J'Ia60paTOpI/I$IX.

° PexoMeHnayeTcsi KOMIUIEKCHOE ONIPEICTICHUE COACPKAHUS OPTraHUYECKUX KUCIOT B MOYE
nanueHTaM ¢ KIMHUYECKUMU MpU3HaKkaMu, XapaktepHbimu Uit HMAT, ¢ enbio noaTBepKaeHHs
IUarHoza OMOXMMHMYECKMMHU MeTojgaMu U AudQepeHurarbHOol JAMarHOCTHKH C APYTUMHU
HacJIeICTBEHHBIMU HapyIIeHHsIMUA 0OMeHa BerecTs [6, 33].

YpoBeHb yoeauTeIbHOCTH peKoMeH1auuii B (ypoBeHb 10CTOBEPHOCTH JI0KA3aTEIbCTB — 3).
Kommenmapuu: Ilpogunu opeanuueckux xuciom 6 moue npu HMAT xapaxmepusyromcs
NOBbIUEHHOU dKCcKpeyuel mueauneauyuna, 2M3IB u 2-memunayemoayemama Kaxk npu

Kemoauu()omuqecmm Kpusax, mak u 6 Me:)fcnpucmynglﬁ nepuod

° PexoMeHI0BaHO: KOMIUIEKCHOE OTpENEICHUE KOHIEHTPAIlMM HAa aMUHOKHUCIOTHI M
AlWJIKAPHUTUHBI B KPOBM METOJAOM TaHAEMHOH MAacC-CIEKTPOMETPUM MalMeHTaM C
KIIMHUYECKUMH TIPU3HAKaMU, XapakTepHbiMu s HMAT, ¢ 1enpio moATBEpKIEHUsT THarHo3a
OMOXUMHYECKUMHU METOIaMU U ¢ depeHITnaTbHON TUarHOCTUKY C IPYTUMH HACIEICTBEHHBIMU
HapyLIeHUsIMH 0OMeHa BelecTB [6].

YpoBensb yoenuteabHOCTH pekoMenaanuii C (YypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — 4).
Kommenmapuu: Xapaxmepnoim mapkepom HMAT senaiomcs evicokue konyenmpayuu C5:1 u
C50H. 'V nexomopwix nayuenmos ommeuaiom cCHudiceHue c80600H020 kaprumuna [15, 20].
Hopmanvuwiii yposenv Oanuvix memaboiumos, 00Hako, He nossoisiem uckuoyums HMAT:
JIOJICHOOMPUYAMeNbHble — pe3yibmamvl  NpU  NPoGeOeHUul  HEeOHAMANbHO20  CKPUHUH2A

HeOOHOKPAmMHO ObliU 3AhUKCUPOBAHDL 8 PAZHBIX 1AOOPAMOPUAX, KOMOPble UCNONb3VIOM PA3Hble
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ompesnvle mouku. bonee moeo, uzsecmen cayuaii kemoayudomuueckozo kpuza npu HMAT c
Hopmanorvim yposuem CSOH u C5:1 6 kposu [19]. Aneopumm ckpununea npu HMAT npuseden 6

npunodxcenuu b.

° PexoMeHT10BaHO: MOJICKYISPHO-TEHETHYECKOE HccienoBanue myrtanuii B reHe ACATL
(Kommieke wccienoBaHui Ui TUArHOCTUKUA OPTaHUYECKHX alUIypUil) BCEM MAIUEHTaM C
OMOXMMHYECKUMH HM3MEHEHUSMH, XapakTepHbiMH s HMAT, ¢ 1enpio MOATBEPKACHHS
JIMarHo3a Ha MOJICKYJISIPHO-TeHEeTHYECKOM ypoBHe [8].

YpoBeHb yoeauTeIbHOCTH peKoMeH1aluii B (YpoBeHb 10CTOBEPHOCTH 10KA3aTEILCTB — 3).
Kommenmapuu: bonvwuncmeo mymayuii y nayuenmos ¢ HMAT mozym dvimb obHapysicenvl ¢
noMOWbio cexgenuposanus no Canzepy 6cex 9K30H08 U NPULESAIOWUX K HUM YY4ACMKO8 UHMPOHO8
eena ACATI, Ho 6 HeborbuioMm npoyenme ciyuaes Mymayuio ¢ NpuMeHeHuem CMAaHOApMmMHbIX
Memo008 obHapycums He yoaemcs. Ha cecoOnsawnuii 0env uzgecmuo no menvuiell mepe o 105
mymayusix 6 eeme ACATI, borbuiuncmeo komopuix aeisiomcs muccenc-wymayuamu [5]. Tax,
Hanpumep, 6 KUMAUCKOU NONyIayuu npeodraoarom namozeHuvle eapuanmol.C.622C>T
(p.Arg208Ter), ¢.1006-/G>C u c.1124A>G (p.Asn375Ser) [6], 6 unouiickoti — eapuanm
c.578T>G (p.Met193Arg) [7], a 60 Bvemname npesanupyem namoeennwiti gapuaum c.622C>T
(p.Arg208Ter) [8, 9].

° PexomengoBano: oOmuii (KIMHUYECKHUI) aHAIM3 KPOBU PA3BEPHYTHIA MallMEeHTaM C
KJIIMHUYECKUMHU TpU3Hakamu, XxapakrepHbiMu it HMAT, ¢ nenbl0 OLEHKHM OCHOBHBIX
napameTpoB KpoBeTBopeHus [22, 23].

YpoBeHb yoenuTebHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB - 4).
Kommenmapuu: Vccneoosanue nposooumcs npu nepeudnol ouazHocmuke u oanee, 8 pamKax

ducnchepHoeo Habarooenus. Mooicem 6bia615mbcs Hedmponeﬂuﬂ, mp0M601/ﬂ/lWZOl’l€H1/l}l, AaAHeMUAL.

° PexomenayeTcsi vicciieI0BaHNE YPOBHS BOAOPOIHBIX HOHOB (pH) KpoBHM; McclieoBaHme
ypoBHsSI Oy(depHBIX BeIIeCTB B KPOBH; OOHApy)KEHHE KETOHOBBIX TEJI B MOYE IMalME€HTaM C
KJIMHUYECKHUMH TIPU3HAKaMu, XapakTepHbiMu Uit HMAT, ¢ 11e1bi0 CBOEBpeMEHHON KOPPEKIIUU
TEpaIuy MpH MOI03PEHUH Ha pa3BUTHE MeTabomyeckoro kpusa [8, 11, 33].

YpoBeHb yoeauTeIbHOCTH peKoMeH1anuii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbLCTB — 3).
Kommenmapuu: JlabopamopHvimu npeosecmuukamu pazeumusi mMemadoiuieckoeo Kpusd
ABIAOMCA MeHOeHYUst K Memaboiudeckomy ayuoosy c oeguyumom ocHosanuti. OCHOBHbIM

ouoxumuueckum mapxepom npu HMAT senaemcs evicokas KOHYeHmpayus KemoHogulx mei. B
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nepuod KGMOQMMOOMMUQCKMX Kpuzo6 KOHUeHRmpauusl KenoHOoeblx nmejl 6 Kposu y nayuennios ¢

HMAT npesviuaem 7 mmonv/n [11].

° PexomMeH10BaHO: HCClIEOBaHHE YPOBHS TJIIOKO3bI, aMMHMaKa, MOJOYHOW KHUCIIOTHI B
KpPOBH MAllMEHTaM C KIIMHUYECKUMHU IpU3HaKamMu, xapakrepHsiMu ist HMAT, u ipu noo3peruu
Ha METa0OJIMUECKHUH aIi103 € LEIbI0 JUATHOCTHKHI U CBOEBPEMEHHOM KOppeKuuu Tepanui [4, 24,
33].

YpoBeHb yoeauTeIbHOCTH peKkoMeHaanuii B (YpoBeHb 10CTOBEPHOCTH A0KA3aTEIbCTB - 3).

Kommenmapuu: y nayuenmos c HMAT modxcem ommeuamsbcs ymepenHas cunepammonuemust [4].
Konyenmpayuu monounou kucnromel (naxmama) credyem usMepsims 60 6peMsi Nepevlx
Memabonudeckux —Kpusos y  HeOUdeHOCMUPOBAHHLIX — NAYUEHMOS8, UYmoObl  UCKIIOYUMb
8podicOeHublll 1akmamayudos [11]. Yposenwv enroxo3vl 6 kposu 0bwIuHO 8 npedenax HOpMbl, HO 8
OMOENbHBIX CILYYASAX MOdcem Habmooamscs eunoznukemus (<2,5 mMmonv/n) unu eunepenuxemust
(>7,8 mmonv/n). Tax, ypoeenv 2n0KO3bl 8 KpOGU B0 BpeMs Kemoayudomuyeckux Kpusoe y

nayuenmos ¢ HMAT seapvupyem om 0,6 0o 23,3 mmonv/n [18].

° Pexomenyercsi aHain3 KpOBU OMOXUMHYECKUH O0ILETEPANIeBTHYECKUI BCEM ITallUeHTaM
C KJIMHUYECKUMH NpHU3HaKaMH, xapakTepHbiMu aias HMAT, ¢ 1enpio BbISBICHHUS MOPAKEHUS
neuenu [4, 25-27].

YpoBenn yoenureabHocTn pekomenaanuii C (ypoBeHb 10CTOBEPHOCTH A0KA3aTeJIbCTB — 5).
Kommenmapuu: npogoosm uccrnedosanue ypoeHs anvOymuna, obwezo 6Oenka, o06ue2o
ounupyouHa, c60000HO20 U C8A3AHHO20 OUNUPYOUHA, MOYEBUHBI, KDeAMUHUHA, KAUs, HAMpPUs 8
KpOBU, UCCIe008anue YPOGHsA dicele3d CblBOPOMKU KpOBU, onpedeneHue aKmueHOCmuU
acnapmamamunompancgepasvi, alAHUHAMUHOMPAHCHeEPA3bl, 2AMMA-2NIOMAMUTIMPAHCPepazbl

6 kpoeu. Y nayuenmos ¢ HMAT nabniooaemcs nosviuienue akmugHocmu mparcamuras [4].

2.4 UHCTPYMEHTAJbHBIE TMATHOCTHYECKHE HCCJICTOBAHUS

° Pexomenayercst KoMmbloTepHass ToMorpadus TOJIOBHOIO MO3ra W/WIM MarHUTHO-
pe3oHaHCHasgs ToMorpadus TOJIOBHOTO MO3ra NalMeHTaM C KIWHUYECKUMHU MpHU3HAKaMH,
xapaktepHbiMu i1 HMAT, ¢ 11e1b10 OLIEHKH COCTOSIHUS TOJIOBHOTO MO3Tra U Jud depeHInaaIbHONR
JTUArHOCTHKY C IPYTUMH HacJeICTBEHHBIMH 3a00eBaHusIMHU [4].

YpoBenb yoenuteabHOCTH pekoMenaanuii C (YypoBeHb J0CTOBEPHOCTH 10KA3aTEJILCTB — 4).
Kommenmapuu: npu nposedeHuu KoMnvlomepHou momozpaguu/ MacHUMHO-PE30HAHCHOT

mOMOZpCld)MM 20JI08H020 MO32a 6blA6IAm nosviuienue T2 cuenana 6 obnacmu 6A3a1bHLIX
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2awnanues ¢ nopasiceHuem 61e0H020 wapa, CKOpaynsl, YeuesuyeobpasHo2o u Xxe0cmamozo s0ep u
yepnotl cyocmanyuu. Taxoce HabAIOOAIOMC NOpadCeHUue HAPYI*CHOU U BHYMPEHHeU KAncyvl,
KOPKOBAsL U NOOKOPKOBASL ampoghust OONbUUX NOTYULAPULL, 808TIeUeHUe CPeOHe20 M032d, d MAKice
paccesnnvie ouacu 8 NepuSeHMpPUKYIAPHOM U NOOKOPKOBOM OelloM seuecmae 20108H020 MO32a
[4]. Cnedyem ommemums, umo OaHHble HAPYUIEHUS He AGIAIOMCA BblCOKOCNeYUDUUHbIMU U

Mo2ym HaO.0oamvcs npu Opyeux 3aboneeanusx. Hapkos nposooumcs no nokasamusm.

° Pexomenayercsi aneKTpo3HIedanorpadus; aneKTpo3HIedanorpadus c
BUICOMOHUTOPHHIOM ITAIUCHTaM C KJIMHUYECKHMU MpU3HaKamu, Xxapakrepabivu gt HMAT, ¢
1IeJIbI0 CBOCBPEMEHHOM TMArHOCTUKH SITHIICTICUU U KOHTPOJIs JeueHus [4, 28].

YposeHnb yoenuresnbHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5).
Kommenmapuu: Dnunenmuueckue cyoopoeu He KpU308 6Cmpedaromes 00Cmamouro peoko [4]
U CBA3aHbI C NEPEHEeCEeHHbIM Memaboauueckum Kpuzom. Hcciedosanusi npogoosm 60 epems

OUACHOCMUKY U NPU OUCNAHCEPHOM HAONI0O0EHUU, NPU HEOOXO0OUMOCTIU.

° PexoMeHI0BaHO: 3X0KapIuOTpadusi; perucTpaIus IEeKTPOKAPIUOTPaMMBI ITAIUEHTaM C
KIMHUYECKUMH  TpU3HAaKaMH, xapaktepHbiMu it HMAT, ¢ uenbio JAMAarHOCTUKH
KapIHOMHOIIATHH U HapyIIeHnui putMma cepana [18, 21].

YposeHb yoenutesqbHOCTH pekoMeHaanuii C (ypoBeHb J0CTOBEPHOCTH 0KA3aTEIbCTB — 5).
Kommenmapuu: B numepamype uzeecmmuvl peokue CaAyuau pazeumusi KapoOUOMUORAmMuu y

nayuenmos ¢ HMAT [21].

2.5 UHple JTHATHOCTHYECKHE MCCAe10BAHUS

s mabnoodenus nayuenmos ¢ ycmanosieHHviM ouacnozom HMAT neobxooum
MYTbMUOUCYURTIUHADHBIL NOOX00 B88UJY MO020, 4mo OaHHOe 3aDonesaHue Xapaxkmepusyemcs
nopasiceHueM MHO2UX Op2aHO8 U CUCHEM, YMO 6 C6010 ouepedb OUKmyem HeoOX00UMOCHb
COBMECMHO20 8e0eHUsl NAyueHma cneyuarucmamu pasiulx npogunei. Ilokazanvl nepsuunvle u
HOBMOPHbBIE KOHCYIbMAYUU 8paia-2eHemuKd, epaia-ohmanbmonozd, epaia-Hesponoad, epaia-
2acmposHmepooed, 8paia-Kkapouooea, epada-neouampa/ epava-mepanesma/ epaia ooujeu
npaKmuxu (cemelno2o epava), a makaice gpaveil opyaux cneyuarvuocmeti nayuenmam ¢ HMAT,
UMerwuM HapyueHus QyHKYUuti COOmeemcmeayouux opeanos U CUCeM.

o PexomengoBano: mnpuemM (OCMOTp, KOHCYJIbTallMs) Bpaya-r€HETHKa IMEPBUYHBIA H
MOBTOPHBIN, IPU HEOOXOUMOCTH, BCEM MalMeHTaM ¢ KiuHudeckumu npuzHakamu HMAT u ¢
ycraHoBieHHbIM auarHozoM HMAT c¢ nenbto onpenenenus taktuku JHK-auarnoctukw,

HUHTCpIpCTallun MOJIYUCHHBIX PE3YyJIbTAaTOB, IpOBCACHUA MECIHUKO-TCHECTHYCCKOI'O
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KOHCYJIbTUPOBaHUSI CEMbE, a TAaK)KE€ Ha3HAYCHHs NUETOoTepanuu (M Jajiee ee KOPPEeKIUH, Mpu
Heobxoaumoctn) [12, 17].

