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Cnmcok cokpameHui

C3 — nponuOHUIKAPHUTHUH;

C5:1 — 3-MeTUIKPOTOHMIKAPHUTHH;

C50H — 3-ruapokcuu30BaIepUIKAPHUTHH;

I'’X/MC — ra3oBas xpomatorpadus ¢ Macc-ClIeKTPOMETPHECH;

KoA — xo3H3uM A;

MKK — 3-metunkporonmin-KoA kapbokcunasa;

HMKK — HenocTtaTouHOCTh 3-MeTHIKpOTOHMI-KOA KapOOKcHIIashl;

TMC — TangeMHast Macc-CIIeKTPOMETPHUS.



TepMuHbI U onpeaeeHUs

Meraboiuuecknii KpU3 — KPUTHUYECKOE, YrpoXKarollee KU3HU COCTOSIHHE,
CIIPOBOIIMPOBAHHOE HEOIArONPUIATHBIME (DaKTOpaMu, 00yCIaBIMBAIOIIMMH YCUIICHUE MTPOLIECCOB
KJIETOYHOTO KaTaboJmM3Ma ¢ HAKOIJICHUEM TOKCUYHBIX MPOU3BOJHBIX H MPOSIBIISIONICECS OCTPO

BO3HUKIIEH 2HIIe(paonaTueit, mpucTyrnaMu PBOTHI, CYIOPOTaMH.

HeonaTa/bHBI CKPUMHUMHT — MIPOBEIECHIE MAaCCOBOI'0 00CIIEIOBaHHSI HOBOPOKACHHBIX
JeTeil Ha HauOoliee paclpOCTPAHEHHBIE BPOKICHHBIE M HACJIEICTBEHHbIE 3a00JI€BaHUs B LIEJIAX
MPEIOTBPAIICHIS PAa3BUTHUS TSHKEIBIX POpM 3a00JIeBaHUMN 10 Pa3BUTHS KIMHUYECKUX CHMITTOMOB

H CBOCBPCMCHHOTI'O JICYCHUA.



1. KpaTkas nagopmManus mo 3a00J1eBAHNI0 UM COCTOSTHHUIO (rpynme

3a200J1eBaHUI UJIM COCTOSIHUM)

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

Henocrarounocts 3-meTunkpoToHmn-KoA kapOokcuiasel — 3TO HacleACTBEHHOE
COCTOSIHUE, 00YCIIOBJIEHHOE OHallIeIbHBIMU aTOreHHBIMU BapuanTamu B renax MCCC1 (MCCA)
wm MCCC2 (MCCB), komupyromMx COOTBETCTBEHHO ajibda- H Oera-cyObeaUHHUIIBI
MHUTOXOHApHATIBHOTO (pepMeHTa 3-MeTunkpoToHmI-KoA kapbOokcunasel (MKK). MKK — oxna
U3 YeThIpeX OMOTHH3aBHCHMBIX KapOOKCHIIa3, KOTOpasl KaTaM3UPyeT KapOOKCHWIMPOBAHHE 3-
MeTHIKpOTOHUI-KOA B 3-MetunriyrakoHmi-KoA B merabonusme neitiimHa. HemoctarodHocThb
win orcyrctBue akTuBHOCTU (pepmenta MKK mpuBoauT K HapylieHHIO pacmajna JeHIuHa |
HAKOTIJICHHUIO €r0 TOKCHYHBIX MPOU3BOIHBIX B opranusme [1, 2].

CHHOHUMBI: H30JIMPOBAHHAS HEJOCTATOYHOCTH 3-MeTHIKPOTOHMWI-KOA kapOokcumnassl, 3-
METHJIKPOTOHUITTUIIUHYPHSL.

1.2 DTHOJIOrHNS WM NAaTOreHe3 3a00J1eBAHMS WM COCTOSIHHA (Tpynnbl 3a00J1eBAaHMIT MJIM

COCTOSTHM)

Henocratounocts 3-metmikpotonmin-KoA xkap6okcmnaszer (HMKK) — ayrocomHo-
pELIeCCUBHOE COCTOSIHME, XapaKTepu3ylolleecs HapylleHHeM MeTaboiau3Ma JelluHa |
00yCJIOBJIEHHOE TOMO3UTOTHBIMU WJIM KOMIIayH/-T€TepO3UroTHBIMU MyTanusimu renoB MCCC1
(MCCA) unu MCCC2 (MCCB), koaupyronux anbda- u 0eTa-cyobeIMHUIIBI MUTOXOHIPUATEHOTO
depmenTta 3-metunkpoTonmi-KoA kapookcunassl (MKK). 3aboneBanue 0110 BIEPBBIE OMTUCAHO
B 1970 rony y neBouku 4,5 MecsleB, y KOTOPOl OTMeYalaHcCh HapylIeHHWE BCKApMIIMBaHUS,
MBIIIIEYHAS TUIOTOHHUS, 3aJE€pPKKAa MOTOPHOTO DPA3BUTHUS, MBIIMIEYHAs aTpodus U BBICOKAS
KOHIEHTpalus 3-THIPOKCUU30BaJIEPUAHOBOM KUCIOTHI U 3-METHIIKPOTOHUTIATIUIMHA B Moye [3].
B nanpHeiiniemM ObUIO BBISIBIEHO MHOTO Cly4yaeB O€CCUMIOTOMHOIO TeUeHHs 3a00JeBaHUsS MPU
HAJIMYUU COOTBETCTBYIOIINX OMOXUMHUYECKUX U MOJIEKYISIPHO-T€HETHUECKUX U3MEHEHHH.

MKK npuHaanexuT Kk ceMedcTBy OuoTuH-coaepxanmx kapookcunas. MKK coctout u3
JIBYX reTepocyobenHuI] — anbda u 6eta (o u ), koTopsie GOopMUPYIOT 1o7eKamep 066 Becom
845 xJla [2]. Ten MCCC1 (MCCA), koaupyromnuii OHOTHH-COAEPIKaIIyI0 anbda-CcyobeauHUILY
MKK, coctout u3 19 5K30HOB U KapTUPOBAH HA ATUHHOM Tiede 3 xpomocomsl (3q25-q27); ren
MCCC2, komupyrommuii 6eta-cyorenuauily MKK, coctout u3 17 SK30HOB U pAacCIOIOKEH Ha
JUIMHHOM  iede S5 xpomocombl (5q12-ql13) [1]. Anbda-cyObeauHuIla COICPKHUT JTOMEH
OMOTHMHKApOOKCHIIa3bl, JIOMEH OelKa-TpaHcrmopTepa OHOTHHKApOOKCHIIAa3bl, KOBAJICHTHO

CBSI3aHHBIH C OMOTMHOM, W cailiT cBs3bIBaHUS cyOcTparoB (OmkapOonara u AT®). bera-



cyOBeIuHUIIAa COJIEPKUT JOMEH KapOOKCHUATpaHC(Epas3bl U CBA3BIBACT 3-METHIKPOTOHMIT-KOA [2,
4-6]. Ilpu camxennn aktuBHocTH MKK BO3HHKaeT HapyIIeHHE Ha YeTBEPTOM 3Tare KaTaboauzma
JellnHA — HE MPOUCXOIUT KapOOKCUIMPOBAHUS 3-METHIKPOTOHII-KOA B 3-METUITITyTaKOHUII-
KoA (puc. 1). AKTUBHOCTbh MYTaHTHOTO (pepMEHTa HE CTUMYIHUPYETCS OMOTHHOM, YTO OTJINYAET
HMKK oT MHOXECTBEHHOW KapOOKCHIa3HON HEIOCTAaTOYHOCTH. B pesynbTaTe CHMDKCHHS
aktuBHoctt MKK  npoucxoaur HakomjieHHME OpPraHM4ecKux KUCIOT B Moue  (3-
TUIPOKCUM30BAIEPUAHOBAsl KUCIO0Ta M 3-METWJIKPOTOHWTIIIIMIMH) [2], @ TakKe MOBBIIIEHUE
KOHIEHTPAlUU alWIKAPHUTUHOB KPOBH (3-THIPOKCHUU30BAIECPHIKAPHUTHH, COOTHOLICHHE 3-
TUAPOKCUU30BAJIEPUIIKAPHUTUHA K MPONUOHUIIKAPHUTUHY u WHOI/Aa 3-
METUIKPOTOHWIKApHUTUH) [7]. Oka3biBas TOKCHYECKOE BO3JECHCTBHE HA TKaHU, B TIEPBYIO
ouepellb Ha LIEHTPAJIbHYI0 HEPBHYIO CHCTEMY M II€4E€Hb, Yy MAIUEHTOB pPa3BUBAIOTCS
TUIOTJIMKEMHUs], TUIIEPAMMOHUEMUS, HEJIOCTATOYHOCTh CBOOOAHOTO KAapHUTHHA, 3aJEpiKKa
pa3BuTHs, Cyoporu [6].
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Pucynok 1. KaraGonusm L-neiinuna. IIpu CHM)KEHHMM aKTUBHOCTH 3-MeTHJIKpOTOHHI-KOA
kapOokcunazel (MKK) Bo3HHMKaeT HapylleHHE Ha YeTBEPTOM JTare Karaboiau3ma JelluHa
(kpacHass uepTa), HE MPOUCXOJUT KapOOKCHIMPOBAaHUSA 3-MeTWIKpoTOHUI-KOA B 3-
MeTmirnyTakoHuI-KoA. B pesynbraTe mnoBbIIIAeTCS YPOBEHb 3-THIPOKCHH30BAJIEPHAHOBOM
KHCJIOTBl ¥ 3-TUAPOKCUM30BATIEPUIKAPDHUTHHA B Mo4e. V3BecTHbI 1eUIUTHI BceX (HEpMEHTOB,
YKa3aHHBIX KYPCHBOM.

