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Cnmcok cokpameHui

2MAA-KoA — 2-MeTunaneroaneTuia-KoA;

2M3I'b-KoA — 2-metun-3-ruapokcu0ytupui-KoA;

3I'b — 3-runpokcudyTHpart;

3I'b-neruaporenasa — 3-ruAPOKCUOYTHPATACTUIPOTEHA3A;

ACAC — arleToareTar;

C5:1 — 3-MeTHIKpPOTOHUIIKAPHUTHH;

C50H — 3-ruapoxcun30BalepuiIKapHUTHH;

HbALC — rimukupoOBaHHBIN reMOTTOONH;

SCOT (succinyl-CoA:3-ketoacid CoA transferase) — cykuunmi-KoA 3-keroarmi-KoA-
Tpancdepaza (cykunaui KoA:3-okcokucnorHas KoA-tpancdepaza);

AA-KoA — aneroanerui-koepmenta A;

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

MAT — murtoxoHapuanbHas aneroanetui-kopepmeHT A tuonasa (T2);
MI'MI'-KoA-cunTtaza — mutoxonapuansHas I MI'-KoA-cunTasa;

HMAT — HeocTaTouHOCTh MUTOXOHpUAIbHOMN arieToaneTmi-kopepmeHT A truomassl (T2);
T1 — mutoxonapuansHas 3-keroanuin-KoA-tuonasa;

TMC — tanzneMHasi Macc-CIEeKTPOMETPHS.



Tele/IHLI n onmpeacacHus

Meralonnuecknii KpU3 — KPUTHUYECKOE, YrpOXKarollee HKU3HU COCTOSIHUE,
CIPOBOLIMPOBAHHOE HEOJAroNpUATHBIMU (haKTOpaMu, 00yCIaBINBAIOLIMMH YCUIIEHUE IPOLIECCOB
KJIETOYHOI'0 KaTaboJu3Ma ¢ HaKOIJICHMEM TOKCHYHBIX IPOU3BOJIHBIX M MPOSBISAIOLIEECS OCTPO

BO3HUKIIEH 2HIIe(anmomaTueit, mpucTyrnaMu pBOTHI, CYIOPOTaMHU.

HeonarajabHbIH CKPMHHUHI — IIPOBCACHNEC MaCCOBOI'O O6CJI€I[OBaHI/I$I HOBOPOXICHHBIX
,I[eTeﬁ Ha HauOoJjee PacCIIpoOCTPaHCHHBIC BPOXKACHHBIC U HACJICACTBCHHEBIC 3a005IeBaHus B Oeisax
MpCaAOTBPAICHUA PA3BUTHUA TAXKCIIBIX (1)OpM 3a00/1€BaHUH A0 pa3BUTHA KIIMHUYCCKHUX CUMIITOMOB

N CBOCBPECMCHHOI'O JICYHCHHA.



1. KpaTkas nagopmManus mo 3a00J1eBAHNI0 UM COCTOSTHHIO (rpynme

3200J1eBaHUI MJIH COCTOSIHUI)

1.1 Onpenenenue 3a00JeBAHNUS M COCTOSIHUSA (IPYIINbI 32001€BAHNIT MJIM COCTOSIHHH)

Henocratounocts mMuTOXOHApPUANBHOM areToaneTui-KoA-Truonassl (HEJOCTATOYHOCTD
MAT, HemocTaTouHOCTh OeTa-keToTrnosnassl, Aepuut T2, OMIM 203750) — nporpeccupyroriee
HacJIeJICTBEHHOE 3a00JIeBaHNEe 0OMEHA BEIIECTB, B OCHOBE KOTOPOro JIekKHUT Acdekt reHa ACATL,
CBS3aHHOTO C HapyIICHWEM MeTa0oau3Ma H30JCHIIMHA M KETOHOBBIX TelI. 3abosieBaHHE
XapaKTepU3yeTcsl JMHU30JIaMU  KEeTOoalu03a C HAKOIUICHHEM METa0OJMTOB HW30JICHUIINHA,
00HapyXKUBAEMBIX MMPU KOJTMUYECTBEHHOM M KaY€CTBEHHOM aHAJIM3€ OPTaHUYECKUX KUCIOT MOYH
(2-metmn-3-ruapokcudytupar (2M3I'B), 2-mermnaieroanerar, TUTJIWIMIHAIUH), a TaKKe
MOBBIIIICHHUEM KOHIICHTPAIMH AI[WIKAPHUTHHOB B KPOBU (3-THAPOKCUU30BAICPUIKAPHUTHH

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

1.2 DTHOJOrNS W naroreHe3 3a00JeBaHUS WJIH COCTOSSHHS (Ipyninbl 3a00J1eBaHUN WJIHN

COCTOSTHMI)

Henocratounocte MAT (HMAT) — »3T0  reHerudeckoe  3abosieBaHME,
XapaKTepu3ylolleecs HapyllleHneM KaTabonn3ma n30aeiMHa U YTUIIN3alii KETOHOBBIX TE€J, YTO
npezpacrnosiaraeT K BO3HUKHOBEHUIO 3MU30/10B KeToanuao3a [2]. 3aboneBaHue ObLIO BIEpBbIE
ornucaHo B 1971 romy y 6-1eTHero Majp4yMKa C 3MHM30JaMH METabOJIMYECKOrO anuao3a u
MOBBIIICHHBIM COJICPKAHUEM O-METHUJIAIleToaIeTaTa U o-MeTUI-B-ruapokcuOyTupara B moue [3].
XapaxTepHble 1a00paTOpHbIE JaHHbIE BKIIOYAIOT BBIPAXKEHHYIO KETOHYPUIO U IOBBIIIEHHYIO
HKCKPELIMIO C MOYOM MPOMEXYTOUHBIX MPOTYKTOB KaTaboIM3Ma U30JIeHIINHA, TAKUX KaK 2-METHII-
3-ruapokcudytupar (2M3I'b), Turnmunrmunue u 2-metunaneroanetar [2]. U3BecTHbl ciydyan
HMAT c ocTpbIM KeToanu1030M U "MeTaboandeckuM HHCYIbTOM” [1]. BrisBlieHnE TaTOreHHBIX
BapuanToB reHa ACAT1 mo pesymbratam [IHK-nmuarHoCTHKH MO3BOJISIET MOATBEPANTH JUArHO3
HMAT nHa MONeKynsipHO-TEHETUYECKOM YpOBHE [4].

MeTaboa13M KETOHOBBIX TENl HAaUMHAETCs B TeMaTOIUTax ¢ OeTa-OKHCICHHS >KUPHBIX
KUCIOT U oOpa3oBaHueMm auetwi-KoA u aneroauermi-kodpepmenta A (AA-KoA). MAT —
dbepMEeHT MHUTOXOHAPUATBLHONM MaTpullbl — mpeoOpa3oBeiBacT aneTui-KoA B AA-KoA u
HaoOopoT. Muroxonnpuansaas ['MI-KoA-cunraza (MI'MI-KoA-cuHTaza) karanusupyer
peakiuio oopazoBanus 3-ruapokcu-3-meTuia-rayrapmi-KoA (I'MI-KoA) u3 anerun-KoA u AA-
KoA. I'MI'-KoA moxa BosaeiictBuem ['MI'-KoA-nmua3el npeBparaercs B areroaneratr (AcAc),

KOTOPBI YaCTUYHO BOCCTaHABIMBAaeTCs 10 3-ruapokcudyrupata (3I'b) 3a cuer aktuBHOCTH 3-
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ruapokcudyruparaeruaporenassl (31’ b-neruaporenassr) (puc. 1). Keronossie Tena AcAc u 3I'b
B OTCYTCTBUM TJIIOKO3bl SIBJISIOTCS BaXHBIMU HCTOYHHMKAMM SHEPIrUU JI BHENEUYEHOYHBIX
OpraHoB, B YACTHOCTH JIJIsl MO3Ta B MIEPUO/IbI HEAOCTATOUHOTO YHeprocHadxkenus. Jlanee AcAc u
3T'b mepeHocsATCS BO BHENICUCHOUHBIE TKAHU Yepe3 KpoBOTOK, e 3I'b npespaimaercs oO6paTHo B
AcAc. Cyknuami-KoA 3-keroarnuin-KoA-tpancdepasza (SCOT) npesparniaetr AcAc B AcAc-KoA,
KOTOPBIiA 3aTeM cHOBa pacieruisiercst pepmentom MAT u oOpasyercs anerun-KoA (puc. 1).

B karabonmsme wu3oneiinuHa ¢epmentr MAT oTBewaer 3a mpeBpalieHHe 2-
merunaneroaneTmii-KoA (2MAA-KoA) B ametun-KoA wu npomumonmn-KoA. Peaknuun
npespatienne Turami-KoA B 2-metun-3-ruapokcudytupui-KoA (2M3I'b-KoA) u npeBpaiienue
2M3I'b-KoA B 2MAA-KoA sBnsitorcs odparuMeiMu. Ilocnennss peakuust karaauzupyercs 2-
mMeTui-3-ruapokcuOyTupui-KoA-neruaporenasoii. [lpu  HMAT mnpoucxomuT HaxoIUIeHHE
2MAA-KoA, 2M3I'b-KoA u turnmi-KoA (puc. 1).

MuTtoxonnpuanbshas 3-ketoauuia-KoA-tuonasa (T1) komnencupyer HMAT B kerorenese,
no3toMy HMAT npuBOAUT B OCHOBHOM K KETO3Y.

3aboneBanne BO3HHKAET B pe3ynbrare Myramuii B rene ACAT1, kogupyromem pepmMeHT
MAT. I'en kaptupoBaH Ha JauMHHOM Meude 11 xpomocomsr (11922.3-23.1) u cocrout u3 12
HK30HOB, OXBATHIBAIOIIUX MpUOIU3UTENbHO 27 KO. Ha cerogHsmHmii 1eHb M3BECTHO 110 MEHbILEH
mepe o 105 mytarusix B rene ACAT1, GOJBITHHCTBO KOTOPBIX ABJISIOTCS MECCEHC-MYyTaIUsIMH [5].
Tak, kK mpuMepy, B KUTAHCKOW TOMYJISIIAKA Peo0IagaroT naToreHHble Bapuantel ¢.622C>T (p.
R208*), ¢.1006—-1G>C u c.1124A> G (p. N375S) [6], a B unHauiickoii — BapuanT c.578T> G
(p-Met193Arg) [7]. Bo BeeTHaMe npeBanupyer maToreHHslii Bapuant ¢.622C> T (p.Arg208*) [8,
9].

B Hacrosiee Bpemst reHo-(henotunuueckas koppessinust HMAT ne ycranosnena [10].

1.3 DnuaeMuoJ0rus 3a00JeBaHug WM COCTOTHMSA (IPYIIbI 3200J1eBAHNI HJIH COCTOSTHH)

Yactora HMAT B mupe coctaBisieT npuOAM3UTENbHO | Ha | MUJUIMOH HOBOPOKAECHHBIX
[11]. Bo BrerHame uwacrota 3aboneBanus B nepuoj ¢ 2005 mo 2016 rr. cocraBmia 1:190,000
HOBOpOXIEeHHBIX [8], a B Kutae mo pesynbraraM HEOHATaJbHOTO CKPUHHUHra 16 MHUIUIMOHOB
HOBOpoXxAeHHBIX 4yacToTa HMAT cocraBuna 1 Ha 1 mummon [6]. YacTtoTa BCTpeyaeMOCTH

HMAT B Poccuiickoii @enepaniiy He yCTaHOBJICHA.
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Pucynok 1. O630p MeTabonn3mMa KETOHOBBIX Tel M KaTaboJIM3M U30JeHITNHA.

T2 (MAT) yuyacTtByeT B KaTaboa13Me U30JIeHIINHA, KETOI€HEe3€e B [IEYeHH U KEeTOJIM3€ BO BHENeUeHOUHbIX TKaHAX. KoA = kodepment A, 2M3T'b = 2-
meTui-3-rupokcudyrupat, 2M3I'b-KoA = 2-merun-3-ruapokcudyrupui-KoA, 2M3I'b-merumporenaza = 2-MeTWI-3-THIPOKCHOYTHpAT
Jneruaporenasa, 2M-areroanerar = 2-metuianeroarnerar, 2M-aneroanetuin-KoA = 2-metunaneroanerar-KoA, 3I'b = 3-ruapokcudyrupar, 31'b-
neruaporenasa = 3-runapokcudyruparaeruaporenasza, [ MI'-KoA = 3-runpokcu-3-metun-riryrapmi-KoA, 'MI'-KoA-nmnaza = 3-ruapokcu-3-MeTui-
riyrapui-KoA-numaza, MI' MI'-KoA-cunraza = muroxonapuanbHas [ MI'-KoA-cunTaza, C-KoA:3-keroaumn-KoA-tpanchepasza = cykuunui-KoA 3-
keroanmi-KoA-tpancdepasza (SCOT), T1 = muroxonapuanbaas 3-keroanun-KoA-tuonasza, T2 = muroxonapuanbHas ameroanetuii-KoA-tuomnasza

(MAT).



1.4 Oco0eHHOCTH KOAMPOBAHNSA 3200JeBAHNS MM COCTOAHNA (rpynnbl 32000eBAHUN HJIN

cOCTOsIHUI) 110 MeKIYHAPOJAHOM CTATHCTHYECKOH Kaaccudukanuyu 0oje3Heil M npodJaem,

CBA3AHHBIX CO 310POBLEM

Cornacuo MKb-10, HMAT otHocurcs k kiaccy [V — bosie3Hs M 3HAOKPUHHON CUCTEMBI,
paccTpoiicTBY MUTAHUS U HAPYIIEHUIO OOMEHA BELIECTB.

MKB-10: E71.1 — JIpyrue Buabl HapymeHHs oOMeHa aMHUHOKHCIIOT C Pa3BETBICHHOM
ETBIO.

MKB-11: 5C50.DY — [Ipyrue Buabl HapyLIeHU 0OMEHa aMHHOKHCIIOT C Pa3BETBICHHON
LENbIO.

OMIM: 203750

ORPHA code: 134

1.5 Kiaaccuduxkanus 32001eBaHNS WINH COCTOSHUS (IrPynnbl 3200J1eBAHNHA UJIM COCTOSTHHI)

Knaccudukanus oTcyTcTBYeT.

1.6 Kamnuueckasi KapTHHA 3a00J1€eBaHHMsl WK _COCTOSIHMS (Ipynmbl 3a00JIeBaHUI WJIH

COCTOSTHMI)

Bospact nauana HMAT Bapeupyer ot 2 nueit 1o 8 ner. ¥ 80% mnanuenToB 3abosieBaHue
MaHHM(]eCcTUpyeT B MepBbIe J1Ba roja *u3HU. YacToTa MaHHdecTaluy B HEOHATAILHOM TEpHO/Ie
HU3Kas U He mpeBbiaet 3,5% [4].

HMAT xapakTepusyercss U3BMEHEHUEM CIEKTpa OpraHMYecKUX KHUCJIOT B MOY€ B BUJE
NoBbIICHUST KOHUeHTparuu 2M3I'b, 2-merunauneroanerara W TUTVIWIMIMIMHA, a TakKkKe
MOBBIIIEHUEM KOHIIEHTpALUU auuikapHUTHHOB kpoBHU (C50H, C5:1). ¥V nogasnstomiero yucia
NalMeHToB 3aboseBaHue JeOI0TUPYET OCTPO C pPa3BUTHEM METa0OIUYECKOH IeKOMIEHCALUU
(kpu3a), TSKEIOro KEeToaluJ03a, pPBOTH, O0E3BOKMBAHMS, THIOTOHHM, JbIXaTeIbHOU
HEJ0CTAaTOYHOCTH, CYIOpOr M Jerapruu. B peakux ciydasx 3a0osieBaHue JeOIOTHUPYET C
IIPOrPECCUPYIONIMMH HEBPOJIOTMYECKUMH CHUMIITOMAMH, TaKMMH KakK MbIIIE€YHAs] TUIIOTOHUS,
CYJOpOTH, 3a/ep’KKa MOTOPHOTO pa3BUTH, pPa3IHuYHble THUIEPKUHE3Bl (XOpesi, MHOKJIOHYC),
aTakcus u maparuierus [5, 12, 13-16].

MeTtabonuueckuil Kpu3 0OBIUHO XapaKTEPU3YETCs TXKEIbIM METa00IMUYECKUM alli1030M
(pH <7,0), xeTo30M, HapylIeHHEM CO3HAaHUS M KoMo#l. YacTora 3MHM3070B YMEHBIIAETCS C
BO3PACTOM M MEXJIy HHUMH 3aboyieBaHHE OOBIYHO MpOTeKaeT OeccUMNTOMHO. IIpucTymbl
KETOalU03a 4acTO BbI3BaHbl CTPECCOM: TOJIOIAHUEM, OCTPHIMM 3a00JIeBaHUSAMH (HampuMep,
TaCTPOIHTEPHUT, PECIIUPATOPHBIE 3a00JIeBaHUs), JINXOPAIKOU, HH(PEKIMerd u BakuuHamuen [17].

Bo Bpems keroanunornueckux kpuzoB npu HMAT u3meHsieTcs ypoBeHb IUIIOKO3bI B KPOBH,



Bapeupyst ot 0,6 mo 23,3 mmonw/n. Kak mpaBwiio, THMOTIMKEMHUS MPU KETOAMIOTHYCCKUX
npuctynax Bcrpeuaercs peaxo [18]. M3BecteH ciaydail renetnuecku noarsepxkaeHHoro HMAT c
MHO’KECTBEHHBIMH 3MIM30J]aMH T'MIIOKETOTHYECKON TMIOTIMKEMUM B HEOHATAJILHOM U JETCKOM
Bo3pacte [18]. B Snonun Obu1 Tarxke 3aUKCUpOBaH Clydaid KETOAIUIOTHYECKOTO Kpu3a IMpH
HMAT 6e3 noseimenust yposuss CSOH u C5:1 [19].

VY nanuentoB ¢ HMAT Takxke MOXET OTMEYaTbCs yMEpPEHHas T'MIIEpAMMOHHMEMHUS U
MOBBIIICHHUE MMEYCHOYHBIX TpaHcamMuHa3 [4]. Y HEKOTOPHIX MAIMEHTOB HAOIIOIACTCS CHUKCHHE
CBOOOJIHOTO KapHUTHHA B T1a3Me KposH [15, 20]. B uccnenoBanuu nanuentoB ¢ HMAT pasHoii
STHUYECKON MpuHaiexHocTu [4] y 19,6% nabmroganace 3anepxka pa3sutus (40/204) gacto B
COYETaHUH C HEBPOJIOIMUYECKUMHU HapyIIEHUSIMU. J[BUraTeIbHbIE HApYIIEHUs BCTpedyanuch B 6,3%
ciyqaes (13/204), u BKIIIOYaH HAPYIIEHUE MBIIIEYHOT'O TOHYCa, XOPEOATETO3 U MUOKIIOHUIECCKHE
TUINEPKUHE3bl. JMWICITUYECKHE CYIOpPOTH BHE KPHU30B BCTPEUAIOTCA AOCTATOYHO penko [4] u
CBS3aHBl C IEPEHECEHHBIM METa0OJMYECKUM KpU30M. Y EIUHUYHBIX IMalUEeHTOB BO3MOKHO
pa3BuTHe Kapauomuonaruu [21].

[Ipu mpoBexaeHMM MarHUTHO-pe3oHaHcHOW ToMorpadpun (MPT) romoBHOro wmosra
oOHapyKUBalOT MoBbIIeHHe T2 curHaiza B oOjacTu Oa3zajbHBIX TaHIVIMEB C TOPAXKEHUEM
OJIeIHOTO 11apa, CKOPJIYIbI, YeUEBUIIEOOPA3HOT0 U XBOCTATOIO sAep U YepHOU cyOcTaHIUH. Y
nanenToB ¢ HMAT nalGnrofaercst mopaxeHrue Hapy>KHOM M BHYTpeHHEH Karcyiibl, KOPKOBas U
MOJIKOPKOBAas aTpodusi OOIBIINX MOMYIIapUi, BOBJICUYEHNE CPEAHETO MO3Ta, a TAK)KE PACCETHHbIE
Oyaru B MEPUBEHTPUKYIISIPHOM U MOAKOPKOBOM O€J0M BEIIECTBE MOJIOBHOIO Mo3ra [4].