YpoBeHb yoenuTebHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 4).
Kommenmapuu: xoncynemayus epaua-zememuxa Ha smane OUACHOCMUKU HeooXxoouma O
onpeoenenuss maxkmuku JHK-Ouazcnocmuku, KOppeKmHOU uHmepnpemayuy pesyibmamos
MOJNIEKYNIAPHO-2eHEMUYECKUX UCCIeO008AHUL, ONpPeOeNeHUss 2eHemUu4ecKux pUCKO8 8 ceMbe.
Humepsanvt  medcoy — suszumamu 6 ciyyae HeoOXO0UMOCMU HA3HAYeHUs)/  KoppeKyuu
ouemomepanuu OOJHCHbL ONPeOenIMmbCs UHOUBUOYAILHO C Y4emoM 603DACMA, MAAHCECmU

3abonesanusi, cmabuibHOCMU 0OMeHa seuecms U coOI00eHUs Ouenbl.

o PexomengoBano: rmnpuem (OCMOTp, KOHCYJbTalMs) Bpaya-leaudaTpa MEPBUYHBIA U
MOBTOPHBIN, TPU HEOOXOAUMOCTH, BceM nanrentaM ¢ HMAT c nienbio Ha3HaYeHHsI AUETOTepaTuu
(v manmee ee KOPpPEKUUU MPU HEOOXOAMMOCTH), a TaK)K€ CHUMIITOMATHYECKOTrO JICYCHHsS, MPU
HeoOxoaumoctH [12, 17].

YpoBenb yoenuTeabHOCTH pekoMeHaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTENbCTB — 4).
Kommenmapuu: Humepsanvl menxncoy eusumamu OO0JHCHbL ONPeOenimvcs UHOUBUOYANbHO C
yuemom 8o3pacma, msdcecmu 3a001e8anus, cmabuIbHOCMU 00MeHa euecms U CoON0OeHUs]

Oouemomepanuu.

o PexomengoBaHo: mnpuem (OCMOTp, KOHCYJIbTAllMs) Bpada-HEBPOJIOTa MEPBUYHBIA U
MOBTOPHBIN BCEM MAallMEHTaM C KIMHMYECKUMH NPU3HAKaMH, XapakTepHelMH ainsi HMAT, npu
MOI03PEHNH WIIM HAJIMYMH HEBPOJIOTUYECKUX HAPYILIEHUH C LIEJIbI0 CBOEBPEMEHHON AMATHOCTUKH
Y JICUCHUS BBISBIICHHO# matosioruu [4, 5].

YpoBenb yoenuTeabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJLCTB — 4).
Kommenmapuu: B peokux cayuasx HMAT oOebromupyem ¢  npozpeccupyrowumu
HeBPON02UYeCKUMU CUMRMOMAMY, MAKUMU KAK MbIUEYHAs 2UNOMOHUS, CYOOPOU, 3A0epIHCKA
MOMOPHO20 pazeumus, pasiudnble 2UNepKUHesbl (Xopes, MUOKIOHYC), amakcus u napanieust [3,

12, 13-16]. llIxanra Anvbepma momopnozo pazeumusi Maadenyes npuseoena 8 npunodiceruu I'1.

° PexomenaoBaHo: mpuem (TECTUPOBAHHME, KOHCYJIBTALHS) METUIIMHCKOTO TCUXOJIOTra,
Bpada (pu3uvIecKol U peaOMIIUTAIIMOHHON MEIUIIMHBI WJIA Bpava, BBITIOIHSIONMETO ero (QyHKIIHEO
(cmenmanucTa MO METUIIMHCKOW peadWIMTaIMK: Bpada Mo JieueOHOW (U3KYIbTYype W Jp.)
MEPBUYHBI W TOBTOPHBIN; pa3paboTka HHAMBHUIYAIbHON MpOrpamMmbl e(heKTOIOTHIeCKOi

peabmwinTanuy; pa3paboTKa HMHIUBHIYaJbHONH MPOTpaMMbl JIOTONEIUYECKON peaduiauTanuu
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nanyeHTaM ¢ HMAT u ux cemMbsM C 1eNIbI0 OKa3aHUs NMICUXO0JI0T0-Te1aroru4eckon Mmoaep KK
[29, 30].

YpoBeHb yoenuTebHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH JI0KA3aTeJILCTB — 5).
Kommenmapuu: Ilayuenmam HeoOXo0umo mecmuposanue no ymeepiucoOeHHbLM MemoouKam OJis
onpeoeneHus UHMELIeKMYaibHo20 pazsumus. llcuxonocuyeckas nomoujb nayueHmam Modxcem
nompebosame Kypc 3aHAMUL 8 3a8UCUMOCMU OM UHOUBUOVATbHBIX 0COOEeHHOCmel nayuenma u

cembll.

Yenyeu noeoneoa:

® Meouko-noconeduyeckoe ucciedosanue npu oucpazuu;
® Meouko-noconeduueckoe ucciedosanue npu aghazuu,
® Meouko-noconeduyeckoe ucciedo8anue npu OU3apmpuu,;
® Meouxo-no2coneduueckas npoyedypa npu oucgauis,
® Meouko-noconeduueckas npoyedypa npu agasuu;
® Meouko-noeconeduyeckas npoyedypa npu Ousapmpuu,
® Meouko-no2oneduyeckas moHaIbHO-PUMMUYECKAsl Npoyeoypa,
® Meouxo-nozoneduveckas npoyeoypa c UCNONIL308AHUEM UHMEPAKMUBHBIX
UHGDOPMAYUOHHBIX MEXHOTIO2ULL.
JudpdepennuaibHas TMATHOCTHKA.

[Ipu keTo3e B COYCTAHWU C THIOTJIUKEMHUEH CIIeIyeT MPOBOAHUTH IU(DdEepeHIHATEHYIO
JTUATHOCTHKY C COCTOSIHHSIMH, COIPOBOXKIAIOIIMMHCS KETOTHYECKOH THUIOTIUKEMUEH, —
SHAOKPUHHBIMU HApYIIEHUSMHU (HampuMmep, Ne(UIUT TIIOKOKOPTUKOUAOB, ACPHUIIUT TOpPMOHA
pocTta) W HACIEACTBEHHBIMH HapyUIeHHsIMH OOMEHa yYIIeBOAOB (Hampumep, AeGUIUT
TJIMKOTeHCHHTAa3bl, THMKoreHo3bl) [15]. Tspkects ketoammmoza mpu HMAT  nmoBosbHO
BBIPQXCHHASI, YTO TO3BOJSIET OTIUYHUTH OTO PACCTPONUCTBO OT JPYTHX MPHYUH KETOTHUECKOM
runornmukemun. [lpu codeTaHuu Keroammao3a C TUIMEPIIMKEMHUEH CcleayeT BKIIOYaTh B
muddepeHIMaTbHYI0 JUArHOCTUKY CaxapHBIi Ana0eT u opranundeckue anuaemun. [pu nedunure
SCOT (OMIM: 245050) moryt HaOmOMATHCS KETOANUIOTHYECKHUE aTakh, UMHUTHPYIOIIHE
HMAT. B otimumuun or HMAT, mns SCOT xapaktepHa HeoHaTaynbHas MaHudectarus (50%
CIIy4aeB), TOCTOSIHHBIN KeTO03 (JlaXke MOCTIPaHANAIBHO) U OTCYTCTBUE XapakTepHoro At HMAT
npoduns opraHudeckux KucinoT. [lpu coderaHuu Keroamuao3a C TUIEPAMMOHHEMHEH
npoBoauTcs audPepeHnranbHas TMarHoCTHKA ¢ OpraHUYeCKUMHU anuaeMusivu [11].

[TarueHTaM MY)KCKOTO TOJIa TakykKe MpoBoAMTCS IuddepeHImanbHas JTUarHOCTHKA C

neburuToM  2-meTui-3-TuapokcuOyTupuin-KoA-geruaporenassl  (neumur  2M3I'b-KoA
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neruaporerassl, OMIM  300438) — penkum X-CICIUICHHBIM — HEWPOJETCHEPATHBHBIM
3a0o0JeBaHNEM, BBI3BAHHBIM MaTOreHHbIMM Bapuantamu B reHe HSD17B10. Knaccuueckas
uH(paHTWIbHAS opMa TaHHOTO 3a00JIEBAHUS XapaKTEPU3YETCS MTPOTPECCUPYIONIUM ITOPAKESHUEM
HEPBHOM CHCTEMBI C peTHHoOmaTther W kapaumomuonatuend. [lockonbky npu aedunure 2M31'b-
KoA nerunporenassl 3a1eiCTBOBaH TOT K€ META0OINYECKHI My Th KaTaboJIM3Ma U30JIeHIIHA, UTO
u npu HMAT, npu ananuse auuiaKapHUTHHOB y MAalMEHTOB C ITHUM 3a00JEBAaHUEM TaKXKe
HabOo1aeTcs nosbiieHne KonueHTpauuu C5:1 u C5-OH B KpoBU U MOBBIIIEHNE KOHIEHTPALUU
2M3I'b u TUrMIrauinMHa B Mode. EQMHCTBEHHBIM OTJIMYMEM SIBJISIETCS OTCYTCTBHE 2MACAC B
MOY€, HO MHOT/Ia U3-32 €r0 HECTAOMIILHOCTH OH HE BbIABIIsAeTCs nake mpu HMAT [11].
Anroputm auddepennuanpaoi auarHoctuku HMAT ¢ apyrumu 3a0oneBaHUsSIMU, IS

KOTOPBIX XapaKTePEeH KeTOalA0THYECKUI Kpu3, IpUBeieH Ha puc. 2b B npunoxenuu b.

3. JleueHue, BKJIIOYAsE MeAUKAMEHTO3HYI0O U HeMeIMKAMEHTO3HYI0 TePAIuH,
AHETOTepPanuIo, 00e300/1MBaHNe, MEAUINHCKUE TOKA3AHUS U

NMPOTHBOINIOKA3aHUA K IPUMECHCHUIO METOA0B JICUCHUA

OcHoBuble mnpuHnunel Ttepanuun npu HMAT HampaBneHbl Ha TNpeaOTBpallleHUuE
METa0OJIMYECKOW JeKOMIleHCaluu (MeTaboNIMYecKoro Kpusa), CHIXKEHHEe 0Opa30BaHUs
TOKCUYHBIX OpPraHMYECKUX KHCIOT, MNPEAYNPEeKICHUN pPa3BUTUS TOKCHUYECKOTO MOPAXKECHUS
TKaHEeW TOJOBHOTO MO3ra M BHYTPEHHUX OpPraHOB € OOECHEYEeHHEM IIPpH 3TOM IPOLIECCOB
HOPMAJIbHOT'O POCTa U Pa3BUTHUA JETEH.

OcHOBHBIMU KOMITIOHEHTaMH JieueHHs nanueHToB ¢ HMAT sBnsercs querorepanus. 1o
MOKa3aHUSM  Ha3HAa4yaloT  MPOTHBOSNWIECNTUYECKHE  TpenapaTtbl U JApyrHue  BUIBI

CUMIITOMaTHYIECKON TCpaIrunu.

3.1 IlaToreHeTn4ecKoe JeyeHue

° PexomeHnyercsi Ha3HAUCHHE JMETOTEPAIAHU C OTPAHUICHHBIM conepxanueM oenkos (0,5-
1 r/kr/cyTKn) 1 KHUPOB, a TaKxkKe n3berarh JuIUTeabHOro roinoganus naurentam ¢ HMAT c nenbro
NPOBEJICHUS MTaTOr€HETUYeCKOro JieueHus [31].

YpoBensb yoenuteabHOCTH pekoMenaanuii C (YypoBeHb J10CTOBEPHOCTH T0KA3aTEIbCTB — 4).

I(wnmeumapuu: KemoeeHHas ouema npomueonokasana.

® PeKOMeHZIyeTCH YBCIINYUTDH l'IOTpe6J'IeHI/Ie YIJII€BOJOB, a4 IPXU NOBBIICHU N KETOHOBBIX TCJI

B MOYe MNpoBOIUTH HHOY3uH AekcTpo3sl** (BOSCX npyrue wuppuranmoHHbBIE PacTBOPHI)

18



nanuentaMm ¢ HMAT, y KOTOpeIX pa3Buwiach JUXOpaJKka W/WIM PBOTa, C IEJIbIO
NaTOTeHETHYECKOT0 JICUCHHS ¥ MTPE0TBpalleHus MeTabomueckoro kpusa [31].

YpoBeHnb yoenuTeabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 4).

° Pexomennyercst HazHaueHne A16AA0L JIerokapauTuH B 103upoBke 50-200 Mr/Kr/cyTKH
naruenTam ¢ HMAT, nMeronmm HeJocTaTOK CBOOOTHOTO KApHUTHHA, C LIEIbIO IPEA0TBPAILICHUS
BTOpUYHOTO Aeduimra kapautuna [31].

YpoBeHb yoenuTebHOCTH pekoMeHaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 4).
KommenTapuii: danvreliuas koppekmupoxka 003bl 8 3A8UCUMOCMU OM YPOBHA C80DOOOHO20
kapHumuna. Heobxooumo pezynaproe ucciedosanue yposHs c80000HO20 KAPHUMUHA 8 KPOBU
(komnnexcnoe onpedenenue KOHYeHMpPAyUU HA AMUHOKUCTIOMbL U AYUIKAPHUMUHbL 8 KPOBU
MEMOOOM MAHOEMHOU MACC-CREKMPOMEMPULL).

3.1.1 JleyeHue MaUEeHTOB B MEPHO MeTA00JIUIECKOT0 KPH3a

[Ipu yrpoze umm B ciaydae pa3BUTHS METa0OJIMYECKOTO KpH3a JICUECHUE JOJKHO
HAuMHATBCA He3aMeUIUTeNIbHO. JleueOHble MeponpusaTHS HalpaBieHbl Ha MPEKpalieHue
00pa30BaHUsl M HAKOIUICHHWSI TOKCHYHBIX OPraHMYECKMX COCAMHEHUIH M BBIBEIECHHE WX W3
opranu3Mma. TakTuka JiedeHHsl IeTell B MepHuoj KpH3a BKIIOYAET KOPPEKIHIO METa00INYECKOro
anua03a U BOJHO-DJIEKTPOJIUTHBIX HAPYIIECHUH, a TaKKe DHEPreTUYECKyr Noaaepxkky. [Ipu
yrpo3e WIM B clOy4yae pa3BUTHS METaOONIMYEeCKOro KpHu3a HeoOXoquMma SKCTpEeHHas
TOCHUTANM3AMS C [EIbI0 HE3aMEUIUTEIILHOTO TPOBENCHUS WHTECHCHBHOM Tepanuu W
NPEJOTBPALICHHS KU3HEYTPOKAFOIINX OCIOKHEHHH.

JleueHne MeTabOIMYECKOTO KpHU3a MPOBOJUTCS B OTACICHUN pPeaHUMALUd UHTEHCUBHOM
TEepanmuu  BPauOM-aHECTE3UOJIOrOM-PEaHHMATONIOTOM, a  Takke  JPYrUMH  BpadyaMu-
crenuanucTaMu (Bpad-HEBpPOJIOT, Bpad-HE(PPOJIOT, Bpad-TaCTPOIHTEPOJIOT U 1p.). B mepmon
KpPH30B HEOOXOAMMO BBeneHHe AeKcTpo3bl**(BOSCX apyrue WppUTralMoOHHBIC PacTBOPHI)
BHYTPHBEHHO Ja)Ke MPU HOPMAJILHOM YpOBHE IJIFOKO3bI JUIs MOAJEpKAHUS €€ KOHIIEHTPAllUu Ha
BEpXHEW IpaHUIle HOPMBI, YTO IMO3BOJIAET MOAABIATH KeToreHes. Ilpu cHmkenun ypoBHs pH
(<7,1) mpoBomsaTr OomtocHOe BBeAeHHE Harpus ruapokapbonata (BOSXA  pacTtBopsl
anekTposnToB) (1 MMoub/Kr B TeueHue 10 MUHYT) ¢ mocneayomiei HerpepbIBHOW HHPYy3uei. [Ipu
3TOM cJielyeT IPOBOJIUTh MOHUTOPHHT KUCIIOTHO-OCHOBHOTO COCTOSIHUS M AJIEKTPOIUTOB, YTOOBI
n30exaTh TUIEPHATPUEMHH M TUIOKATUEMHMU. B TKENbIX CiIydasx MOXET MOTpeOOBaThCs

HepI/ITOHea.HBHI:Jﬁ JUajin3 Wi UCKYCCTBCHHAA BCHTUIAIWA JICTKUX.