CornacHo nanueiM ClinVar, B Hacrosimiee BpeMs M3BECTHO IO MEHbIIeH mepe o 126

natoreHHelx Bapuantax reHa MCCC1 u 78 mnartorenHeix BapuanTax reHa MCCC2,



ACCOLIMMPOBAHHBIX CO CHIKEHHEM aKTUBHOCTH (epMEHTa M MOBBILIEHHMEM KOHIICHTPAIUH
METa0OJIUTOB B KPOBU H/UIIM MOYE.

3a0osneBaHrne TEHETHMUYECKHM M (DEHOTMIIMYECKH TeTeporeHHo. B HacTosiiee Bpems He
YCTAHOBJICHO KOPPEJSIUNA MEXKy TeHOTUIIOM U KinHndeckor kaptunod HMKK [7], mockonbky
U3BECTHbIC MATOTCHHbIE BapUaHThl HE OBLUIM CBSI3aHBl MCKIIOUYUTEIBHO HH C JIETKOM/
OeccumMiitoMHOM Gopmoit, Hu ¢ 6oitee Tsoxenoi hpopmoit HMKK [1, 4, 8, 9]. Paznuuuii B peroTumne
mexxny HMKK 1 tuna, BerzBanHoi myrtanusimu B rene MCCC1, 1 HMKK 2 tuna, BeI3BaHHOM
myTtarusamu B rene MCCC2, taxke He yctaHoBieHo [10], a creneHb PEHOTUIMMYECKON TAKECTH
BapbUpyeT cpeau nanueHToB [9]. [lokazaHo, yTo 1axe NOJTHOE OTCYTCTBHE aKTUBHOCTHU (hepMeHTa
MKK paneko He Bcerja NpuBOIUT K KIIMHUYECKUM cumnTomawm [ 1, 4]. Ilpeanonaraercs, uto Ha
¢enorun HMKK Brmusitor He Tonmpko reHotumsl JiokycoB MCCC1 u MCCC2, no u npyrue
MOAM(UIMPYIOIIKE TeHbBI U (haKTOpbl BHeHIHEH cpesl [11-13].

Bricokuii ypoBeHb 3-TUAPOKHUH30BAJICPUAHOBOM KHCIOTHI B OMOJIOTHYECKHUX YKUIKOCTSIX
oOBsicHsieTcss ruaparauuedt  3-MeTwIKpoToHWI-KoA 1o 3-runppokumsoBanepun-KoA moj
JeCTBUEM KPOTOHA3BI C TOCIEAYIOMHNM THaposn3oM KoA a¢upos, a BICOKast KOHIEHTpanus 3-
METWIKPOTOHUJITTIUIIMHA SIBJSIETCS  CIIEJCTBUEM KOHBIOTAlMM  3-METHIKPOTOHUI-KOA ¢
runuHoM [14]. YBenuuenue koHueHTpauuu anmi-KoA-Tuos(upoB NpUBOIUT HE TOJNBKO K
HAKOIJICHUIO B OMOJIOTMYECKMX KHUIKOCTAX anui-Koa-mpou3BOJHBIX W K METa0OIMYECKOMY
aluIo3y, HO TaKKe K WX CBSA3BIBAHHIO C KAPHUTHHOM W BBIBEJCHUIO W3 OpPraHM3Ma, TaK Kak
AlMJIKapHUTUHB!  (3-TUAPOKCUU30BAIICPUIKAPHUTHH) HE peadcopOupyrOTCsl B MOYEUHBIX
KaHanplax. CHUKEHHE YpOBHEH CBOOOJHOIO KApHUTHHA YXY/IIAET TPAHCIIOPT KUPHBIX KUCIOT
yepe3 MUTOXOH/IPHAIBHYI0 MEMOpaHy M T€HEPAIHI0 SHEPTHH U METa0OIMYECKUX MPOIECCOB
[15]. Tonmomanue, nHpEKINH, a TaKKE WUMMYHHU3AIUS CTUMYJIHPYIOT MPOIECCHl KaTadoiau3Ma,
CHOCOOCTBYIOT ~YBEJIMUYEHHIO KOHILEHTpAllMM aMHHOKUCIOT, B TOM 4YHCIE JIeHIuHa, |
yCyryOJIeHHIO TSKECTH MPOLIECCOB O IEMH MOJIEKYJISIPHOTO MAaTOreHe3a.

1.3 DnuaemMuoJsorus 3a00JeBaHnus WM COCTOSTHNS (IPYIIbI 3200J1eBaHNIi HJIH COCTOSTHHI)

HMKK sBnsiercss OIHOM W3 caMbIX YacThIX HAPYLIEHUH W3 TPYIIIBI OPraHUYEeCKUX
alUAYypUi, BBIABIIIEMBIX C TOMOLIBIO TAHJEMHON MAacC-CIIEKTPOMETPHUH B paMKaX HEOHATAJIBHOTO
ckpuHuHra, B EBpone, CeBepHOll AMepuke U ABCTpanuu. B paznuyHbIX NONMYJIALUAX 4acTOTa
3aboneBanus Bappupyet: oT 1:2,615 B I'epmanuu g0 1:68,333 B Kurae [16-23]. B Poccwuiickoit
denepanun yacToTa 3a00J€BaHUS HE ONpEEIIeHA.

1.4 Oco0CHHOCTH KOIUPOBAHNS 3200J1€¢BAHNSA WJIH COCTOAHNSA (rPYHILI 3200JeBAHUI MJIH

COCTOsIHMIT) 110 MeKIYHAPOJAHOH CTATHCTHYECKOH Kaaccuukannu 0ose3Heil U npodJem,

CBA3AaHHBIX CO 310POBHEM




Cornacuo MKb-10, HMKK otHocurcs k kiaccy [V — bose3Hs M 3HAOKPUHHOW CUCTEMBI,
pacCTpOICTBY MUTAHUS U HAPYLICHUIO OOMEHa BEIIECTB.

MKB-10: E71.1 — Jlpyrue Buipl HapylieHUs oOMEHa aMHUHOKHUCIOT C Pa3BETBICHHOMN
LENbIO.

MKB-11: 5C50.E0 — Kiaccuueckue opraHu4ecKue aruaypuu.

OMIM: 210200 (HMKK 1 tuna), 210210 (HMKK 2 tumna).

ORPHA code: 6

1.5 Kiaaccuduxkanus 3a001eBaHNs WJIN COCTOSHHUS (IrPynnbl 3200J1eBaAHNHA UJIM COCTOSTHHI)

Paznuyator HMKK 1 Ttuma, BezBannyto myrtanusmu B rene MCCC1, u HMKK 2 tumna,
BbI3BaHHYIO MyTarusiMu B reHe MCCC2. Paznuunii B ¢penorune mexxy HMKK 1 tuma u 2 tumna
He ycTtaHosiieHo [10].