2. /lnarnocTuka 3a00J1eBaHUs UM COCTOSHUS (TPYNIbI 3200/ 1€ BAHMH WIH

COCTOHHHﬁ), MEAUIMHCKHEC IMTOKA3aHUA ! IIPOTUBONOKA3AHUA K IPUMCHCHUIO

METO/10B IMATHOCTHKH

Obpawaem 6HumManue, 4mo, CO2NACHO MpPeDOBAHUAM K pa3pabomke KIUHUYECKUX
PpeKoMeHOayull, K KancOoMy me3ucy-peKomeHoayuu Heobxo0umo yKazvléams CULy peKomeHoayull
u ookazamenvHylo 0asy 8 COOMEEMCMEUU CO WKAIAMU OYEHKU YPOBH O0CMOBEPHOCIU
ooxazamenvcms (VI]) u yposus yoeoumenvnocmu pexomenoayuti (YYP). Jlna muocux mezucos
YVP u V]I 6yoem Huzkum no npuuune Omcymcmeusi NOCGIUJEHHbIX UM KIUHUYECKUX
uccneoo8anuii  gvlcokoeo ouszatina. Heezupas na smo, oHu aA61AIOMCA  HEOOXOOUMbIMU

/leMeHmamu 00Cciedo6anusl nayuerma onsa ycmaHosieHus ouaznoza u 6bl50pa MAKMUKU J1e4eHUA.

Kpurepun ycraHoBJ/IeHUsI AMATrHO3a M COCTOSTHMA.
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Kputepuem ycranosnenus nuarHoza HMAT sdaBisieTcs omnpenesieHUe IMOBBIIIEHHOU
KOHIIEHTpanuu ypoBHs 2M3I'b, Turmmirinuimya u 2-MeTiiialeroanerara npyu KOIM4eCTBeHHOM U
KaueCTBEHHOM aHAaJM3€ OPraHUYeCKHX KHUCJIOT MOYHM, a TAKXKE IOBBIIICHWE KOHLEHTpAluU
anuiakapauTuHOB KpoBu (C50H, C5:1).

Jlnarno3 ycTaHaBIMBAaeTCS HAa OCHOBAHWU COBOKYIMHOCTH AHAMHECTUYECKUX JaHHBIX,
KIIMHUYECKUX JaHHBIX, PE3yJIbTaTOB Jab0paTOPHOTO UCCIeNOBaHMs (OMOXUMUYECKOTO H
MOJIEKYJIIPHO-TEHETUYECKOTO aHajau3a). BbIsBlIeHHE NATOTEHHBIX U BEPOSITHO-TIATOICHHBIX
BapuaHToB rena ACAT1 no pesynbraram JJHK-nuarnocTiky no3BossieT moATBEPAUTD AUAarHO3 Ha
MOJIEKYJISIPHO-TEHETHUYECKOM YPOBHE.

2.1 ’Kaao0bLl 1 aHAMHE3

[Tpu cOope anamHe3a 1 KaI00 He0OX0IMMO 0OPATUTh BHUMAHUE HA CIICIYIONINE KAITOOBI 1

aHaAMHECTUYECKHE COOBITHS:

—  OMA2OWEHHbIU CeMeUnbll AHaMHe3 (CXOOHble CUMNMOMbL Y POOHBIX Opamves u cecmep
npobauoa, bIU3KOPOOCMBEEeHHbLI OPAK);

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

—  ocmanoska/ 3a0epaicka/ ympama paree npuoopemeHHblX NCUXOMOMOPHBIX HABbIKOS,
—  en0cmo, cabocmo,

—  yeHemeHue CO3HAHUsL OM COHAUBOCU 00 KOMbL,

= CYOOpOICHbIE NPUCMYNbL,

—  HapyweHus 6CKApMIUBAHUS, PBOMA,

—  OvixamenvHble HaPYUIeHUS.

2KanoObl 1 aHaMHE3 TaKKe OIUCAHBI B pasaeiic «Knmmanueckas KapTuHay».

2.2 duzukajIbHoe 00cae10BAHUE

HpI/I OCMOTpPE HCO6XO,Z[I/IMO O6paTI/ITB BHUMAHHC HAa OCHOBHBIC KIIMHUYCCKHUC MMPOABJICHUA
HMAT:
—  MblUledHasa 2unomoHruA (((CUHOpOM 61020 p€6€HKa))),'
- omcmasanue nCUXOMOMmMOPHO2O0 pa3eumusl,
— cenamomezaiusl,

—  CYOOpOIICHbIE NPUCTNYNBI.
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2.3 JIaGopaTopHbIe THATHOCTHYECKHE HMCCAe10BAHUS

Obpawaem 6HUMAaHUe, YMO, CO2NACHO MPebOBAHUAM K pa3pabome KIUHUYECKUX
PpeKoMeHOayull, K KAdiCOOMY Me3UCY-PeKOMeHOayUU He0OX0OUMO YKA3bl8AMb CUTY PEKOMEHOAYUll
u OokasamenvHylo 0a3y 6 COOMEEMCMBUU CO WIKALIAMU OYEHKU YPOBHA OO0CMOB8EePHOCHU
ooxazamenvcma (V) u yposus yoeoumenonocmu pexomenoayuit (YVP). /i muocux meszucog
VVP u VI 6ydem wnuskum no npuyune OMCYMCMEUS HNOCBAUJCHHBIX UM KIUHUYECKUX
Uccne008anull 8blIcoK02o ousaina. Hessupas Ha 2mo, oHu A61A10McsA He0OX00UMbLMU dTleMeHMmamu

06cnedosanus nayuenma 0l YCMAaHO8IeHUS OUASHO3A U 8b100pA MAKMUKY JIe4eHUsL.

OcHoBHBIE J1a0OpaTOpHBIE METOIBI TMOATBEpXKACHUs muarHoza HMAT Bkirodaror
KOJIMYECTBEHHBI M KAauyeCTBEHHBIM aHAIW3 OPraHMYECKUMX KHUCJIOT MOYH, OIPEICICHUE
allMJIKApHUTUHOB KPOBH U MOJIEKYJIsIpHO-TeHeThuyeckue uccienoanus rena ACATL. Jlanuble

HCCIICAOBAHUS ITPOBOJATCS B CIICHHAJIU3UPOBAHHBIX I'CHCTHYCCKHUX J'Ia60paTOpI/I$IX.

° PexoMeHnayeTcsi KOMIUJIEKCHOE ONIPEICTICHUE COACPKAHUS OPTraHUYECKUX KUCIOT B MOYE
nanueHTaM ¢ KIIMHUYECKUMU MpU3HaKkaMu, XapaktepHbimu uis HMAT, ¢ nenbio moaTBepKaeHHs
IUarHo3a OMOXMMHMYECKMMHU MeTofamMu U JuddepeHnnanbHol AUarHOCTUKH C JAPYTUMHU
HacJIeICTBEHHBIMU HapyIlIeHHsIMUA oOMeHa BertecTs [15,34].

YpoBeHnb yoenuTebHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — D).
Kommenmapuu: Ilpogunu opeanuueckux xuciom 6 moue npu HMAT xapaxmepuzyromcs
NOBbIUEHHOU 9KCcKpeyuel mueauneauyuna, 2M3IE u 2-memunayemoayemama Kaxk npu

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

° PexoMeH10BaHO: KOMIUIEKCHOE OTpEEICHUE KOHIEHTPAIMKM HAa aMWHOKHUCIOTHI H
AlWJIKAPHUTUHBI B KPOBM METOJOM TaHAEMHOH MAacC-CIEKTPOMETPUM MalMeHTaM C
KIIMHUYECKUMH TIpU3HAKaMu, XapaktepHbiMu ansi HMAT, ¢ 1enpio moATBEp KIEHUsT THarHo3a
OMOXUMHYECKUMHU METOIaMU U ¢ depeHITnaTbHON THarHOCTUKY C IPYTUMH HACIEACTBEHHBIMU
HapymIeHUsIMUA oOMeHa BetiecTs [6,15,34]

YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5).
Kommenmapuu: Xapaxmepnoim mapkepom HMAT saenaromces evicokue konyenmpayuu C5:1 u
C50H. 'V nexomopwvix nayuenmos ommeuaiom cHudiceHue ce0600no2o xkaprumuna [15, 20].
Hopmanvhwiii yposenv Oanmvix memaboiumos, 00Haxo, He nossonsiem uckuoyums HMAT:
JIOACHOOMPUYAMENbHble — pe3yibmamvl — NPpU  NPOBEOeHUU  HEOHAMANbHO20  CKPUHUHSA

HeOOHOKPAmHO ObliU 3AhUKCUPOBAHDL 8 PAZHBIX 1AOOPAMOPUSX, KOMOPble UCNONb3VIOM PA3Hble
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ompesHnvle mouku. bonee moeo, uzsecmen cayuaii kemoayuoomuueckozo kpuza npu HMAT c
Hopmanorvim yposem CSOH u C5:1 6 kposu [19]. Aneopumm ckpununea npu HMAT npuseden 6

npunodxcenuu b.

° PexoMeHI10BaHO: MOJICKYJISIPHO-TEHETHYECKOE HccienoBanue myrtanuii B rene ACATL
(Kommuieke wuccneoBaHuid Il TUArHOCTHKW OPraHUYECKHX allaypHil) BCeM NalMEHTaM C
OMOXMMHYECKUMH HM3MEHEHUSAMH, XapakTepHbiMH s HMAT, ¢ 1enpio MOATBEPKACHHS
JMAarHo3a Ha MOJIEKYJIIPHO-TEHETHYECKOM ypoBHE [8,34]

YpoBeHb yoenuTebHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH JI0KA3aTEIbCTB — 5).
Kommenmapuu: Bonvwuncmeo mymayuii y nayuenmos ¢ HMAT mozym dvimob obHapysicenvl ¢
nomowwio cexgenuposanus no Canzepy 6cex 9K30H08 U NPULE2AIOWUX K HUM YY4ACMKO8 UHMPOHO8
eena ACATI, Ho 6 HebonbuioMm npoyenme ciyuaes Mymayuio ¢ NpuUMeHeHuem CMAaHOAPMHbIX
Memo008 obHapycums He yoaemcs. Ha cecoOnsawnuii 0env uzgecmno no menvuieli mepe o 105
mymayusx 6 eene ACATI, 6onvuuncmeo komopwix saenawomcs muccenc-mymayuamu [5]. Tak,
Hanpumep, 6 KUMAUCKOU Nonyiayuu npeobiadaiom namoeenHvle 6apuanmol.C.622C>T
(p.Arg208Ter), ¢.1006-/G>C u c.1124A>G (p.Asn375Ser) [6], 6 umouiickoi — eapuanm
c.578T>G (p.Met193A4rg) [7], a 60 Bvemuame npesanupyem namozenuwiti eapuanm c.622C>T
(p.Arg208Ter) [8, 9].

° PexoMenayercsi nccieioBaHie ypoBHsI BOJOPOJAHBIX HOHOB (pH) KpoBu; mccienoBanne
ypoBHSI Oy(epHBIX BEIIECTB B KPOBU; OOHApy>KEHHE KETOHOBBIX TEI B MOYE MAalMEHTaM C
KIIMHUYECKUMHU TIpU3HaKaMu, xapakTepHbiMu it HMAT, ¢ 11enpio CBOEBPEMEHHON KOPPEKITUH
Teparuy MpH MOJ03PCHUH Ha pa3BUTHE MeTabonnyeckoro kpusa [8, 11, 33].

YpoBeHb yoeauTebHOCTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeJIbLCTB — D).
Kommenmapuu: Jlabopamopnvimu npeosecmuukamu pazeumus mMemadoauieckoeo Kpusd
ABNAIOMCS MEHOeHYUss K Memaboiudeckomy ayuoosy ¢ oegpuyumom ocHosanuu. OCHOBHbIM
ouoxumuyeckum mapkepom npu HMAT sensemcs evicokas KonyeHmpayus KemoHoswvix mei. B
nepuoo Kemoayuoomudeckux Kpuso8 KOHYeHmpayus KemoHOo8blX mejl 8 Kpo8u y NaAyueHmos ¢

HMAT npesviuwaem 7 mmonw/n [11].

° PexomeHna0BaHo HcclieIOBaHNE YPOBHS IJIIOKO3bI, aMMHUaKa, MOJIOYHON KHUCIIOTHI B KPOBH
MalnyveHTaM ¢ KIMHUYECKUMU NMpU3HakaMu, xapaktepHbimMu 11si HMAT, u npu nogo3peHuu Ha
MeTabOIMYECKUN aluI03 C MEeNbI0 TUarHOCTUKHA M CBOCBPEMEHHOM Koppekuuu Tepanuu [4, 15,
24, 33, 34].

YpoBeHb yoeauTeIbHOCTH peKoMeHaanuii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB - 3).
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Kommenmapuu: y nayuenmoe c HMAT mooxcem ommeuamscs ymeperHas 2unepammonuemus [4].
Konyenmpayuu monounou kuciomul (nakmama) cieoyem usmepsams 60 8pemMsi Nepebix
Memabonudeckux —Kpuso8 y  HeOUdeHOCMUPOBAHHLIX — NAYUEHMOS, UYmoObl  UCKIIOYUMDb
8podicOennblll 1akmamayuoos [11]. Ypoeenw enokoswl 8 Kposu 0ObluHO 8 Npedenax Hopmbl, HO 8
OMOENILHLIX CAYUASX MOdNCEM HADI00amuvcs euno2aukemuss (<2,5 MMOab/1) uiu eunepeiuxkemust
(>7,8 mmonv/n). Tax, ypoeeHv 2n0KO3bl 8 KpOGU B0 BpeMs KemoayuoomuyecKux Kpusoe y

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

° Pexomenayercst aHaan3 KpOBU OMOXUMUYECKHI 00IIeTepaneBTHUECKU BCEM MallueHTaM
C KJIMHUYECKMMHU IMpHU3HAKaMHU, XapakTepHbiMU it HMAT, ¢ 1enbro BBIABICHUS MOPAKECHUS
neuenu [4, 25-27].

YposeHb yoenuteqbHocTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH J0KA3aTEIbCTB — 5).
Kommenmapuu: nposoosam ucciedosanue YpoeHs anbOymMuna, oowe2o 6Oenka, o06uje2o
ounupyouna, c600600OHO20 U CEA3AHHO20 OUNUPYOUHA, MOYEBUHbL, KDEAMUHUHA, KAIUs, HAMPUsL 8
Kpo8uU, UCCNe008aHue YPOBHA Jcene3d CblBOPOMKU KpOBU;, oOnpedeleHue aKmueHoCmu
acnapmamamuHompancgepasv, alaHUHAMUHOMPAHCHEPAsvl, 2amMmMa-2IIoMmamuimpancgepasvl

6 kposu. Y nayuenmos ¢ HAT nabniooaemcs nosviuienue akmueHocmu mpancamunas [4].

24 HNHcTpYMEHTAJIbHbIE JHATHOCTHYECKHE MCCAEI0BAHUA

° PexoMenayercsi KOMIbIOTEpHasi TOMOrpadusi TOJIOBHOTO MO3ra W/WIM MarHUTHO-
pe30HaHCHasgs ToMmorpadus TOJOBHOTO MO3ra NalMeHTaM ¢ KIMHHYECKUMHU NpHU3HAKaMH,
xapaktepHbiMu 1711 HMAT, ¢ 11enpio OLleHKH COCTOSIHUS TOJIOBHOT'O MO3ra U tuddepeHimanbHoi
JUAarHOCTHKY C IPYTUMH HACIICCTBEHHBIMU 3a00JeBaHUusIMHU [4].

YpoBenb yoenuTeabHOCTH pekoMenaanuii C (YypoBeHb J0CTOBEPHOCTH 0KA3aTEJLCTB — 3).
Kommenmapuu: npu npogedeHuu KOMNbIOMEPHOU momocpaguu/ MacHUMHO-PE30HAHCHOU
momozcpaguu 20108H020 Mo32a GvlasIAOM nogviuenue T2 cuenana 6 obnacmu 0a3a1bHLIX
2awnanues ¢ nopasiceHuem 61e0H020 wapa, CKOpaynsl, Yeuesuyeobpasno2o u Xxe0cmamozo 10ep u
yepHoti cyocmanyuu. Taxoce HAOIOOAIOMCA NOPAXCEHUE HAPYHCHOU U BHYMPEHHEl Kancyiol,
KOPKO8asL U NOOKOPKOB8AsL ampo@usi OOIbWUX NOYUAPUL, 808TIeUeHUe CPeOHe20 M032d, a MAKHCe
paccestnvle ouacu 8 NepUSeHMpPUKYIAPHOM U NOOKOPKOBOM OeloM 8eujecmae 20108H020 MO32d
[4]. Crnedyem ommemums, umo OaHHble HAPYULEHUS He ABNAIOMCHA BblCOKOCHeYUDUUHLIMU U

Mo2ym Habadamscs npu Opyeux 3abonesanusix. Hapkos nposooumcs no nokazaHusim.
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° Pexomenayercst snextposHuedanorpadus NalueHTaM ¢ KIMHUYECKHUMH MpU3HaKaMH,
xapaktepHbiMU 111 HMAT, ¢ 1enbio CBOEBPEMEHHOM JUArHOCTHKH SIWJICIICUM U KOHTPOJIS
neuenws [4, 28, 34].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTeJILCTB — D).
Kommenmapuu: Dnunenmuueckue cyoopocu 6ue Kpuzo8 6CmMpeuaromest 00Cmamoyro peoko [4]
U CBA3AHbI C NEpeHeCeHHbIM Memaboaudeckum Kpuzom. Hccaedosanusi npogoosam 60 6pems

OUACHOCMUKU U NPU OUCNAHCEPHOM HAOI00eHUl, npu HeobX00UMOCMU.

° PexomeHyeTcsi perucTpaist 3JIeKTPOKapAMOTPaMMbI MAIHEHTaM C KIMHUYECKHMHU
npu3HaKaMu, XxapakrepuabiMu 11st HMAT, ¢ 11e/1b0 THarHoCTUKH KapIHOMHOIIATHH M HAPYIICHHH
putma cepana [18, 21, 34].

YpoBeHnb yoenurenbHocTn pekomenanuii C (YypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB — 5).
Kommenmapuu: B numepamype uzeecmuvl peoxkue Ciydau pazeumusi KapoOUOMUONAMUU Y

nayuenmos ¢ HMAT [21].

2.5 UHble THATHOCTUYCCKHE MCCAeT0BAHUSA

Mna Habnodenus nayuenmog c¢ ycmauosieHHviM ouacnozom HMAT neobxooum
MYTbMUOUCYUNTUHADHBINL NOOX00 868UV MO020, YMO OaHHOoe 3ab0/esanue Xapakmepusyemcs
NOpaxjfceHuem MHO2UX OP2aHO8 U CUCMeEM, YMO 8 C80H oyepedb OUKmyem HeoOX0OUMOCHb
COBMECMHO20 8e0eHUsl NAYUeHma cneyuaiucmamu pasuelx npoghunet. Ilokasanvl nepsuunvlie u
NOBMOPHbBIE KOHCYIbMAYUU 8paia-2eHemuKa, epaia-oghmanvmonozd, epaia-Hesponoad, epaia-
2acmposnmeposioza, epava-kKapouonoea, epada-neouampa/ epaia-mepanesma/ epaia oduyel
npakmuxu (cemeuno2o epava), a makice gpavell opyaux cneyuarvuocmeti nayuenmam ¢ HMAT,
UMewWUM HapyueHus QYHKYUL COOmeemcmeayoumux 0Op2aHos u CUCeM.

o PexomengoBano: mnpuem (OCMOTp, KOHCYNbTallMsl) Bpaya-r€HETHKa IEPBUYHBIA H
MOBTOPHBIN, TIPU HEOOXOUMOCTH, BCEM TAIlMeHTaM ¢ KiIuHu4Yeckumu mnpuzHakamu HMAT u ¢
yctaHoBieHHbIM auarHozoM HMAT c¢ nensto onpenenenus taktuku JHK-auarnoctukw,
WHTEPIPETANI TTOTYYCHHBIX pe3yIbTaTOB, MIPOBEACHUS MEIUKO-TEHETHIECKOTO
KOHCYJIbTHPOBAaHMSI CEMbE, a TaK)Ke€ Ha3HA4YCHHs AWEToTepanuu (M Jajiee ee KOPPEKIWU, MpU
HeoOxoaumoctn) [12, 17].

YpoBeHb yoenuTelbHOCTH pekoMeHaanuii C (YypoBeHb 10CTOBEPHOCTH T0KA3aTeJILCTB — 4).
Kommenmapuu: xoncynemayus epaua-ceHemuka Ha smane OUASHOCMUKU Heo0Xoouma O/
onpeoenenuss makmuku J{HK-Ouazcnocmuku, KOppeKmHOU uHmepnpemayuy pesyibmamos
MONEKYIAPHO-CEHeMUYUEeCKUX UCCLe008aAHUl, ONpedesieHus 2eHemUu4ecKux puckos 6 cembe.