3.2 CuMnToMaTH4yecKoe JedeHue

o PexomengoBaHo: mnpuemM (OCMOTp, KOHCYJbTallMs) Bpada-HEBPOJIOTa NEPBUYHBIA U
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MOBTOPHBIM ManueHTaM ¢ auarHosom HMAT npu Hanvuuu mokKa3aHUW C ILEJIbI0 MPOBEICHUS
CUMIITOMATUYECKOM Tepanuu [4].

YpoBeHb yoenuTebHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 4).
Kommenmapuu: ne pesxce 1 paza 6 6 mecayes. B peokux cayuasx HMAT oebromupyem c
npo2peccupyiowuMy Hes8pOI0SUYECKUMU CUMNMOMAMY, MAKUMU KAK MbIUEYHAs 2UNOMOHUS,
CY0opocU, 3a0epirHcKa MOMOPHO20 PA38UMUs, PA3IUYHbIE SUNEpKUHe3bl (Xopes, MUOKIOHYC),

amaxcus u napanneeus [5, 12, 13-16].

° PexomengoBaHo: mpreM (OCMOTp, KOHCYJIbTAIIMS) Bpaua-racTpOIHTEPOIIOra NEPBUYHBIH
Y TIOBTOPHBIN narnuentaM ¢ auarnozoM HMAT npu Hanuuuu mnokasaHui ¢ eI MTPOBEICHUS
CHMITTOMAaTH4ecKoi Tepanuu [32].

YpoBeHb yoenuteqbHOCTH pekoMeHaanuii C (ypoBeHb I0CTOBEPHOCTH JI0KA3aTEIbCTB — 5).
Kommenmapuu: ne pesice I paza 6 6 mecayes. 3auacmyro HMAT conpogoscoaemces npucmynamu

MOWHOMbL U POMYBL U, KAK cledcmaue, dHyegdanronamuell u komou [32].

° PexomennoBano: npueM (OCMOTp, KOHCYJIbTAllMs) Bpaya-KapAHOJIOTa IMEPBUYHBIA U
MOBTOPHBINM NanueHTaMm ¢ nuarHo3oM HMAT npu Hanuyuu NOKa3aHWW C LENbI0 TMPOBEICHUS
cUMITTOMaTH4ecKoi Tepanuu [18, 21].

YposeHnb yoenuresqbHocTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTENbCTB — 5).
Kommenmapuu: ne pesxce 1 pasa 6 6 mecayes. B numepamype ussecmmuvl pedkue cryyau

pazsumusi kapouomuonamuu y nayuernmos ¢ HMAT [21].

3.3 Xupypruueckoe JeueHue

He npumennmo.

4. MeauuuHcKas peaﬁnﬂnTaunﬂ, MEIUINHCKHUC MTOKA3aHUA U

MNPOTHBONOKaA3aHUA K NPUMECHCHUIO METO10B peaﬁnJmTaunn

Crneuunguueckoit peabwiuranuu nanueHtam ¢ HMAT ne t1pebyercs. B kpyr
peaOunuTaMOHHBIX Meponpustuii nauumeHTaM ¢ HMAT MoryT ObITh BKIIIOUEHBI 3aHSITHS
MICHXOJIOTOM/HEHPOIICUXOJIOTOM, JIOTONEI0M-1e(EKTOIOrOM, OTABIX B CHEIHATM3HMPOBAHHBIX
CaHATOpMSX, a TAaKXKE COLUalbHAs aJanTalus C Y4YaCTHMEM CIELMAIUCTOB M COLMAIBHBIX

pabOTHUKOB, KYpChl Maccaxa.
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5. IIpodpunakTuka U AUCIAHCEPHOE HADII0IeHN e, MeAUIUHCKUE TIOKA3aHUS U

NMPOTHUBOINIOKaA3aHUA K IPUMCHCHUIO METO/10B l'lpO(l)I/IJ'laKTI/IKI/I

5.1 [IpoduaakTuxka

[Tamentam ¢ HMAT cnenyer mnpoBOAWTh NPO(PUIAKTHYECKYIO BaKUMHAIMIO B
COOTBETCTBUM C HAIMOHAIbHBIM KaJleHJapeM NpodUIaKTHUECKUX IPUBUBOK, BKIOYAS
BaKIMHALIMIO TPOTHUB TPUINA W POTABUPYCHOM HHGMEKIHH, C COOIIOJACHUEM BO3PACTHBIX
OTrpaHUYECHUN WUMMYHOOMOJIOTHUECKUX TpEnapaToB Ha (JOHE CTPOTOrO BBHIMOJHEHHS Je4eOHBIX
Ha3HAuYeHUH ¢ 1enpio GopMHUpPOBaHUSA PPEKTUBHOTO MMMYHHOTO OTBETa W IPEIOTBpAIICHUS
pa3BUTHSA METaOOIMYECKUX KPU30B. BakumHanuoo 1enecoo0pa3Ho MPOBOAUTH MOJ KOHTPOJIEM
CHEIHMAICTOB, UMEIOUINX OMBIT paboThl C MalKUeHTaMu ¢ MeTabonuyeckuMu OonesHsmu. B
MOCTBAKIMHAIILHOM TIEPHOJE CJEIyeT MPHUCTAIBHO HAOII0AaTh 332 NMPHUBHTHIMH C TIOBTOPHBIM
u3MepeHreM temmeparypsl Tena. [Ipu aumarnoctupoBanum nuxopanku >38,0°C HeobXoammo
He3aMe TUTeIbHOE Ha3HAUEHHE )KAPOIIOHMKAIOIIel Teparnuy (apaneTaMon  Win uoympoden ).

B nutepatype onucan ciydail K€TOAIMI0THYECKOrO KpU3a Mocie BaKIMHAIIMY Y peOeHKa

¢ HMAT [17].

° PexomengoBano: mpuemM (OCMOTp, KOHCYJIbTAllMs) Bpaya-TeHETHUKAa TEPBUYHBIA U
MOBTOPHBIA, TPU HEOOXOIMMOCTH, ManueHTy ¢ auarHozoM HMAT wunu ero oduimaibHbIM
MIPEJACTABUTENSIM C IIEJIbIO TIPOBEICHUS] MEIMKO-TEHETUYECKOTO KOHCYIbTUPOBaHUS [12].
YpoBenb yoenuTeabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — 4).
Kommenmapuu: cemvam ¢ demomu ¢ ycmanosiennvim ouaznozom HMAT neobxooumo npoiimu
MEOUKO-2eHEMUYECKOe KOHCYIbMUPOSAHUEe C Yelblo OnpedeieHuUs: 2eHemuiecko2o pucka. Kax u
npu Opyeux aymocomHo-peyeccusnvix zaoonesanusx, npu HMAT ons xascooii bepemennocmu
puck pooicoenust pebenxka cocmasnsiem 25%. Ilpenamanvnas ouacnocmuxa 3a00aesanull,
Komopule noodoaromcs 3QhekmusHol mepanuu, 03MONCHA, HO DMUYECKU COMHUMENbHA.
Pewenue o ee nposedenuu 0012cHo 6biMb NPUHAMO NOCAE NOOPOOHO20 0OCYIHCOEHUS C cembell
8Cex pucKos.

5.2 JlucnancepHoe HAQJII0eHHe

Exer OOHO IMAIUCHTBI C YCTAHOBJICHHBIM JIHWArHO30M HMAT AOJKHBI HPOXOAUTH
yTJ'IY6J'ICHHy10 JAUCITAHCCPU3AlNLO. I[J'IH HaGHIO,HCHI/IH HalMuCHTOB HCO6XOI[I/IMO MPUMCHCHUC
MYJIbTHAUCHUIIIIMHAPHOI'O IMOAXO0Ja BBUAY TOI0, YTO JAaHHBIC 3a00JIeBaHUs XapaKTCPUIYIOTCA
MOPpAXKCHUEM MHOI'MX OpPraHoB M CHCTEM, 4YTO B CBOIO O4YCPEAbL UKTYCT HGO6XOJII/IMOCTI)

COBMECTHOTO BEICHHUS MAIMEHTa CIEeUUAINCTaMU pasHbIX npoduiei. C nenpio obecneueHus

21



KOMIUIEKCHOW Tepamuu W CBOEBPEMEHHOW €€ KOPpPEeKLUHUH MpU HEOOXOIMMOCTH IOKa3aHI
NEpPBUYHBIE M TIOBTOPHBIC KOHCYJbTAllMU Bpada-TeHETHWKa, Bpada-odraipbmoiora, Bpaya-
HEBpOJIOTa, Bpaya-racTpO’HTEPOJIOra, Bpada-KapIuojora, Bpada-nienuaTpa/ Bpada-TepareBTa/
Bpaua o011el MpaKkTUKU (CEMEHHOro Bpaya), a TakyKe Bpaueil Ipyrux crennaibHOCTe! MalueHTam
¢ HMAT, umeromum HapymieHus: GyHKIUNA COOTBETCTBYIOIIUX OPTAaHOB U CHCTEM.

[laniueHThl € CHUMIITOMAaTHYECKOM OSIUJIENICUEN HYXAAIOTCS B HAOIIOJICHUM Bpaya-
HEBPOJIOTA C ONBITOM PabOTHI C MAUECHTAMH C STHJICTICUEH.

Takxe OCYLIECTBIAIOTCS HEOOXOIMMble peaduINTallMOHHBIE Meponpustus. Pomurtenu
JOJIKHBI ObITH 00Yy4EHBI ITPaBUJIaM OPTaHU3AIMH TEPANTUU B MEXKIIPUCTYTIHBII IEPUO] U B IEPHOT
yIpo3bl METab0oIMYecKoro Kpus3a. Y peGeHka mpu cede Bceraa M0/DKHA HAXOAUTHCS TMaMATKa C

YKa3aHUEM HEOTJIOKHBIX MEPOIPUITUN B IEPUO]] HAUMHAIOIIETOCSI METa0OJINYECKOTO KpHU3a.

° PexoMengoBaHo: 001mMii (KITMHAYECKU ) aHAIN3 KPOBU Pa3BEPHYTHINA BCEM MAIMEHTaM C
nuarao3oM HMAT c 1elnbio BbISBICHHSI HEHTPOIICHUH, TPOMOOIIMTONICHUH, aHeMuu [22, 23].

YpoBeHb yoenutesbHOCTH pekoMeHaanuii C (ypoBeHb I0CTOBEPHOCTH I0KA3aTEIbCTB — 5).
Kommenmapuu: Obwuii (Knunuueckutl) aHanus Kpogu pazeepHymslii KOHMPOIUPYEmcs He pedice

1 paza 6 200.

° PexomeHnaoBaHo: aHanu3 KpoBHM OMOXMMMUYECKUN OOILIETEpaneBTUYECKUI MalueHTaM C
nuarao3oM HMAT c 1ienibio BISIBJICHUS TOpasKeHUs edeHu [25-27].

YposeHb yoenutesqbHOCTH pekoMeHaanuii C (ypoBeHb J10CTOBEPHOCTH 0KA3aTEIbCTB — 5).
Kommenmapuu: Buoxumuueckuil anaius Kpoeu KOHmMpoaupyemcs He pedce 1 pasza 6 200.
IIposooam uccredosarnue ypoeus arbbymuna, oowe2o beaxka, ooujeco ounupyoura, c60600H020 U
CBA3AHHO20 OUNUPYOUHA, MOYEBUHBI, KDeaMUHUHA, KAUS, HAMPUsL 8 KPOBU, UCCIe008AHUE YPOBHSL
Jcene3a  CoblBOPOMKU KpOSU; Onpeoelenue aKmusHOCmMU acnapmamamuHompancgepasol,

ANAHUHAMUHOMPAHCHEPasvl, 2amMmMa-2nomamuImpancgepassl 8 Kposu.

° PexoMeH10BaHO: KOMILJIEKCHOE OMpEAeNiEeHUE KOHIIEHTPAllUd HAa aMHUHOKHCIOTHI U
AIWIKAPHUTUHBI B KPOBU METOJIOM TaHIEMHOU Macc-CIIEKTPOMETPUU MAIlUeHTaM C JTUArHO30M
HMAT c nenbto KOHTpoIIs aedeHus [6].

YpoBeHb yoeauTeIbHOCTH peKoMeHaanuii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbLCTB — 3).
Kommenmapuu: Yposnu C50H, C5:1 6 xposu 8 pesyrbmame JieueHusi OOJJICHbL Obimb

NPUOIUICEHBL K pedepeHCHbIM 803PACHBIM 3HAYEHUSM.
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° PexoMeH10BaHO: KOMIUIEKCHOE ONPEIEIICHNE COACPKAHNS OPTaHUYECKHUX KMCIIOT B MOYE
nanenTam ¢ guarHosoM HMAT ¢ 1enpio CBOEBPEMEHHOTO BBISBICHHS METa0OIMYEeCKUX
HapyIICHUH U MPEIOTBPAIICHUS Pa3BUTHS META00INYECKOro Kpu3a [6].

YpoBeHb yoeauTeIbHOCTH peKoMeH1auuii B (YpoBeHb J0CTOBEPHOCTH 10KA3ATEILCTB — 3).
Kommenmapuu: Kpamnocmo npogedenus ananuzoe 3a8ucum om coCmosaHus nayuenma, He peice

1 paza 6 200.

° PexomenaoBaHo: ccie0BaHe YPOBHS BOJOPOAHBIX HOHOB (pH) KpoBu; uccienoBanue
ypoBHSI Oy(epHBIX BEIIeCTB B KPOBU; OOHAapYy>KEHHUE KETOHOBBIX TE€JI B MOYE IMalMEHTaM C
nuarsozoM HMAT ¢ nenpro CBOEBPEMEHHOM KOPPEKIUU TEPAMH IIPH ITOJ03PEHUN HA Pa3BUTHE
MeTaboIMIecKoro Kpu3a [8].

YpoBeHb yoeIUTEILHOCTH peKoMeHaanuii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 3).
Kommenmapuu: Jlabopamopuvimu npedgeCmHUKamy pazeumus MemadoauuecKkoeo Kpusda
ABNAOMCA MeHOeHYUsl K Memaboauueckomy ayudosy ¢ oeguyumom ocrosanuii. OCHOBHbIM
ouoxumuyeckum mapkepom npu HMAT sensemcsa evicokas KonyeHmpayus KemoHoswvix mei. B
nepuoo Kemoayuoomuieckux Kpuso8 KOHYeHmpayus KemoHO8blX meil 8 KPOGU Y NAYUeHMO8 C

HMAT npeevruwaem 7 mmonv/n [11].

° PexoMeH10BaHO: HMCHAHCEPHBIH TpUEeM (OCMOTp, KOHCYJbTAIlUsl) Bpada-HEBPOJIOTa
nanyesTam ¢ auarHosom HMAT ¢ 1nenpt0 MOHUTOPUHTA COCTOSIHUSI M CBOEBPEMEHHOTO
BBISIBJICHUS NTATOJIOTUN HEPBHOM CUCTEMBI [4].

YposeHb yoenutesqbHOCTH pekoMeHaanuii C (ypoBeHb J0CTOBEPHOCTH 0KA3aTEIbCTB — 5).
Kommenmapuu: [llxana Anbbepma momopno2o pazeumus MaaoeHyes npuseoend 6 NPUiLo*CeHuu

I'l. Oyenka nposooumcs 1 paz 6 6 mecsyes.

° PexomenaoBaHo: IucCnaHCEpHBIM IpHeM (OCMOTp, KOHCYJbTAalMs) Bpada-HEBPOJIOra,
Bpaua-TeHEeTHKa, Bpada-leauarpa, Bpaya-raCTpOIHTEPOJIOra, MpUeM (OCMOTpP, KOHCYJbTAllWs)
Bpaya-AMeToNIora MepBUYHBIA M TMOBTOPHBIN (IpU HEOOXOJMMOCTH) MAallMEHTaM C JIMarHO30M
HMAT c uenpto HazHaueHHs AMETOTepanuu (M Jlanee ee KOPPEeKUHUU NMPH HEO0OXOAUMOCTH) U
Ha3HAuYEHUs NAaTOreHETHUYECKON Tepanuu (1 Jajee ee KOppeKIuu npu Heodxoaumoctn) [4, 12, 17,
32].