1.6 Kiannuyeckass KapTHHA 3200J1eBAaHUS WJIH COCTOSHMS (rpynnbl 3200JeBAaHUN WU

COCTOSTHMIT)

[Mamentst ¢ HMKK wumeror BapuaGenbHbI KIMHUYECKUW (PEHOTHN, NP 3TOM
NOJIaBJISIOIEe OOJIBIIMHCTBO MAllMEHTOB HE MMEIOT CUMIITOMOB, a Yy HEOOJbIION MOATPYIIIIbI
HaOJI0AAI0TCSl KIIMHUYECKUE CUMIITOMBI, OOBIYHO CBS3aHHBIE C MPOBOLUPYIOIIMMHU BHEIIHUMHU
dakTopamu. MHOTHE HOBOPOKICHHBIE, TUArHOCTUPOBAHHbIE B HACTOSAIIEE BPEMs C MMOMOIIBIO
pacIIMPEHHBIX CKPUHUHTOBBIX POTPamMM, OCTal0TC OECCUMITOMHBIMH, YTO YKa3bIBa€T HAa OUEHb
HU3KYI0 KJIMHUYECKYIO NEHETPaHTHOCTh 3a0osieBaHus [37]. Y e€IMHUYHBIX MAlMEHTOB MOXET
BO3HUKHYTh OCTpPbIM MeTaboIn4eckuil Kpu3uc, oObIYHO B Bo3pacTe OT 2 10 33 mecsueB mocie
HE3HAUYUTENIbHOU HH(EKLIMH, TOJIOIaHus WK BBeJIeHHs 6oraToii OenkoM IueTsl. B Takux peakux
ciyqasx HMKK wmanudectupyer kak Pelie-momoOHBIM CHHIIPOM, KOTOPBIM MPOBOLUPYETCS
MH(MEKIMOHHBIM 3a00JeBaHMEeM, BaKLMHALMEH, TOJOJaHHWEeM WJIM BBEJCHHEM B JIUETY
BBICOKOOEIKOBOM nuiy. OCHOBHBIMU CUMIITOMAaMH SIBJISIFOTCSL OTKA3 OT €/1bl, PBOTA, TOBBIIIIEHHAS
BO30Y/IMMOCTb, MBIIIEYHAs] TUIIOTOHMS, YTHETEHHE CO3HAHUS, JIETaprus, alHod, OMHCTOTOHYC,
TUIEPKUHETUYECKUE PAcCTPOiCTBa, SHIEdANONaTHs, SMUIENTUYECKUE MPUCTYIBI [0 THUITY
MH(}aHTUIBHBIX CIIa3MOB WM CYAOPOTrH Ha (hoHE METabOIMUECKOr0 KETOAI1103a, THIIOTIIUKEMHUS,
MHOTJa B COYETAaHMM C TrunepaMMoHuemuen [6, 16, 24-27]. B mnpoMexyTkax Mexny
METa0OJMYECKUMH  Kpu3aMH  OONbHBIE 4acTO  OeCCHUMITOMHBL. ~Mexay  smu3onaMu
MeTaboIMYeCKOTo Kpu3a NaleHThl OOBIYHO HE UMEIOT CUMIITOMOB.

YV HEKOTOpPBIX NALIMEHTOB B MOJPOCTKOBOM U B3pPOCIIOM BO3pAacTe OMUCHIBAIOT CI1a00CTh
U YyTOMJIIEMOCTBI0, HO CBs3b 3TuX cuMntomoB ¢ HMKK He Bcerzna TouHo ycTaHoBieHa.

HMKK, HecMOTpss Ha HU3KYIO NEHETPAHTHOCTb, B KpalHE PEOKUX CIy4dasX MOKET

OPUBECTH K TSDKEIOMY KIMHUYECKOMY (DEHOTHIY, HAlOMHHAIOIIEMY KIJIACCUYECKYIO



OpraHvuecKyto anuaypuo. OJHaKO HU TeHOTHUI, HU OMOXUMHYECKUN (PEHOTUIT HE MOTYT IIOMOYb
B [IPOrHO3MPOBAHUM KIMHUYECKOTO TEUEHUS.

B penkux cinyuasx y nanuentoB ¢ HMKK HaGmonarores 3nu30/1pl 0CTpOro HapymeHus
MO3TOBOT'O KpPOBOOOpAILEHHUS, KapAHUOMHUOMNATHS, aJloNelus, HapylleHue (QyHKUHUU TeueHH,
3a/iepKKa (PU3HIECKOr0, MOTOPHOTO, TICUXOpeueBOro pasButus [17, 27-29]. U3BecTHBI ciay4yan
JIETaIbHOTO MCX0JIa B pe3yibTaTe SHIE(PAIONaTHH, OCTAHOBKH CEP/LIA, alTHO3, META00INYECKOTO
kpu3a [6, 30-32].

I[Ipu mpoBenennn kommbioTepHOW ToMorpadum (KT)/ mMarHMTHO-pe3OHaHCHOU
tomorpadpuu (MPT) ronoBHoro mosra y manmMeHTOB ¢ kinHH4YeckuMu cumnromamu HMKK
BBISIBIISIIOT aTPOQHIO CEpOro 1 OesIoro BemecTBa rooBHOT0 Mo3ra [ 33], ICTOHUEHHE MO30JIUCTOTO
Tena, KanpnudukaTel B oOmactu TamamycoB [34], 3amepkky MmuenuHM3anmu [35], a Takxke
MopakeHHUe OeJIoro BEIIecTBa, HAIOMHUHAROIIEE JIeHKoaucTpoduto [36].

buoxumuueckue wmiamenenus, xapakrtepuoie ansi HMKK, BoisBnsitorcs mpu momoinu
KOJIMYECTBEHHOTO M KAaueCTBEHHOI'O0 aHaJIM3a OPraHMYECKHUX KHCIOT MOYM METOJIOM ra30BOM
xpomatorpadum ¢ macc-criekrpomerpueii (I'X/MC) u onpenenenuss npoduis anMIKApHUTHHOB
KpoBH MeToAoM TaHaeMmHol macc-criekrpomerpuu (TMC). ¥V mauuentoB ¢ HMKK otmeuaercs
MOBBILICHNE KOHIIEHTPALH 3-METUIKPOTOHUIITIIMIMHA U 3-TUAPOKCUU30BATIEPUAaHOBON KHCIIOTHI
[2], a Takxe BbBICOKas KOHLEHTpalus B KpoBU 3-TuapokcunsoBanepunkapHutuHa (CS5SOH),
yBenuueHHoe cooTHomeHnne CS50H k nponuonmnkapuutuHy (C3) W uHOrga BbICOKas
KOHIIeHTpauusi 3-meTunkpotonunkapautuia (C5:1) [7]. Yacro nmpu HMKK oOHnapyxuBatoT
BTOPUUYHYIO HEJOCTAaTOYHOCTh CBOOOJHOTO KapHUTHHA, IIOCKOJBbKY OH CBSI3bIBA€TCS C
TOKCUYECKUM METa00IUTOM 3-THIPOKMHM30BAIEPUAHOBOIN KHCIOTONH U KOHBIOTAT BBIBOAMUTCS C
MOYOM.

B nurteparype W3BECTHBI ciydad, KOTJa IOBBIIIEHHE KOHIIEHTPALUH METabOJIUTOB Yy
HOBOPOXACHHBIX sBIsUIOCH cieAacTBueM marepuHckoit HMKK [38-40]. Ilpu stoM moutu Bce
MaTepy He UMeJIH KJIMHUYECKUX CUMITOMOB 3a00JIEBaHUS U JIMIIb B OJTHOM Cllydae coOOIIanoch
0 CHMIITOMAaX MBIILIEYHOH cJIa00CTH y MaTepy BO B3pOCIOM BO3pacTe.

Kpome Toro, cooOmianock, 4To y reTepo3uroTHeIX Hocutesei BapuanToB B renax MCCC1
win MCCC2 onpenensmiuch n3MeHeHus: MetabonuToB, xapakrepusix A HMKK [41, 38]. B
ces3u ¢ 3tuM HMKK He BKITIOUCHA B TPOrpaMMbl HEOHATATLHOTO CKprHUHTA [43-46].