Humepsanor  medcoy eusumamu 8 ciyyae HeoOXOOUMOCMU —HA3HA4eHUus/  Koppekyuu
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ouemomepanuu OO0JHCHbL ONPeOeniMmbCsi UHOUBUOYAIbHO C Y4emoM 603DACMA, MAANCECMU

3abonesanusi, CmaduIbHOCMuU 0OMeHa 8ewecms 1 coOI00eHUs OUenbl.

° PexoMenaoBano: mpueMm (OCMOTp, KOHCYJIbTAllMs) Bpada-lieJuarpa TEePBUYHBIA U
MIOBTOPHBIN, IPU HEOOXO0IUMOCTH, BceM naruerTam ¢ HMAT c 11enbto Ha3Ha4YeHUs AUETOTEePAITuU
(v mamee ee KOPpPEKUMU TPU HEOOXOAMMOCTH), a TaKKe CHMIITOMATHYECKOTO JICUCHHS, MPH
HeoOxoaumoctH [12, 17].

YpoBenb yoeauTebHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 4).
Kommenmapuu: Humepsanvl medxncoy eusumamu OO0JHCHbL ONPeOenimvcs UHOUBUOYANbHO C
yuemom 8o3pacma, msdxcecmu 3a001e6anuss, cmabuibHOCMu 0OMeHa eeujecms U coOn00eHUs

ouemomepanuu.

° PexoMenaoBaHo: npuem (OCMOTp, KOHCY/IbTallMs) Bpaya-HEBPOJIOra IEPBUYHBIA U
NOBTOPHBI BCEM MAallMEHTaM C KIMHUYECKMMH MpU3HaKaMHu, xapakTepHeiMu ainsi HMAT, npu
IIO03PEHNUH WM HAJIMYUHU HEBPOJIOTUYECKUX HAPYIICHHH C LIEJIbI0 CBOEBPEMEHHOM JUArHOCTUKHU
¥l JICUCHHs BBISIBIICHHOU maTonoruu [4, 5].

YposeHb yoenuteqabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 3).
Kommenmapuu: B peoxkux cayuasx HMAT oebromupyem ¢  npozpeccupyrowumu
HeBPONO2UYECKUMU CUMNIMOMAMU, MAKUMU KAK MbIUEYHAs 2UNOMOHUS, CYOOPO_U, 3A0ePIUCKA
MOMOPHO20 pazeumus, pasiudnsle 2UNepPKUHesbl (Xopesl, MUOKIOHYC), amakcus u napanie2ust [ 3,

12, 13-16]. llxana Anvbepma momopro2o pazeumus MaaoeHyes npugedera 8 npunodiceruu I'1.

° PexomenaoBaHo: mpueM (TECTUPOBAHHME, KOHCYJIBTAIlMS) MEIUITMHCKOTO TICUXOJIOTra,
Bpada (pu3uIecKol U peaOdMIIUTAIIMOHHON MEIUIIMHBI HITA Bpava, BBITIOJIHSIONMETO ero ()yHKIIHIO
(cenpanucTa MO METUITMHCKOW peabunmuTanuu: Bpada 1Mo JedeOHo (u3KymbType U J1p.)
MEPBUYHBI W TOBTOPHBIN; pa3paboTka HHAMBHIYATBLHON MpOrpamMmbl e(eKTOIOTHUECKO
peaOunuTanuu; pa3padoTka WHAWNBUIAYAIBHOH IPOrpPaMMBI JIOTONEIUYECKON peabrInTaIluu
nanreHTaM ¢ HMAT u ux cemMbsM C LENbI0 OKa3aHUsl MCUXO0JI0r0-TeIarorndeckon MmoaepKKu
[29, 30].

YpoBeHb yoenuTelbHOCTH pekoMenanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5).
Kommenmapuu: Ilayuenmam Heooxooumo mecmupogarue no YymeepirHcoOeHHbIM MemoouKam OJis
onpeoeneHus UHMELIeKMYaibHo20 passumus. llcuxonocuyeckas nomousb nayueHmam Moxicem
nompebosame Kypc 3aHAMUL 8 3a8UCUMOCMU OM UHOUBUOYATIbHBIX 0COOeHHOCmel nayuenma u

cémbll.
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Yenyeu noeoneoa:

® Meouko-noconeduyeckoe ucciedosanue npu oucpazuu;
® Meouxo-noeconeouyeckoe ucciedo8anue npu apazuu,
® Meouxo-nozoneoudeckoe Uccie008anue npu OU3apmpuu,
® Meouko-noconeduyeckasn npoyedypa npu ouc@azuu;
® Meouko-noconeduueckas npoyedypa npu agazuu,
® Meouko-noconeduueckas npoyedypa npu ouzapmpuu,
® Meouko-no02oneduyeckas moHaIbHO-PUMMUYECKAasl npoyeoypa,
® Meouko-noeoneduyeckasi npoyeoypa c UCNONIL308AHUEM UHMEPAKMUBHBIX
UHGDOPMAYUOHHBIX MEXHOTIO2ULL.
AnddepeHnuanbHass IMATHOCTHKA.

[Ipu kero3e B COUETAHWU C THIOTIUKEMHEW CIEAYEeT MPOBOAUTH AU (HepeHIHATBHYIO
JUArHOCTUKY C COCTOSIHMSIMHM, CONPOBOXKIAIOIIMMUCA KETOTUYECKOM TIUIOTJIMKEMUEeH, —
SHIOKPUHHBIMU HApYyIIEHUSMHU (Hampumep, IeQULUT TIIIOKOKOPTUKOUAOB, ACPHUIIUT TOpMOHA
pocTta) W HACIEACTBEHHBIMU HapylIeHHsIMH OOMEHa YIJeBOJOB (Hampumep, aeuuut
TJIMKOTeHCHHTAa3bl, THMKoreHosbl) [15]. Tsokects ketoammmoza mnpu HMAT  noBosbHO
BBIp@XXEHHAsI, YTO MO3BOJSET OTIMYUTH 3TO PACCTPOMCTBO OT APYTrUX MPUUYMH KETOTUYECKOU
runornukemun. Ilpu couyeTaHuu Keroanuao3a € THUMEPIIUKEMUEH CIeAyeT BKIOYATh B
muddepeHIMaTbHYI0 AMarHOCTUKY CaXxapHbIi AnaleT u opranunueckue anuaemun. [pu nedunure
SCOT (OMIM: 245050) moryr HaOmoAaTbcsd KETOAUMJIOTUYECKHUE AaTakh, HUMHUTHPYIOIINE
HMAT. B ortmuunu or HMAT, mis SCOT xapaktepHa HeoHaTanbHas Manudecrtanus (50%
CIIy4aeB), TOCTOSIHHBIN KeTO03 (JaXke MOCTIPaHANAIbHO) U OTCYTCTBUE XapakTepHoro anss HMAT
npoduns opraHudeckux KucioT. [lpum coderaHun Keroamuao3a C TUIEPAMMOHHEMHEH
npoBoauTcs audPpepeHnranbHas TMarHoCTHKA ¢ OpraHUIeCKUMHU anuaeMusimu [11].

[TaruenTamM My»XCKOTO MoJjia Takke MpoBoAuTca IuddepeHranbHas JUarHOCTHKA C
neburutoM  2-metuin-3-ruapokcudyrupuin-KoA-geruaporenassl  (aegumur  2M3I'b-KoA
neruaporerassl, OMIM 300438) — penkum X-CHEMJIEHHBIM HEHpPOJAEreHEepaTUBHBIM
3a00JIeBaHNEM, BBI3BaHHBIM MAaTOreHHbIMH BapuaHTamu B rene HSD17B10. Kiaccmueckas
uH(paHTIIIBHAS (hOopMa TAaHHOTO 3a00JIEBAHMS XapPAKTEPUIYETCS MMPOTPECCUPYIOIINM MOPAKEHHEM
HEpBHOM cHCTEMBI ¢ peTHHomnatuei u kapauomuonatuein. [lockonsky npu aedunure 2M3I'b-
KoA nerunporenassl 3aIeiCTBOBAH TOT K€ METa0OJIUYECKHI MyTh KaTaboIn3Ma H30JIeUIIMHA, YTO
u npu HMAT, npu ananuze anuiaKapHUTHHOB y TAIMEHTOB C J3THM 3a00JICBAHHUEM TaKKe

HaOmogaeTcs moBkinieHne KoHIeHTpanuu C5:1 u C5-OH B kpoBU U MOBBIIIIEHNUE KOHIICHTPAIIUN
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2M3I'b u TUrmWIrauinUHa B Mode. EQMHCTBEHHBIM OTJIMYMEM SIBJISIETCS OTCYTCTBUE 2MACAC B
MOY€, HO MHOT/Ia U3-3a €r0 HeCTaOMJIbHOCTH OH He BbIsABIsIeTCs naxe npu HMAT [11].
Anroputm auddepennuanpaoil auarHoctuku HMAT ¢ apyrumu 3a0oneBaHusIMU, IS

KOTOPBIX XapaKTepeH KeTOoalI0THUYEeCKHi Kpu3, IpuBeieH Ha puc. 2b B nmpunoxenuu b.

3. Jleuenue, BKJIOYAsi MeIUKAMEHTO3HYI0 U HEMEIUKAMEHTO3HYI0 Tepanuu,
AUETOTEPANNIo, 00300/ IMBaHUE, MeIUIMHCKHE MMOKA3AHUS U

IMPOTHBOIIOKA3aHUA K IPUMCHCHUIO METO/0B JICUCHHUSA

OcHoBHble npuHiunel Ttepanuun npu HMAT HanpaBiensl Ha mpeAoTBpalIEHUE
METa0OJIMUECKOW  JIeKOMIIEHCauu  (MeTaboJIM4ecKoTo Kpu3a), CHIDKeHHEe 00pa30BaHUs
TOKCHUYHBIX OpPraHMYECKUX KHCIOT, MPEAYNPEKICHUM pPa3BUTUS TOKCUYECKOTO IOPAKEHUS
TKaHeW TOJOBHOTO MO3ra W BHYTPEHHHX OpPraHOB C OOECIeUYeHHWEM IPHU STOM IMPOIECCOB
HOPMAaJIbHOT'O POCTa U Pa3BUTHSA AETEM.

OcHOBHBIMU KOMIIOHEHTaMH JieueHust nanmeHToB ¢ HMAT sBnsiercst nuerorepanus. [1o
MOKa3aHUSM  Ha3HAa4yaloT  MPOTHBOSNMWIECNTUYECKHE  TpenapaTtel U JApyrue  BUIBI

CUMIOTOMATHYECKOM TCpaIunu.

3.1 [laToreHern4eckKoe JeyeHue

° PexoMenyeTcst Ha3HaUCHHE TUETOTEPAIIMH C OTPAHUYCHHBIM coiep:kanuemM 6enkoB (0,5-
1 r/kr/cyTKM) U )KUPOB, a TaKxke n3berath JUTeapHOro roioganus nanuentam ¢ HMAT c nenbro
NPOBEJICHHUS MaToreHeTnIeckoro euenus [15, 31, 34].

YpoBenb yoenuTeabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJILCTB — 4).

Kwnmeumapuu: KemoeeHHas ouema npomueonokasana.

° PexoMenayeTcst yBEIMUUTH OTPEOJICHUE YTIIEBOIOB, a P MOBBIIIEHUN KETOHOBBIX Tell
B MoYe MNpoBOIUTH HHOY3uH AekcTpo3bl** (BOSCX papyrue uppuranmoHHbIE PacTBOPHI)
naiueHTaM ¢ HMAT, y KoTOpbIX pa3Buwiach JUXOpajgka W/MIM pPBOTA, C LEJIbIO
aTOTeHETHYECKOT0 JICUCHHS U MPe0TBpalleHus MeTabomuueckoro kpu3sa [31, 34].

YpoBensb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb J10CTOBEPHOCTH T0KA3aTEJIbCTB — 4).

° Pexomennyercs Haznauenne AL6AAQL JlesokapuuTus namuenTam ¢ HMAT, umerommm

HEJOCTATOK CBOOOJHOTO KAapHUTHHA, C MEIbI0 TPEJOTBPAIIEHHsS BTOPHYHOTO JedHUIINTA
kapautuHa [15, 31, 34].

YpoBensb yoenuTelbHOCTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH T0KA3aTEJbCTB — 4).
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KommenTapmii: HauansHas no3a A164A01 Jlesoxaprumuna 6 dozuposke 50-200 me/ke/cymku,
oanvheluas KOppeKmuposka 003bl 6 3A8UCUMOCMU OM YPOGHA C80000HO20 KAPHUMUHA.
Heobxooumo peeynsphoe ucciedosanue yposHs c600600H020 KapHumuna 6 kposu (Komniekcrhoe
onpeodenenue KOHYEHMpayuu Ha aMUHOKUCIOMbL U AYUIKAPHUMUHLL 6 KPOSU MemoooM
MAHOEMHOU MACC-CNEKMPOMempPULL).

3.1.1 JleyeHue nanMeHTOB B NePHOJ MeTa00INYeCKOr0 Kpu3a

[Ipu yrpoze wmnm B ciaydae pa3BUTHS METaOOIMYECKOTO KpH3a JICUCHHE JOJKHO
HauuMHaThCAd He3aMeUIMTeNbHO. JleueOHble MeponpusaTHd HalpaBleHbl Ha IpeKpalleHue
00pa30BaHUs M HAKOIUICHHS] TOKCHUYHBIX OPraHMYECKHX COEIMHEHUI U BbIBEIEHHE HX U3
opranusMa. TakTuka JIedeHHs AeTell B MEPUOJ KPHU3a BKIIIOYAECT KOPPEKIHIO METaO00INIECKOTro
alyI03a W BOJHO-AJICKTPOJMTHBIX HAPYIICHUH, a TaKKe DHEPreTHUECKYI0 MOIAEpKKy. Ilpm
yrpo3e WIM B cily4dae pa3BUTHS METaOOJIMYECKOro KpHu3a HEoOXoauMa 3SKCTpEeHHas
TFOCHOUTAIM3AIMS C LEIbI0 HE3aMEUIMTENIBHOTO IPOBEJCHUS MHTEHCHUBHOM Tepanuu H
NPEOTBPALICHUS KU3HEYTPOKAIOIIUX OCIIOKHEHHH.

Jleyenne MeTabOIMYECKOTO KpH3a MPOBOIUTCS B OTACICHUN PEaHMMAllUd WHTCHCUBHOM
TEpanmuy  BPadyOM-aHECTE3UOJOIOM-PEaHMMATOJIOrOM, a  TaKkkKe  JPYTMMH  BpadaMmHu-
crienManucTaMu (Bpau-HEBpPOJIOT, Bpay-HE(POJIOr, Bpau-TracTpPO3IHTEPOJIOr U Jp.). B mepuon
KpPU30B HEOoOXOIMMO BBeleHHe HeKcTpo3b**(BOSCX npyrue uppHrannoHHbIE pPacTBOPHI)
BHYTPHUBEHHO JIaXKe TP HOPMAILHOM YPOBHE TITFOKO3BI JUIS TMOAEPKAHNS €€ KOHIICHTPAllUU Ha
BEpXHEW IpaHUIle HOPMBI, YTO IO3BOJIIET MOAABIATH KeToreHes. Ilpm cHikeHun ypoBHs pH
(<7,1) mnpoBomaT OostocHOE BBeJeHME HaTpus ruapokapbonara** (BOSXA pactBopbl
35eKTpouToB) (1 MMonb/Kr B TedeHue 10 MUHYT) ¢ mocieayroliei HenpeprelBHOM nHQy3ueil. [lpu
ATOM CJIeIyeT MPOBOJUTh MOHUTOPHHT KUCIIOTHO-OCHOBHOTO COCTOSIHUS M DJIEKTPOJIUTOB, YTOOBI
n30eKaTh THUIIEPHATPUEMHH M TUMOKATHEMHH. B TSKENBIX CIy4asx MOXET MOTpeOOBaThCs

HCpI/ITOHCaHBHHﬁ AUalin3 Wi UCKYCCTBCHHAA BCHTHUIIAIUSA JICTKUX.

3.2 CuMnroMarn4yeckKoe JedeHue

° PexomengoBano: mnpuem (OCMOTp, KOHCYJIbTallMs) Bpada-HEBPOJIOTAa MEPBUYHBIA H
MOBTOPHBIM ManueHTaM ¢ auarHosom HMAT npu Hanuumu moka3aHUi C ILENIbI0 MPOBEICHUS
CUMIITOMAaTHUYECKOM Tepanuu [4].

YpoBeHsb yoenuTelbHOCTH pekoMenaanuii C (YpoBeHb J10CTOBEPHOCTH T0KA3aTEJbCTB — 3).
Kommenmapuu: ne pesxce 1 paza 6 6 mecsayes. B peokux cayuasx HMAT oebromupyem c

npocpeccupyroumumu HeepoaocudecCKumu Cumnmomamu, maxKumu Kak MmMobliledHasl cUnOmoHUAl,
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Cyoopozcu, 3a0epiHcKa MOMOPHO20 pA3BUMUS, Pa3iuiHble 2UNEePKUHe3bl (Xopes, MUOKIOHYC),

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

3.3 Xupypruueckoe jJedeHue

He npumennmo.

4. MeqMuMHCKAasA peadMIUTALMA U CAHATOPHO-KYPOPTHOE JieYeHue,
MeIMUIMHCKHE MOKA3aHUA ¥ NPOTUBONOKA3aHUA K IPUMEHEHUIO0 METO/I0B
peadmInTALIIM, B TOM YMCJIe OCHOBAHHBIX HA HCIOJIb30BAHUY NPUPOAHBIX

JieuyeOHbIX GaKTOpPOB

Crnenuduueckoir peabwnurtanuu namueHtaMm ¢ HMAT we Ttpebyercs. B xpyr
peabunuTtanoHHbIXx MeponpusaTuii nmaupeHtaM ¢ HMAT moryr ObITh BKJIIOYEHBI 3aHATUS
IICHXOJIOTOM/HEHPOICUX0JIOTOM, JIOrONEeI0M-Ae(EeKTOI0IOM, OTAbIX B CHELUATU3UPOBAHHBIX
CaHaTOpMsX, a TaKKE COLUalbHAs aJalnTalus C Y4YacTHEM CIIELMAJUCTOB M COLMAJIbHBIX

pabOTHUKOB, KypChl Maccaxa.

5. IIpodpunakTuka u AUCIAHCEPHOE HADIK/IeHH e, MeAUIUHCKUE IOKA3aHUS U

NMPOTHBOIIOKaA3aHUA K IPUMCHCHHIO METO/10B HpO(l)I/IJIaKTI/IKH

S.1 Ilpodpunaakruka

[Taruentam ¢ HMAT cnenyer mnpoBOauTh NPOQPHIAKTUUECKYIO BaKIMHALMIO B
COOTBETCTBUH C HAIMOHAJIBHBIM KaJleHAapeM MpO(UIAKTHYECKUX TPHUBUBOK, BKIFOUYAs
BaKLMHAIMIO MPOTHB TPUINA U POTABUPYCHOW HWHGEKIHH, C COOJIIOJAEHUEM BO3PACTHBIX
orpanndeHuil mpemnapatoB rpynnsl JO7BauuH Ha (oHEe CTPOroro BBHIMOJHEHUS J€YeOHBIX
Ha3HAYCHUH ¢ 1eNbl0 (GOpMHUPOBaHUsS YPPEKTHBHOTO MMMYHHOTO OTBETa M IPEIOTBpAIICHUS
pa3BUTHS META0OJMUYECKUX KPH30B. BakIuHaNWiO 1eIecoo0pa3Ho MPOBOAUTH IO KOHTPOJIEM
CHELHATNCTOB, UMEIOINX ONBIT paboThl ¢ MalUEHTaMU C MeTaboJIMYecKuMH Oone3HsMmu. B
MOCTBAaKLIMHAIBHOM TIE€PUOJIE CIEIyeT MPUCTAIbHO HaOII0AaTh 3a MPHUBUTHIMU C IOBTOPHBIM
u3MepeHneM Ttemmeparypsl Tena. [Ipu amarnoctupoBanum mxopanku >38,0°C HeoOXxomumMo
He3aMe TNTETbHOE Ha3HAUCHHNE XKapOIIOHIKAIOIIeH Teparyy (TapareTaMol  Win noympoden ).