YpoBenb yoenuteabHOCTH pekoMenaanuii C (YypoBeHb J0CTOBEPHOCTH 10KA3aTEJIbCTB — 5).
Kommenmapuu: Ilpuem ne pesice 4 pas 6 200 60 épemsa koppexkyuu ouemomepanuu. Yacmoma
ocmMompa cheyuanucma uHOUSUOYalbHa nocie noobopa ouemomepanuu. Kax npasuno, nocie 8

Jient noceujeHue cneyuaiucma npoucxodum peoitce 6 CeA3U C Memaboauyeckou KOMI’leHC'aI/;I/lelz.
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6. Opranusanus MeJUIMHCKON MOMOIIH

IToxazanus JIIA IUTIAHOBOM rocnvuTaiu3alnuyi B MCAUIIUHCKYIO OpraHu3alnio:

1.

[IpoBeneHue MUArHOCTUKU W JICYCHHS, TPEOYIOMINE MPOJODKUTEIBHOTO (IHEBHOE HIIU
KPYIJIOCYTOYHOE MPEeObIBAHUE) METUIIMHCKOTO HAOIIOJCHUS M MOHUTOPHHTA KIMHHKO-
71a00paTOPHBIX IIOKA3aTeNeH;

Heo6xonumMocTh NpOBEIEHUS PA3IMYHBIX BUAOB HKCHEPTH3 WIM OOCIIEAOBaHUS B
MEIMIIUHCKONW OpraHu3allid IMPH HEBO3MOXKHOCTH MPOBEACHUS HUX B aMOYJIaTOPHBIX
YCIIOBUSAX (B TOM qucie oopmuenue 3aKJIFOUYEHHUS benepanbHOTO

KOHCWJINYMa/BpaueOHONW KOMHUCCHUH).

ITokazanus nis 3KCTpCHHOI>i rocuvTaain3alvi B MCAUIUHCKYO OpraHU3aluio:

1.

OcTtpble yrposkarolue JUisl KU3HU U Pa3BUTHUS OCJIOKHEHUN COCTOSIHMS, Tpelyrolue
HEOTJIOXKHOTO JIEYEHUs], B TOM YHMCJIE NHTEHCHUBHOW TEpaluy, a TaKKe KPyIrJIOCyTOYHOTO
MEIUIUHCKOrO0 HAOJIIOJCHUS M NPOBEIEHUS CIHELUATbHBIX BHMJIOB OOCIEIOBaHUS U

JICUCHHMA.

IToka3anms K BBIITHCKE nanmueHTa U3 MGHHHHHCKOﬁ OopraHu3alyvu:

1.

OtcyTtcTBHE Yrpo3bl )1 AKU3HU NALUEHTA U YyTPO3bl PA3BUTHUS OCIIOKHEHUH, TPEOYIOLINX
HEOTJIOKHOTO JIEYEHHUS 110 3aBEPIIEHUH THarHOCTUYECKUX MEPOIIPUSITHH.

Crabunuszanyst COCTOSHHS M OCHOBHBIX  KJIMHUKO-TAa0OpaTOPHBIX — IOKa3areien
NaTOJIOTMYECKOTO  Ipolecca, OTCYTCTBHE HEOOXOAMMOCTH B  IMPOAOJIKUTEILHOM
MEAMIIMHCKOM Ha0JI0/IEHUH (JIHEBHOE UJIU KPYTJIOCYTOYHOE MTPEObIBAaHUE);

Beimonnen mnnaH oOciedOBaHUS M JIEUEHUs MalMEHTa, JaHbl PEKOMEHIAlUU IO
JanpHememMy HaOII0IEHUIO U JICUSHHUIO.

HeoOxonuMocth mnepeBoja NalMeHTa B JIpPYroe MEIUIMHCKOE YUpEeKICHHE WIH

YUPEKACHUE COLIMAIIBHOIO 00ECTIEYEHNU .

7. JonosHuTebHast ”H(popManus (B TOM 4Yucjiae (PaKTOPbl, BJUSAOIINE HA

HCXO0/1 3200/1eBAHUS WJIH COCTOSTHUS)

HpOl"HOS COCTOSIHUA U YPOBHSA ICUXUYCCKOTO PA3BUTHUA MALMCHTA 3aBUCUT OT TAXKCCTHU

3a00J1eBaHNs, a TAKXKe CPOKOB Havasla CleMaTu3upOBaHHOM Tepaluu.

ITpu cBOEBpeMEHHOM KOPPEKIMH U TPO(YUITAKTUKE METAO0INYECKUX KPU30B, COOTIOICHUH

H CTPOr'OM KOHTPOJIC MaTOreHEeTHYECKOM Tepaliu U CUMIITOMATUYCCKOI'O JICUHCHHUA IMPOTrHO3 JJIA
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KM3HM OJaronpusITHhIA. Y OOJBIIOr0 4uMCla MAlMEHTOB HEBPOJOTMYECKUE MPOSIBICHUS HE
Pa3BUBAIOTCS J]aXKe MOCIIe METa0OINUECKOro Kpu3a.
OpHuM M3 BaKHEHIIMX MOAX0A0B K paHHel nuarHoctuke HMAT sBnsercss CKpUHUHT

HOBOPOXKIACHHDBIX.
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KpuTtepumn onieHKu kayecTBa MeIMIMHCKON MOMOIIA

Kpurepun kavyectBa

Onenka

BbIINIOJTHCHUSA

HpOBGI[CHO KOMITJICKCHOC OIIPCACICHUEC COACPIKAHUA
OpPraHn4Y€CKUX KUCJIOT B MOYC MAlMUCHTAM C KIMHUYCCKUMU

Npu3HaKaMu, xapakrepabiMu 1jis HMAT

Ia/Her

HpOBC,I[eHO KOMIIJIEKCHOC OIIPCACICHNEC KOHIICHTPAIlUX Ha
AMHWHOKHUCIIOTHI 1 AlTUWJIKAPHUTHUHBI B KPOBH MCTOIOM TaHﬂeMHOfI
MacCC-CIICKTPOMETPHH IMAIUCHTAM C KIIMHUYCCKUMH IIPHU3HAKAMU,

xapaktepHbiMu 11t HMAT

na/mer

[IpoBeeHO MONIEKYIPHO-TEHETUYECKOE UCCIIEIOBAHUE
myTtauuii B rene ACAT1 (Kommeke uccienoBanuii 1uist
JUarHOCTHKU OPTaHUYECKUX allUypHuil) BCEM MAalUEHTaM C

OMOXMMHYECKUMU U3MEHEHUSIMH, XapakTepHbiMu st HMAT

aa/Her

[IpoBeneH npuem (0cMOTp, KOHCYJIbTALIMS) Bpaua-TeHETUKA
IIEPBUYHBIN U MOBTOPHBIN, IPU HEOOXOJUMOCTH, BCEM
NalueHTaM ¢ KimHndeckumu npuzHakamu HMAT u ¢

yCTaHOBJIEHHBIM JuarHozom HMAT

ma/Her

Ha3nauena nuerorepanus naimentraMm HMAT

na/Her

Haznauen A16AAO01 JleBokapauTHH B 103upoBke 50-200
Mr/kr/cyTku nanuentam ¢ HMAT, uMmeromumM HeoCTaTOK

CBOOOJTHOTO KapHUTHHA

na/Her
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neauatpun nepuatpudeckoro daxynsrera ®I'bOY BO «PHUMY um. H.U. Tluporosa»
MunzapaBa Poccun, riaBHBIN BHEIITATHBIA JETCKUHN CIICIIUAIKCT 1O MTPOQPUITAKTHIECKOM
MenuuHe Munsapasa Poccun.

HuxonaeBa ExarepunHa AJjieKCaHAPOBHA, 1.M.H., TJIaBHBIM Hay4yHBId COTPYIHUK
OT/IETICHUS HACJEACTBEHHBIX W BPOXKIEHHBIX 3a00JICBAaHUN C HAPYIICHHEM TCHXUKH
Hay4Ho-nccine1oBaTenbckoro KIMHNYECKOTO MHCTUTYTA nenuatpun umeHu akaa. FO.E.
Bensrumesa I'bOY BIIO PHUMY um. H.U. IluporoBa MunsapaBa Poccuu otnena

KJIMHUYECKOM TCHETUKH Hay‘IHO-I/ICCJICIIOBaTeHLCKOFO KIIMHUYCCKOI'0  MHCTUTYTa
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nenuarpun uMenn akal. FO.E. Benprumesa ®I'AOY BO PHUMY um. H.M. TTuporosa
Munsgpasa Poccun.

19. IeyaTnukoBa Hataabs JleonugoBHa, pykoBoautens ['opoackoro LlenTpa opdaHHbIX 1
JIPYTUX penkux 3aboneBanuid y nerei u noapoctkoB ['bY3 «Mopo3osckas JII'Kb JI3M».

20. CeaumssinoBa JIuaus PoGeproBHa, K.M.H., Beaymuid HayuyHblii coTpyauuk HUN
neauatpuu U oxpansl 3710poBbs Aered LIKb PAH MuHucrepctBa Hayku M BBICILETO
obOpazoBanusi Poccuiickoit ®enepanuu, AoneHT Kadeapbl NEAUATPUUM M JIETCKOU
peBmatosioruu GI'AOY «llepeoiii MI'MY uMm. .M. CeuenoBa» MunsznpaBa Poccuu
(CeuyeHOBCKHI YHHUBEPCHUTET).

21. CmupHoBa Oubra SIkoBiieBHA, Bpau-TCHETUK, CTAPIIMA HAYYHBIA COTPYIHHUK OTAEIA
CTaHIAPTHU3aLMM U HM3YyYECHHUS OCHOB JoKazarenbHOM memuuumasl HUM nmepmatpum u
oxpanbl 310poBbs aeteid [IKb PAH.

22. CtpokoBa Tarbsina BukropoBHa, a.M.H., npodeccop PAH, 3aBenyromias otaeneHuem
MEIMATPUYECKON TaCTPOIHTEPOJIOTHH, TenaTosorun u guerorepanuu Knuaukn OI'BYH
"®UILI nutanust u OMOTEXHOJIOTHUHN".

23. Cyo60oTtun Imutpuii MuxaiinoBuy, Bpau-renetuk ®I'BHY "Menuko-reHeTnyeckuit
HayuHbld LeHTp uM. akagemuka H. II. BoukoBa", uinen Acconuanuyu MeIULIMHCKUX
TEHETHUKOB.

24. Cymuna Mapus TD'eHHaabeBHA, 3aBEIyrOIIas OTACICHHUEM MEIHKO-TEHETHIECKOTO
KOHCYJIbTHpOBaHMs, Bpau-reHeTuk ['AY3  CsepmioBckoit ob6mactu  “KnuHuko-
JIMarHOCTUYeCKu# 1eHTp “OxpaHa 3J0pOBbsi MaTepu U peOeHKa” .

25. Tapan Hartanua HwukosiaeBHa, K.M.H., CTaplIMil Hay4HBIH COTPYJHHMK OTAEICHHS
MeUATPUIECKON TacTPOIHTEPOJIOTHH, renarosiorud u auerorepanuu GI'BYH "OUIL]
nuTaHus U O6uorexHoiorun"", accucreHT kKadeapst PI'AOY BO PHUMY um. H. NU.

ITuporosa Munsapasa Poccun.

ABTOpBI TOATBEPKIAIOT OTCYTCTBUE (DMHAHCOBOW MOAJEPKKU/KOH(INKTAa HHTEPECOB, KOTOPbII

HE00X0 MO 0OHAPOI0BATD.
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IIpuno:xenune A2. MeTonoJiorus pa3spadoTKi KJIMHHYECKHUX PEKOMEH A i

Hacrosmue pexomMeHmanuu TpeaHA3HAYCHBI JUISI NPUMEHEHHS  MEIUIIMHCKUMU
OpTaHHU3AUAME U YIPEKICHUIMU QeIepalIbHbIX, TEPPUTOPUATHHBIX U MyHHUIIUITAIEHBIX OPTaHOB
yIpaBJICHUST 3PaBOOXPAHCHHUEM, CHCTEM O0S3aTEIBHOIO U JOOPOBOJIBHOTO MEIUITMHCKOTO
CTpaxoOBaHHMsI, IPYTHMHU MEIUIIMHCKAMU OPTaHU3aIUsIMH PA3JIMYHBIX OPraHU3allMOHHO-TIPABOBBIX
dbopM AeSITeNT HOCTH, HAPABICHHON HA OKa3aHUE MEIUITMTHCKOM TOMOIITH.

KnuHaudeckne pexkoMeHJaluu CO3JaHbl HAa OCHOBAaHMHM CHCTEMaTHYeCKOro 003o0pa
mutepatypsl 1971-2022 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane
Library databases, ¢ UCIOJIb30BaHHEM CO3aHHBIX IPOTOKOJIOB COBPEMEHHBIX MEKIYHAPOIHBIX
KIIMHUYECKUX PEKOMCHJIAIMKA 10 JMArHOCTUKE, JICYCHUI0O W BEACHHUIO OOJBHBIX C
METa0OTMYECKUMU OOJIC3HSIMHU.

HMAT otHOcHTCS K PEIKMM HACIEJACTBEHHBIM 3a00JICBaHUSAM, YTO HCKIIOYAET
BO3MOXKHOCTh TPOBEACHUSI OOJIBIIMX KOTOPTHBIX WU PaHJIOMH3UPOBAHHBIX KOHTPOJIHPYEMBIX
WCCJICIOBAHUA M JUISI CO3JaHUSI TPOTOKOJIOB JUATHOCTHKH W TEPANUHM HCIIONB3YIOTCS JIUIIb
TEMaTUYECKHUE UCCIICIOBAaHUS SKCIICPTOB, ONMyOIMKOBAHHBIE B TIOCIICIHUE JIBA ISCATUIICTHUS.

OreHka KadyecTBa JIOKA3aTEIbCTB M CHUJIbl PEKOMEHIAIMK TPUMEHECHUS MEIUIIMHCKUX
TEXHOJIOTUH TPOBOJMIACH B COOTBETCTBUM C YHU(DHIIMPOBAHHOW IIKAIOH, NMPUBEICHHOW B
tabymnax 1-3.