B nuteparype onucansl ciiydau BHyTpuceMeiHol BapradenbHocTy penotuna HMKK [47-

49].
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2. IluarHocTuKa 3a00/1eBaHNS WIN COCTOSIHUSA (TPynnbl 3200/1eBAHNIA HJIH
COCTOSIHMI), MEAMIUHCKHE MOKA3AHUSA M IPOTUBONOKA3aHUS K IPUMEHEHHI0

METO/J10B JHATHOCTUKH

Obpawaem 6HUMAHUE, UMO, CO2NACHO MPeDOBAHUAM K paA3pabomke KIUHUYECKUX
PpeKoMeHOayull, K KancooMy me3ucy-peKomeHoayuu Heobxo0umo yKazvleams CULy peKomeHoayull
U OokazamenvbHylo 6asy 6 COOMEEemCmeUU CO WKALAMU OYEHKU YPOBHSI O0CMOBEPHOCU
ooxazamenvcms (VII]) u yposus yoeoumenvnocmu pexomenoayuii (YVP). /s muocux mezucos
YVP u V]I 6yoem Huskum no npuyune Omcymcmeusi NOCGAUJEHHbIX UM KIUHUYECKUX
uccnedosanull  8vlcoko2o ousauna. Hee3upas Hna >3mo, OHU ABIANOMCA  HEOOXOOUMBIMU
nemMeHmamu 00C1e008aHUsl NAYUEHMA OJis YCMAHOBIEHUS OUACHO3A U 8bl00PA MAKMUKU JIeYEHUSL.

KpnTeme YCTAHOBJICHUS TUArHo3a U COCTOAHUSA

Jnarno3 HMKK ycranaBnuBaeTcsi Ha OCHOBAaHMM COBOKYITHOCTHM aHAaMHECTHYECKHX
JAHHBIX, KITMTHAYECKUX JTAHHBIX, PE3yIbTaTOB JJA00OPATOPHOTO UCCIIeI0OBaHHS (OMOXMMHUYECKOTO U
MOJICKYJISIPHO-TEHETHUECKOTO ~ aHanu3a). OrmpeneneHne TMOBBIIICHHONH KOHIEHTpAuu  3-
METUIKPOTOHWITIIMIMHA U 3-TUAPOKCHUHM30BAJIEPHUAHOBOW KHCIOTHI NMPH KOJIMYECTBEHHOM U
Ka4eCTBEHHOM aHaJM3€ OpPraHWYEeCKMX KHUCIOT MOYM, a TaKXe IMOBBIIIEHHOW KOHIIEHTpaluu
aruuikapHuTuHOB kpoBu (CS5SOH, C5:1, noseiuenue cootHomenus CSOH/C3) mnozBomsieT
YCTaHOBHUTH KIMHUYECKHNA JHATHO3.

BhisiBlieHHE MATOT€HHBIX M BEPOSTHO-NATOTeHHbIX BapraHToB reHoB MCCC1l (MCCA)
win MCCC2 (MCCB) o pesynbratam JTHK-ararHOCTHKH TO3BOJISET MOATBEPAUTE JHATHO3 HA

MOJICKYJIAPHO-TCHETUYCCKOM YPOBHC.

2.1 ’Kaao0LI M1 aHAMHE3

[Tpu cOope anamHe3a U Kano0 He0OXOAMMO 00paTUTh BHUMAHKE HA CIIEAYIOIINE KAIOOBI U
AHAMHECTUYECKUE COOBITUS:

- omAOWeHHbIll CeMelHblll aHaMHe3 (CXOOHble CUMNMOMbL 'y POOHBIX Opamves u cecmep
npobanoa, 6IUKOpOOCmMEeHHbIl OPAK);

- Mmanughecmayus 3a601e6anus 00 3-5 nem;

- ocmaHoeKa/ 3a0epacka/ ympama paree npuoOpemeHHbIX NCUXOMOMOPHBIX HABLIKOG,
- enocms, c1abocmy, ObICMPAs YMOMALEMOCHb,

- yeHemeHue CO3HAHUS OM COHIUBOCTU 00 KOMbL,

- CYOOPOICHBIE NPUCYNbL;

- HAPYUWEHUA 6CKAPMIUBAHUA, OMKA3 O e@bl,'
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- 3nU300bl PEOMbL NOCIE Npuema 6oeamotl beaKamu nuwl,

- HeoOwACHUMOe 6eCnOKOUCME0, NAAY, MPeMop KOHeUHOCMmel, 2Unep8o30yo0umMocmsy,
- OvixamenbHble HAPYUeHUsl, BKII04aAsA INU300bl ANHOI;

- 80JH000pasHoe (Kpu3080e) meyeHue 3a001e6aHUsL,

- CuHOpom Oeghuyuma HUMAHUS U 2UNEPAKMUBHOCTU,

- Kapouomuonamuu u HapyweHus pumma cepoya,

- MblueuHas ougppysnas cunomouusi.

KanoOel 1 aHamMHE3 TaKKe onucaHbl B pasjene «KinnHuueckas kapTuHay.

2.2 duzukajbHoe 00cae10BAHUE

[Tpu ocmoTpe HEOOXOAMMO OOpaTUTh BHUMAHHUE HA OCHOBHBIE KIIMHUYECKUE MPOSBICHUS
HMKK:

- Ouggysnas mviuweynas 2unOmMoHUs («CUHOPOM 851020 peDeHKa»),
- 3A0epiHcKa NCUXOMOMOPHO20 PA3GUMUSL;

- CYOOPOIICHBIE NPUCTNYNDL,

- yeenuueHue nevenu u cenesenxu (6 10% cnyuaes).

2.3 JIaGopaTopHbIE THATHOCTHYECKHE MCCAeT0BAHUS

OcHoBHble JnabopartopHble MeToAbl moAaTBepkaeHus auarHoza HMKK Bkimrogaror
KOJIMYECTBEHHBI W KAUECTBEHHBI aHaJIW3 OPraHWYECKHX KHCJIOT MOYH, OIpe/eeHne
aIMJIKapHUTUHOB KPOBU U MOJIEKYJIsIpHO-TeHeThyeckue uccienopanus reios MCCC1 u MCCC2.

I[aHHBIe HCCIICAOBAHUS ITPOBOAATCA B CIICHUATIU3UPOBAHHBIX TCHETUICCKUX J'Ia60paTOpI/I$[X.

° PexomMeH10BaHO: KOMILJICKCHOE OTIPE/ICIICHUE COJICPIKAHMSI OPTAHUIECKUX KUCIIOT B MOYE
BCEM TMallMEHTaM C KIMHUYSCKUMH Mpu3Hakamu, XapaktepHsiMu aiasi HMKK, ¢ nenbro
MOJITBEPXKICHUS TUarHo3a OMOXUMHUYECKUMH METOJaMH U TU(PPEepeHIIMATbHON THArHOCTUKU C
JPYrMMHU HACJICJICTBCHHBIMHU HapylICHUsIMHE oOMeHa Bemiects [6, 50].

YpoBeHb yoeauTeIbHOCTH peKoMeH1anuii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEILCTB — 3).
Kommenmapuu: uccinedoganue npogooumcs memooom 2a3080l Xpomamozpaguu ¢ macc-
cnekmpomempueu  (I'X/’MC). Ilpogunu opeanuueckux xuciom 6 moue npu HMKK
Xapakmepusylomesi  NOBbIWEHHOU  9KCKpeyuell  3-MemuikpomoHuieiuyuna — u  3-

2uopoxcuuzosaiepuarosoll kuciomst [6, 7].
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° PexomMeHI0BaHO: KOMILJIEKCHOE OIpeAe/ieHUe KOHLEHTPAalUd Ha aMHUHOKHCIOTHI U
AIWIKQPHUTUHBI B KPOBHM METOJOM TaHJEMHOW MAacC-CIIEKTPOMETPUU BCEM TAIMCHTaM C
KJIIMHAYECKUMU INpu3HaKaMu, xapakrepHbiMu 1t HMKK, ¢ nenpro nmoarBep:kIeHUs Juar’Losa
OMOXMMHYECKUMH MeToaMH U AU depeHInaIbHON TUarHOCTUKY C IPYTUMU HACJIEICTBEHHBIMU
HapymeHussMu oOMeHa Betects [6, 50].