B nuteparype onucan ciydail KeTOAIMIOTUYECKOTO KpH3a MOCie BaKIIMHALMY Y peOeHKa

¢ HMAT [17].
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° PexomengoBaHo: mnpuemM (OCMOTp, KOHCYNbTAlMs) Bpaya-T€HETHUKAa TMEPBUYHBIA U
NOBTOPHBIN, TPU HEOOXOJUMOCTH, ManueHty ¢ aumarHozoM HMAT wunu ero oduimagbHBIM
MIPEACTABUTEIISIM C LIEJIbIO TIPOBEICHUSI MEIUKO-TEHETUYECKOT0 KOHCYIbTUpOBaHus [12].
YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTeJILCTB — 4).
Kommenmapuu: cemvsim ¢ oemvmu ¢ ycmanosieHHoiM ouachozom HMAT neobxooumo npotimu
MeOUKo-2eHemuyecKkoe KOHCYIbMuposanue ¢ yeivio onpeoeieHus cenemuieckozo pucka. Kax u
npu Opyaux aymocomuo-peyeccugnvix 3abonesanusnx, npu HMAT ona xadxcooii bepemennocmu
puck pooicoenusi pebernka cocmagniem 25%. Illpenamanvuas oOuacHocmuka 3a6071e8aHuUl,
Komopwvie noooarvmcs 3PoexmusHol. mepanuu, 603MONCHA, HO OSMUYECKU COMHUMENbHA.
Pewenue o ee nposedenuu 00a2%cHo ObiMb NPUHAMO ROCTE NOOPOOHO2O 0OCYIHCOCHUs C ceMbell
8cex pUcKos.

5.2 IlucnancepHoe Ha0JII0IeHNe

ExerogqHo mnauuMeHTbl € yCTaHOBIEHHbIM juarHo3oM HMAT [noipkHbl NpOXOAUTh
yrayoJieHHYI0 aucnaHcepuszanuio. s HaOmoleHUs NAlMeHTOB HEOOXOIUMO TpPUMEHEHUE
MYJIbTHAUCHUIUIMHAPHOTO TOAX0Ja BBHAY TOTO, YTO JAHHBIC 3a00JICBaHUS XapaKTEPU3YIOTCA
MOpaXEHHEM MHOTHX OpPraHOB W CHCTEM, YTO B CBOIO O4Yepelb IUKTYeT HEOOXOAMMOCTh
COBMECTHOTO BEJIEHHUS MAI[MeHTa clieluairucTaMu pasHbix npoduineit. C nenpio obecredeHus
KOMIUIEKCHOW Tepamuu W CBOEBPEMEHHOW €€ KOPPEKIHUH TMpPU HEOOXOAWMOCTH TOKa3aHBI
MEepBUYHBIE W TOBTOPHBIE KOHCYJBTAIIMM Bpadya-TeHETHKa, Bpada-oPTaJbMOJIOTa, Bpaya-
HEBpOJIOTa, Bpada-racTpOdIHTEPOJIOra, Bpada-KapAHOJora, Bpauda-TieuaTpa/ Bpaya-TepaneBTa/
Bpaua o011el MpakTUKU (CEMEHHOTo Bpaya), a TAaKKe Bpauel Ipyrux crennaibHOCTeH MaueHTam
¢ HMAT, umeronum HapyiieHus: (yHKIIHMH COOTBETCTBYIOIIMX OPTaHOB U CHCTEM.

[TaniueHTBl ¢ CHMITOMATHYECKOW OIUJIENICHEH HYXIAITCSd B HAOMIOEHUHM Bpada-
HEBPOJIOTA C OMBITOM PA0OTHI C MAITUEHTAMH C ITHIICTICHEH.

Takxke OCYIIECTBIAIOTCS HEOOXOIMMBbIe peaduINTAllMOHHBIE MeponpusTus. Pomurtenu
JOJKHBI OBITH 00YUEHBI MTPaBUIIaM OPTaHU3AIMH TEPATTUU B MEXKIIPUCTYITHBIN MIEPUOJ] U B TIEPUO/T
YIpo3bl META0OINYECKOT0 Kpu3a. ¥ peOeHka mpu cede Bceraa J0JKHA HaXOJAUTHCS MaMsATKa C

yKa3aHWEM HEOTJIOKHBIX MEPONPUITUN B IEPUOJ HAUMHAIOIIETOCS METa00INYECKOT0 KpU3a.

° PexomeHn10BaHoO: aHAIHU3 KPOBU OMOXMMHUYECKUN OOIIETepareBTUYECKUI MalueHTaM C
nuarao3oM HMAT ¢ 1ienbio BBISIBICHHS TOpaXkeHus rneucHu [25-27].

YpoBenb yoeauTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTeJILCTB — D).
Kommenmapuu: bBuoxumuueckuil anaius Kpoeu KOHMpoIupyemcsi e pedice 1 paza 8 200.

IIposoosm ucciedosanue yposHs arbOymuna, oowe2o beika, 0dwe2o 6uIupyouUnHa, c60600H020 U
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CBA3AHHO20 OUNUPYOUHA, MOYEBUHBI, KDeaAMUHUHA, KAUS, HAMPUsL 8 KPOBU, UCCTIe008AHUE YPOBHSL
Jcenesd  CblBOPOMKU KpPOBU, ONpedeleHue aKmueHOCmU acnapmamamunompancghepass,

ANAHUHAMUHOMPAHCPEPasvl, 2amma-2nIomamMuimpancgepasvl 8 Kposu.

° PexomMeH10BaHO: KOMILJIEKCHOE OIpeAe/ieHUe KOHLEHTPAallUd Ha aMHUHOKHCIOTHI U
AIWIKAPHUTUHBI B KPOBH METOJIOM TaHJIEMHON Macc-CIIEKTPOMETPUU MAI[UCHTaM C JTUATHO30M
HMAT c uesnbto koHTpOJIs jieuenus [6, 15,34].

YpoBeHb yoeauTeIbHOCTH peKoMeHaanuii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB — 3).
Kommenmapuu: Yposnu C50H, C5:1 6 kposu 6 pe3ynbmame JieueHusi OOJHCHbL Obimb

NPUOIUICEHBL K pehepeHCHBIM 803PACMHBIM 3HAYEHUSIM.

° PexoMeHI0BaHO: KOMIUIEKCHOE ONPEIETICHUE COAEPKAHMS OPTaHUYECKUX KUCIIOT B MOYE
naiueHTam ¢ auarHosoM HMAT ¢ 1enbio CBOEBPEMEHHOTO BBISBICHHSI METa0OIMYECKUX
HapYIICHUH U MPETOTBPAIICHUS pa3BUTHS MeTabomdeckoro kpusa [6, 15, 34].

YpoBeHb yoenuTeIbHOCTH peKoMeH1aluii B (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 3).
Kommenmapuu: Kpamnocmo npogedenus: aHaiuzo8 3a8Ucum on cOCMosaHUs NayueHma, He pejice

1 pa3za 6 200.

° PexoMenaoBaHo: nccieoBaHNEe YPOBHS BOAOPOAHBIX HOHOB (pH) KpoBH; nccnenoBanme
ypoBHsI Oy(depHBIX BeIIeCTB B KPOBH; OOHApy)KEHHE KETOHOBBIX TEJI B MOUE IMalMEHTaM C
nrarHozoM HMAT c 1enpio CBOeBpEeMEHHOW KOPPEKITUHU Teparuu Ipy MOJJO3PEHUH HA Pa3BUTHE
MeTabomruueckoro kpusa [8, 34].

YpoBeHb yoeauTeIbHOCTH peKoMeH1anuii B (ypoBeHb 10CTOBEPHOCTH JI0KA3aTEIbCTB — 3).
Kommenmapuu: JlabopamopHvimu npeosecmHukamu pazeumusi mMemadoiuieckoco Kpusd
ABNAIOMCS MEHOEHYUsl K Memaboiudeckomy ayuoosy c¢ oeuyumom ocHosanui. OCHOBHbIM
ouoxumuueckum mapxepom npu HMAT senaemcs evicokas KOHYyenmpayus KemoHogvlx mei. B
nepuoo KemoayuoOmuyeckux Kpuzo8 KOHYEeHmpayus KemoHo8wblx mei 6 Kposu y NayueHmos ¢

HMAT npesviuwaem 7 mmonw/n [11].

° PexomeHna0BaHoO: OHMCIAaHCEPHBIH TpHEeM (OCMOTpP, KOHCYNbTAIUsl) Bpaya-HEBPOJIOTa
nanyeHtam ¢ auarHosom HMAT ¢ 1enpio MOHUTOPUHTA COCTOSIHHUSI M CBOEBPEMEHHOTO
BBISBJICHUS MMAaTOJIOTUU HEPBHOW CUCTEMBI [4].

YpoBensb yoenuteabHOCTH pekoMeHaanuii C (YpoBeHb 10CTOBEPHOCTH T0KA3aTEJbCTB — 3).
Kommenmapuu: [llxana Anvbepma MomopHo2o pazeumus MiaoeHyes npusedend 8 NPUiLOHCeHUU

I'l. Oyenka nposooumcs 1 paz 6 6 mecsyes.
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PexoMeHa0BaHO: uCHAHCEpHBIM TMpueM (OCMOTp, KOHCYJIbTallMs) Bpada-HEBPOJIOTa,

Bpaya-reHeTrKa, Bpaya-neuarpa, mpruem (0OCMOTp, KOHCYJIbTallKsl) Bpaya-IHueToI0ra NepBUYHBIN

W TOBTOPHBIA (MMPH HEOOXOAUMOCTH) marueHtaM ¢ auarHozoM HMAT c nenpio HazHadeHUs

JUeToTepanuu (M fanee ee KOPPEeKIUH MNPy HEOOXOAUMOCTH) U Ha3HAUYEHUSl MaTOreHETUYECKOM

Tepanuu (1 Jajnee ee KOppEeKIUK npu Heooxoaumoctn) [4, 12, 17, 32].

YpoBeHb yoenuTebHOCTH pekoMenanuii C (YypoBeHb J10CTOBEPHOCTH 0KA3aTeJILCTB — 5).

Kommenmapuu: Ilpuem ne peoice 4 paz 6 200 80 8pems koppexyuu ouemomepanuu. Yacmoma

ocMompa cneyuanucma UHOUBUOyalbHa nocie noobopa ouemomepanuu. Kax npaeuno, nocne 8

Jen noceuwjeHue cneyuaaucma npoucxodum peoice 6 CeA3U C MmemaboaudecKkotl KOMI’leHCCZI/;Z/leZZ.

6. Opranusanus oKka3aHusi MeJIUIMHCKON MOMOIIH

ITokazaums JJIA IUTAHOBOM rocuvTrain3alii B MCAUIUHCKYIO OPraHu3alnuio:

1.

[TpoBeneHue MUArHOCTUKU M JICYCHHS, TPEOYIOIINE MPOIOHKUTEIBHOTO (JIHEBHOE WIIH
KPYTJIOCYTOYHOE MPEOBbIBAHUE) METUIIMHCKOTO HAOIOJCHUS M MOHUTOPHHTA KIMHHKO-
1abopaTOPHBIX MOKa3aTeNeH;

HCO6XOI[I/IMOCTI> MPOBCACHUA Pa3JIMYHbIX BHJO0OB JKCICPTHU3 WA O6CJ'I€Z[OBaHI/I$[ B
MEAWIIMHCKOW OpTraHM3allud TpU HEBO3MOXKHOCTH TMPOBEACHHUS HX B aMOyIaTOPHBIX
YCIIOBUSAX (B TOM qucle odopmieHue 3aKTFOYECHUS benepanbHOTO

KOHCHJINyMa/BpaueOHONH KOMUCCHH).

ITokazanms JUIA 3KCTp€HHOI>i rocrnuTajan3ali B MEAUIUHCKYIO OPraHu3alruo:

1.

OCTpBIe yrpozkaromue Ajisl JXKU3HU U pPa3BUTHUA OCIIOKHEHUM COCTOAHMA, Tpe6yfoume
HCOTJIOXHOI'O JICUCHUA, B TOM YHCJIC WHTEHCHUBHOM TCparnu, a TaAKKEC KPyriioCyro4yHoro
MCECIHUIIMHCKOT'O Ha6J'IIOJIeHI/I${ U TPOBCIACHUA CICHHUATIBHBIX BHI0B 06CJ'I€)]OBaHI/I$I n

JICUYCHU.

IToka3zaHus K BBIIIMCKE MMAllMEHTa U3 MEIUITMHCKOM OpraHu3alunu:

1.

OTcyTcTBUE YTPpO3bl IS KU3HU MAIMEHTA U YTPO3bl Pa3BUTHUS OCTIOKHEHUH, TPEOYIOIIIX
HEOTJI0)KHOTO JICYEHHUS 10 3aBEPIICHUH JUATHOCTUYECKUX MEPONIPUSITHH.

Crabunu3amusi COCTOSIHUSI W OCHOBHBIX — KJIMHUKO-TA0OpPATOPHBIX — TOKa3arenen
MATOJIOTUYECKOTO0  MPOIecca, OTCYTCTBHE HEOOXOAUMOCTH B  MPOAOHKUTEIHLHOM
MEAWIIMHCKOM HAOIIOIEHUH (JIHEBHOE UM KPYTIIOCYTOYHOE MPeObIBAaHUE);

BomonHen mnaH oOcieoBaHMs M JICUEHUS TMAlMEeHTa, JaHbl PEKOMEHJAlUu IO

JanbHEHIIIeMy HaOII0ICHUIO U JICYCHUTO.
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4., HeoOXomuMoCTh IepeBoja IMAlMEHTa B JAPYroe MEAUIIMHCKOE YUYPESKICHHE WIN

YUIPESKICHHE COLUATBHOTO 00SCIICUCHNSI.

7. JonoaHuTe1bHasA HHpopManus (B TOM YHc/ie (PAKTOPBI, BJIUAIOLIHE HA

HUCX0/1 3a00/1eBaHMsI HJIH COCTOSIHMSI)

IIporHo3 cocTosiHus U ypOBHS IICUXUYECKOIO Pa3BUTHs MALMEHTA 3aBUCUT OT TKECTH
3a00J1€BaHKs, @ TAKXKE CPOKOB Hayalla CIIEHUAIN3UPOBAHHON TEPAIIHH.

[Tpu cBOEBpeMEHHOM KOPPEKIMH 1 MPO(YUITAKTHKE META00INIECKUX KPHU30B, COOIOICHUN
U CTPOrOM KOHTPOJIE MATOI€HETUYECKONW TEpallui U CUMIITOMaTHYECKOIO JICYEHHsI ITPOrHO3 IS
KHU3HU OJaronpusTHHIA. Y OOJBILIOr0 4YMCiIa MAIMEHTOB HEBPOJIOTMYECKUE IPOSBICHUS HE
pa3BUBAIOTCS J1aXKe N0CIe MEeTa00INYECKOro Kpu3a.

OpHuM M3 BakHEHMIIMX MOAXoA0B K paHHell nuarHoctuke HMAT sBnsercs CKpUHUHT

HOBOPOXIACHHBIX.
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KpMTepnn OIICHKH KadYecCTBa MeIII/IHI/IHCKOﬁ nmoMomu

Ne Kpurepun kavyectBa Ouenka
BbINOJTHEHHS

1. | [IpoBeieHO KOMILIEKCHOE OMPEICIICHUE COACPIKAHUS aa/Her
OpPraHUYECKUX KUCIOT B MOYE

2. | [IpoBeaeHO KOMIUIEKCHOE OIPECIICHHE KOHIICHTPAIIMH Ha aa/Her
AMUHOKHCIIOTHI U allUJIKAPHUTHUHBI B KPOBU METOJIOM TaHACMHOM
Macc-CIEeKTPOMETPUHI

3. | [IpoBeneHO MOJIEKYISIPHO-TEHETUUYECKOE UCCIIEIOBAHHE aa/Her
mytanuii B rene ACAT1 (Kommeke uccrienoBanuii 1uist
JMArHOCTUKHU OPTaHUYECKUX allUAYypHii) IPH YCTAHOBICHUHU
JIarHo3a

4. | IIpoBeneH npueM (OCMOTpP, KOHCYNIbTAIIKS) Bpaua-TeHETUKA aa/Her
MEPBUYHBIN U TOBTOPHBII

5 | IIpoBeneHo uccienoBaHue YpoBHs TIIFOKO3bI, aMMHAKa, aa/ner

MOJIOYHOM KHCIIOTBI B KPOBH

25




10.

Cnmcoxk Jurepatypsl

Wojcik MH, Wierenga KJ, Rodan LH, Sahai I, Ferdinandusse S, Genetti CA, Towne MC,
Peake RW, James PM, Beggs AH, Brownstein CA. Beta-ketothiolase deficiency
presenting with metabolic stroke after a normal newborn screen in two individuals. InJIMD
Reports, Volume 39 2017 Jul 20 (pp. 45-54). Berlin, Heidelberg: Springer Berlin
Heidelberg.

Kpacnomnonbckas KJ[. HacnencrBennsie 6one3nn oOMeHa BemectB. CripaBoyHOe ocodue
n1s Bpaueid. M. 2005;364.

Daum RS, Mamer OA, Lamm PH, Scriver CR. A" new" disorder of isoleucine catabolism.
The Lancet. 1971 Dec 11;298(7737):1289-90.

Griinert SC, Sass JO. 2-methylacetoacetyl-coenzyme A thiolase (beta-ketothiolase)
deficiency: one disease-two pathways. Orphanet journal of rare diseases. 2020 Dec; 15:1-
7.

Abdelkreem E, Harijan RK, Yamaguchi S, Wierenga RK, Fukao T. Mutation update on
ACAT1 variants associated with mitochondrial acetoacetyl-CoA thiolase (T2) deficiency.
Human mutation. 2019 Oct;40(10):1641-63.

LinY, Yang Z, Yang C, HuH, He H, Niu T, Liu M, Wang D, Sun Y, Shen Y, Li X. C4A0OH
is a potential newborn screening marker—a multicenter retrospective study of patients with
beta-ketothiolase deficiency in China. Orphanet Journal of Rare Diseases. 2021 Dec;16:1-
9.

Abdelkreem E, Akella RR, Dave U, Sane S, Otsuka H, Sasai H, Aoyama Y, Nakama M,
Ohnishi H, Mahmoud S, Abd EI Aal M. Clinical and mutational characterizations of ten
indian patients with beta-ketothiolase deficiency. JIMD Reports, Volume 35. 2017:59-65
Nguyen KN, Abdelkreem E, Colombo R, Hasegawa Y, Can NT, Bui TP, Le HT, Tran MT,
Nguyen HT, Trinh HT, Aoyama Y. Characterization and outcome of 41 patients with beta-
ketothiolase deficiency: 10 years’ experience of a medical center in northern Vietnam.
Journal of inherited metabolic disease. 2017 May;40(3):395-401.

Fukao T, Nguyen HT, Nguyen NT, Vu DC, Can NT, Van Pham AT, Nguyen KN,
Kobayashi H, Hasegawa Y, Bui TP, Niezen-Koning KE. A common mutation, R208X,
identified in Vietnamese patients with mitochondrial acetoacetyl-CoA thiolase (T2)
deficiency. Mol Genet Metab. 2010 May;100(1):37-41.

Fukao T, Yamaguchi S, Orii T, Hashimoto T. Molecular basis of $-ketothiolase deficiency:
Mutations and polymorphisms in the human mitochondrial acetoacetyl-coenzyme a
thiolase gene. Human Mutation. 1995;5(2):113-20.

26



11.

12.

13.

14.

15.
16.

17.

18.

19.

20.

21.

Abdelkreem E, Otsuka H, Sasai H, Aoyama Y, Hori T, Aal MA, Mahmoud S, Fukao T.
Beta-ketothiolase deficiency: resolving challenges in diagnosis. Journal of Inborn Errors
of Metabolism and Screening. 2019 May 30;4.

Vakili R, Hashemian S. A novel mutation of beta-ketothiolase deficiency: the first report
from Iran and review of literature. Iranian Journal of Child Neurology. 2018;12(3):113.
Buhas D, Bernard G, Fukao T, Décarie JC, Chouinard S, Mitchell GA. A treatable new
cause of chorea: Beta-ketothiolase deficiency. Movement Disorders. 2013 Jul;28(8):1054-
6.

Yalginkaya C, Apaydin H, Ozekmekgi S, Gibson KM. Delayed-onset dystonia associated
with 3-oxothiolase deficiency. Movement Disorders: Official Journal of the Movement
Disorder Society. 2001 Mar;16(2):372-5.

Fukao T. Beta-ketothiolase deficiency. Orphanet encyclopedia. 2004 Sep.

Griinert SC, Schmitt RN, Schlatter SM, Gemperle-Britschgi C, Balc1t MC, Berg V, Coker
M, Das AM, Demirkol M, Derks TG, Gokgay G. Clinical presentation and outcome in a
series of 32 patients with 2-methylacetoacetyl-coenzyme A thiolase (MAT) deficiency.
Molecular genetics and metabolism. 2017 Sep 1;122(1-2):67-75.

Mao S, Yang L, Yin X, Yang J, Huang X. Ketoacidotic crisis after vaccination in a girl
with beta-ketothiolase deficiency: a case report. Transl Pediatr. 2021 Feb;10(2):459-463.
doi: 10.21037/tp-20-265. PMID: 33708533; PMCID: PMC7944172.