IlegeBass ayiuToOpyus JAHHLIX KJIMHUYECKHX PEKOMEHIAIHMA:

Bpauu o61eit BpaueOHOM MpakTUKH (CeMeiHbIe Bpaun);
Bpauu-nenuarpsi;

Bpauu-tepanesTs;

Bpauu-renerukuy;

Bpauu-nabopatopHbie reHeTHUKH;

Bpauu-kxapauonoru;

Bpauu-nerckue kapanosory;

Bpauu-neBpouory;

© 0o N o g bk~ wDNhPE

Bpauu-ractposnreponoru;

=
o

. Bpaun-pentrenonoru;

-
-

. Bpaun-ogransmornory;

[EY
N

. Bpaun ¢pyHK1IMOHAIBHON TMAarHOCTUKY;

[EY
w

. MeaumnmHCcK1e TICUXO0JIO0TH;

[N
SN

. Crynentsl MmenuiHcKux BY30B;
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15. Obyuaromuecs B OpAMHATYPE U aCIIUPAHTYPE.
Tadauua 1. [llxana oueHku ypoBHE#H J0ocTOBepHOCTH J10Ka3aTenbeTB (Y /1) s meronos

JIMarHOCTUKY (TMarHOCTUYECKUX BMEIIATEIIHCTB)

YA Pacuugposka

Cucremarnyeckue 0030pbl UCCIEOBAaHUN C KOHTPOJIEM pe(epeHCHBIM METOI0M
1 WA CUCTEMATHUYECKUI 0030p paHIOMU3UPOBAHHBIX KIMHUYECKUX UCCIIE0BAaHUH C

IIPpUMECHCHUEM MCTa-aHAIMU3a

OT,I[CJ'IBHBIC HCCICO0BAaHUA C KOHTPOJIEM pe(bepCHCHBIM METOJ0M HJIN OTACIBHBIC

PAHIOMHU3UPOBAHHBIC KIIMHUYCCKHUEC UCCIICAOBAHUA U CUCTEMATUYCCKHUC O630pI)I

° HCCIIEI0OBaHUM JII000ro 1u3aiiHa, 3a UCKII0YEHUEM PaHJOMHU3UPOBAHHBIX
KJIMHUYECKUX UCCIIeI0BaHUM, C IPUMEHEHUEM MeTa-aHaIu3a
HccnenoBanus 6€3 mociea0BaTeIbHOTO KOHTPOIIS peepeHCHBIM METOI0M HIIN
3 HUCCIICOOBAHUA C pe(bepeHCHI)IM METOAOM, HE ABJIAOIINMCA HE3aBUCUMBIM OT
HCCIIETyEMOI0 METO1a WJIK HEPAHJOMHU3UPOBAHHBIE CPABHUTEIBHBIE UCCIIEI0OBAHUS,
B TOM YHCJI€ KOTOPTHBIE HCCIIEI0BAHUS
4 HeCpaBHI/ITeJII)HBIe HCCIICAOBAHUS, OITMCAHUEC KIMHUYCCKOTO ClIydas
) Nmeercs nuuis 000CcHOBaHUE MEXaHU3Ma JEMCTBUS UM MHEHHE SKCIIEPTOB

Ta6auna 2. Ikana oueHky ypoBHEl 10CTOBEpHOCTH Joka3aTenbcTs (Y1) 1 meTonoB

HpO(l)I/IHaKTI/IKI/I, JICUYCHUA U pea6I/IJ'II/ITaI_[I/II/I (HpO(l)I/IJ'IaKTI/I‘IeCKI/IX, J'Ie‘-Ie6HLIX, pea6I/IJ'II/ITaI_II/IOHHHX

BMEIIATENIbCTB)

YA Pacuugposka

1 Cucrematnueckuii 0630p PKU ¢ npuMeHnennem mera-aHanusa

. Otnenbubie PKU u cucremarnyeckue 0030pbl HCCIIEAOBaHUH TH000r0 1n3aiiHa, 3a

uckmouennem PKH, c npumeHeHneM MeTa-aHanu3a
3 HepannomusupoBaHHbIe CpaBHUTENbHbIE UCCIEI0OBAaHUS, B T.4. KOTOPTHBIE
U CCIJIETOBAHMS
N HecpaBHuTenpHbIE HCcieI0BaHUS, ONIMCAHUE KIMHUYECKOTO CIydasi WA CEPUH
CIIy4aeB, UCCIIEIOBAHUS «CIy4ail-KOHTPOJIb)
. Nwmeetcs nuiib 000CHOBaHUE MEXaHU3Ma JAEMCTBHS BMEIIATEIbCTBA
(IOKIMHUYECKHE UCCIIEIOBAHMS) NI MHEHUE SKCIIEPTOB

34



Tabauna 3. [llkana onenku ypoBHel yoenuTensHocTH pekoMmernanuii (YYP) mist metonon

npoUIAKTUKY, TUATHOCTUKY, JICYEHUS U peadrIuTanuu (MpouiIakTHIecKuXx,

JUarHoCTHYCCKHX, JIC‘IC6HLIX, pea6I/IHI/ITaHI/IOHHbIX BMCH_IaTeJ'IbCTB)

Yyp

Pacummdgponka

CunbHas pekoMeHIaIus (Bce paccMaTpuBaeMble KpUTepun 3P PEeKTUBHOCTH
(MCcXO0mBl) ABISIOTCS BAXKHBIMH, BCE UCCIIEIOBAaHUS UMEIOT BHICOKOE HJIH
YZIOBJIETBOPUTEIHHOE METOJI0JIOTHIECKOE KAYeCTBO, X BBIBOJIBI IO HHTEPECYIOIINM

ncxoaam ABIAIOTCA COIJI aCOBaHHBIMI/I)

VYcroBHast pekoMeHaanus (He BCe paccMaTpuBaeMble KpuTepun 3P PeKTHBHOCTH
(MCcX0/1bl) SBISIOTCS BaXKHBIMHU, HE BCE UCCIIEIOBAHUS UMEIOT BBICOKOE UITU
yJIOBJIETBOPUTEIBHOE METOI0JIOTHUECKOE KAYeCTBO U/UIIM UX BBIBOJBI IO

HHTCPCCYIOHIUM UCXOAaM HE SABJISAIOTCA COFHaCOBaHHBIMI/I)

Crnabast pexomMeHanus (0OTCyTCTBHE TOKA3aTeIbCTB HAICKAIIETO KauecTBa (Bce
paccMaTtpuBaeMbie KpuTepun d3PPEKTHBHOCTH (MCXO/IbI) SBIISIOTCS HEBAXKHBIMH, BCE
WCCIICIOBAHMSI UMEIOT HU3KOE METO/I0JIOTUYECKOE KAUeCTBO M UX BBIBOJIBI IO

HHTCPCCYIOIIUM UCXOAaM HE SABJISAIOTCA COFHaCOBaHHBIMI/I)

HOpﬂ)IOK O0HOBJICHH S KIIMHHYECKHX peKOMeH}IaHHﬁ

MexaHu3m OOHOBJICHUS KIIMHUYCCKUX peKOMeHI[aLII/Iﬁ npeaycMarpuBacT ux

CUCTCMATUYCCKYIO aKTYAJIN3allu0 HE PEKE, UEM OJJUH Pa3 B TPU I'oJa, a TaKKE IIPH MOABJICHUN

HOBBIX JaHHBIX C IIO3UIIMH HOKaBaTeHBHOﬁ MCIWIHHBI 110 BOIIpOCaM JUArHOCTHKH, JICUCHUA,

OpOPUIAKTUKH W peabWInTallud KOHKPETHBIX 3a00JeBaHUM, HAIUYUU OOOCHOBAHHBIX

HOHOHHCHHﬁ/3aMeanHﬁ K paHCC YTBCPKACHHBIM KIIMHUYCCKHUM PCKOMCHAANUAM, HO HC YaIllC 1

pa3a B 6 MecsLEB.
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Ipunoxenue A3. CnipaBouHble MATEPHAJIbl, BKJIKYAsl COOTBETCTBHE
NMOKA3aHN K NPUMEHEHHUI0 U IPOTUBONOKA3AHM, CII0CO00B NPUMEHEHUS U
103 JIEKAPCTBEHHBIX NPENapaToB, MHCTPYKUMH MO MPUMEHEHUI0

JIEKAapCTBEHHOT0 Mpenapara

1. ®enepanbublii 3akoH 0T 21.11.2011 N 323-D3 (pexn. ot 28.12.2022) "OO6 ocHOBaX OXpaHBbI

310pOBbs TpaxkaaH B Poccuiickoit @enepanuu” (¢ u3M. u 101., BCTyI. B cuiny ¢ 11.01.2023).

2. [Tpuxa3 Munsapasa Poccun ot 21.04.2022 N 274n "OO0 ytBepxknenuu Ilopsaka okazanus
MEAMIMHCKOW IOMOIIM [allMEeHTaM C BpPOXKIEHHbBIMM U  (WIH) HACJIEICTBEHHBIMU

3a0oseBanusamMu’.

3. [Tpuxaz Munszgpasa Poccun ot 13.10.2017 N 8041 (pen. ot 24.09.2020, ¢ usm. ot

26.10.2022) "OO6 yTBepKIeHUU HOMEHKIIATYPhI MEAUIIMHCKUX yCITyT" .

4. [Tpuxa3 Munsapasa Poccun ot 10.05.2017 N 2031 "OO0 yTBEepK/I€HUN KPUTEPUEB OLIEHKU

KayecTBa MEOUIIMHCKOI oMoy,

S. [Tpuka3 MunszapaBa Poccun or 20.12.2012 N 1183u (pea. or 04.09.2020) "OO6
yTBepKJIeHHH HOMEHKIATyphl JOJDKHOCTEH MEIMIMHCKUX pPabOTHUKOB U (hapMaIleBTHYECKHX

paboOTHUKOB".

6. [Tpuka3 MunzgpaBa Poccum ot 07.10.2015 N 700 (pen. ot 09.12.2019) "O
HOMEHKJIAType CHENHAITbHOCTEH CHENHAINCTOB, WMEIOIINX BBICIIEE MEIUIIMHCKOE |

dapmarneBTHueckoe oopasoBaHue".

7. [Tpuka3 MunznpaBa Poccunm ot 28.02.2019 N 103n (pen. ot 23.06.2020) "O6
YTBEPKACHUM TOPSAKAa U CPOKOB pa3pabOTKM KIMHUYECKUX PEKOMEHAALNM, WX MepecMoTpa,
TUTIOBOHM (DOPMBI KITMHUYECKUX PEKOMEH AN U TPEOOBAHUH K UX CTPYKTYPE, COCTaBYy M HAyUYHOU

000CHOBaHHOCTH BKJIIOYaeMON B KIIMHUYECKHE PEKOMEHIAuK nHpopmanun".
8. Wndopmanns o nekapcTBeHHbIX cpeacTBax: https://grls.rosminzdrav.ru/

9. MexnyHapoaHast Kiaccuukaius Oolie3HeW, TpaBM U COCTOSHUN, BIUSIONUX Ha

3noposbe (MKB — 10).

3a0op OmomaTepuaJa il JIMATHOCTUKY B ISAITHAX KPOBH
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IoaroroBka K B3SITHIO KPOBH

[TonroToBka K B3ATHIO KPOBU CTAaHAAPTHA: METUIIMHCKUN MEPCOHAI JOJDKEH COONI0IATh
IpaBWja CTEPUWIBHOCTH, IPOTUPAs MECTO IPOKOJIA PACTBOPOM AHTUCENTHKA, MCIIONb3Ys
OJIHOPA30BbIE UIJIbI-CKAPU(PUKATOPHI U IEPUATKH.

ITosryueHne cyxoro niTHa KpoBu

Kak mpaBwiio, mis monmydeHus cyxux nsareH [61] kpoBb OepyT W3 maiyblia, TakKe BO3MOXKHO
UCIIOJIb30BaHNE BEHO3HOW KpOBH, B3sATOM U3 mpobupku ¢ DJTA (B 3aBUCHMOCTH OT

HCITOJIB3yEMBIX HAOOPOB).

Y HOBOPOKACHHBIX KPOBb HA HEOHATAIBHBIN CKPUHUHT U PETECT OepyT TOJIBKO U3 MATKU,
B HCKJIFOUUTENIBHBIX CIIy4asiX — M3 Tajiblla (IPU HEBO3MOXKHOCTH B3SITHSI KPOBU U3 TATKH).

MecTo nipokoa (TsITKa, Maje) clieyeT o0padboTarh CTepUIbHOM caipeTKON, CMOYCHHOMN
70% cnupToM, TOCIE Yero MPOMOKHYTh CyXoW cTepuibHOU canderkoi. I[lepBas kars,
o0pa3oBaBIIasicsi HA MECTE MPOKOJIA, HE UCIIONIb3YETCSI — €€ CTUPAIOT CYXUM BaTHBIM TaMIIOHOM.
[Tocnenyromue Karim MooYepeIHO HAHOCAT B KPYTH Ha BIUTHIBAIOIYI0 MeMOpaHy TecT-0JaHKa.
Kpyru Ha OnaHke MOJDKHBI OBITH TPOMHUTAHBI PAaBHOMEPHO, HACKBO3b, 03 OENBbIX ISITCH Ha
oOpatHol cTopone Omanka (puc. 1I'). Jlns momyuyenus ogHoro msatHa Tpedyercs 80—100 Mk
kpoBH. [lociie HaHeceHUs! KPOBU Ha TeCT-0JIaHK 00pa3ell BBIASPKUBAIOT IO MOJTHOTO BBHICBIXaHHS
B TEUEHUE HE MEHEE 2-X YacoB TP KOMHATHOM TeMIlepaType, HE CONPUKACAsACh C JPYTUMU TECT-
Omankamu. [locie BeICyIIMBaHUsI TECT-OJJaHKU CKJIQIBIBAIOTCS B MHIWBHIYAIBHYIO YIIAKOBKY, HE

CONpHKacaiChb U HC HAKJIAABIBAACH IIATHAMH KPOBU APYT HA Apyra.

d0e0o 0

He o sirman Afasru noorurmend rvouy Mo wnefs 1esn. o ANANE Al
*  Kanau 4o/XHbl NONHOCTBLIO NPONUTATL KPYXKKU € 0BpaTHOI CTOPOHI
*  He«kacaiTecb 0613CTH, NPONUTAHHOW KPOBLIO

Pucynok 1I'. Cyxue natHa KpoBH Ha TecT-OJIaHKe.
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JUis  MOJEKyJIsSIpHO-TEHETUYECKUX M OMOXMMHYECKHX HCCIIEOBaHUI HE B paMKax
HEOHATAJILHOTO CKPUHMHTA, TIOMUMO KaleJlbHOIO0 HAaHECEHUs, MOXKET MPUMEHSITHCS HaHECECHUE
HEoO0XouMOro oObema IIeNbHOW KpOBH Ha TeCT-OJaHK MOJIyaBTOMAaTHYECKUM J03aTOPOM,
HaIpUMep, U3 MPOOUPKH, coepKalllel aHATU3UPYEMbI OroMaTepuar.

TpancmopTupoBKa TeCT-0JIAHKOB OCYIIECTBIISICTCS MPpU Temrieparype He Boiire 25°C [MP
CIIK].

AJIFOpI/ITM JeHCTBUII MeTUIIUHCKOI0 nmepcoHa/ia mpu B3siTUA 06pa3u03 KpoBH:

° BBIMBITh PYKH (TUTUEHUYECKUN YPOBEHb), HAJETh [1IEPUATKH;

° BBIMBITh PYKH NalMeHTa (IATKy peOeHKa B CiIydae, €ClIH KPOBb OEpeTcst U3 MATKHU);

° npoTepeTh 00JacTh MPOKaJIbIBAHUS CTEPHIIBbHON candeTkol, cMoueHHOUH 70% crnupTom,
IPOMOKHYTb CYXOH CTEpWJIBHOW candeTkod; - MPOKOJOTh CTEPHWIBHBIM OJHOPA30BBIM
cKapu(duKaTopoM;

° CHSTh IIEPBYIO KAILIIO KPOBU CTEPHIIBHBIM CYXUM TaMIIOHOM;

° MSTKO HaJIaBUTh JUIsI TOJyYEHUs BTOPOH KAl KPOBH;

° HOPUIOKHUTh HEPIEHAUKYIAPHO TeCcT-OJlaHK K Karje KpPOBU M IPOIUTATh €ro KPOBbBIO
HAaCKBO3b;

o AQHAJIOTMYHBIM 00Pa30M HAHECTU Ha TeCT-0JIaHK 6-8 Karesb, BUJI IATE€H KPOBU JI0JIKEH OBITh

OJIMHAKOBBIM C 00EHX CTOPOH.

° BBICYIIUTh TECT-OJIAHK B TOPU30HTAIBHOM IOJIOKEHUM Ha YHCTOM 00€3KHpPEeHHOMH
MOBEPXHOCTH HEe MeHee 4 4y 0e3 NPUMEHEHHs TEIUIOBOM oOpaOOTKM M MOMaJaHUs MNPSMBIX
COJIHEUHBIX JIy4eH;

° yIaKoBaTh TECT-OJaHKM B YHUCTbIM KOHBEPT TakuM 00pa3oM, 4YTOOBI ISITHa KPOBHU HeE
COIIPUKACAIINCh.

Oco6enHocTu Npu UH(PY3MOHHON Tepanuu

Hekoropele mamuieHTsl MOTYT TMOJMydaTh MH(Y3HMOHHYIO TEpanuio, IepelrBaHue
KOMIIOHEHTOB KPOBH, YTO MOXET OKa3aThb BIMSHHE Ha pe3yjbTaThl TecToB. Hampumep, npu
MEePEeTUBAHUY TIJIa3MbI KPOBH MOTYT OBITh MOMYyUEHBI JIOXKHOOTPHUIATENIbHBIE Pe3yIbTaThl, TAK KaK
onpeaciIsiICMbIC CbepMeHTI)I HaxXoJATCs B IIa3MC U B KJIICTKaX KPOBH. PeKOMeHJIyeTCSI OCYHECCTBUTH
3a00p kpoBu s depmentHor u JIHK-mmarHoctuku He paHee, 4em dyepe3 6-7 mqHEH Tmocie
nepesMBaHus M1a3Mbl KpoBU U uepe3 7-10 qHel nocie nepenBaHusi KOMIIOHEHTOB KPOBHU.