YpoBeHb yoenuTeILHOCTH peKoMeH1anuii B (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 3).
Kommenmapuu: xapaxmepnovim ona HMKK saensemcs nosviuwenue 6 kpoeu ypoeus C50H,
yeenuuennoe coomuowenue CS5SOH/C3. Hnoeoa y nayuenmos nabawooaemcs 6vlCoKas
konyeumpayus C5:1 u emopuunas HedocmamoyHocms c80000H020 kapuumuna [7]. Aneopumm
oughghepenyuanvroi ouacnocmuxu HMKK ¢ Opyeumu 3ab0ne8anusimu, accoyuupo8aHHbIMU C

nosvlutennvim yposnem CSOH, npueeoen 6 Ilpunoscenuu b.

° PexomeHI0BaHO: OIIpe/ieICHIE BAPHAHTOB I'€HOB B 00pasiie OMOJ0rHYeCKOro MaTeprana
JIPYTOM I HEYTOUHEHHOM, HeKJIacCH(PUIIMPOBAHHBIC B IPYTHX PYOPUKAX, METOJAOM TapTeTHOTO
BBICOKOTIPOU3BOAUTENBHOTO cekBeHUpoBaHus (03.5199.18.998.041) (MoniekynsspHO-TEHETUUYECKOE
uccienoBanre renoB MCCCL u MCCC2) Bcem manueHnTam ¢ OHOXMMUYECKMMU HW3MEHCHHUSIMHU U
KIIMHUYECKUMH cuMIToMaMu, xapaktepHbimu uit HMKK, ¢ nienpio moaTBepxkaeHus AuarHos3a Ha
MOJICKYJISIPHO-TEHETUYECKOM ypOoBHE [6].

YpoBeHb yoeauTeIbHOCTH peKkoMeHaanuii B (ypoBeHb 10CTOBEPHOCTH JI0KA3aTeIbCTB — 3)

R'o.wueﬂmapuu: uccneoosanue npoeodﬂm C Ué€ejibl0 noucka OUAINIENbHBIX  NAMO2EHHbIX

sapuanmos 6 cenax MCCC1 u MCCC2.

° PexoMengoBano: oOmuii (KIMHUYECKHUI) aHAIM3 KPOBU Pa3BEPHYTHIM MallUEHTaM C
KIIMHUYECKUMH TNpu3HakaMu, xapaktepHbeiMu anst HMKK, ¢ nenbio BbISBICHUS W3MEHEHUN U
CBOEBPEMEHHOM Koppekiuu coctostaus [16, 50].

YpoBenb yoeauTebHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB - D).
Kommenmapuu: nposooumcs npu nepguunom 06ciedosanuu u KOHmpoaupyemcs He pedxce 1 paza
6 200. [lpu Hanuyuu usmeHeHull YerecoooPa3sHo paccmompems 603MONCHOCIb HANPABLEHUs HA

npuem (0cMomp, KOHCYIbMAayuio) 6paia-2emamonozd nepeuttblil.

o PexoMena0BaHO: nccie0BaHNE YPOBHS BOAOPOAHBIX HOHOB (pH) KpoBH; nccnenoBanme
ypoBHS Oy(depHBIX BelIeCTB B KPOBU; OOHApy)KEHHE KETOHOBBIX TEJl B MO4Ye JETsIM C
KJIIMHUYECKUMHU ITpu3HakaMu, xapaktepHbivu 1ui1 HMKK, ¢ nenpio cBoeBpeMEHHOM KOppEeKIMH
TEpaIuy MPH MMOI03PEHUH Ha pa3BUTHE MeTabomnueckoro kpusa [50, 51].

YpoBenb yoeauTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEJILCTB — 4).
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Kommenmapuu: nabopamopHvimu nped8eCmMHUKAMU PA36UMUS  MeMAaboIUYecKo20 Kpusd
ABNAIOMCS MEHOeHYUs. K Memaboauyeckomy ayudo3y ¢ deuyumom ochosarnuil. Hcciredosanus

ueﬂecoo6pa3H0 npoeodumb U 63pOCilbiM nayueHmam npu Hajiuduu NOKA3AHUI.

° PexoMeHng0BaHO: HUCCIIEIOBaHUE YPOBHS IJIFOKO3bl, aMMHMaKa, MOJIOYHON KHCIIOTHI B
KpPOBU BCEM IIALIMEHTAM C KJIMHUYECKUMHU Ipu3Hakamu, xapakrepHbiMu maigi HMKK, un npu
MOJ03PEHNH HAa META0OIMYECKUI alua03 C MEIb0 TUAarHOCTUKUA M CBOEBPEMEHHON KOPPEKLIUU
tepanuu [5, 51, 52].

YpoBeHb yoenuTeabHocTH pekoMeHaanuii C (ypoBeHb J10CTOBEPHOCTH 0KA3aTEIbCTB - 5).
Kommenmapuu: y nayuenmos c HMKK mooicem ommeuamvcs 2uno2iukemus, 2unepammorHuemus

U NOBbIULEHHASL KORYEeRmpayus iakmana (MO]ZOVHO?Z KUCJZOI’I’lbl) 6 Kpoe6u.

° PexoMeH1I0BaHO: aHAIM3 KPOBU OMOXUMHUECKHIA 00IIETEpaIeBTHIECKHUIT; HCCIIeIOBAHKE
YpOBHS anpOymuHa, oOmero Oenka, oOmero OwnMpyOWHA, CBOOOJHOTO W CBSI3aHHOTO
OwnupyOrHa, MOYCBHMHBI, KpeaTWHWHA, KalWs, HATPUS B KPOBH; OIpPEICIICHUE aKTHBHOCTH
acrapraTaMUHOTpaHc(epasbl, alaHMHAMHHOTPaHC(epas3bl, ramMMa-riroTaMuiaTpaHchepassl B
KPOBH BCEM TAlMEHTaM C KIMHHYECKUMH Tpu3HaKamu, xapaktepubiMu s HMKK, ¢ menbro
BBISIBIICHHSI ITOpakeHus neuenu [5, 51, 52, 53, 54].

YposeHnb yoenurenbHocTn pekomenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTENbCTB — 5).

2.4 UHCTpYMEHTAJIbHbIE JTHATHOCTHYECKHE UCCIET0BAHUS

° PexoMeHI0BaHO: MarHWUTHO-PE30HAHCHAS TOMOTpadusi TOJOBHOTO MO3ra JCTSIM C
KJIMHAYECKUMHU ITpu3HaKaMu, xapakrepHbimu 1t HMKK, ¢ nenpro orieHKH COCTOSHUS TOJIOBHOTO
Mo3ra ¥ Tu(GepeHIMaTbHON TMarHOCTUKY C IPYTUMU HACJICICTBEHHBIMU 3a001eBaHusIMu [ 34].

YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH T0KA3aTeJILCTB — 4).
Kommenmapuu: npu nposedenuu KT/MPT 2onosnoco mosea y nayuenmos ¢ HMKK eviasnsaiom
ampoguio cepoco u benozo eewecmea 201061020 mMos2a [33], ucmonuenue mo3onucmoz2o meaa,
Kkanvyuguxkamel 6 obnacmu manamycos [34], 3adepocky muenunuzayuu [35], a maxoice
nopasicenue 6enoeo gewecmaa, Hanomunaowee netikooucmpoguio [36]. Cnedyem ommemumy,
Ymo OaHHvle HAPYWEHUSl He AGIAIOMCS BblCOKOCHeYUDUUHbIMU U MOSYM HAONI00ambCa npu
opyeux 3abonesanusx. Hapxoz nposooumcs no nokazauusm, 6ud oOnpeoensiemcs 8paiom-
aHecme3uUo1020M-peanuMamono2om U aedaujum 6pavom 6 3aBUCUMOCU OM KIUHUYECKO20
cmamyca (KOMOUHUPOBAHHBIL YHOOMPAXEANbHbIN HAPKO3, KOMOUHUPOBAHHbIU UHSANAYUOHHBIN

HApPKO3 (8 MOM YUC/ie ¢ NPUMEHEeHUeM KCEHOHA), MOMANbHASL BHYMPUBCHHASL AHECME3UsL).
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° PexoMeH10BaHO: MarHUTHO-PE30HAHCHAs TOMOTpadus TOJOBHOTO MO3ra B3POCIBIM
MAalMEeHTaM C KIMHUYECKMMHU Ipu3HakaMmy, xapakrepHsiMu a1 HMKK, ¢ nensro onenku
COCTOSTHUS TOJIOBHOTO MO3Ta U Au(depeHnaIbHON JUarHOCTUKH C IPYTUMH HACJeICTBEHHBIMU
3aboseBanusMu [63].