Alijanpour M, Sasai H, Abdelkreem E, Ago Y, Soleimani S, Moslemi L, Yamaguchi S,
Rezapour M, Hakimi MT, Matsumoto H, Fukao T. Beta-ketothiolase deficiency: A case
with unusual presentation of nonketotic hypoglycemic episodes due to coexistent probable
secondary carnitine deficiency. JIMD reports. 2019 Mar;46(1):23-7.

Sarafoglou K, Matern D, Redlinger-Grosse K, Bentler K, Gaviglio A, Harding CO,
Rinaldo P. Siblings with mitochondrial acetoacetyl-CoA thiolase deficiency not identified
by newborn screening. Pediatrics. 2011 Jul;128(1):e246-50.

Henry CG, Strauss AW, Keating JP, Hillman RE. Congestive cardiomyopathy associated
with beta-ketothiolase deficiency. J Pediatr. 1981;99:754-7.

Fukao, T., Maruyama, S., Ohura, T., Hasegawa, Y., Toyoshima, M., Haapalainen, A.M.,
Kuwada, N., Imamura, M., Yuasa, I., Wierenga, R.K. and Yamaguchi, S., 2012. Three
Japanese patients with beta-ketothiolase deficiency who share a mutation, c. 431A> C
(H144P) in ACATL: subtle abnormality in urinary organic acid analysis and blood
acylcarnitine analysis using tandem mass spectrometry. JIMD Reports-Case and Research
Reports, 2011/3, pp.107-115.

27



22.

23.

24.

25.

26.

27.

28.

29.

30.

31.

32.

33.

Pandey R, Singh PM, Garg R, Darlong V, Punj J. Perioperative concerns in a beta-
ketothiolase-deficient child. Journal of Anesthesia. 2015 Aug;29:647-.

Vijayakumary T, Kavinda D. Unexplained Tachypneoa and Severe Metabolic Acidosis in
a Three-Month-Old Child: A Rare Presentation of Beta-Ketothiolose Deficiency. Cureus.
2022;14(2).

Kilig-Yildirnm G, Durmus-Aydogdu S, Ceylaner S, Sass J. Beta-ketothiolase deficiency:
An unusual cause of recurrent ketoacidosis. Turkish Journal of Pediatrics. 2017;59(4).
Baker PR. Pathophysiology of Inherited Metabolic Diseases. In Nutrition Management of
Inherited Metabolic Diseases: Lessons from Metabolic University 2022 Jun 15 (pp. 33-
43). Cham: Springer International Publishing.

Prietsch V, Lindner M, Zschocke J, Nyhan WL, Hoffmann GF. Emergency management
of inherited metabolic diseases. Journal of inherited metabolic disease. 2002
Nov;25(7):531-46.

del Pilar Chantada-Vazquez M, Bravo SB, Barbosa-Gouveia S, Alvarez JV, Couce ML.
Proteomics in Inherited Metabolic Disorders. International Journal of Molecular Sciences.
2022 Dec 1;23(23):14744.

Ozand PT, Rashed M, Gascon GG, Al Odaib A, Shums A, Nester M, Brismar J. 3-
Ketothiolase deficiency: a review and four new patients with neurologic symptoms. Brain
and Development. 1994 Nov 1;16:38-45.

Reynolds E, Blanchard S, Jalazo E, Chakraborty P, Bailey Jr DB. Newborn Screening
Conditions: Early Intervention and Probability of Developmental Delay. Journal of
Developmental & Behavioral Pediatrics. 2022 May 13:10-97.

Alliance G. Understanding genetics: a district of Columbia guide for patients and health
professionals.

Arica V, Arica SG, Dag H, Onur H, Obut O, Giilbayzar S. Beta-ketothiolase deficiency
brought with lethargy: case report. Human & experimental toxicology. 2011
Oct;30(10):1724-7.

Anuncumona U.B. u np. Metonudeckue pekomeHaannu «MeTo MoaydeHHs CyXoro MsaTHa
KPOBH Ha TECT-0JIaHK JUIs TPOBECHUS KIIMHUKO-T1a00paTOpHBIX uccienoBanmii». 2022:34.
Fukao T, Scriver CR, Kondo N; t2 Collaborative Working Group. The clinical phenotype
and outcome of mitochondrial acetoacetyl-CoA thiolase deficiency (beta-ketothiolase or
T2 deficiency) in 26 enzymatically proved and mutation-defined patients. Mol Genet
Metab. 2001;72(2):109-114. doi:10.1006/mgme.2000.3113.

28



34. Abdelkreem E, Otsuka H, Sasai H, et al. Beta-Ketothiolase Deficiency: Resolving
Challenges in Diagnosis. Journal of Inborn Errors of Metabolism and Screening. 2016;4.
doi:10.1177/2326409816636644

Ipunoxenne Al. CocraB paboueii rpynnsl o paspadoTke U nNepecMoTpy

KJIMHUYECKUX PeKOMEeHIaluu

1. AnucumoBa MHWura BaagumoBHa, K.M.H., 3aBeayloulas OTIEIOM OpraHHU3aIUU
meuirHackoi nomomu ®I'BHY "Meauko-reHeTndyeckuil HayqHbIM EHTP UM. aKaJIeMUKa
H. I1. boukoBa", Bpau-reHETHK, WIEH ACCOLMAIUYA METUIIMHCKUX T€HETUKOB.

2. baiinakoBa I'aauna BukrtopoBHa, k.0.H., 3aBenymoomas L[eHTPOM KOJJIEKTUBHOTO
nonb3oBaHusa "Merabonom", B.H.C. abOpaTOpuH HACIEACTBEHHBIX Ooyie3HEe oOMeHa
OI'BHY "Menauko-reHeTuueckuil Hay4Hblil neHTp uM. akaaemuka H. I1. boukoBa", wien
Poccuiickoro o6mecTBa MEAUIIMHCKUX T€HETUKOB

3. bapanoB Ajexcanap AjnekcanapoBuy, akanemMuk PAH, nmpodeccop, 1.M.H.; TOYETHBIN
npe3usienT Coro3. neauatpoB Poccum, coBetHuk pykoBoautens HUW nemmatpun u
oxpanbl 310poBbsi nereid HKI] Ne2 ®I'BHY «PHIIX um akax. b. B. IlerpoBckoroy,
npodeccop kadenpsl neauarpun u aetckoit peemaronoruu GI'AOY «llepseiit MITMY
uM. U.M. CeuenoBa» MunznpaBa Poccun (CeueHOBCKMII YHHMBEPCUTET), TJIaBHBIN
BHEILTATHBIN cienuanuct neauarp Munsnpasa Poccun

4. bapanosa [losmmna BaagumupoBHa, Hayusblil cotpyaauk LIKIT “Metabonom” ®I'BHY
«MenuKO-TeHeTHYECKUI HaydHbI LIEHTp UM. akajgeMuka H.I1.boukoBay.

5. BbymyeBa Tarbsna BiaagumupoBHa, 1.M.H., BeAyILUN Hay4HbIN COTPYAHUK
naboparopun TUTaHUs 310poBOTo U OonsHOrO pedbenka ®I'AY HMUIL] 310poBbs neteit
M3 PO, unen EBpormelickoro o0miecTBa JETCKUX TacTPOIHTEPOJIOrOB, TeNaTOJIOTOB U
nytpurmonoros (EPSGHAN)

6. Bamaxmanze Hato /Iskym0epoBHA, I.M.H., pYKOBOJUTENb OT/JeNIa OpPaHHBIX 00JIe3HEH
U TpoUIAKTUKA WHBATUAM3UpYIOMMX 3aboneBannit HUW mnemuatpum u OXpaHbI
3nopoBbst nereit HKI[ Ne2 ®T'BHY «PHIX um akazn. b. B. IlerpoBckoroy, mpogeccop
kadenpsl ¢akynbTeTcKoM mnenuaTtpuu neauarpudeckoro ¢akymnsrera OI'BOY BO
«PHUMY um. H.W. ITuporosa» Munsapasa Poccun

7. JerrapeBa AnHa BiagumupoBHa, 1.M.H., Ipod., 3aB. OTIEIOM neauatpun Mucturyra
HEOHATOJIOTUM U TeauaTpuu HanumoHanbHOr0 MEIUIIMHCKOTO UCCIIEeI0BATEIbCKOTO
LIEHTpAa AaKylmepcTBa, THHEKOJIOrMM W TmepuHatosorum um. akan. B.M. Kymakosa,

npodeccop kadeapsl HeoHatonoruu MHCTHTYTA 310pOBBs Aeteit [lepBoro MockoBckoro

29


https://doi.org/10.1177/2326409816636644

10.

11.

12.

13.

14.

15.

16.

17.

roCyJapCTBEHHOTO0 MeIUIMHCKOro yHuBepcutera uM. .M. CeuenoBa, unen CoBera
Poccwuiickoro o0rmiecTBa HEOHATOIOTOB

3axaposa Exarepuna IOpbeBHa, 1.M.H., 3aBeayrolas jadoparopueil HacIeACTBEHHbIX
oonezneit oomena ®I'BHY "Menuko-reHeTHYECKU Hay4YHBIM IIEHTP MM. aKaJeMHKa
H.II. BoukoBa", wumen Poccuiickoro oOmecTBa MEIUIUHCKUX T€HETHKOB, WIEH
€BPOIEHCKOro oO0IIecTBa MO HM3yYCHHUIO HACIEIACTBCHHBIX OOJIe3HEW OoOMEHa BEIIEeCTB
(SSIEM).

Kakaynuna Bukropusi CepreeBHa, Bpau-uHeBpouior, snuientosor I'bY3 «Mopo3oBckas
JAU'KB JI3M», uiieH eBpomeiicKoro o0IecTBa Mo U3y4yeHUI0 HACIEICTBEHHBIX OOJe3Hel
oOMmeHa Bemiect (SSIEM).

KekeeBa Tarbsina HukoJiaeBHa, 3aBeayroonias MEIUKO-TEHETUYECKHM OTIEICHUEM
I'bY3 «Mopo3zosckas AI'Kb JI3M», Bpau-TeHEeTHK.

KpacnomexoBa Hwuna AusekcaHapoBHa, Bpau-nieaquarp, Bpau-reHetuk ['BY3
«Mopo3zosckas JII'Kb JI3M».

Ky3enkoBa JliogmMuiaa  MuxaijioBHa, JI.M.H., 3aBEIYIOLIAs OT/ACIICHUEM
MICUXOHEBPOJIOTUU M TicuxocoMartnueckor natogorun @I'AY "HayuHblii MeaquIMHCKUI
M CCIJIEI0BATEIbCKUN HEHTP 310poBbs Aeter" M3 PO, unen Corosza nenuatpos Poccun.
KyueB Cepreii UBanoBuu, akanemuk PAH, a.m.H.,, nupextop ®I'BHY "Menuko-
FeHEeTUYEeCKUN Hay4dHbId 1eHTp uM. Akanemuka H.I1.boukoBa", nmpesuneHt Accorumanuu
MEJUIIMHCKUX reHeTHKoB Poccun

JloGenckas Anacracusi HOpbeBHa — 3aBenyronuii 6Gnoxummuueckoi sabopaTopuei,
Bpau-nabopatopubiii reHeruk CII6 T'KVY3 "JluarHocTuueckuit meHTp (MeIUKO-
TEHETUYECKUN )».

MuxaiiiioBa Ceriiana BuranbeBHa, 1.M.H., I.M.H., 3aBenytomas oraeieaneM @PI'AOY
«Poccuiickas [erckas Knunnueckas bonpauiiay PHUMY um H.U. ITuporosa.
Ha3zapenko Jlionmuna IlaBiaoBHa, mpodeccop, O.M.H., 3aMECTUTEIh TUPEKTOpa IO
HAay4YHOU W JiedeOHOlN paboTe, pyKOBOIUTENh J1A0OpaTOPUHU HACJIECICTBEHHON MaTOJIOTHH
HWU megunnackoit reHeTuku, Tomckoro HUMIL PAH, unen Accormanuy MeTHITHHCKHAX
TE€HETUKOB.

Hama3zoBa-bapanoBa Jleiiia CelimypoBHa, akanemuk PAH, mnpodeccop, a.M.H.,
npesugaeHt Coro3a meauatpoB Poccum; mact-npesuaeHr EPA/UNEPSA; pykoBoauTens
HUWU nenuarpuu u oxpansl 310poBbs aetedt HKL[ No2 ®I'BHY «PHIIX um akan. b. B.
[TerpoBckoro», 3aBeayromas kadenpoi (GaxkyiabTeTCKOW NeIuaTpuu MeAUaTPUYecKOro
¢paxynsrera PI'BOY BO «PHUMY um. H.M. ITuporoa» Munsapasa Poccun, rnaBHbII

BHEIITATHBIN JETCKUM CIICITUATUCT M0 MpoduiIakTHIecKor Mmenunuae Munsapasa Poccun
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CeuenoBay MunszapaBa Poccun (CedeHOBCKMiI YHHBEpPCHTET), MOLEHT Kadeapsl
dakynbTeTcKoi neauarpun neguarpudeckoro pakyaprera ®I'bOY BO «PHUMY unm. H.
H. IIluporosa» Munsnpasa Poccun, unen Corosa nexuatpos Poccun

CmupnoBa Ouabra SIkoBieBHA, Bpau-reHETHUK, CTApUIMI HAay4YHBIM COTPYIHHUK OTAEIA
CTaHJApTU3alMd W U3Y4YeHUsT OCHOB JokazatenbHOM Memunuabl HKI[ Ne2 OI'BHY
«PHIIX um akan. b. B. IlerpoBckoro»

CrpokoBa Tarbsina BuktopoBHa, 1.M.H., npodeccop PAH, 3aBenyromas otaeneHnemM
MeaUaTPUUECKON racTPOIHTEPOIOTHH, renaTosioruu u guetorepanuu Knnanku ®I'BYH
"®OUILI nutanust u OnoTeXHOJIOTUU".

Cy6o0orun JAmMutpuii MuxaitaoBuy, Bpau-reHetuk OI'BHY "Meauko-renernaeckuit
HayuyHbld LeHTp uM. akaaemuka H. II. boukoBa", unen Accoumanum MeAMIIMHCKHUX
TE€HETUKOB.

Cymuna Mapusa I'enHaabeBHa, 3aBenyrolias OTIEICHHEM MEIUKO-TEHETHUYECKOro
KOHCYJIbTHpOBaHMs, Bpau-reHeTuk ['AY3 CsepmioBckoit obOmactu  “KnuHuko-
JMarHOCTHYeCKui neHTp “OxpaHa 37J0pOBbsl MaTepH U pedeHka” .

Tapan Haraausa HukonaeBHa, K.M.H., CTapIiuil HAy4YHBIM COTPYAHHUK OTIEICHUS
MEeIUaTPUYECKON TacTpOdHTEpoJioruu, renaroiorun u auerorepanuu OI'BYH "OUI]
nutanus U omotexnHosorun"", accucreHt kadeaper PI'AOY BO PHUMY um. H. N.

ITnporosa Munsapasa Poccun.

ABTOpBI TOATBEPKIAIOT OTCYTCTBHE (PMHAHCOBOW MOJIEPKKH/KOH(IMKTa HHTEPECOB, KOTOPBIN

HE0OXO0AMMO 0OHAPOIOBATh.
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IIpunoxenue A2. MeronoJiorus pa3spadoTKi KJIMHHYECKHUX PeKOMEH A i

Hacrosmue pexomMeHmanmuu TpeaHA3HAYCHBI JUIS NPUMEHEHHS  MEIUIIMHCKUMU
OpTaHHU3AUAME U YIPSKICHUIMHU QeIepalIbHbIX, TEPPUTOPUATHHBIX U MYHHUIIUITATLHBIX OPTaHOB
yIpaBJICHUS 37PaBOOXPAHCHHUEM, CHCTEM O00S3aTeIBHOIO W JO0OPOBOJIBHOTO MEIUITMHCKOTO
CTpaxoBaHWUsI, IPYTMMHU MEIUIIMHCKAMU OPTaHU3ALUSIMU Pa3JIMYHBIX OPraHU3aIMOHHO-TIPABOBBIX
dbopM AeSITeNT HOCTH, HAPABICHHON HA OKa3aHUE MEIUITTHCKOM MTOMOIITH.

KnuHaudeckne pekoMeHJaluu CO3JaHbl HAa OCHOBAaHMHM CHCTEMaTHYeCKOro o003opa
autepatypbl 1971-2022 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane
Library databases, ¢ UCIIOJIb30BaHUEM CO3[aHHBIX POTOKOJIOB COBPEMEHHBIX MEKIYHAPOTHBIX
KIIMHUYECKUX PEKOMCHJAMKA 10 JMArHOCTUKE, JICYCHUIO ¥ BEACHHUIO OOJBHBIX C
METaOOTMYECKUMU OOJIC3HSIMHU.

HMAT otHOCHTCS K PEIKMM HACIEJACTBEHHBIM 3a00JICBaHUSAM, YTO HCKIIOYAET
BO3MOXKHOCTh TPOBEACHUSI OOJIBIIMX KOTOPTHBIX M PaHIOMHU3UPOBAHHBIX KOHTPOIHPYEMBIX
WCCJICIOBAHUA M JUISI CO3JaHUSI TPOTOKOJIOB JUATHOCTHKH W TEPANUM HCIIONB3YIOTCS JIUIIIb
TEMaTHUYECKHUE UCCIICIOBAaHUS SKCIICPTOB, OMyOTMKOBAHHBIC B TIOCIICTHUE JIBA ICCATUIICTHS.

OneHka KadecTBa JOKAa3aTENbCTB W CHIIBI PEKOMEHAALUNA TPUMEHEHHUS MEIULUHCKHUX
TEXHOJIOTHI TMPOBOJMIACK B COOTBETCTBUU C YHHU(PHUIIMPOBAHHOW NIKANON, MPUBEACHHON B
tabymnax 1-3.