He nomyckaetcst 3a60p KpoBu:

° cpasy Iociie IpoBeAeHHs MAUEeHTy UH(DY3MOHHON Teparnu;

° Cpa3y IMocJie 3aMEHHOTO TepPEeITUBAHMSI KPOBH.
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XpaHeHHe U TPAHCIIOPTHPOBKA OMOMaTepUaJia

OO0pa31pl BHICYIICHHBIX MATEH KPOBH MOKHO XPaHUTh B OOBIYHOW Kamepe XOJOIMIIbHUKA
npu +4°C 1o ornpaBku. Cpok XpaHEHUsS 10 MOMEHTA OTIIPAaBKU HE JOJDKEH MPEBbIIATh 7 THEH.
TemmnepaTypa npu TpaHCIIOPTUPOBKE Oromartepuaia qokHa 06Tk 0T 0°C 10 +10°C. Eciu XpaHuTh
JoJiplie U Ipu Oosiee BBHICOKOW TemrepaType, TO aKTHBHOCTh ()epMEHTa JaKe B HOPME MOXKET

CHMIXATBCA, YTO IMPUBCACT K JIOKHOIIOJIOKUTCIIBHBIM PE3YyJIbTaTaM.
Hpuioxkenune b. Alropurmsl AeHCTBUH Bpaya

IIpn noseimenun koHueHtpauuu C5:1 mpu mpoBEeNEHUM HEOHATAIBLHOIO CKPUHHMHIA
HE0O0X0IMMO COOpaTh KPOBB JIJISl IOBTOPHOTO OMPEICIICHHUS YPOBHS allMUIKAPHUTUHOB (PETECT),
ecin mocie perecta ypoBeHb C(C5:1 coxpaHsieTcsl BBICOKMM, TO 0OOpasibl OTHIPABISIOT B
pedepeHcHBI LIeHTp JUIsl MOATBEpXKIarolled JuarHocTHkU. Pomureneir uHdopmupyror o0
0COOEHHOCTSX MpOsABICHUS 3a00JIeBaHUs, CPOKAX MPOBEIEHUS TecTupoBaHus. B pedepencHoM
LEHTPE IPOBOAST MOJIEKYISIPHO-TEHETUYECKOE HCCIEAOBAHUE M OINpPEJEICHUE OpPraHMYECKHX
KHCJIOT MOYM METOJOM ra30BOM XpoMaTorpaduu ¢ Macc-CrieKTpOMETPHUEH.

B ciyuae orcyrctBust myrtanuii B rene ACAT1 u xapaktepHoro nmpoduis OpraHu4ecKux
KHACIOT MOYM HEOOXOAMMO TMpPOBOANUTH AudepeHnanbHyl0 JHAarHOCTUKY C  JIPYTHMH
3a00JIEBaHUAMHU CO CXOJHBIMH OHMOXMMHYECKUMHU u3MeHeHusMu (puc. 1b u puc. 2b B
npuiioxkeHuu b).

[Ipy HanMMUMK KIMHUYECKUX CUMIITOMOB, 4TO KpaiHe peako st HMAT B HeoHaTanbHbIN
nepuoJi, HeoOXoIuM TmepeBoJ pedeHKa B MHOroNpo(UIbHBIN CTallMOHAp C OTAEICHHUEM
peaHuMaly ¥ Hayajao Tepanud B COOTBETCTBHM C KIMHMYECKMMM pekomeHaauusmu. [locne
NOJATBEPXKJIEHUSI  JUarHo3a HeoOXoauMmMa MEAMKO-TeHETHYecKas KOHCYJIbTallus  CEMbHU.
JlanpHeliee BelEeHHWE MALUEHTa OCYLIECTBISIETCS B COOTBETCTBMM C  KJIMHUYECKUMU

PCKOMCHAAIUAMMU.
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‘ AUWNKAPHWTHHEI B BEICYLUEHHEIX NATHAX KPOBW ‘

v v

C&:1 =015 meMin C&:1 < 0,15 meM/in

v y

HEL0CTATOMHOCTE MUTOXOHARPWANEHORA
peTecT augetoauetun KoA twonazel
MCKIHYEHE

h

v v

C&:1 =015 meM/in C&5:1 <015 meM/n

OTPULATENEHBIE PE3YNLTATEI
OpraHuYeckue KMCIoTsl MOoMK N
Broxumuyeckoi n OHE-
reHeTMYECKAA NaHens
LMArHoCTHKK

v v

HEOLHO3HAYHBIE PE3YNLTaTI CONOCTABNEHNE KINMHWUYECKAX W
KETOHOBLIE TENA NOBLILIEHSI NOATEEpHaroLL e nabopaTopHbIX 4aHHbIX
FEHOTWN YCTAHOBNEH Broxumnueckoi n JHK- UCKNoueHne ownbok
DMArHOCTHRN NPEaHANHTMMECKOrD 3Tana

v

HEf0CTaTOMHOCTh
MUTOXOHAPUANBHON aueToauysTi
KoA THonasel
NoATEEPHAEHA

MEWKO-TEHETUMECKDE
KOHCYNETHPOBAHWE CEMEW,
Ha3HauveHWe OWeTOTEpanuK

Pucynok 1Bb. AiroputM CKpUHHHra Ha BBISIBJICHHE HEIOCTATOYHOCTH MHUTOXOHIpHanbHOM anertoaneTwin-KoA tuonazsr (HMAT) meronom
U3MEpEeHUs] YpOBHS 3-MeTHJIKpOTOHMIKapHUTHHA (C5:1) B KpOBU M KETOHOBBIX T€JI B MOYE U MOJEKYJISIPHO-TEHETHUECKOTO HCCIIEeI0OBaHUS I'eHa

ACATL.
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KeTtoaumnpgorunueckuim Kpus
(PH < 7,3; HCO, < 15 mmonb/n; OKB > 7 Mmonb/n

Hopma/ runo-/ nerkas runeprinvkemms

\ E‘Kpoeﬂv—-”{~“

/" Tnokosa

Tspkenas rmneprinukeMus

_ A ~———1 Hopma
¢ OpraHueckue ! Hecneumdmdeckuii ] N
~__Kucnotbl B Mo4e - bt N HbA1 N
1 = c )
| C CKKIOKT Mo e
/ 1
Mpodune Mpodhuns, Huskui < 0,3 Hopma 20,3 BbICOKUI
XapaKTepHbIN XapakTepHbIn P
ans OA ans HMAT P Monexynapuvbml g
’ — .\(pepmemamaubm aHanus )
—__ MATuscoT ___—
! S~ X
Oedmunt
Oeduumnt
SCOT/ ®dusnonoruyeckan %
Opyrve OA HMAT 2M3rB-KoA peakums AvabeTnyeckuit
AernaporeHasbl neuumT Ha cTpecc KeToaumpos
MCT1

Pucynok 2b. AJropuT™M CKpHHHHTA Ha BBISBJICHUE HEJJOCTATOYHOCTH MUTOXOHIPHATIBHON
aneroaneTmin-KoA tronaszer (HMAT).

2M3I'b-KoA perunmporenaza — 2-meTmi-3-ruapokcuOytupui-KoA nerugporenasa;
MAT = wmwutoxoHIpuanpHas anetoaneTmin-KoA tuonaza; OA = opraHudeckue anugypuu/
anuaemun; COKK/OKT = cBoOoaHbIE >KHPHBIE KHUCIOTHI/00IIEEe KOTMYECTBO KETOHOBBIX TEII,
HbAlc MIMKUpOBaHHBIN  Temoriodun; MCT1 TpaHCIIOpTEp MOHOKapOokcumata 1
(monocarboxylate transporter 1); SCOT (succinyl-CoA:3-ketoacid CoA transferase) = cyKIMHMII-
KoA 3-keroammn-KoA-tpancdepasa (cykunnui KoA:3-okcokucnornas KoA-tpancdepasa).

Otpesnas Touka (= 0,3) mus CXKK/OKT He sBusercs abCONMIOTHONW BENUYHMHOM.
JnurenpHOe rononaHue MokeT npuBecTH K cHikeHUio cootHomeHus CXKK/OKT. Mudysus
roKo3bI cHikaeT ypoBeHb CXKK 6vicTpee, uem OKT, uTo Takke CHIKaeT JaHHOE COOTHOIIICHUE.
Tsokenasi TUNEPIIIMKEMHsI C TOBBIIIEHHBIM ypoBHeM HbAlc 0OBIYHO QuarHoCTHpyeTcsl Kak

IMa0eTUUECKUI KeTOau103, OJTHAKO U3BECTHBI CIIydal KETOAU103a CX0XKEM ¢ TUA0ETHYECKUM
npu Hekotopblx OA. Takum o0pazom, HopMmanbHbIi ypoBeHb HbAlc He wuckmogaer
nuabeTnyeckuil keroanuao3 (0003HaueHO MyHKTHpHOM nuHuen). Hecnenuduueckuii npopuias
OpraHMYECKUX KHCIOT B Moue IMpH Keroamnunao3e Takxke He uckioyaeT HMAT (o6o3HaueHo
IYHKTUPHON JMHUEH). B TakoM ciydae pEKOMEHIOBAHO IIPOBENECHUE MOJIEKYJISIPHO-
TeHETUYECKOT0 UCCIIE0BAaHUS MITH aHanu3a pepMmeHTaTuBHOM aktuBHOCTH MAT n SCOT.
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Ipuioxenue B. Uudopmanus 1 nauueHTa
ITouemy Bo3HMKaeT 3a00JieBaHue?

Henocratounocts MuTOXoHIpuanbHOU amneroanetuia-KoA tuonaszer (HMAT) — peakoe
HacJeJACTBEHHOE 3aboseBaHue, cBsizaHHOe C nedekramu (Mmytamusmu) B reHe ACATI. Ten
Haxoautcs Ha 11 xpomocome. Korna B rene ACAT1 mpoucxoaut MyTanus, OH OOJIbIIIE HE MOKET
CIy’)KUTh «UHCTpYKIMeW» s co3manus ¢epmenta MAT. Takum o0pa3zom, MOTyYUBIIHHCS
bepMeHT GYyHKIIMOHUPYET HEMPAaBUIBLHO WM e BOBCE HE Mpou3BoauTcs B opranuzme. HMAT
HACJIEyeTCs MO0 AayTOCOMHO-PEIIECCHBHOMY THITy. JTO 3HAYUT, 4YTO y pebeHka Oo0se3Hb
IPOSIBIIIETCS] TOJIBKO B TOM CIIydae, eCiii 00a POIUTENS SBISIFOTCS HOCUTEISIMU OOJIE3HH H, XOTS
caMH OHU He 0OJICIOT, MepeIar0T PeOCHKY JBE KOIUHU “TIOBPEXJICHHOTO” reHa (TeHa ¢ MyTaluei).
Hocurens 601e3HM HacneayeT TOIBKO OAHY “NMOBPEXKACHHYIO KOIHUIO: THOO OT OTHa, J100 OT
matepu. Hocutenu He OONEIOT M HHUKAKUX MPU3HAKOB 0OJE3HUM y HUX HET. Puck poxaeHus
pebenka ¢ HMAT B cembe, rae ob0a poauTeNs SIBISIFOTCS HOCHUTEISIMH “‘TIOJIOMAHHOTO™ TEHA,
cocraBisieT 25% Ha Kaxayr OepeMeHHOCTh (puc. 1B). Manbuuku u neBouku Oo0JEOT C

OIMHAKOBOU YaCTOTOH.

(B ¢
Oreu-HocuTenb I ’ Matb-HocUTeNbHULA

l | l
00 00 O

@] @ ® [ ]
AN A AR AN
L 94 L 94 L 94 L 4
3poposble 25% Hocutenu (retepo3urotbl) 50% bonbHble 25%

Pucynok 1B. Cxema Hacie1oBaHUSI HEIOCTAaTOYHOCTH MUTOXOHJPUAIBHON arjeToaneTuii-KoA
tuonaszsl (HMAT). [Ipn Hanuuuu qByX Konuil «007IbHOTO» TeHa («1»), yHacaeI0BaHHBIX OT 000X

poauTenen-Hocutenen, puck poxaeHust peoenka c HMAT cocraBnsier 25% («rr»).
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Yro napymaercs B Mmeradboausme npu HMAT?

@®epment MAT urpaer BakHyI0 pojib B pacIlEIUICHUN OEIKOB U KHPOB B pauuoHe. B
gactHOCTH, MAT oTBedaeT 3a nepepaboTKy M30JICHIIMHA — aMHUHOKHUCIIOTHI, KOTOpast BXOAMUT B
coctaB MHorux OenkoB. MAT takxke nepepabarbiBaeT KETOHBI, KOTOpblE O0Opa3zyroTCs IpU
pacuienyieHuu xupoB. Ecinu myrtanus B rene ACAT1 cHukaeT niM ycTpaHseT akTUBHOCTb 3TOIO
¢depMeHTa, OpraHu3M HE B COCTOSIHUHM TPAaBWIIBHO IepepadaThiBaTh M30JICHIIMH U KETOHBI. B
pe3yibTaTe MOTYT HAKaIUIMBATLCS BPEIHbIE COCAUHEHUS, KOTOPBIE IIPUBOJAT K TOMY, YTO KPOBb
CTAaHOBUTCS CIMILKOM KHCJION (KEeTOoaluJ03), YTO YXYZAIAeT (YHKLUIO TKaHEH B OCOOEHHOCTH
LEHTPaJIbHOW HEpBHOW cucreMbl. Keroanuao3 — MaTOJOTMYECKOE IKU3HEYTPOKAIOLIEE
COCTOSIHUE OpraHu3Ma, TpeOyrollee HEMEUIEHHOI0 BpaueOHOr0 BMEIIaTeIbCTBa

Kak nposiBasiercs HMAT?

Bospact nebrota HMAT BapbpupyeT oT ABYX OHEH 10 BOCHMH JeT. B OONbIIMHCTBE
ciydaeB (80%) 3a0oneBanue IpOSBISETCS B BO3pACTE 10 JABYX JIET.

3aboyieBaHMe XapaKTepPU3yeTCs OIU30JAaMH  KeToaluao3a (M3MEHEHUE KHUCIOTHO-
mieJIOYHOro OajaHca B OpraHu3Me BCIIEJICTBHE WHTEHCUBHOTO CHHTE3a (IIPOM3BOJICTBA)
KETOHOBBIX T€), MPOSIBISIOIIUMUCSA PBOTON, HAPYIIEHUEM JbIXaHHUs, CTa00CTHIO, COHIIMBOCTHIO,
KOTOpBIE BO3HHUKAIOT B MIIAJIEHYECTBE M OOBIYHO MPEKPAIIAIOTCS B MOAPOCTKOBOM BO3pACTE.
Keroanni03 MoeT NpUBECTH K KOME U JIETAIbBHOMY UCXOAY MPHU OTCYTCTBHUHM JieUeHHs. TeM He
MeHee, PYU CBOEBPEMEHHOM TUAarHOCTUKE U COOTBETCTBYIOIIEM JICUCHHH MTPOTHO3 JIJIs TAIUEHTOB
¢ HMAT wnocut OnarompusitTHbiii Xxapaktep. OObI4HO 3abojieBaHue neOrTHpyeT B (opme
npHucTyna KeToanuao3a (KeToauIOTHYeCKOro Kpu3a), 4Yalle BCEro BBI3BAHHOTO CTPECCOM,
TOJIOJIAHUEM, OCTPBIMH 3a00JIeBaHUAMU W/WIH WHGEKIUSIMH (HampuMep, TaCTPOIHTEPUTOM) U B
pPeIKHX CIydasX TOBBIIIEHHBIM TMOTpeOaeHneM Oenka ¢ mumied. O keroaruao3e OOBIYHO
CUTHANMM3UpPYeT (PYKTOBBIA 3amax W30 pra. Y psja TAlUEHTOB IOCIE TSKENIBIX AIU30]I0B
pa3BUBAIOTCS HEBPOJIOTHYECKHE TMOCIEACTBUS (Hampumep, 3aJepikKa pa3Butus). Peako y
MAIMEHTOB HAOMIOJAIOTCS TMpU3HAKH MeTabonuyeckoi HsHIedanonaTu (HapyIICHUsS peuH,
OBICTpBIC, TIOPBIBUCTHIC ABMXKEHHUs (Xopes). B mepeppiBax MEXIy SMU30JaMHd CHUMITOMBI Y
MAIEHTOB OOBIYHO OTCYTCTBYIOT.

Kak ycranaBiuBaeTcsi AMar{o3?