Yposenb yoenurensnocTu pekoMmenanuii C (ypoBeHb J0CTOBEPHOCTH J0KA3aTEIbCTB — 5).
Kommenmapuu: npu nposedenuu KT/MPT 2onosnozo mosea y nayuenmos ¢ HMKK svisignsiom
ampoguio cepoco u b6enozo eewecmaa 2071061020 mos2a [33], ucmonuenue mMo3oaucmoz2o menda,
kanvyuguxkamel 6 obnacmu manamycos [34], 3adepocky muenunuzayuu [35], a maxoice
nopasicenue 6eno2o eewecmsa, Hanomunarowee Jneixkooucmpoguro [36]. Credyem ommemums,
Ymo OaHHble HAPYWEHUS He ABNAIOMCSA BbICOKOCNEYUDUUHBIMU U MO2YM HAOII00AmbCs npu
opyeux 3abonesanusx. Hapxoz nposooumcs no nokazawusim, 6u0 ONpeoensiemcss 8padom-
AHeCme3uU01020M-PeaHUMamosio2oM U 1edaujum 8pavyom 6 3aBUCUMOCIU OM KIUHUYECKO20
cmamyca (KOMOUHUPOBAHHBIU SHOOMPAXEANbHbIUL HAPKO3, KOMOUHUPOBAHHBIU UHSATIAYUOHHBIU

HAPKO3 (8 MOM Yuce ¢ NPUMeHeHUeM KCeHOHA), MOMANbHAsL BHYMPUBCHHASL AHECMEe3UsL).

° PexoMeHna0BaHoO: 3XoKapauorpadus; perucTpanus 3J1eKTPOKApAUOTPAMMBI B3POCIBIM
MAalMEeHTaM ¢ KIIMHUYECKUMHU Npu3HaKaMH, xapakrtepasiMu Juisi HMKK, ¢ nensro cBoeBpeMeHHON
JIMarHOCTUKHU M KOHTPOJIS JICUCHUS KapAMOMHUOTIATHH M HapyIICHUH putMa cepaua [16].

YposeHb yoenuresbHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeNbCTB — 5).
Kommenmapuu: 6 numepamype onucanvl ciyuyau pazeumusi KapoOUOMUONamuu y nayueHmos ¢
HMKK [6, 48]. Ilpu mHeobxooumocmu, B03MOJNCHO  NpoOGedeHue  XOAMepoB8CKO2O
MOHUMOPUPOBAHUS CEPOEUHO20 PUMMA U/UNU CYMOYHOe MOHUMOPUPOBAHUE APMEPUATIBHOZ0
0asenus (Co2NacHo cOOmeemcmayoUWUM KIUHUYECKUM PEKOMEHOaYUsAM No HapyuleHUuam pumma
cepoya u/unu apmepuanvHou eunepmensuu). Ilpu eviasnenuu Hapyuienuil yeiecoobpasen npuem

(ocmomp, KoHcyTbMAaYUs) 8pava-Kapouo102a nepeudHbl.

° PexomenaoBaHo: sxokapauorpadus; perucTpanus SICKTPOKAPAUOTPAMMBI JIETAM C
KIIMHUYECKUMHU TTpU3HaKamu, xapakrepabiMu 1t HMKK, ¢ nensio cBoeBpeMeHHOM AMarHOCTUKH
Y KOHTPOJIS JICYCHHST KapIMOMUOIIATHH U HApyIICHHI puTMma cepara [48].

YpoBenb yoenuTeabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 0KA3aTEJIbCTB — 4).
Kommenmapuu: 6 numepamype onucauvl ciyuyau pazeumus KapoOUoMUonamuy y nayueHmos ¢
HMKK [6, 48]. Ilpu Heobxooumocmu, B803MOMCHO  NpPOBeOeHUe  XOJAMepO8CKO20
MOHUMOPUPOBAHUS CEPOUHO20 PUMMA U/UNU CYMOYHOe MOHUMOPUPOBAHUE APMEPUATIbHO20

oaenenus (COZJZCZCHO coomeemcmeyrouum KIUHUYEeCKUM peKOMeHaal/!u}lM no HaApyuwteHuAmM pumma
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cepoya u/unu apmepuanvHol cunepmen3uu). Ilpu evisignenuu napyuwieHutl yerecoobpasen npuem

(ocmomp, KoHCyIbmayus) 8paia-0emcko20 Kapouoioea nepeudHbslil.

° PexomengoBano: snextposHiedanorpadus BceM AETIM C KIMHUYECKUMU MPU3HAKAMH,
xapaktepabiMu 11 HMKK, ¢ nenpto cBOEBpEeMEHHOM JOUAarHOCTUKM M KOHTPOJS JICUEHUS
snmiencuu [6, 12, 62].

YpoBeHb yoenuTebHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJbCTB — 4).
Kommenmapuu: ons HMKK xapakmephsl snunenmuveckue npucmynst 1o muny uH@aHmuibHuIxX
cnasmos u  pazeumue Hyegpanonamuu [6, 12, 32]. Onexmposnyeghanocpagus ¢
BUOCOMOHUMOPUH2OM — NPOBOOUmMcs  npu  Heobxooumocmu. Tpedyemcs npuem (ocmomp,
KOHCYTbMAayus) 8paia-Hespono2a nepeuyHblil.

° PexomengoBano: snektposHuedanorpadus B3pOCIbIM MHalEeHTaM € KIWHUYECKHUMHU
npusHakamu, xapakrepasiMu st HMKK, ¢ nienbio cBoeBpeMeHHOM AMArHOCTUKH M KOHTPOJIS
JedyeHus snuencu [6, 63].

YpoBeHb yoenuTebHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB — 4).
Kommenmapuu: ons HMKK xapakmepHvl snuienmuyeckue npucmynsl 1o muny UHQAHmMuiIbHbIX
cnasmos u  pazeumue IHyeganonamuu [6, 12, 32]. Onexmposnyeganocpagusa ¢
BUOCOMOHUMOPUHSOM  NPOBOOUMCs Npu  Heobxooumocmu. Tpebyemcs npuem (ocmomp,

KOHCYTbMAayus) 8paia-Hespono2a nepeuyHblll.

2.5 UHble JTHATHOCTHYECKHE MCCAe10BAHUS

KoHcyabTanuu u Ha0II0IeHne CelaJIuCcTOB.

s mabnooenus nayuenmos ¢ ycmaumogieHuvimM ouacnozom HMKK  (nanuuue
KAUHUYECKUX CUMNIMOMOS, OUOXUMUYECKUX U MONEKYIAPHO-2eHEMUYECKUX OAHHbIX) Heo0X00UMO
npuMeHerue MYTbMUOUCYUNIUHAPHO2O NO0X00d 68U0Y MO20, 4mo OaHHOe 3a00je8aHue
Xapakxmepuszyemcs nOpaANCeHuemM MHOSUX OP2AHO8 U CUCMeEM, YMO 6 C80I0 ouepedb OuKmyem
HeoOX00UMOCMb  COBMECMHO20 Be0eHUs NAYUeHmd CReYUarUCmamu pasHulX npoguell.
Ilokazanvl npuemvl (ocmomp, KOHCYIbMAYUs) 6pava-ceHemuKd, 6paia-Heeponoed, 8paua-
eacmposnumeponoza, epava-neouampa/ pava-mepanesma/ 6pava oowel npaKmuky (cemetno2o
8pava) nepsuunvie U NOBMOPHbIE, A MAKxHCe 8pavell Opyeux CneyudarbHocmel NayueHmam c

HMKK, umerowum napyuwienusi (pyHKyutl COomeemcmayowux 0peanos u CUCeM.

o PexomengoBaHo: mnpuem (OCMOTp, KOHCYNbTallMs) Bpaya-r€HETHKAa I[EPBUYHBIA MU

MOBTOPHBIA BCEM MarueHTaMm ¢ kiauHudeckumu npuzHakaMu HMKK u ¢ moarBepkieHHBIM
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nabopatopubiMu Metogamu auarHozom HMKK ¢ menpio mpoBenenust nuddepeHnmanbHON
TUArHOCTHKH, omnpenencauss TtakTuku JIHK-muarHoctuku, uWHTEpHpeTanud MOJTy4eHHBIX
pe3yNbTaTOB, TPOBEACHHUS MEIMKO-TEHETHYECKOTO KOHCYJIBTUPOBAHHS CEMbH, a TaKke
HAa3HAYCHUS TUETOTEPAIMU U Jajice e€ KOPPEKIUH, pu Heobxomxumoctu [55].