IlegeBass ayiuTopus JAHHLIX KJIMHUYECKHX PEKOMEH AN

Bpauu o61ieil spatebHoH-IpaKTUKHU (CEMeWHbIe Bpaun);
Bpauu-nenuarpsr;

Bpauun-tepanesTs;

Bpauu-renerukuy;

Bpauu-nmaboparopHbie reHETHUKH;

Bpauu-kapauonoru;

Bpauu-nerckue kapanoIiory;

Bpauu-nespouory;

© 0o N o g Bk~ wDNhPE

Bpauu-ractposnreponoru;

=
o

. Bpaun-pentrenonoru;

[
[

. Bpaun-ogransmororu;

[N
N

. Bpaun ¢pyHKIIMOHATBEHON TMAarHOCTHKY,

[N
w

. MeauIuHCKHE TICUXO0JIOTH;

[N
SN

. Ctynentsl MmenuuuHcKkux BY30B;
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15. Obyyaromuecs B OpAMHATYPE B aCTIMPAHTYPE.
Tadauua 1. [llxana oueHku ypoBHe# gocToBepHOCTH JT0Ka3aTenbeTB (Y /1) nms meronos

JIMarHOCTUKY (IMarHOCTUYECKUX BMEIIATEIIbCTB)

YA Pacuu¢pposka

Cucremarnueckrue 0030pbl UCCIEAOBAHHN ¢ KOHTPOJIEM peepeHCHBIM METOAOM
1 WA CUCTEMATHUYECKUI 0030p paHIOMU3UPOBAHHBIX KIIMHUUECKUX UCCIIETOBAHHIA C

IIPpUMECHCHUEM MCTa-aHAIMU3a

OT,I[GJ'ILHLIC HCCIICAOBAHUA C KOHTPOJIEM pe(bepeHCHHM MCTOAOM HUJIK OTACIBHBIC

PAHIOMHU3UPOBAHHBIC KIIMHUYCCKHUEC UCCIICAOBAHUA U CUCTCMATHYCCKUC 0630pI)I

° HCCIIEIOBaHUM JII000ro u3aiiHa, 3a UCKIIOYEHUEM PaHJOMHU3UPOBAHHBIX
KJIMHUYECKUX UCCIIeI0BaHUN, C IPUMEHEHUEM MeTa-aHaIu3a
HccnenoBanus 6€3 mociea0BaTeIbHOTO KOHTPOIIS peepeHCHBIM METOI0M HIIN
3 HUCCIICOOBAHUA C pe(bepeHCHI)IM METOAOM, HE ABJIAOIINMCSI HE3aBUCUMBIM OT
HCCIIEyEMOI0 METO/1a WJIM HEPaHJOMU3UPOBAHHBIE CPABHUTEIbHBIE HCCIIEJOBAHMS,
B TOM YHUCJIE KOTOPTHBIE HCCIIEN0BAHUS
4 HecpaBHuTenbHBIE HCCIIETOBAHMS, OTUCAHUE KIIMHUYECKOTO CIyYast
) Nmeercs nuis 000cHOBaHUE MEXaHU3Ma AEMCTBUS UM MHEHHE SKCIIEPTOB

Ta6auna 2. Hkana oueHku ypoBHeil 1octoBepHOCTH Joka3aTtenbeTs (Y 1) s meTonos

HpO(l)I/IHaKTI/IKI/I, JCUYCHUA U pea6I/IJ'II/ITaI_[I/II/I (HpO(l)I/IJ'IaKTI/I‘IeCKI/IX, JIC‘-IC6HLIX, pea6I/IJ'II/ITaI_II/IOHHHX

BMEIIATENIbCTB)

YA Pacun¢pposka

1 CucremaTtnueckuii 0630p PKU ¢ npumenennem mera-aHanusa

. Otnenbubie PKU u cucremarnyeckue 0030pbl HCCIIEA0OBaHUH TH000r0 1n3aiiHa, 3a

uckmouennem PKH, c npumeneHneM MeTa-aHanus3a
3 HepannomusupoBaHHbIe CpaBHUTENbHbIE UCCIEI0OBAHUS, B T.4. KOTOPTHBIE
U CCIJIETOBAHMS
N HecpaBHuTenpHbIE HCCIeI0BaHUS, ONIMCAHUE KIMHUYECKOTO CIIydasl WA CEPUU
CIIy4aeB, UCCIIEIOBAHUS «CIIy4aii-KOHTPOJIb
. Nmeercs nuib 000CHOBaHME MEXaHU3Ma JICHCTBHS BMEIIATEILCTBA
(1OKJIMHUYECKUE UCCIIEI0BAHNUS) NI MHEHHE YKCIIEPTOB
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Tabauna 3. [llkana onenku ypoBHe# yoeautenpHOCTH pekoMmeHnanuii (YYP) mis metonoB
npoUIAKTUKY, TUATHOCTUKH, JICUEHUS U peadmmTanuu (Mpo(uiIakTHIecKuXx,

JUarHoCTHYCCKHX, JIC‘IC6HLIX, peEIGI/IJII/ITaL[I/IOHHBIX BMGI_HaTeJIBCTB)

Yvyp Pacumdgponka

CunbHas pekoMeHIaIus (Bce paccMaTpuBaeMble Kputepun 3G PeKTUBHOCTH
(MCX0/Bl1) SABISIOTCS BAXKHBIMH, BCE UCCIICIOBAaHHUS UMEIOT BBICOKOE HITH
YIIOBJIETBOPUTEIHHOE METOIOJIOTHIECKOE KaUYeCTBO, UX BBIBOJIBI [0 HHTEPECYIOIINM

HCXoaaM SABIIAOTCA COFJ'IaCOBaHHBIMI/I)

YcioBHast pekoMeHaanus (He BCe paccMaTpuBaeMble KpUTepun 3P PeKTHBHOCTH
(MCXOMpBI) SABISIOTCS BAXKHBIMH, HE BCE UCCIICOBAHUS HMEIOT BBICOKOE HITH
YJOBJIETBOPUTEIBEHOE METOJOJIOTNIECKOE Ka4eCTBO M/MIJIM MX BBIBOBI 110

HHTCPCCYIOIIUM UCXOAaM HE SABJISAIOTCA COFJIaCOBaHHBIMI/I)

Crnabast pekoMeHaanus (0OTCyTCTBHE JOKA3aTEIbCTB HAICKAIIIETO KauecTBa (BCe
paccMaTtprBaeMbie KpuTepuu d3PPEKTHBHOCTH (HCXOIbI) SBIISIOTCS HEBAKHBIMH, BCE
WCCIICIOBAHMSI UMEIOT HU3KOE METO/I0JIOTUYECKOE KAUeCTBO M UX BBIBOJIBI O

HHTCPCCYIOIIUM UCXOAaM HE SABJIAIOTCA COFJIaCOBaHHBIMI/I)

HOpﬂ)IOK O0OHOBJIEHHS KJIHHHYECKHX peKOMeHJIaIII/[ﬁ

Mexanu3sm  OOHOBIIEHHS ~ KIMHUYECKHX  PEKOMEHJAIMi  MpeaycMaTpuBaeT  HX
CHUCTEMAaTUYECKYIO aKTyallM3alllio HE peXe, YEM OJMH pa3 B TPHU roja, a TaKXKe MPHU MOSIBICHUN
HOBBIX JIAHHBIX C TO3UIMH JO0KA3aTeIbHOM MEIUIIMHBI MO0 BOMPOCAM JIUATHOCTHKHU, JICUCHUS,
OpOPUIAKTUKH W peabWIuTallud KOHKPETHBIX 3a00JIeBaHUM, HAIUYUU OOOCHOBAHHBIX
JOTIOTHEHUI/3aMeUaHuil K paHee YTBEPKISHHBIM KIMHUYECKUM PEKOMEHAMsAM, HO He Jare 1

paza B 6 Mecs1IeB.
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Hpunoxkenune A3. CipaBo4HbIe MATEPHUAJIbI, BKJIHYAas COOTBETCTBUE
NMOKA3aHUH K NPUMEHEHHUIO ¥ MPOTHBONOKA3aHUA, CI0CO00B NPUMEHEHUSs U
103 JIeKAPCTBEHHBIX MPeNnapaToB, HHCTPYKIUH 10 NPUMeHEHUI0

JEKAPCTBECHHOI'O IIpeniaparta

1. ®enepanbublii 3akoH 0T 21.11.2011 N 323-03 (pexn. ot 28.12.2022) "O6 ocHOBaX OXpaHBI

310pOBbs TpaxkaaH B Poccuiickoit @eaepanuu” (¢ u3M. U J011., BeTym. B cwty ¢ 11.01.2023).

2. [Tpuxa3 Munsapasa Poccun ot 21.04.2022 N 274n "OO0 yrBepxkaenuu [lopsaka okazaHus
MEAMIMHCKOW IOMOIIM  [alMEeHTaM C BpPOXKIEHHBIMM M  (WIHM) HACJIEICTBEHHBIMU

3a0oseBanusamMu’.

3. [Tpuxaz Munsgpasa Poccun ot 13.10.2017 N 8041 (pen. ot 24.09.2020, ¢ u3m. ot

26.10.2022) "O06 yTBepKA€HUN HOMEHKJIATYPbl MEAUIIMHCKUX yCIyr".

4. [Tpuxa3 Munsapasa Poccun ot 10.05.2017 N 2031 "O0 yTBepk’A€HUNU KPUTEPUEB OLIEHKU

KayecTBa MEOUIIMHCKOI momornu'.

S. [Tpuka3 MunucrepctBa 3apaBooxpaHenuss PO ot 13 okrabpsa 2017 r. N 804n "O6

YTBEPKACHUM HOMEHKIATYPbl MEIULUHCKUX YCIyr"

6. [Tpuka3 MunzapaBa Poccum ot 07.10.2015 N 700 (pen. or 09.12.2019) "O
HOMEHKJIAType CHELUUAJIbHOCTEN CHENMATUCTOB, MMEIOIIUX BBICIIEE MEAMIMHCKOE H

dapmarneBTHuecKoe obpasoBaHue".

7. [Tpuka3 MunznpaBa Poccum ot 28.02.2019 N 103n (pen. ot 23.06.2020) "O6
YTBEP)KJICHUM TOPSAJKA M CPOKOB pa3pabOTKM KIMHHUYECKUX PEKOMEHAALUH, X HepecMoTpa,
TUTIOBOM (DOPMBI KITMHUYECKUX PEKOMEH AN U TPEOOBAaHUH K UX CTPYKTYPE, COCTaBy M HAyYHOM

000CHOBAHHOCTH BKJIFOYaeMOM B KIIMHUYECKHE peKOMeHaaluu nudopmanun'.
8. Wudopmarnius o nekapcTBEeHHbIX cpeacTBax: https:/grls.rosminzdrav.ru/

9. MexnyHapoaHas Kiaaccudukanus Oolie3HEW, TpaBM U COCTOSHUN, BIUSIONUX Ha

3noposbe (MKB — 10).
3a0op OmomaTepuasa Uil IMATHOCTHKH B NATHAX KPOBH

IoaroroBka K B3SITHIO KPOBH
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ITonroToBka K B3ATHIO KPOBU CTaHAApPTHA: MEIULMHCKUNA MEPCOHAI JOJKEH COOII0IaTh
npaBWiia CTEPHIBHOCTH, MPOTHpas MecTo Tpokosa pactBopoMm antucentuka (DO8A:
AHTHCENITUKY U Ie3UH(PUIUPYIONIHE CPEJCTBA), UCTIONIB3YS OJJHOPA30BbIC UTIIbI-CKAPH(PUKATOPHI
U TIEpYaTKU.

ITosryueHne cyxoro niTHa KpoBu

Kak mpaBwmio, mis momydeHus cyxux msareH [61] kpoBb OepyT U3 mayblia, TaKKe€ BO3MOXKHO
UCIIONIb30BaHUE BEHO3HOW KpOBH, B3sATOM U3 mpobupku ¢ DJTA (B 3aBUCHMOCTH OT

UCIIOJIb3YEMBIX HAOOPOB).

Y HOBOPOXKACHHBIX KPOBb HA HEOHATAIBHBIN CKPUHUHT U PETECT OEpyT TOIBKO U3 MATKH,
B HCKJIFOUUTENIBHBIX CIIy4asiX — M3 Tajiblla (IPU HEBO3MOXKHOCTH B3SITHSI KPOBU U3 IISITKH).

MecTo nipokoa (TsITKa, Maje) clieyeT o0padoTarh CTepUIbHOM caipeTKON, CMOYCHHOMN
70% »srtaHonmomM** mocne 4ero MPOMOKHYTh CyXOW crepuibHOU canderkoil. IlepBas karus,
o0pa3oBaBIIasicsi HA MECTE MPOKOJIA, HE UCIIOJIb3YETCS — €€ CTUPAIOT CYXUM BaTHBIM TaMIIOHOM.
[Mocnenyromue Kamim NOOYEPEHO HAHOCST B KPYTH HA BIIUTHIBAIOUIYI0 MeMOpaHy TecT-0JaHKa.
Kpyru na Onanke IOJKHBI OBITh HMPONUTAHBI PAaBHOMEPHO, HACKBO3b, 0€3 OENbIX MATEH Ha
oOpatHoii ctopone 6manka (puc. 1I'). Jlns momyuyenus ogHoro mstHa Tpedyetrcs 80—100 Mk
kpoBH. [lociie HaHeceHUs1 KPOBU Ha TeCT-0JIaHK 00pa3ell BBIASPKUBAIOT IO MOJTHOTO BBHICBIXaHUS
B TEYEHHUE HE MEHEE 2-X 4acOB NP KOMHATHOM TEMIIEpaType, HE CONPUKACAACH C APYTHUMHU TECT-
6nankamu. [locne BeIcyIIMBaHMS TeCT-0JIaHKU CKJIJbIBAIOTCS B MHIMBUYaIbHYIO YIAKOBKY, HE

CONPUKACasCh U HE HAKJIA/IBIBASICh MISITHAMHA KPOBHU JIPYT Ha ApYra.

d00o 0

He o suirma Afasru noorurmend rioy Mo wnefs 1esn. o0 ANANE Al
*  Kanau 4onXHbl NONHOCTLIO NPONUTATL KPYXKKU C 0BpaTHOM CTOPOHSI
*  He«kacaiTecb 0613cTH, NPONUTAHHOW KPOBLIO

Pucynok 1I'. Cyxue nisiTHa KpOBH Ha TeCT-OJIaHKE.

36



JUis  MOJeKyNsIpHO-TeHETUYECKUX M OHOXMMHYECKHX HCCIIEeIOBaHUII HE B paMKax
HEOHATAJILHOTO CKPUHHMHTA, IOMUMO KaleJlbHOIO0 HAaHECEHUs, MOXKET MPUMEHSITHCS HaHECECHUE
HeoO0XoauMoro obbema IIeNbHOW KpOBH Ha TeCT-OJaHK MOJIYyaBTOMAaTHYECKUM J03aTOPOM,
HaIpuMep, U3 MPOOUPKH, CoiepKalllel aHATU3UPYEMbIi OroMaTepua.

TpancopTupoBKa TeCT-0JIAHKOB OCYIIECTBIISICTCS MpU Temrneparype He Boie 25°C [MP
CIIK].

AJIFOpI/ITM JeHCTBUII MeTUITUHCKOI0 nmepcoHaJ/ia mpu B3ATUU 06pa3u03 KpOBH:

° BBIMBITh PYKU (TUTUEHUYECKUN YPOBEHb), HAJIETh II€PUATKH;

° BBIMBITh PYKHU NanueHTa (IATKy peOeHKa B CiTydae, €CIH KPOBb OSpeTCsl U3 IMATKH);

° pOTEPETh 00JaCTh MPOKAIBIBAHUSI CTEPHIIbHOM candeTkoil, cmoueHHoM 70% sTaHOmOM™* *,
IMPOMOKHYTh CYXOHl CTepuiIbHOM candeTkoi; - MPOKOJIOTh CTEPUIBHBIM OJHOPA30BBIM
cKapu(duKaTopoM;

° CHSTh IEPBYIO KaILJIK0 KPOBHU CTEPUIIHBIM CYXHUM TaMIIOHOM;

° MSTKO HaJaBUTh JJIsl OJMYy4YEHHs] BTOPOU Karliu KPOBH;

° NPWIOKUTh TEPHeHIUKYISIPHO TeCcT-OJIaHK K Karjie KPOBH M IPONUTATh €ro KPOBBIO
HACKBO3b;

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

OJIMHAKOBBIM C 00EHX CTOPOH.

° BBICYIIUTh TECT-OJIAHK B TOPU30OHTAIBHOM IIOJIOKEHMH Ha YHCTOH 00€3KUPEHHOM
MOBEPXHOCTH HE MeHee 4 4y 0e3 NPUMEHEHHUs TeIUIoBoM oO0pabOTKM M MOMaJaHUs HPSIMBIX
COJIHEUHBIX JIy4EeH;

° yNaKoBaTh TECT-OJaHKM B YHUCTbIM KOHBEPT TakuM 00Opa3oM, 4YTOObI ISITHa KPOBU HeE
COIIPUKACAIINCh.

Oco0enHocTH IpY HH(PY3NOHHON Tepanuun

Hekoropele mamuieHTsl MOTYyT TOJdydyaTh WH(Y3UOHHYIO Tepamuio, I[epeluBaHue
KOMIIOHEHTOB KPOBHM, YTO MOXKET OKa3aTh BJIMSHUE Ha pe3yibTaThl TecToB. Hampumep, mpu
MEePEeTUBAHUY TIJ1a3MbI KPOBH MOTYT OBITH TOMYUYEHBI JIOXKHOOTPHUIIATENLHBIE Pe3yIbTaThl, TaK KaK
onpeaciIsiICMbIC CbepMeHTI)I HaxXoJATCAd B IJIa3ME€ U B KJIIETKaX KPOBH. PGKOMeHJIyeTCSI OCYHICCTBHUTH
3a00p kpoBu st depmentHor u JIHK-muarHoctukun He paHee, 4em dYepe3 6-7 mqHeEH Tmocie
NepeIUBaHus IU1a3Mbl KpOBU U yepe3 7-10 nHel nocie nepennBanns KOMIIOHEHTOB KPOBH.

He nomyckaercst 3a60p KpoBu:

° cpasy mociie MpoBeAeHHs MAUEeHTy HH(Y3UOHHON Teparuu;

° Cpa3y Iociie 3aMEHHOTO TTepPETMBaHHS KPOBH.

37



XpaHeHHe U TPAHCIIOPTHPOBKA OMOMAaTepUaJIa

OO0pa31bl BBICYIICHHBIX MATEH KPOBH MOKHO XPaHUTh B OOBIYHOW Kamepe XOJOMIbHUKA
npu +4°C 1o ornpaBku. Cpok XpaHEHHUS 10 MOMEHTA OTIPABKU HE JIOJKEH MPEBBILIATh 7 JHEH.
Temnepatypa npu TpaHCIIOPTUPOBKE OrMoMarepuaina qonkHa ObITh 0T 0°C no +10°C. Ecnu xpaHuTh
JoJiple U Ipu Oosiee BBHICOKOW TemrepaType, TO aKTUBHOCTh ()epMEHTa JaKe€ B HOPME MOXKET

CHMIXATBHC, YTO MPUBCACT K JIOXKHOIIOJIOKUTCIIBHBIM PE3YyJIbTaTaM.
IIpunoxenue b. Anropurmsl aeiicTBUIl Bpadya

IIpn noseimenun koHueHtpauuu C5:1 mpu IpOBENEHMM HEOHATAJIBHOIO CKPUHHUHIA
HE00X0MMO COOpaTh KPOBB JJIsl IOBTOPHOTO ONPEICICHHUS YPOBHS alMIIKAPHUTHHOB (PETECT),
ecin mocie perecta ypoBeHb C5:1 coxpaHsieTcsi BBICOKMM, TO O0pa3lbl OTIPABISIOT B
pedepeHCcHbI LEeHTp Ul HOATBEp)KIaroIiel auarHocTuku. Pomureneit uHdopmupyroT 00
0COOEHHOCTSX MpOSABICHUS 3a00JIeBaHUs, CPOKAX MPOBEIEHUS TecTupoBaHus. B pedepencHOM
LEHTPE IPOBOAAT MOJIEKYJISIPHO-TEHETHUECKOE HCCIEA0BaHUE M ONPEIEICHUE OPraHUYECKUX
KHCJIOT MOYM METOJOM ra30BOM XpoMarorpaduu ¢ Macc-CrieKTpOMETpHUEH.

B cnyuae orcyrerBust mytauuit B rene ACAT1 u xapakTepHOro npoduisi OpraHn4eckux
KHACIOT MOYM HEOOXOAMMO MPOBOANUTH AuddepeHlnanbHy0 JUarHoCTUKY C  JpYTUMH
3a00JIEBaHUAMHU CO CXOJHBIMH OMOXMMHYECKMMH u3MeHeHusimu (puc. 1b u puc. 2b B
npuiioxkeHuu b).

IIpn HanMMUMK KIMHUYECKUX CUMIITOMOB, uTO KpaiHe peako ainsi HMAT B HeoHaTanbHbIN
nepuoJi, HeoOXoIuM TNepeBoJ pedeHKa B MHOTONpo(UIBHBIN CTAallMOHAp C OT/AEJICHHUEM
peaHuMaly ¥ Hayajao Tepanud B COOTBETCTBUM C KIMHUYECKMMU pexkomeHaauusmu. [locne
MOJATBEPXKJIEHUSI  JMarHo3a HeoOXoauMa MEAMKO-TeHeTHuYecKas KOHCYNbTallusi CEMBbH.
JlanpHeliiee BelEeHUWE MAIMEHTa OCYLIECTBISIETCS B COOTBETCTBMM C  KJIMHUYECKUMU

PCKOMCHAAIUAMMU.
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‘ AUWNKAPHWTHHEI B BEICYLUEHHEIX NATHAX KPOBW ‘

v '

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

! y

HEL,OCTATOMHOCTE MUTOXOHAPWANEHOR
peTECT augetoauetnn KoA twonazsl
MCKIHYEHE

h

v v

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

OTpULETENEHBIE PE3YNLTATHI
OPraHUYEcKUe KNCIIOTh MOMH -
Buoxumudeckoi n JHK-
reHeTUMECKaA NaHenk
LNarHoCTHKK

v v

HEOLHO3HAYHBIE PE3YNLTATSI CONOCTABNEHNE KNMHWUYECKAX 1
KETOHOBLIE TENA NOBLILIEHEI NOATERpHEtoLL, e nabopaTopHbIX 4aHHbIX
FEHOTHN YCTAHOBNEH Broxumndeckoi W JHK- UCKNYEHWE oWWBoK
D UMArHOCTMRN NpeaHanMTMYECKOro 37ana

v

HEO0CTaTOMHOCTh
MUTOXOHA PUanLHON aueToalaTin
KoA Tmonazel
nogTEEPHAEHA

MEOWKO-TEHETHMYECKDE
KOHCYNETHROBAHWE CEMEN,
Ha3HavYeHWe OUETOTERANKK

Pucynok 1B. AnroputM CKpUHHMHra Ha BBISBJICHHE HEIOCTATOYHOCTH MHUTOXOHIpHanbHOM anertoanetwin-KoA tuonazsr (HMAT) meronom
U3MEpEeHUs] YpOBHS 3-MeTHJIKpOTOHMIKapHUTHHA (C5:1) B KpOBU M KETOHOBBIX TE€J B MOYE U MOJEKYJISIPHO-TEHETUYECKOTO HCCIIEeI0OBaHUS IeHa

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

/" Tnokosa

. _BKpoBM _~
Hopmal runo-/ nerkas runeprnvkemms T o Tskenas runepriavkemmnst
~_———1 Hopma
e s 7A‘_4_-——___ N R
-~ OpraHuyeckue =1
( p s Hecneuuduyeckumn \\\ —r—

_ KMCNOTbl B MOYe

[\ ¢ CKKIOKT > L i
»'; ‘ I ==ug. S . \
Mpocuns Mpodunb, Huakun < 0,3 Hopma 20,3 BbICOKMIA
XapaKTepHbIN XapakTepHbI T
ans OA ans HMAT - MonekynsipHbin /|
T — .\cpepmen'ramaublﬁ aHanus )
T~ MATusSCOT __—
| e e N
DOeduunt
Za;?;ul(ml\ SCOT/ MM CKin [AvnabeTnyeckui
DOpyrve OA HMAT RO peakuus
AernaporeHasbl neuumT Ha cTpecc KeToaumpos
MCT1

PucyHnok 2b. Anroput™ CKpUHUHIA Ha BBISIBIIEHHUE HEOCTATOYHOCTH MUTOXOHAPUATbHON
aneroaneTmin-KoA tronaszer (HMAT).