[lepBuyHyIO0 JMAarHOCTUKY 3a00JeBaHMs TPOBOAMUT Bpau-neauatp. JlmarHo3 craBUTCS Ha
OCHOBAHMYW KIIMHWMYECKOW KapTHHBI, aHAJIN3a MOYH (HAaOIFOIaeTCs BRICOKHH YPOBEHDb 2-METHII-3-
TUAPOKCUMACIISIHON KUCIOTHI, 2-METUIIALETOYKCYCHOM KUCIOThI, TUTJIMITIIMIUHA U 2-0yTaHOHA)

u KT ronosHoro mosra. HccnenoBanne Ha HMAT mnpoBoauTcs B paMmkax psaa Nporpamm
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CKpUHHMHTAa HOBOPOXXJICHHBIX C TIOMOIIBIO TaHJAeMHON wmacc-cnektpomerpun (TMC) —
CTaHJAPTHOU METOJUKH CKPUHUHTA HOBOPOXKACHHBIX. [IporpaMmMbl CKpUHUHTA HOBOPOKACHHBIX
JIOCTYIIHBI B HEKOTOPBIX CTpaHax, BKJIwouas Poccuiickyro denepanuro. [ns moaTBepKIaCHUS

JMarHo3a HeoOX0MMO MTPOBEICHIE MOJIEKYIIIpHO-TeHeTHYecKoro aHanu3a rena ACATL.

Kaxk geuat manuentos ¢ HMAT?

OcHoBHble npuHIMNBl Tepanuu npu HMAT HanpaBiaeHbl Ha NOpeaoTBpallleHUE
KeToalnun03a. Bo BpeMs KeToanu10THUECKOTro Kpr3a Bpay BBOJAUT BHYTPUBEHHO 3JIEKTPOIUTHBIH
pacTBOp U pacTBOP INIOKO3bl. IHOrja Ha3HAYaIOT Npenaparthl, COAEPIKALUE JIEBOKAPHUTHH, €CIIN
y TAIMEHTOB HAOIIOAACTCsl HU3KUN YPOBEHb CBOOOHOTO KapHUTHHA. [larueHTaM peKkoMeHyoT
u30erartb JUIMTETBHOTO TOJIOJIAaHUS W KUPHOM (KETOreHHOM) IMEeThl, a TaKXe OrPaHuYHUTh
notpebnenus 6enka (1,5-2 r/kr/cyTkn).

Kak j1eyaT nanueHTOB B NepHoA MeTad0JIMYecKOro Kpusza?

Jloma ripu nepBBIX IPpU3HAKaxX 3a00eBaHms, 0COOEHHO KOrja y peOeHKa CHUKEH alleTuT
(Hampumep, TpHU MPOCTyAe, TPUMMONMOAOOHBIX CHMIITOMAaX, BUPYCHBIX HH(MEKIMSX, JIOOBIX
3a00JIeBaHUAX, CONMPSKEHHBIX ¢ TemmepaTypoit >37°C, TOH3UUIUTE, TaCTPOIHTEPUTE), CIEAYET
HauaTh TEPAIHIO 110 MPEJOTBPALICHHUIO pa3BUTHS Kpu3a. Eciu poauresny He yBEepeHBI B TOSBICHUT
y peOeHKa TepBBIX MPU3HAKOB MpHOJIMKatomerocs: 3abosieBaHus (0J€THOCTh, COHJIUBOCTb,
pa3IpaKuTeNbHOCTh, MOTEPS ammeTUTa, JUXOpajaka, rojloBHas 00Jb, JoMOTa U obmas 60Ib,
KallleJb, 00JIb B TOpJIe MJIH YIIax), TO B KAYECTBE MEPbI IPEJOCTOPOKHOCTH pEOEHKY ClIeyeT AaTh
BBIITUATH PACTBOP MOJIMMEPA TITFOKO3bI — MaJIbTOACKCTPHHA — OJMH Pa3.

CamMbpIMH paHHUMH TpU3HAKaMU OOBIYHO SIBIISIOTCS HE3HAYUTEIbHBIE W3MEHEHHS B
HOBEJICHUH, KOTOPbIE OOBIYHO JIETKO 3aMevaroT poauTenu. Eciu peGeHOK OTHOCUTENBHO 3710pOB
U Y HEro HeT PBOTHI, @ TOJBKO ¢1a00CTh U HEOOIbINAsk COHIMBOCTh, MOYKHO IOUTH €r0 Yepe3 PoT
pacTBOpOM IMOJMMEpa TJIOKO3bl YacThIMM JpOoOHBIMU mopHusmu (tadbmuua 1B). Tounsrit
PELeNT/KOHIIEHTPAIMsl  TTOJIMMEpa  TIIFOKO3bI, PEKOMEHIIOBaHHAs ISl KaXIOro peOeHKa
OTJIMYAeTCs, HY)KHO y3HaTh Yy JIeHallero Bpaya YTO HMMEHHO NOJXOJUT BalleMy peOeHKY.
HekoTopbIM feTsIM HE HpaBUTCS BKYC IMOJUMeEpa TIIOKO3bl, U OHU MPEANOYUTAIOT HAMMTKH,
KOTOpBIE MTPOJAIOTCS B CYIIEPMapKETax, HO KOHIIEHTPAIMH YIIIEBOJIOB B TAKMX HAIMTKAX HIDKE.
[Tokymaemple HAIUTKA HYXXHO TPUMEHSTH C OCTOPOKHOCTHIO. HU3KOKamopuiiHble HANWTKH,
HaNmUTKU Oe3 JA00aBIeHMs caxapa COAEp)KaT OYeHb Majo MIIM BOBCE HE COJEp)KaT YTJIEBOJOB,
MO3TOMY HX HE CIIe/IyeT UCIOIb30BAaTh.

C mosiBIIEHWEM TIEPBBIX NMPU3HAKOB META0OIMYECKOTO KpH3a, HE MOKUAASACH MPHXO0Ja

Bpaya, CIeyeT MpEeKpaTuTh mpueM Oenka (Ha 24, MaKCHMyM Ha 48 4YacoB), YBEJIMYUTH 103y
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nepopaibHOTo (4Yepe3 poT) seBokapHuTHHA 10 50-100 mr/kr/cyTku u B 2 pas3a 103y TIUIMHA.
3areM B TeueHHE 1—2 4acoOB HY)KHO PETYJSIPHO OLIEHUBATh KIMHUYECKOE COCTOSHUE peOeHKa.
Ecnmu y pebenka MOCTOSHHAasE pBOTa W €My HE CTAHOBHUTCS JIy4YIE, POJIUTENSIM CIEIyeT
HEe3aMeUINTEIbHO O00paTUThcs B OONIbHUILY Aisi oOcnenoBaHus. Bpadam ckopoil momoriu
HE00XO0IMMO MepeaaTh BRIMUCKY C 3aKII0YCHHEM H PEKOMEHJAIMsIMU Bpaya 110 TeParnuy B IEPUOJ
MeTabOIMYECKOTO KpH3a. PoauTensM HyXHO B34Th C CO00 B OOMBHUILY BCIO MH(pOpManuio 00
MCIIOJIb30BaHHBIX PACTBOPAX U JKEIATEIBHO CAMU PAaCTBOPBI.
Tabauua 1B. O6beM MaTbTOACKCTPUHA IIPH PA3BUTHU META0OINYECKOTO KpH3a

(European registry and network for intoxication type metabolic diseases (E-IMD) 2014).

MajbTOoeKCTPUH O0beM (MJ1) B 1eHb
Bo3spacr (71eT) Kxan/100 ma
(%) mepopajibHO
Hlo 0,5 10 40 Munumanbpao 150 mir/kr
05-1 12 48 120 mur/kr
1-2 15 60 100 ma/kr
2-6 20 80 1200 - 1500 mut B cyTKH
6-10 20 80 1500 - 2000 mx B cyTKH
Crapue 10 25 100 2000 - 2500 M1 B cyTKH

Kakoii Hy?>KHO TPOBOAUTH MOHUTOPHHT /it manuenToB ¢ HMAT?

Heo6xoauM MyJlbTHAMCHUIUIMHAPHBINA MOAXO0 K HAOJIIOACHUIO U JICYEHUIO TAllUEHTOB C
HMKK cnenuanucramMu pasHbIX Npoduiel ¢ 1enblo obecredeHus] KOMIUIEKCHOW Tepanuu U
CBOEBPEMEHHON ee KOoppekiuu npu HeoOxomumocTu. s manuentoB ¢ HMAT HeoOxomumbl
peryisipable oOcnenoBanus. B tabnuue 2B npuBeneH mpUMeEpHBIM NepeueHb U PerysspHOCTb
UCCIIEIOBaHMM, O/THAKO TOUYHBIH IJIaH 00CIIeI0BAaHUS COTTIACOBBIBAECTCS MHANBUYaIbHO CO CBOUM
JIEYalIiM BpayoM.

Tadauua 2B. PerynspHocts o0cnenoBannii y naimenToB ¢ HMAT.

HccaenoBanue HNurepBan

Koppekuus quetorepanuu (IpoBOAIT Bpadu-
PpERiIL A P (pOBOAT BP He pexe 1 p/mec Ha 1 rony xu3nu, nanee 1

TCHECTUKHU UJIN BpauYnu-aIucTOJIIOTHN
p ) p/3 Mec WM 1o TOKa3aHusIM 10 3 JieT

YabTpasBykoBoe uccnenaopanue (Y3UW) opranos
5 B cpennewm, 1-2 pa3 B rog
OPIOIIHOM MOJIOCTH
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[Tposenenue rnexrposunedanorpadpun (331) B cpennem, 1-2 pa3 B ron

Kaxnabie 6 MecsiieB marmenTam 1o 6 JierT,
Kaxaele 6 - 12 Mecs1eB manueHTaM
[TpoBeaeHrEe OMOXUMUYECKOTO aHATN3a KPOBH crapire 6 yetr. Ho B mepuo
o011eTepaneBTUYECKOro WH()EKIIMOHHBIX 3a00JICBAHUA, TP YTPO3€E
MeTabOoIMUeCcCKOro KpHu3a - He pexke 1 pasa

B 7 - 10 quen.

OO0mwmit (KITMHNYECKUI ) aHAJIU3 KPOBH He pexe 1-2 pasa B roa

HccnenoBanue ypoBHS CBOOOIHOTO KapHUTHHA
Kaxnipie 6 MecsieB naruentam Ao 6 Jier,

Y allWJIKAPHUTHUHOB B KPOBU, KOMIIEKCHOE
Kaxaele 6 - 12 Mecd1ieB manueHTam

orpezieNieHue CoAepKaHUsl OPraHUYECKUX
crapue 6 ser. Ho B mepuog

KHCJIOT B MOY€, KOMIUIEKCHOE OIPEICIICHHE
UHQPEKIMOHHBIX 3a00JICBAaHUM, TIPH YTIPO3E
COJICp)KaHUsI OPTAHMYECKUX KUCIIOT B MOYE
MeTabOoIMYECKOTo KpH3a - He pexke | pasa
METOJIOM TaHJIEMHOU MacC-CIIEKTPOMETPUU
B 7 - 10 gueli yacToTa MCCIIeqOBAHUNI B
(TMC), KOMIUTEKC UCCIICIOBAHUH JIJIst
JMHAMUKE 3aBUCUT OT BO3PACTa: valle y

JUArHOCTUKHU OPTaHUYECKUX alluaypHil,
neteit 10 1 roga (exxeMecsuHo) U eTei

HUCCICIOBAaHUEC aMHUHOKHCIIOT U METa0O0JIUTOB B
PaHHCTO U JOLIKOJIbHOTO BO3pacTa.

MOYEC

Kapnuonoruueckoe o0cienoBanue
(KOHCYJIbTaLIUs Bpaya-KapAHoJIora/ Bpada- He pexe 1-2 pa3za B roa

netckoro kapauosnora, KT, 3XO-KT')

Kak nauuenTsl nosty4aror jeuenue B Poceniickoit @enepanuu?

HMKK oTHOCHTCS K UMCITY peIKMX HACJIEICTBEHHBIX 00JIe3HEN 0OMEHa BEIIECTB U BXOJAUT
B IiepeueHb peAkux (opdhaHHBIX) 32a00JI€BaHU, JIEYCHHE KOTOPHIX MPOBOJIUTCS 3a CUET CPEACTB
peruoHanbHOTO OropKeTa. [locne ycraHOBIEHHS AUarHo3a HEOOXOAMMO BKIIIOUEHHE TIAIUEHTa B
PErMOHANIbHBIN CErMEHT perucTpa Mo KM3HEYTrpOXKAIOIINUM peaKuM (op(aHHBIM) 3a00JI€BaHUSM,
C LENBI0 JaNbHENIIero odecrneueHrns He0OX0IUMbBIM JICYEOHBIM MTUTAHUEM U JICKAPCTBEHHBIMHU
npenaparamMu. B pa3HbIX pernoHax 3a BEI€HHME PETUCTpa OTBEYAIOT Pa3HbIE CIEHHAUCTHI, HO
Yaie BCero 3TO BPauU-TEHETUKH, TIOITOMY IOCJIEe YCTAaHOBIICHUS IMAarHO3a 00s3aTeIbHO HYKHO

00paTUTHCS K perHOHAIbHOMY Bpauy-T€HETHUKY .
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Kaxk MoryT momorarthb poaHbie u 0J1u3Kue?

He 3a0wiBaiiTe: OT ceMbM TakKe 3aBUCHT Yycrex JiedeHus. HyxHO cobmonaTh
PEKOMEHJALUK, HU TPU KAaKUX YCIOBHUSX HE JOMYCKATh «CPBIBOBY» B JUETOTEPAIIUH, CIECAYET
YACNIATh BHUMAHHUE PEaOWIMTAIIMK WU TUIAHOBBIM 0OcCeoBaHUsAM. Bce 4ieHBI CeMbH JTOJKHBI
3HaTh, YTO PEOCHOK HYKJIAETCsS B 0COOOM MUTAHUU M OJM3KHE POJICTBEHHUKU JOKHBI OCBOHUTH
HaBbIKK pacueTa nuetbl. Pogurenu nauuenra ¢ HMKK, a B janpHelmeM 1 caMm NauyeHT, JOJKHBI
OBITH OOYUYEHBI ITpaBUJIaM OPraHU3ALMK TEPANUU B MEXIPUCTYITHBIN IEPUOJ] U B MIEPUO YTPO3bI
MEeTabO0JIMYECKOTO KpH3a.

VY pebenka npu cebe Bceraa J0JDKHA HAXOMUTHCS MaMITKa C YKa3aHUEM HEOTIOXKHBIX

MEPONPUITHIA B IEPHOJ] HAUMHAIOLIETOCSI METa0O0JINYECKOTO KpH3a.
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Ipuiaoxenue I'1-1'2. lIIkanbl oneHKH, BONPOCHUKH U JIPyrue OleHOYHbIE
HHCTPYMEHTBbI COCTOSIHUSA MAIUEHTA, IPUBECHHbIC B KIIMHUYECKUX

PEKOMECHIALIUAX

IIpuniaoxenne I'l. Hkana Anb0epTa MOTOPHOTO Pa3BUTHSI MJIaJlecHIIEB

Ha3Banue Ha pycckoM si3bIke: mKajia AJp0epTa MOTOPHOTO PAa3BUTHS MJIa/ICHIICB.
Opurunanbpaoe HazBanue: Alberta Infant Motor Scale (AIMS).

Hcrounuk (obuMaabHbIi caiT pa3paboTYMKOB, MyOnuKanus ¢ Baauaaiueii): Piper MC,
Pinnell LE, Darrah J, Maguire T, Byrne PJ. Construction and validation of the Alberta Infant
Motor Scale (AIMS). Can J Public Health. 1992;83: S46-50.

Tun (MoTYepKHYTH):

- IIIKaJa OICHKH

Hasnavenme: wMoTOpHas Mmikaia i wiaaeHneB Ansbepra (AIMS), mxana
HaOJIOaTEIbHOM  OLIEHKH, ObUTa paszpaboTaHa Ui HW3MeEpeHUs OOIIero JBHUTaTeIbHOTO
CO3pEBaHMsl y JIeTeH OT POXKICHHSI IO CAMOCTOSTENIbHOU XO/AbOBI.