YpoBenb yoeauTebHOCTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEIbLCTB — D).
Kommenmapuu: xoucynomayus epaua-ceHemuka HA smane OUACHOCMUKU Heodxoouma OJis
onpedenenuss maxmuku J[HK-ouacnocmukuy, KoppekmHOU uHmepnpemayuu pe3yibmamos
MONEKYISAPHO-2eHEMUUEeCKUX UCCIe008AHULL, ONpeOesieHUs 2eHeMUYeCKUx puckos 6 cemve. s
HA3HAYeHUs1 U KOPPeKyuu mepanuu maxice 03MONCHbL npuem (0CMOmp, KOHCYIbmayus) 6pavd-
neouampa uiu  6paua-ouemonoca NepeudHbli U  NOBMOPHLIL (NPU  HEOOXOOUMOCMIL).
BovicokoyenesoOHas u HU3K00enkosas ouema ¢ 02paHudeHuem JetiyuHd HA3ZHAYaemcs MmoabKo
RAYUSHMAM C KTUHUYECKUMU CUMNIMOMAMU 3a001e6aHUsl, OeCCUMNMOMHBIM 0eMsIM, 6bIS61EHHbIM
npu nposedeHuu HeOHaAMAIbHO20 CKPUHUHed, MaKas mepanus He HasHauaemcs. Mnmepesanvl
MeHcOy BUUMAMU OOJIHCHBL ONPEOeNsIMbC UHOUBUOYATLHO C YUEmOM 603pPACmA, MAXCeCmu

3ab01esanust, CmaduIbHOCMU 0OMeHa seujecms u CoO00eHUsT OUenOmepPanu.

° PexomengoBano: mpuemM (OCMOTp, KOHCYNbTallds) Bpada-HEBPOJIOTa TMEPBUYHBIA H
MIOBTOPHBIA BCEM JE€TAM C KIMHUYECKMMH Ipu3HaKaMu, xapakrepHsiMH it HMKK, npu
MIOJIO3PEHIH WJIM HATMYHH HEBPOJIOTHIECKUX HAPYIICHUH C IIETThI0 CBOEBPEMEHHON TUAarHOCTUKU
Y JICUEHHUSI BBISIBJICHHOW MAaToNoruu [56].

YposeHb yoenuteqabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5).
Kommenmapuu: y nayuenmos ¢ HMKK ommeuaromces nogvluennas 6030y0umocms, MbluleyHasl
CUNOMOHUSA, Y2HemeHUe CO3HAHUSA, Jemapaus, anHod, NOGbIUEHUE MbIUEeYH020 mMOoHyCd,
eUnepKuHemuyecKue paccmpoucmea, sxHyegaionamus, dnulenmudeckue NPUCMynsl O MUY
UHGAHMUTLHBIX CRA3MO8 UNLU CYOOPO2U HA POHE MeMAbONUUECKO20 KemOoayuoo3da, 2Uno2iuKemMus,
uHoeoa 6 couemaumuu c eunepammonuemuei [6, 16, 24-27]. B npomescymkax medxncoy
Memabonudeckumu Kpuzamu 601vbHble Yacmo 6eccumMnmomHul. B peoxux ciyyasx y nayuenmog c
HMKK nabniodaemcs 3adepcka guzuuecko2o, MOMOpHO20, ncuxopedegozo pazeumus [17, 27-
29]. B psioe cnywaes moodicem Ovimb HeoOXO0UM npuem (0OCMOmMp, KOHCYIbmayus) epaia-
ncuxuampa nepeudHblil. 0emsm npu NOOO3PEeHUU U HATUYUU ACUXUYECKUX PACCMPOUCMS.
llossnenue ncuxuyeckux paccmpoucms ces3vi8arom ¢ HaKONJIeHuemM mMoKCUYHbIX MemabdoIumos.
Koppexyusa ouemomepanuu cnocobcmeyem paspeuwleHuro CUMRMOMO8 HAPYUIeHUs NCUXUKU. Y
83POCNbIX NAYUEHMNO8 NPU NOAGIEHUU COOMBEMCMBYIOWUX HCAI0D maxdce mpebdyemcs npuem

(ocmomp, KoHCyIbMAaYUs) 8pAYA-HEBPOI02a NEPEUUHDBLI.
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PexomengoBaHo: mnpueMm (TeCTHUPOBAHME, KOHCYJbTallMs) MEIUIIMHCKOTO MCHXO0JO0ra,

Bpaya GU3NYECKO 1 peaObuINTalMOHHOW MEAUIMHBI WM Bpaya, BHITOIHSIONIETO €ro () yHKIIHIO

(creranmucTa MO METUIIMHCKON peaOwiuTanyu: Bpada Mo JedeOHOW (U3KYIbType WU Ap.)

NEPBUYHBII M TMOBTOPHBIM; pa3paboTka HHIWBUIYAIBHOW MpOrpamMmbl Je¢eKTOI0rHIecKOon

peabunuTanuu; pa3padoTKa WHAMBUAYAJIBHON MPOrpaMMbl JIOTONEIUYECKONH peaduiInTanun

naurestaMm ¢ HMKK 1 ux ceMbsiM C 1ebI0 OKa3aHUs MICUXO0JI0T0-IIeAaroru4ecKon MmoIIepx KU
[57, 58].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEeJIbCTB — D).

Kommenmapuu: nayuenmam HeodX00UuMO mecmupo8anue no ymeepuHcoOeHHbiM MemoouKam 0is

onpe()eﬂenuﬂ UHMEIEKMYAIIbHO20 pA36UMUAL. Icuxonocuueckas NOMOUb nayueHmam moaceni

nompe606amb Kypc 3AHAMULL 8 3A6UCUMOCIU OM quueuc)yanbelx ocobennocmetl nayuerma u

CeMblU.

Yenyeu noconeoa:

Meouko-nozoneduueckoe ucciedosanue npu oucgazuu,
Meouko-noconeduueckoe ucciedosanue npu agazuu,
Meouxo-noeoneduueckoe ucciedosarue npu OU3APMpuUU;
Meouko-nozoneduueckas npoyedypa npu oucghazuu;
Meouxo-noconeduueckas npoyedypa npu agazuu,
Meouxo-noconeduueckas npoyedypa npu Ou3apmpuu;
Meouxo-noeoneduueckas MOHANbHO-PUMMUYECKAsL NPOYedypa;
Meouxo-noeonedouueckas npoyedypa c UCNONb308AHUEM

UHGDOPMAYUOHHBIX MEXHOTIO2U.

2.5.2 IndpdepennnaibHas IMArHOCTUKA

UHMEPAKMUBHbLX

Jughghepenyuanvuas ouaznocmuxa npo8OOUMCcs ¢ Opy2uMU OP2AHULECKUMU ayudypusmu,

HAPYWEeRUAMU OKUCIEHUA IHCUPHbLX KUCiom u ()pyzwuu 36160Jl€6aHu}lMu, COI’lpOGOchaaiOWuMuCﬂ

Petie-nooobnvim cunopomom, a makce MHONCECMBEHHOU HEOOCMAMOUYHOCMbIO KaApOOKCUIa3

(HedocmamouHoCms OUOMUHUOA3bL, HEOOCMAMOYHOCMb CUHMemAassl 2oaokapookcunas) [59].