2M3I'b-KoA neruzaporeHasa — 2-MeTUI-3-TUAPOKCHOYTHpMI-KoA neruaporeHasa;
MAT = wmutoxonapuanbHas aneroanetuia-KoA tuonaza; OA = opraHuyeckue aiuaypun/
anuaemun; CKK/OKT = cBoOoaHbBIE >KUPHBIE KUCIOTHI/00IIEe KOJIMYECTBO KETOHOBBIX TEII,
HbAlc = rnukupoBanusii remoriooun; MCT1 = Tpancnoprep MoHOKapOokcuiata 1
(monocarboxylate transporter 1); SCOT (succinyl-CoA:3-ketoacid CoA transferase) = cykuuHumII-
KoA 3-keroammn-KoA-tpancdepasa (cykunnui KoA:3-okcokucnornas KoA-tpancdepasa).

Otpesnas Touka (= 0,3) mus CXKK/OKT He sBusercs abCONMIOTHOW BENUYHMHOM.
JnurenpHOe rononaHue MokeT npuBecTH K cHibkeHUio cootHomieHus CXKK/OKT. Mudyzus
nexctpo3bl**  cHmxkaer ypoBeHb CXKK Owictpee, wem OKT, 4yTo Takke CHUXKAaeT JaHHOE
COOTHOIIEHHe. Tspkenass TUNEPrIIMKEMHUs C TOBbILIEHHbIM ypoBHeM HbAIc 006b14HO
JTUArHOCTHPYETCA Kak JWa0eTHMUeCKUH KEeTOaluA03, OJHAKO H3BECTHBI Clydyau KeTOoaluao3a
cxoxeM ¢ auaderuuyeckuM mpu HeKoTopbix OA. Takum obpa3zom, HopManbHbIN ypoBeHs HbAlc
HE HCKIIoYaeT JauabeThueckuil  Keroamuao3  (0003HAYeHO  NYyHKTUPHOW  JIMHHUEH).
Hecnenuduueckuit npoduinb opraHMYecKWX KHUCIOT B MOYE€ IPU KETOalUJ03€ TaKKe He
uckmoyaer HMAT (o0o3HaueHO TYHKTUpPHOW JNHHMEN). B TakoMm ciiydae peKOMEHI0BaHO
IPOBE/ICHUE MOJEKYISIPHO-TEHETUYECKOTO HCCIEIOBaHUS WM aHalu3a (epMeHTaTUBHOM

aktuBHOocTH MAT u SCOT.
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Hpuioxenune B. Undopmauus 1 nanueHTa

ITouemy Bo3HMKaeT 3a00JieBaHMe?

Henocratounocts MutoxoHIpuanbHOU amneroanetuia-KoA tuonaszer (HMAT) — peakoe
HacJeJACTBEHHOE 3aboieBaHue, cBsizaHHOE C nedexkramu (Mmytamusmu) B reHe ACATI. Ten
Haxoautcs Ha 11 xpomocome. Korna B rene ACAT1 mpoucxoaut Mmyraiius, OH OOJIbIIIE HE MOKET
CIIY)KUTh «MHCTpYKUMen» i co3nanus ¢epmenta MAT. Takum oOpa3zoM, MOTYIHBIIUICS
bepMeHT GYHKIIMOHUPYET HEMPaBUIBLHO WM e BOBCE HE Mpou3BoauTcs B opranuzmMe. HMAT
HACJIEyeTCs MO ayTOCOMHO-PEIIECCHBHOMY THIy. OJTO 3HAYUT, 4TO y pebeHka Oo0ye3Hb
IPOSIBIIIETCS TOJIBKO B TOM CITy4ae, eCiii 00a POJUTENS SBISIOTCS HOCUTEISIMU OOJIE3HH H, XOTS
caMH OHU He 0OJICIOT, MepeIar0T PeOCHKY JBE KOIUHU ““TIOBPEXICHHOTO” reHa (TeHa ¢ MyTaIue).
Hocurens 60e3HN HAacIeayeT TOJNBKO OAHY “HOBPEKACHHYIO KOMUIO: MO0 OT OTua, MO0 OT
matepu. Hocutenu He OONEIOT M HHUKAKUX MPHU3HAKOB 0OJE3HM y HUX HeT. Puck poxaeHus
pebenka ¢ HMAT B cembe, riae ob0a poauTeNs SIBISIFOTCS HOCHUTEISIMH “‘TIOJIOMAHHOTO™ TEHA,
cocraBisieT 25% Ha Kaxkayr OepeMmeHHOCTh (puc. 1B). Mampunku u 1eBOYKH OO0JICIOT C

OJJMHAKOBOM Y4aCTOTOH.

(B ¢
Oreu-HocuTenb n * Matb-HocUTeNbHULA

l | l
00 00 O

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

Pucynok 1B. Cxema HacieoBaHUSI HEIOCTAaTOYHOCTH MUTOXOHJPUAIBHOU arjeToaneTuii-KoA
tronasbl (HMAT). [Tpu Hammamu ABYyX KOTHI «O0IEHOTO» TeHA («1»), YHACTIEIOBAaHHBIX OT 000X

poauTenen-Hocutenen, puck poxxaeHust peobenka ¢ HMAT cocraBnsier 25% («rr»).
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Yro napymaercss B Mmeradoausme npu HMAT?

@®epment MAT urpaer BakHyIO pojib B pacIleIUIEHUN OEIKOB U KHPOB B paunuoHe. B
gactHOCTH, MAT oTBedaeT 3a nepepaboTKy MU30JICHIIMHA — aMHUHOKHUCIIOTHI, KOTOpast BXOJHT B
coctaB MHorux OenkoB. MAT Takxke nepepabaTbiBaeT KETOHBI, KOTOpble O0Opa3zyroTcs NpHU
pacuienyieHuu xkupoB. Ecinu myranus B rene ACAT1 cHukaeT niM ycTpaHseT akTUBHOCTb 3TOIO
¢depMeHTa, OpraHu3M HE B COCTOSIHUM TPAaBWIIBHO IepepadaThiBaTh M30JICHIIMH W KETOHBHL. B
pe3ynbTaTe MOTYT HAKaIUIMBATLCS BPEIHBIE COCAUHEHMS, KOTOPbIE IPUBOAAT K TOMY, YTO KPOBb
CTAaHOBUTCS CIMILKOM KHCJION (KeToalu03), 4TO YyXYAIAeT (QYHKLUHUIO TKaHEH B 0COOEHHOCTH
LEHTpaJbHOW HEpBHOM cucreMbl. Keroanmno3 — MATOJOTMYECKOE IKU3HEYTpOXKarouee
COCTOSIHUE OpraHu3Ma, TpeOyrollee HEMEUIEHHOIO BpaueOHOro BMENIaTeNbCTBa

Kak nposiBasierca HMAT?

Bozpact nebiora HMAT BappupyeT oT AByX IHEH 10 BOCbMHU JeT. B OonblInHCTBE
cinyuaeB (80%) 3a0oneBanre IPOSBISETCS B BO3pACTE 0 ABYX JIET.

3aboyieBaHMe XapaKTePU3yeTCs OIU30JaMH KeToaluao3a (M3MEHEHUE KHCIIOTHO-
IeJIOYHOro OajaHca B OpraHuW3Me BCIIEICTBHE WHTEHCUBHOTO CHHTE3a (IIPOM3BOJICTBA)
KETOHOBBIX T€ll), MPOSIBISIOMIUMUCS PBOTOM, HAPYIIEHUEM AbIXaHHs, CTa00CThIO, COHIMBOCTHIO,
KOTOpBIE BO3HHUKAIOT B MIIAJIEHYECTBE M OOBIYHO MPEKPAIIAIOTCS B MOAPOCTKOBOM BO3pACTE.
Keroanni03 MoXeT NpUBECTH K KOME U JIETAIBHOMY UCXOAY MPU OTCYTCTBUHM Je4eHHs. TeM He
MeHee, P CBOEBPEMEHHOM TUAarHOCTUKE U COOTBETCTBYIOIIEM JICUEHHH MTPOTHO3 JIJIs TAIUEHTOB
¢ HMAT wnocut OnarompusiTHbiii Xxapaktep. OObI4HO 3abojieBaHue neOOTHpYyeT B (opme
MpHUCTyNa KeToaluao3a (KeTOauIOTHYeCKOro Kpu3a), dYalle BCEro BBI3BAHHOTO CTPECCOM,
TOJIOJIaHUEM, OCTPBIMH 3a00JIeBaHUAMU W/WIH WHGEKIUSIMH (HampuMep, TaCTPOIHTEPUTOM) U B
PEAKUX CIydasx TMOBBIIICHHBIM TOTpeOieHneM Oenka ¢ mumed. O KeToamumo3e OOBIYHO
CUTHANMHM3UpPYyeT (PYKTOBBIA 3amax W30 pra. Y psA/la MAUEHTOB IOCIE TSHKENBIX AIU3070B
pa3BUBAIOTCS HEBPOJIOTMYECKHUE TMOCIEACTBUS (HampuMmep, 3aJepkkKa pa3BuTusi). Penko y
MAIMEHTOB HAOMIOJAIOTCS TMPU3HAKH MeTabonuyeckoi sHIedanonaThu (HapyIIeHUs peuw,
OBICTpBIC, TIOPHIBUCTHIC ABMXKEHUS (xopes). B mepepbiBax MeXay 3MU307aMU CHMIITOMBI Y
MAlMEHTOB OOBIYHO OTCYTCTBYIOT.

Kak ycranaB/iuBaeTcss AMar{o3?

[lepBuYHYI0 OUArHOCTUKY 3a00JI€BaHUsI TMPOBOAMUT Bpad-neauatp. JlumarHo3 craBHTCS Ha
OCHOBaHUU KJIMHUYECKOW KapTUHBI, aHaI13a MOur (HAOII01aeTCsl BBICOKUN YPOBEHb 2-METUII-3-
TUAPOKCUMACIISTHOM KUCIIOTHI, 2-METHJIAIIETOYKCYCHOW KUCIOTHI, TUTJIMIITJIMIIMHA U 2-0yTaHOHA)

u KT ronosnoro mosra. Mccnenosanne Ha HMAT mnpoBoauTcs B paMkax psiaa NporpaMm
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CKpUHUHTAa HOBOPOXJIEHHBIX C TIOMOINbIO TaHAeMHON Macc-cnektpomerpun (TMC) —
CTaHIAPTHOW METOAMKHU CKPUHUHIA HOBOPOXKACHHBIX. [IporpaMmbl CKpUHUHTa HOBOPOKIEHHBIX
JIOCTYIIHBI B HEKOTOpBIX CTpaHax, BKIwouas Poccuiickyro @enepauuro. [ns moaTBepKIaecHUS

JMar{o3a HeoOX0MMO MTPOBEICHHIE MOJIEKYIISIPHO-TeHeTHYecKoro anainu3a rena ACATL.

Kaxk geuat manuenroB ¢ HMAT?

OcHoBHble npuHIMOBl Tepanuu npu HMAT HanpaBiaeHbl Ha NOpeaoTBpallleHUE
Keroanuno3a. Bo Bpemsi KeTOAaUAOTUYECKOTO0 KpH3a Bpad BBOAUT BHYTPUBEHHO PaCTBOPHI
AJIEKTPOJINTOB M PacTBOp JEKCTpo3bl™™ . JIHorna Ha3HayaroT Mpenaparhl, COJEpIKallue
JICBOKAPHUTHH, €CJIH Yy MAalMEeHTOB HAOIIOJacTcss HU3KHKA YPOBEHb CBOOOIHOTO KapHUTHHA.
[TaruenTam pekOMEHAYIOT U30eraTh JIUTEIBHOTO TOJIOJAHUS U KUPHOH (KETOTeHHON) AUETHI, a
Tak)Ke OrpaHUYUTh noTpednenus Oenka (1,5-2 r/kr/cyTkn).

Kak j1eyat nauueHTOB B Nepuoa MeTa00JM4ecKoro Kpusa?

Jloma ripu nepBbBIX IPpU3HAKaxX 3a00eBaHmst, 0cOOEHHO KOTJa y peOeHKa CHUKEH alleTuT
(Hampumep, TpH MPOCTyHe, TPUMMONOJOOHBIX CHMITOMAaX, BUPYCHBIX HHMEKIHIX, JTHOOBIX
3a00JIeBaHUAX, COMPSKEHHBIX ¢ TemnepaTypoil >37°C, TOH3UIUIUTE, FaCTPO’HTEPUTE), CIIETyeT
HauaTh TEPAIHIO 110 MPEJOTBPALICHHUIO pa3BUTHS Kpu3a. Ecim poauresny He yBepeHBI B TOSIBICHUN
y peOeHKa TepBBIX MPU3HAKOB MpHOMKatomerocss 3abosieBanusi (0JI€THOCTh, COHJIUBOCTb,
pa3IpaKuTeNbHOCTh, MOTEPS AamIeTUTa, JUXOpajaka, rojoBHas 00Jb, JoMOTa W oOmas 00Ib,
KallleJb, 00JIb B TOPJIe UJIH YIIIaX ), TO B KAYECTBE MEPhI IPEAOCTOPOKHOCTH pEOEHKY ClIeAYeT 1aTh
BBIITUATH PACTBOP MOJIMMEPA TITFOKO3bI — MaJIbTOACKCTPHHA — OJMH Pa3.

CamMbpIMH paHHUMH TpU3HAKaMU OOBIYHO SBISIOTCS HE3HAYUTEIbHBIE W3MEHEHHS B
MOBEJICHUH, KOTOPBIE OOBIYHO JIETKO 3aMevaroT poauTenu. Ecnu peGeHOK OTHOCHUTENBHO 3710pOB
U y HETO HET PBOTHI, @ TOJBKO ¢1a00CTh U HEOObINAsi COHIMBOCTh, MOKHO IOUTH €T0 Yepe3 POT
pacTBOPOM IMOJIMMEpa TJIIOKO3bl YacThIMU JApoOHbIMH mnopuusmu (Tabmuna 1B). Tounsrit
PELIeNT/KOHIIEHTPAIMsl  TTOJIMMEpa  TIIFOKO3bI, PEKOMEHIIOBaHHAs IS KaXI0To peOeHKa
OTJIMYAETCA, HY)KHO Yy3HaTh y JIeHallero Bpaua YTO MMEHHO MOJXOAMT BalleMy peOCHKY.
HekoTopbIM feTsIM HE HpaBUTCS BKYC IMOJUMepa TIIOKO3bl, U OHU MPEANOYUTAIOT HAMHMTKH,
KOTOpBIE MTPOAAIOTCS B CYMIEPMapKETax, HO KOHIIEHTPAIIUH YIJIEBOIOB B TAKMX HAMUTKAX HIDKE.
[Tokynaemple HAaIUTKH HYXHO TPUMEHSTH C OCTOPOKHOCTBHIO. HU3KOKamOpuiiHbIE HAIUTKH,
HanmUTKU Oe3 J00aBIEHHs caxapa COAEp)KaT OYeHb Majo MIIM BOBCE HE COJEp)KaT YIJIEBOJOB,
MOSTOMY UX HE CIIEIyeT UCTIOIb30BATh.

C nosBIEHUEM MEPBBIX MPHU3HAKOB META0O0JIMYECKOro Kpu3a, He AOXKUAAsICh MPHUXO0a

Bpaya, ClIeJyeT MpEeKpaTuTh mnpueM Oenka (Ha 24, MakCUMyM Ha 48 4acoB), YBEIIUYUTH J03Y
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nepopaibHOTo (uepe3 poT) jdeBokapHuTrHHA 10 50-100 Mr/kr/cyTku U B 2 pasza 103y IIHIUHA* >,
3areM B TeueHHE 1—2 4acoOB HY)KHO PETYJSIPHO OLIEHMBATh KIMHUYECKOE COCTOSIHHE peOeHKa.
Ecnmu y peGenka MoCTOSIHHAas pBOTa M €My HE CTAHOBHUTCS JIydlle, POJIUTENSIM CIEIyeT
HEe3aMeUINTEIbHO O00paTUThCs B OONbHUILY Ansi obOcnenoBaHus. Bpayam ckopoil momoriu
HE00XO0IUMO MepeaaTh BRIMUCKY € 3aKII0YSHUEM H PEKOMEHJAIMsIMU Bpaya 110 TeParnuy B IEPUOJ
MeTabOIMYECKOTO Kpu3a. PoauTenssM HY>KHO B3Th C CO00M B OOMBHUILY BCIO MH(pOpManuio 00
UCIIOJIb30BaHHBIX PACTBOPAX U HKEJIATeIbHO CAMU PACTBOPBI.
Tabauua 1B. O6beM MaTbTOACKCTPUHA IIPH PA3BUTHU META0OINYECKOTO KpH3a

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

MajbTOoNeKCTPUH 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 mi1 B cyTKH
Crapue 10 25 100 2000 - 2500 M1 B cyTKH

Kakoii Hy?kKHO TPOBOAUTH MOHUTOPHHT /Il manueHToB ¢ HMAT?

Heo6xoauM MynbTUAMCHUIUTMHAPHBINA MOAXO0/ K HAOIIOAEHUIO U JICYEHUIO TAllUEHTOB C
HMKK cnenuanucramMu pasHbIX Mpouiiel ¢ 1enbio obecredeHus] KOMIUIEKCHOW Tepanuu U
CBOEBPEMEHHON ee KOppeKiuu mpu HeoOxomumocTu. s manuentoB ¢ HMAT HeoOxomaumbl
perynsapHble oOcnenoBanus. B tabnuue 2B mpuBeneH npuMepHbI MepedeHb U PEryIsipHOCTb
UCCIIEIOBaHM, O/IHAKO TOUYHBIH TJIaH 00CII€IOBaHUS COTJIACOBBIBACTCS MHANBHIYaIbHO CO CBOUM
JIEYalIiM BpayoM.

Tabauua 2B. PerynspHocts o0cnenoBanmii y narmenToB ¢ HMAT.

Hccnenosanue HNurepBan

Koppeknus nuerorepanuu (IIpoBOISIT BpayuH-
PPEKIi A P (poBOJAT B He pexe 1 p/mec Ha 1 rony xu3Hu, nanee 1

TeHETUKH WU BPayu-IUETOJIOTH) 3 3
p/3 Mec WM Mo MoKa3aHusM 10 3 JeT

VabpTpasBykoBoe uccinegoanue (Y3U) opranon
5 B cpennewm, 1-2 pa3 B rog
OPIOIIHOM MOJIOCTH
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[TpoBeaenue snexktposuuedanorpadpun (331) B cpennem, 1-2 pa3 B ron

Kaxnabie 6 MecsiieB marmeHTam 1o 6 JierT,
Kaxaele 6 - 12 Mecd1eB manueHTamM
[TpoBeaeHNE OMOXUMHUYECKOTO aHATN3a KPOBH crapire 6 yetr. Ho B mepuos
o011eTepaneBTUYECKOro MH(DEKIMOHHBIX 3a00JIEBaHUH, IIPH YTpo3e
MeTaboIMUeCcKOro Kpu3a - He pexke | pasza

B 7 - 10 quen.