Conep:kanme (IMa0JI0H). OCHOBBIBASCh HAa JHTeparype, 58 HABBIKOB ObLIH
Cr€HEPHUPOBAHBI U pACIPEIEIICHBI 10 YETHIPEM MO3ULIMSAM: JIEKa Ha CIIUHE, JIeKa Ha JKUBOTE, CUJIS
u cros. Kax1omMy 13 HaBbIKOB IPUCBAUBAETCS ONPEIEIICHHBIN Oai.

Kirou (uHTepnperanus): 6auibl CyMMHUPYIOTCS, IPOBOAUTCS 00IIasi OLIEHKAa MOTOPHOTO

pa3BUTHA U OTKJIOHEHHE/COOTBETCTBUE HOPMAaJIbHOMY Pa3BUTHUIO B IICPLHCHTUIIAX

IIkana Aub0epTa MOTOPHOTO Pa3BUTHS MJIAJCHLICB

YHCJIO/MECSI/TOI
damunust, UM JlaTa ucciieroBaHus: / /
NnentundukannoHHbII

Jlata poskIcHHS: / /
HOMED
XPpOHOJOTUYECKUN
UccnenoBareinb / /
BO3pACT:
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CKOppeKTUPOBAHHBII / /

Mecto npoBeneHus

UCCIIEI0BaHMS BO3pPACT:
[IpenmectByromue ITyHKTBI,

3aCYMTAHHbIE 3aCUUTaHHbIE B bann no mkane
IIyHKTBI «OKHE»

Tlomoxenue Ha

KHBOTC

ITonoxxeHue Ha cIMHE

ITocanka

BcraBanne

OO0t 6am: MePIEHTUIIb:

[TpumMedanus/peKoOMeH IAIHH:

IIKAJIA OHEHKH MOTOPHOTI'O PA3ZBUTHUA Y MUIAJIEHIIEB

Ne

HCCJICI0BaAHUA

IMosio:xkenue Jie:ka Ha sxuBote (1)

ITon0o:xkeHue Ha

KHBOTE
dusnonornyeckas ¢iexcus. [loBopaunBaer

TOJIOBY I OTBEACHUS, HOCA OT TOBCPXHOCTH.

IMosio:keHue Jie:ka Ha :xuBOTE (2)

A ) L & CUMMETPUYHO MOTHUMAET T'OJIOBY MO/ YTIIOM
45°. He ciocoOeH yaep>KUBaTh TOJIOBY Ha

O)IHOfI JIMHUU C TYJIOBUIICM.
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ITosi0:keHMe HA JKMBOTE € ONIOPOI

JloxkTH HaxoadaTCcd no3aau ied. bes
MOAJICPKKH MMOJHUMAET TOJIOBY O] YIJIOM

45°.

Omnopa Ha npeamieusns (1)

[TomHUMAaET U yACPKUBAET TOJIOBY MO/ YTIIOM
ooutee 45°. JIokTh HA OMHON JTWUHUU C
riedamu. ['pyiHas KJIeTka pa3mMeniaeTcs o

LEHTpY.

IloaABM:KHOCTD B MOJIOKEHHH HA KUBOTE

[Togaumaet ronoBy nox yriiom g0 90°.

HeKOHTpOHI/IpyeMLIe IIOIIBITKHU IMEPEHOCA BECA.

Omnopa Ha npeamieubs (2)

JlokTHn HaxXoOdATCd MEpe MmjIcuaMu. AxTuBHOE
HNOATATUBAHUC non6op0211<a C BBITATBAHHEM

oicu.

ITo10:xkeHne HA

CIIMHE

Honoxenne aexa Ha cnuue (1)

duznonoruyeckas Gpiaexcus.
[ToBOPOT TOJIOBEI; MOJHOCHUT POT K PYKE.

BCCHOPHIIO‘-IHLIC ABWKCHHUA PYKaMH U HOTaMHU.

Honoxenne gexa Ha cnuHe (2)

IToBOPOT rOJIOBBI K CPETHEN JTUHUU.
HeoOs3aTenbHbli acHMMETpUYHBIN HISHHBIN

toHnyeckuii peduexc (ALLTP).
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. IMono:xenue Jjexa Ha cnuHe (3)

A et I'onoBa HA OJTHOM JIMHUM C TYJIOBUILIEM.
JIBuraer pykamu, HO HE CLIOCOOEH MOIHECTU

PYKH K CpeJHeH JTMHUH.

onoxenne aexa Ha cnuue (4)

AKTHUBHOCTE cruodareieil meu ¢
MOATATUBaHUEM moa0opoaka. [logHocuT pyku
K CpEeIHEH JIMHUU.
™ IHoxHeceHHne pyK K KOJECHAM

- | Hoarsrusanue nogbopoaka. JlocTaer pykamu

JI0 KOJICHEH. AKTUBHOCTD OPIOIITHBIX MBIIIIII.

ITocagka P Mocaaka ¢ mogaep KoM

HO}IHI/IM&CT 1 KPATKOBPEMCHHO YACPKUBACT

rOJIOBY Ha O}lHOﬁ JIMHUU C TYJIOBUIICM.

e, IMocaaka ¢ onopoii Ha pyKH

- VY nepxuBaeT royioBy Ha OJTHOM JIMHHUHM C

TYJIOBUIICM. KpaTKOBpCMeHHO OIMUpPacCTCA HA

P pyKu.

o1




= — [MoarsaruBaeT NoaA00POIOK; TOJI0BA HA OJHON

IMoaTArnBaHKe B cCHAAYEE MOJI0KEHHE

~¥ JIVHHUM C TYJIOBUIIEM WJIU BIIEPE]IH.

BceraBanue =

=% Omnopa Ha HOTH ¢ moaAepxkKoii (1)

Bo3mosxHO IIOIIEPEMECHHOC crubaHue B

e Ta306e,[[peHHOM H KOJICHHOM CyCTaBax.

Omnopa Ha HOTH € MOIEPKKOi (2)

['onoBa Ha oHOI TMHUHM ¢ TyJoBHILEM. benpa
HaXOJIATCS 1Mo3aau 1mied. PaznooOpasHbie

JABHMIXXCHUA HOT'aMU.

Onopa HA BBITHAHYTBIC

MMOJIOYKCHHU A HA )KHUBOTE B

IlepexaTbiBanue U3

IlnaBanue
PYKH MOJI02KeHUe HA ClIuHe 0e3
NOBOPOTA
F s { — L]
LA T ‘ A Y
5 ¥ )

Pyku BBITSHYTBI.
IloaTsiruBanue

nmoadOpoIKa C MOAHEMOM

HaTTepH AKTUBHOCTH
I[BI/I)KGHI/IC HHULIUHUPYCTCA

. pasrubaresei.
rosnioBoil. TynoBuiie
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TpyAHOU KJIETKU. bokoBOi

JIBIKETCS KaK OJTHO

MepeHoc Beca. mesoe.
IHonbITKA TOTAHYTHCS 10 IlepexkaTpiBaHMe U3 MOJI0KEHUS
npeaMeTa u3 ynopa Ha IlepeBopoT HA ’KHBOTE B MOJI0KEHHE Ha
npeamjiedybs CIIMHE C TOBOPOTOM

. &

|
——

AKTHBHBIN IIEPEHOC BEca €
OJIHOW CTOPOHBI.
Kontponupyemas nomnsitka
JOTSHYTBCS 10 IPEAMETA

CBOOOTHOM PYKOH.

ITepeBopoThl. JIBHUKEHUS
pyk u Hor. bokoBas

¢rekcus TyI0BUIIA.

HOBOpOT TyJIOBHIIIA

ITo10:keHune Ha

yeTBepeHbkax (1)

IHoanecenne pyk K

CTYIHAM

HepeKaTbIBaHl/le M3 IMOJO0KCHUSA
Ha CIIMHE B MMOJIO’KCHUEC HA

JKMBOTE 0e3 MoBOpoOTa
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Horwu cornyTsl, 0TBeICHBI
Y TIOBEPHYTHI KHAPYKHU.
[TosicHuyHBbIH T0p103.

V/:[epm/IBaeT ITOJIOKCHUC.

Crnioco0eH yaepKuBaTh
HOTH B CpEJTHEM
10JIO>KEHHUU.
[IpucyrcrByer
MOJIBU’KHOCTH B TA30BOM

(02 Wi (SA) (SR

Bbokosoe BBIIPAMIICHHUC I'OJIOBBI.

TynoBuie ABUKETCS KaK OJTHO

ncaoc.

IlepexkaTbiBaHue U3

MMOJIO’KCHHUA HA CIIMHE B

AKTHBHOE BBITSITHBaHHE

IMocanka 0e3

MOJIOZKEHHE HA )KUBOTE C NOAACPKKH
MmMOBOPOTOM
X '&nt )
Ty . 4 o L

[ToBopoT Tyn0BUILIA.

HOTraMH.

BerTar HUBACTCA, OTTAJIKMBACh

[IpuBeneHune g0MaToK u
pasrubanue ied. He
CHOCO0OEH ynepkarhb

ITOJIOKCHHUC.

Iocaaka ¢ onopoii Ha pyKH

ONopbI HA PYKHU

IMocanka 6e3 moaaepxku 0e3

Ilepenoc Beca B
MOJIOKeHUM cuas 0e3

MOAIEPKKH
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e

BeITArnuBanue rpyIHOrO oTI€eNa
MMO3BOHOYHUKA. J[BHKEHHUS
TOJIOBBI, HE3aBUCUMBIE OT
TYJIOBMILA; ONIUPAETCS Ha

BBITAHYTBIC PYKH.

He moxeT ocTaBaThCcd OWH B
CHUISYEM TOJIOKEHNU

HCOI'paHUYCHHOC BpCMA.

[lepenoc Beca Bnepen,
Hasaj uiau B cropoHsl. He
MO>KET OCTaBAThCS OJIMH B

CHUAAYECM ITOJIOKCHUU.

ITocanka 0e3 onopsl HA pyKHU

(1)

ITonbiTKA AOTHAHYTHLCHA 10
npeamMera ¢ moBopoTomM B

MOJIO2KCHHUHU CUIASA

BceraBanue ¢

nojaepxkkoii (3)

Pyku He npmxaThl K Tely.
CriocobeH Urpathb ¢ UrpyIKoi.
MozxeT ocTaBaTbCsl OJUH B

CHUOAYEM ITOJIOKCHHUU.

CuuT cCaMOCTOSATENBHO.
TsHeTCs K Urpy1ke ¢

IMOBOPOTOM TYJIOBHUIIIA.

benpa Haxonstcs Ha
JIMHUU TUIed. AKTUBHBIN
KOHTPOJIb TYJIOBHILA.
Pa3noob6pazubie

JABMOKCHUS HOT'aMU.

IHono:xxeHue jexa Ha OOKY ¢

onopoii

Penunpoknoe mo/szanue

[Hepememenue us
MOJIOKEHUS Ha

YE€TBCPCHbKAX B
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MOJIO’KECHHE CUAA HJIHN

moJjgycuas

Pa3o0uieHHoCTh HOT.
HenoaBuxHOCTS TUIEY.

HOBOpOT B IIpcaciiax oCu Teia.

Penunpokssie 1BUKEHUS PYK

1 HOT' ¢ TIOBOPOTOM TYJIOBHUIIIA.

[Iepememaercs B JaHHOE
IIOJIOXKEHUE U U3 HETO.
MokeT npuHUMAaTh

CHUAAYCC ITOJIOKCHUC.

PenunpokHoe noJisanue Ha

yeTBepenbkax (1)

IMonbITKA TOTAHYTHCSA 10
npeaMeTa U3 ynopa Ha

BBITSIHYTYIO PYKY

Ilooo:xxenue Ha

yeTBepeHbKax (2)

\ J\"-:.l - N o
Nk 7

Vieh

Horu oTBeieHbI ¥ MOBEPHYTHI
KHapyxH. [losicHUUHbBIN
JIOpZ103; IIEPEHOC BECa C OJJHOMN
CTOPOHBI Ha JIPYTYIO ¢ OOKOBOM

(drexcue TyI0BHIIA.

TsHeTcsa k npeaMery
BBITSIHYTOU pyKoH. [ToBopoT

TYyJIOBHUIIIA.

benpa BeIpOBHEHBI MO]T
Ta30M. YIUIOIIECHUE

MMOACHHUYHOI'O OTACIA.
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MoauguuupoBaHHoe

MOJIOKEHHUE HA YETBEPEHbKAaX

Ilepememienue u3
MOJIOKEHUSsI CH/ISl B

MMOJIO’KCHHUEC HA )KUBOTCE

Ilepememenue u3
MOJIOKEHUSI CH/IA HA

YE€TBCPCHBKU

[Tepemenaercst B JTaHHOE
noJioxkeuue. Bo3M0OXHO

IMPOABHIKCHUC BIICPCA.

Ilepememaercs U3 MOIOKEHUS
CHJisl, YTOOBI JIeYb HA )KUBOT.
[ToaTsaruBaercs pykamu, HOTH

HCAKTUBHBI.

AXKTHUBHO ITOJHHUMAET Tas,
SITOIMIIBI U
HEHArpy»XeHHYIO HOTY,
4TOOBI BCTATh HA

YCTBCPCHBKU.

CamocTosiTeJIbHOE CTOSIHHE

IlepBble Iarn

BcraBanue u3
MOAM(PUUIMPOBAHHOIO
MOJIOKEHHUS HA

KOPTOYKAX

il

: _w}".
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B teueHue KOpPOTKOI'0O BpEMCHHU
CTOUT CaMOCTOATCJIIbHO.
ypaBHOBeH_II/IBaCT PCaKIu B

CTYIHSX.

XOJUT CAaMOCTOSITEIBHO;
nepeaBUraeTcs ObICTPO

MCJIKHMHU IaraMu.

[Tepememiaercs u3
MOJIOKEHUS Ha KOPTOUKax
B IIOJIOKEHHUE CTOSI C
KOHTPOJUPYEMOi
dbaexcuel u
BBITIPSIMIICHUEM Oeiep U

KOJICHEM.

BceraBanue U3 onopnl HA

YEThIPE€ KOHCYHOCTH

CaMocTosITeJIbHOE X0KIeHHE

CujeHne Ha KOPTOYKAX

% |

¥

beIcTpO OTTaNIKMBaETCA

JJaJOHAMU, yTOOBI BCTATh.

XOIUT CAaMOCTOSITEIHHO.

CoxpaHseT noJo0KeHue,
YPaBHOBEIINBAS PEAKIIMHI
B CTYITHSIX U TIOJIOKEHUE

TYyJIOBUIIIA.

ITocanka 0e3 onopsl HA PYKH

@)

IMoaTsiruBaeTrcs 1Jis

BCTABAHMS € ONOPOii

IMoaTsiruBaeTrcs aJis

BCTABaHUA / CTOUT
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[TonosxeHue HOT BapbHpYeET.
MnaneHner j1erko
nepeMeIiaeTcs: 3 OJHOro

IIOJIOKCHHSA B APYIO€.

OtTasnKkuBaeTcs pykamu

BBIIPAMITACT KOJICHU.

IToarsaruBaeTcs, YTOOBI
BCTaTh; MEPEHOCUT BEC C

OJIHOM CTOPOHBI Ha

APYTYro

BcraBanue ¢ onmopoii ¢

NOBOPOTOM

XoxkaeHue ¢ onopoii 6e3

moBoporTa

ITos10:xeHne HA OTHOM

KOJICHE

IToBOpOT TyJIOBHINIA U Ta3a.

XoauT ¢ ornopoii B 00KOBOM

HaIlpaBJICHUU 0e3 IMOBOPOTA.

MoxeTt BcTaBaTh Uin
MEePEMEIIATHCSA B TAHHOE

ITOJIOXKCHHUC.

KonTpoaupyemoe onyckanue

N3 MOJIO’KCHUSA CTOA

PenunpokHoe noJisanue Ha

YyeTBepeHbKax (2)

Xo:k1eHue ¢ Onopoi ¢

MOBOPOTOM
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Kontpomupyemoe omyckanue

N3 IMOJOXKECHUSA CTOA.

[Imockuil MOSACHUYHBINA OTOEIT.

JIBM>KETCS ¢ TOBOPOTOM

TYJIOBUILA.

XoJHUT ¢ Onopou ¢

HIOBOPOTOM.

BeanuuHbl nepueHTHICH
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