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

HccenoBanue ypoBHs CBOOOIHOTO KApHUTHHA
Kaxnpre 6 MecareB nanuesTam 10 6 JIeT,
Y aI[WJIKAPHUTUHOB B KPOBHU, KOMILIEKCHOE
Kaxaele 6 - 12 Mecd1ieB manueHTam
OTpeJIeJICHUE COIePKaHUS OPTaHUYECKUX
crapie 6 yetr. Ho B mepuo
KHCJIOT B MOY€, KOMIIEKCHOE OTpeieJICHNE
UH(EKIMOHHBIX 3a00JIeBaHU, IPU YTpo3e
COJICPKaHUSI OPTAHMYECKUX KUCIIOT B MOYE
MeTabOoIMYECKOTo KpH3a - He pexke | pasa
METOJIOM TaHJEMHOU MacC-CIIEKTPOMETPUU
B 7 - 10 gueli yacToTa MCCIIeJOBAaHUNI B
(TMC), KOMIUTEKC UCCIIeIOBAHUM JIJIst
5 JUHAMHUKE 3aBHCUT OT BO3pacTa: yaiie y
JUArHOCTUKHU OPTaHUYECKUX alluAypHid,
neteit 1o 1 roxa (exxeMecssyHO) U ieTei
HUCCIENOBAHNE aMHHOKHCIIOT U META0OINTOB B
pPaHHETO | JOIIKOJIBHOTO BO3pAcTa.
Moue

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

nerckoro kapauogora, OKI', 9XO-KI')

Kak nanuenTs! mosayyaror Jedenue B Poccniickoii @enepanun?

HMKK oTHOCHTCS K UMCTy peIKMX HACJIEICTBEHHBIX 00JIe3HEH 0OMEHA BEIIECTB U BXOIUT
B IiepeyeHb peakux (opdaHHBIX) 3a00JI€BaHUIA, JIEYCHHE KOTOPHIX MPOBOJIUTCS 3a CUET CPEACTB
peruoHanbHOTO OroKeTa. [locne ycraHOBIEHHS TUarHO3a HEOOXOAMMO BKIIFOUEHHUE TIAI[CHTA B
PErHOHANIbHBIN CErMEHT perucTpa Mo >KM3HEYrpoKaroIUM peakuM (op(aHHBIM) 3a00JI€BaHUSM,
C LENBI0 JaNbHEHero odecrneuyeHruss HeOOXOANUMBIM JICUSOHBIM TTUTAHUEM W JICKAPCTBEHHBIMU
npenaparamu. B pa3HbIX peruoHax 3a BEJIC€HHE PETrMCTpa OTBEYAIOT Pa3HbIe CIELUAIUCTHI, HO
Yare BCero 3TO BPAUU-TEHETUKH, TIOITOMY IOCIIe YCTAaHOBIICHUS TMAarHO3a 00s3aTeIbHO HYKHO

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

He 3a0wiBaiiTe: OT ceMbHM Takke 3aBUCHT Yycmex JiedeHus. HyxHO coOmonaTh
PEKOMEHJALUK, HU TPU KaKUX YCJIOBUSX HE JOMYCKAaTh «CPBIBOBY» B JAUETOTEPAIIUH, CIEAYET
yACIATh BHUMaHUE peaOWIMTAIMK W IUIAHOBBIM OOCjeI0BaHUAM. Bce WieHBl CeMbH JTOKHBI
3HaTh, YTO PEOCHOK HYXKJAETCS B 0COOOM NMUTAHWUU M OJM3KHE POJICTBEHHUKHU JOKHBI OCBOUTH
HaBbIKK pacueTa nuetbl. Pogurenu nauuenra ¢ HMKK, a B janpHelmeM u caMm nauyeHT, JOJKHBI
OBITH OOYUYEHBI IPABUJIAM OpPraHU3ALMK TEPANUU B MEKIIPUCTYITHBIN MEPUO U B IEPHOJT YTPO3bI
MEeTabOJIMYECKOTO KpH3a.

VY pebenka mpu cebe Bcerja JI0JDKHA HAXOAUTHCS MaMSTKA C yKa3aHHUEM HEOTIOXKHBIX

MEPONPUITHIA B IEPHOJ HAUMHAIOLIETOCSI METa0O0JINYECKOTO KpH3a.
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Ipunoxenne I'1-I'N. llIkanbl oieHKH, BONPOCHUKYU U APYrue OLeHOYHbIE
HHCTPYMEHTbI COCTOSIHUSA NALMEHTA, IPUBEACHHbIC B KIMHUYECKHUX

PEKOMECHIALIUAX

Hpuioxkenne I'l. Hlkana Ainb0epTa MOTOPHOTO PA3BUTHA MJIA/IEHIIEB

HasBanue Ha pycCKOM si3bIKe: IKana AbOepTa MOTOPHOTO Pa3BUTHS MJIAICHIIEB.
Opurunansnoe HazBanue: Alberta Infant Motor Scale (AIMS).

Hcrounuk (opunuanbHbIil CalT pa3pabOTUYMKOB, MyOIUKalus ¢ Banuaanueii): 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 (moaYepKkHyTh):

- IIIKaJa OICHKH

Ha3nauenme: MoTopHas mikama Juisi  MiageHueB Ansbepra  (AIMS), mkana
HaOMIOJaTeIbHOW  OIleHKH, OblIa pa3paboTaHa isi HW3MEpPEHHUs: OOIIEero JIBUTATEIHLHOTO
CO3peBaHMsl y JeTel OT POXKJICHHS IO CAMOCTOSTEIbHOU XO/IbOBI.

Conep:kanue (ma0JIOH): OCHOBBIBasCb Ha JuUTeparype, 58 HaBBIKOB ObLIM
CT'€HEPHUPOBAHBI U pACIPEIEIICHBI 10 YETHIPEM MO3ULIUSAM: JIEKa Ha CIIMHE, JIeKa Ha JKUBOTE, CUJIS
u ctos. Kax1oMy 13 HaBbIKOB IPUCBAUBAETCS ONPEEICHHBIN Oai.

Kuirou (uHTepnipeTanus): 6auibl CyMMHpPYIOTCS, IPOBOAMUTCS 00ILAsi OLEHKAa MOTOPHOTO

pa3BUTHA U OTKJIOHEHHE/COOTBETCTBUC HOPMAaJIbHOMY Pa3BUTHUIO B MEPUCHTUIIAX

IIkana Aab0epTa MOTOPHOTO PA3BUTHUS MJIAJICHLIEB

YHCIIO/MECSIY/TOI
damunust, UM JlaTa ucciieroBaHus: / /
WNnentundukannoHHbIH

Jlata poskIcHHS: / /
HOMEp
XPpOHOJOTHYECKUI
Hccaenosarenn / /
BO3pacT:
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CKOppeKTUPOBAHHBII / /

Mecto npoBeneHus

UCCIIEI0OBaHMS BO3pPACT:
[IpenmectByromue ITyHKTHI,

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

Tlonoxenue Ha

KHUBOTC

ITonoxxeHue Ha cIMHE

ITocanka

Bcrasanne

OO0t 6am: MEePIEHTUIIb:

[Tpumedanus/peKoMeH AN

IIKAJIA OHEHKH MOTOPHOTI'O PA3ZBUTUSA Y MUIAJIEHIIEB

Ne

HCCJICI0BaAHUA

IMosio:xkenue Jiexxa Ha :xuBote (1)

ITon0o:xkeHune Ha
JKUBOTE
dwuszuonorndeckas ¢uekcus. [lToBopaunBaeT

TOJIOBY U1 OTBECACHUS, HOCA OT ITOBCPXHOCTH.

IMosio:keHme Jie:ka Ha :xkuBOTE (2)

MY 1 - f CUMMETPUYHO TIOJHUMAET T'OJIOBY O YIIIOM
45°. He ciocoOeH yaep>KUBaTh TOJIOBY Ha

OJIHOW JIMHUU C TYJIOBHUIIIEM.
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ITosi0:keHMe HA )KUBOTE € ONIOPOI

JloxkTH HaxoadTCcd no3aau ied. bes
MOAJICPKKU MMOJHUMAET TOJOBY MO YIJIOM

45°.

Omnopa Ha npeamieusns (1)

[TomHUMAET ¥ yep)KUBACT rOJIOBY MO YTIIOM
ooutee 45°. JIokTh HA OMHON JTWHUHA C
riedamu. ['py/iHas KieTka pa3Meniaercs mo

LEHTPY.

IloaABMKHOCTDH B MOJI0KEHHH HA JKUBOTE

[Togaumaet ronoy nox yriiom g0 90°.

HCKOHTpOJ'II/IpyeMBIe IIOIIBITKH IEPEHOCA BECA.

Omnopa Ha npeamieubs (2)

JlokTHn HaxXo4dATcCd Iepe mjiicuaMu. AxTuBHOE
HNOATATUBAHUC non6op0211<a C BBITATHBAHHUCM

oicu.

ITo10:xkeHue HA

CIIMHE

onoxenne aexa Ha cnuue (1)

Oduznonoruyeckas GpraeKcus.
[ToBOpOT TOJIOBBI; MOJTHOCUT POT K PYKE.

BCCHOP}IIIO‘-IHLIC ABWKCHHUA PYKaMH U HOTaMHU.

Honoxenne jgexa Ha cnuHe (2)

[ToBOpOT TOJIOBHI K CPETHEN JIMHUU.
Heo0s3arenbHbpIii aCHMMETPUYHBIN ICHHBIN

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

I'osoBa Ha OJTHOM JIMHUM C TYJIOBUILEM.
JIBUraer pykaMmu, HO He CIIOCOOCH MOTHECTH

PYKH K CpeHEH JTMHUH.

Monoxenne jaexa Ha cnuHe (4)

AKTHUBHOCTB Cru0areiei meun ¢
NOATSTMBaHNEeM noa0opoaka. [logHocuT pyku

K CpEIHEH JIMHUU.

IloaHecenne pyk K KoJIeHAM

[ToaTsiruBanue mondopoaka. Jlocraer pykamu

JI0 KOJICHEH. AKTUBHOCTB OPIOIIHBIX MBIIIIII.

ITocanxka

Mocaaka ¢ mogaep KoM

HO}IHI/IM&CT 1 KPATKOBPEMCHHO YICPKHUBACT

roJIOBY Ha OI[HOfI JIMHUU C TYJIOBUIICM.

agt”

IMocaaka ¢ onopoii Ha pyKH

VY nepxuBaeT roJoBy Ha OJAHOM JIMHUU C

TYJIOBUIIICM. KpaTKOBpeMeHHO OIMUpPacTCAa Ha

PYKH.
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IMoaTArnBaHue B cCHASYEE MOJI0KEeHHE

E R [ToarsruBaeT moa00POIOK; TOJIOBA HA OAHON

e "} JIMHUU C TYJIOBUIICM WJIA BIICPCIU.

BcraBanue - ' Omnopa Ha HOTH ¢ moaaepxkKoii (1)

NI f Bo3moxno IMOIICPEMCHHOC crubaHue B

% T3.306C,Z[peHHOM " KOJICHHOM CYyCTaBaX.

Omnopa Ha HOTH € MOIePKKOI (2)

=G I'onoBa Ha oJ{HOM JIMHMH C TyJIOBHLIEM. benpa
HaXoJATCs 103311 1ied. PaznooOpasHble

JABHMIXXCHUA HOT'aMU.

IlepexaTbiBanue U3

Onopa Ha BBITAHYTBIE MOJI02KeHUsI HA ’KUBOTE B
IlnaBanue
pPYKH M0JIOKEHHUE Ha cIIMHe 0e3

MOBOPOTA

Pyku BBITSHYTEI. IlaTTepH aKTUBHOCTH

JIBr>KEeHUE UHULIUAPYETCS
ITogrsarusanue . pasrubareneii.
rosioBoii. Tynosuie

moadOpoIKa C MOAHEMOM

o1




TPyIHOU KJIETKH. boKoBOM

JABMXKETCSA KaK OJHO

MepeHoc Beca. mesoe.
IHonbITKA TOTAHYTHCS 10 IlepexaTbiBaHMe U3 MOJIOKEHUS
npeaMeTa u3 ynopa Ha IlepeBopoT HA 'KHBOTE B M0JI0KEHHE HA
npeamjiedybs CIIMHE C TOBOPOTOM

" 1

AKTHBHBIN IIEPEHOC BEca €
OJIHOUM CTOPOHBI.
KonTponupyemas nmonsITka
JOTSHYTBCS 10 IPEAMETA

CBOOOJTHOM PYKOH.

ITepeBopoThI. JIBHKEHUS

pyk u Hor. bokoBast

(bJ'IeKCI/I}I TYyJIOBHUIIIA.

[ToBopoT TynOBHUIIA

ITo10:keHune Ha

yeTBepeHbkax (1)

IHoanecenne pyk K

CTYIHSAM

HepeKaTMBaHne M3 IMOJO0KCHUSA
Ha CIIMHE B MMOJIO’KCHHE HA

JKMBOTE 0€e3 MOBOpPOTAa

=\p’

A
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Horwu cornytsl, oTBeicHBI
Y TIOBEPHYTHI KHAPYKHU.
[TosicHuyHBIN T0p103.

V/:[epm/IBaeT ITOJIOKCHUC.

Crnioco0eH yaepKuBaTh
HOTH B CpEJTHEM
I10JIO>KEHHUHU.
[IpucyrcrByer
MOJIBUKHOCTH B TA30BOM

(02 Wi (SA) (SR

Boxkosoe BBIIPAMIICHHUC I'OJIOBBI.

TYJ'IOBI/IH_[C JABHXKETCS KaK OJHO

neaoc.

IlepexkaTbiBanue U3

MMOJIO’KCHHUA HA CIIMHE B

AKTHBHOE BBITATHBaHHE

IMocanka 0e3

IMOJIO2KEHHUE HA )KUBOTE C MOAACPKKHA
IIOBOPOTOM
'\‘;.n* .
| . ‘ # O s C

[ToBopoT TynoBuIa.

HOramu.

BBITSIFI/IBaeTCSI, OTTaJIKUBACh

[IpuBeneHune a0maTok u
pasrubanue ied. He
CIIOCOOEH yniepKaTh

ITOJIOKCHHUE.

Iocaaka ¢ onopoii Ha pyKH

ONopbI HA PYKHU

IMocanka 6e3 moaaepxku 0e3

Ilepenoc Beca B
MOJIOKeHUM cuas 0e3

MOAIEPKKHA
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BoITsAruBanue rpyqHoro oraena
MMO3BOHOYHUKA. J[BHKEHUS
TOJIOBBI, HE3aBUCUMBIE OT
TYJIOBMILA; ONIUPAETCS Ha

BBITAHYTBIC PYKHU.

He moxeT ocTaBaThCcd OWH B
CHUISYEM TOJIOKEHNU

HCOI'paHUYCHHOC BpCMA.

[Iepenoc Beca Bnepeq,
Ha3aja uiau B cropoHsl. He
MOET OCTaBATHCS OJIUH B

CHUAAYECM ITOJIOKCHUU.

ITocanka 0e3 onopsbl HA PyKH

(1)

ITonbiTKA AOTHAHYTBLCH 10
npeamMera ¢ NoOBOpoTOoM B

MOJOKCHUH CUIAA

BceraBanue ¢

nojaaepxkkoi (3)

Pyku He npmxaTsl K Teiy.
CriocobeH Urpathb ¢ UrpyIIKOi.
MozxeT ocTaBaTbCsl OUH B

CHUOAYEM ITOJIOKCHHUH.

CuauT cCaMOCTOSATENBHO.
TsaHeTcs kK urpymke c

IMOBOPOTOM TYJIOBHUIIA.

benpa Haxonsarcs Ha
JIMHUU TUIed. AKTUBHBIN
KOHTPOJIb TYJOBHIIIA.
Pa3Hoob6paznbie

JABMOKCHUS HOT'aMU.

Iono:xxeHue jexa Ha OOKY ¢

onopoit

PenunpoxHoe mojzanue

I[Hepememenue us
MOJIOKEHUS Ha

YE€TBCPCHbKAX B
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MOJIO’KECHHE CUAA UJIHN

moJjgycuas

Pa3o0uieHHoCTh HOT.
HenoaBuxHOCTS 1UIEy.

HOBOpOT B IIpcaciiax OCHu TeJa.

Penunpokssie ABUXKEHUS PYK

1 HOT' ¢ TIOBOPOTOM TYJIOBUIIIA.

[Iepememaercs B JaHHOE
IIOJIOXKEHUE U U3 HETO.
MokeT npuHUMAaTh

CHUAAYCC ITOJIOKCHUC.

PeunnpoxHoe noJizanue Ha

yeTBepeHbkax (1)

IMonbITKA TOTAHYTHCSA 10
npeaMeTa U3 ynopa Ha

BBITSIHYTYIO PYKY

Tloaoxxenue Ha

YyeTBepeHbKax (2)

LAV

|
s A
7]

L =
y S
N

Vigh

Horwu oTBe1eHbI M NOBEPHYTHI
KHapyxH. [loscHUYHBIN
JOpA03; IEPEHOC Beca ¢ OAHOU
CTOPOHBI Ha JPYTyI0 ¢ OOKOBOM

(brexcuei TyJIoBHIIIA.

TsHeTcs K npeaMery
BBITSIHYTOU pykoil. [IoBopoT

TyJIOBHIIIA.

benpa BeIpOBHEHBI MO]T
Ta30M. YIUIOIIECHUE

MMOACHUYHOI'O OTACIA.
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MoaupuuupoBaHHoOe

MOJIOKEHHUE HA YETBEPECHbKAaX

Iepememienue u3
MOJIOKEHUSsI CH/ISl B

MMOJIO’KCHHUEC HA )KUBOTE

Ilepememienue u3
MOJIOKEHHUS CUIA HA

YE€TBCPECHLKHU

[TepemernaeTcst B JTaHHOE
noJioxkeuue. Bo3aMoXHO

IMPOABHIKCHUC BIICPC.

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

HCAKTUBHBI.

AKXKTHUBHO IIOJHUMAET Tas,
SITOIMIIBI U
HEHarpy»XeHHYIO HOTY,
4TOOBI BCTATh HA

YCTBCPCHbBKHU.

CamocTosTeILHOE CTOSIHHE

IlepBble marn

BcraBanue u3
MOAM(PUIMPOBAHHOTO
MOJIOKEHHUS HA

KOPTOYKAX

il

S A
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B teucHue KOPOTKOI'O BpCMCHHU
CTOUT CaMOCTOATCJIbHO.
ypaBHOBeH_II/IBaCT PCaKIu B

CTYIIHSX.

XOJUT CAaMOCTOSITEIBHO;
nepeaBUraeTcs ObICTPO

MCJIKMMHM IIIaraMu.

[Tepememiaercs u3
MOJIOKEHUS Ha KOPTOUKax
B IIOJIOKEHHUE CTOSI C
KOHTPOJUPYEMOi
dbaexcuel n
BBITIPSIMIICHUEM OeJiep U

KOJICHEM.

BceraBanue u3 onopnl HA

YEThIPE€ KOHCYHOCTH

CaMocTosITeJILHOE X0KIeHHE

CueHne Ha KOPTOYKAX

vz |

beIcTpO OTTaNIKMBaETCA

JJaJOHAMU, yTOOBI BCTATD.

XOIUT CaMOCTOSITEIHHO.

CoxpaHseT noJ0KeHue,
YpaBHOBEIINBAS PEAKIIMHI
B CTYIHSX U TOJIOKEHHUE

TyJIOBHIIIA.

ITocanka 0e3 onopsl HA pyKH

@)

IMoaTrsaruBaercs aJis

BCTaBaHMS C ONOPOil

IHoarsaruBaercs aJs

BCTABaAHUA / CTOUT
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[TonosxeHue HOT BapbHpYET.
Mnanener j1erko
nepeMeIiaeTcs: 3 OJAHOro

ITOJIOKCHHA B APYTOC.

OtTaskuBaeTcst pykamu

BBIIPAMITACT KOJICHU.

IToarsaruBaeTcs, YTOOBI
BCTaTh; MIEPEHOCUT BEC C

OJIHOM CTOPOHBI HA

APYTYIO

BcraBanue ¢ onmopoii ¢

NMOBOPOTOM

XoskaeHue ¢ onopoii 6e3

moBopora

ITos10:xeHne HA OTHOM

KOJICHE

IToBopoOT TysOBHIIA U Ta3a.

XoauT ¢ ornopoii B 00KOBOM

HaIlpaBJICHUU 0e3 IMOBOPOTA.

MoxeT BcTaBaTh Uin
MEePEMEIATHCS B IAHHOE

ITOJIOXKCHHUC.

KonTpoaupyemoe onyckanue

N3 MMOJIO’KCHHUA CTOA

PeunnpoxHoe noJisanue Ha

yeTBepeHbKax (2)

Xo:x1eHue ¢ Onopoi ¢

IMMOBOPOTOM
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Kontpomupyemoe onyckanue

N3 IMOJOXKECHUSA CTOA.

ITmockuil MOSACHUYHBINA OTOEI.

JIBM>KETCS ¢ TOBOPOTOM

TYJIOBHIIA.

XoJHUT ¢ Onopou ¢

HIOBOPOTOM.

BeanyuHbl nepueHTuIen
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