Aneopumm  oughghepenyuanvrou ouacnocmuxu HMKK ¢ Opyeumu 3abonesanusmu,

accoyuuposanHvimu ¢ nosviuerHvim yposuem C5OH, npuseden na puc. 15 6 npunosxcenuu b.
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3. Jlequne, BKJII0Yad MCAUKAMCHTO3HYIO U HCMCAUKAMCHTO3HYIO TEPAIIUH,
ANETOTEPAININIO, 066360JII/IB3HI/IG, MEAUIMNHCKHE NTIOKA3aHUA |

IMPOTHBOIIOKA3aHUA K IPUMCHCHUIO METO/0B JICUCHHUA

OcHosnvie npunyunvt mepanuu npu HMKK Hnanpaenenvt Ha npedomsepaujeHue
Memabonuueckou OeKoMneHcayuu  (Memaboiuyecko2o Kpus3d), CHUdCeHue o00pazosanus
MOKCUYHBIX OP2AHUYECKUX KUCIOM, NPEOYNpetCOeHuU pazeumus mMOKCUUEeCKO20 NOPANCEeHUs.
MKaHeli 20108HO020 MO324 U GHYMPEHHUX Op2aHos8, C obecneuenuem HNpu 5MOM NPOYECCO8

HOPMAJIbHO2O pocmdad U HympumueHo2o cmamyca oemell.

3.1 [IaToreHern4eckKoe JeyeHue

Heobxooumo uzbecamv conodanus u Opyeux nposoyupyrowux Gaxkmopos, a makoice

NPOBOOUMD PecYNIAPHBII MOHUMOPUHE KOHYEHMPAyUu c60000H020 KAPHUMUHA.

° PexoMeHayeTcsl Ha3HAYCHUE TUETOTEPANMM MAIMEHTAM C KUHHYECKUMH CHUMIITOMAaMU
HMKK c nenbio npoBeeHus maToreHeTuueckoro jgeucaus [50].

YposeHb yoenureqbHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5).
Kommenrapuii: ocrosubivu komnonenmamu jaevenuss nayuenmos ¢ HMKK sensiomes
BbICOKOY2NIeO0HAsL U HU3K0DENK08as ouema ¢ O2paHudenuem JeuyuHa O NpopUIaKmMuKu
B03HUKHOBEHUSI SUNO2TUKEMUL U MemadoIudeckoeo Kpusa. /uemomepanus HazHavaemcs npu
HAIUYUY KIUHUYEeCKUX CUMNMOMO8 bone3Hu. B psade ciyuaes, ouemomepanus npooondxicaemcs 00
nOOPOCMK08020 U 83p0cioco go3pacma. Heobxooumo uzbecamv 2on00anus u Opyeux

nPOBOYUPYIOWUX PAKMOPOS.

° PexomengoBano: mnpuem (OCMOTp, KOHCYNbTallMs) Bpaya-IMETONIOTa MEPBUYHBIA H
MOBTOPHBIN BCeM nanueHTaM ¢ kauHudeckumu cumntoMamMu HMKK ¢ nensro pacuera auerst
[50].

YpoBenb yoeauTebHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — D).

o Pexomennyercs naznauenue A16AAQL JleBokapHuTuH B 103upoBke 50-200 Mr/Kr/cyTku
naneHTam ¢ kiauHuYeckumu cumnrtomamu HMKK, wumerommM  HemoctaTok CBOOOJHOTO
KapHHUTHHA, C IIeJbI0 MPEIOTBPAIIEHUS BTOPHYHOTO aeduiura KapauruHa [50].

YpoBenb yoenuTeabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 0KA3aTEJLCTB — 4).
KommeHnTapuii: oanvueliuas Koppekmuposka 003bl 8 3A8UCUMOCTU OM VYPOBH C80000HO20

kaprumuna. Heobxooumo pezynapHoe ucciedosanue yposHs c60600H020 L-kapnumuna 6 Kposu,
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KOMNJIEKCHOE onpe()eﬂeﬂue KOHyenmpayuu Ha AaMUHOKUCIONIbl U AayUIKApHUMmMuUHbl 6 Kpoeu

MemoooM MAHOEMHOU MACC-CNeKMPOMempUl.

3.1.1 Jleyenue nanueHTOB B NEPHOJA META00JINYECKOI0 KPH3a

B cnydae pa3BurHag MeTabOIMYECKOro Kpu3a JIEYEHHE JOJDKHO HA4YMHAThCS
He3aMeUIUTeNbHO. JledeOHble MEeponpusATHS HaIpaBiIeHbl Ha MNpeKpalleHHe OOpa3oBaHUS U
HAKOIUIEHUS TOKCUYHBIX OPraHUYECKUX COECJUHEHHM M BBIBEIECHUE UX U3 OpraHu3Ma. TakTuka
JeYeHMsl IeTel B MEepUoJ Kpu3a BKIOYAET KOPPEKLHI0O MeTabO0JMYeCKOro aluo3a U BOJIHO-
JJIEKTPOJIMTHBIX HapyLIEHUH, a TaKXe HHEPreTHUYECKyl NOoJAepXkKy. B ciywyae pasButus
MeTaboJINYeCcKOro Kpu3a He00X0AuMa SKCTPEHHAs TOCIIUTAIN3AINS C LEJIBI0 HE3aMETTUTEIBHOTO
IIPOBEJICHUS] MHTEHCUBHOMN Tepanuu U MPeI0TBPAILEHUs )KU3HEYTPOXKAIOIIHUX OCIOKHEHHH.

Jleuenne MeTabOIMYECKOIO KpHU3a MIPOBOJUTCS B OTACICHUH PEaHMMALUUd UHTEHCUBHOM
TEpalMid  BPauyOM-aHECTE3UOJIOTOM-PEaHUMATOJIOTOM, @  TakKke  JIpYrMMM  BpadyaMu-
crenuanicTaMu (Bpad-HEBPOJIOT, Bpad-HE(POJIOr, Bpad-racTpPOIHTEPOIOr U Ap.). B mepuox
KpPH30B HEOOXOAMMO BBeleHHe AeKcTpo3bl**(BOSCX apyrue WMppUralMoHHBIC PacTBOPHI)
BHYTPUBEHHO JaK€ IIPH HOPMAJIbHOM YPOBHE IUIFOKO3bI AJIS MTOAJIEP/KAaHUS €€ KOHLIEHTPALUK Ha
BEpPXHEH IpaHUIIE HOPMBI, YTO IMO3BOJISIET NMOAABIATH KeToreHes. IIpm cHmxenun yposHs pH
(<7,1) mnpoBomsaT OoJOCHOE BBeJAEHHE HaTpus ruapokapoonata** (BO5SXA pacTBopsl
AIIEKTPOJIUTOB) € TMOCHeayrolel HenpepblBHONM uHOY3ueil. [Ipu 3ToM cienyer NmpoBOAMTH
MOHUTOPUHI  KHUCJIOTHO-OCHOBHOTO  COCTOSIHUSI W QJIGKTPOJIMTOB, 4YTOOBI  H30€XaTh
TUIEPHATPUEMUH U THUIOKaIMEeMHH. B TspkenbIX — ciaydasx MOXKeT HOoTpeOoBaThCs

HepI/ITOHea.TII)HBII\/’I Juajin3 Wi UCKYCCTBCHHAA BCHTHUJIAIMA JICTKUX.

3.2 CuMnToMaTu4yeckoe JedeHue

Ilo noxazanusm HazHauarom npomMueodINUIEnmMuUdecKue npenapamvl u opyaue 6uobl
CUMNMOMAMU4ecKou mepanuu.
o PexomengoBano: mnpuemM (OCMOTp, KOHCYJIbTallMs) Bpada-HEBPOJIOTAa MEPBUYHBIA H
NOBTOPHBINA AeTsAM ¢ kiauHudeckumu cumnroMamMu HMKK npu Hanmumu nokazaHuid ¢ 1enbro
CHMITOMATHYECKOTO JeueHus [56].
YpoBeHb yoeauTeIbHOCTH peKOMeH1auuii A (YpoBeHb J0CTOBEPHOCTH 10KA3aTeJIbLCTB — 1).
Kommenmapuu: uccieoosanue nposooumcs ne pexice 1 pasa 6 6 mecayes. ¥ nayuenmos c HMKK
OmMeuaromecs NOGbIUEHHA 8030YOUMOCIb, MbIULEYHAA 2SUNOMOHUS, YeHemeHue CO3HAHU,
Jemapaus, anHod, NOGbIUEHUE MbIUEYHO20 MOHYCA, 2UNepKUHemudecKue paccmpoucmed,

aHt;eqbaﬂonamuﬂ, nuirenmu4decKue npucmynsl no muny qubaHmuﬂbezx cnasmoe uiu cydopozu
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Ha oHe MmemaboIUuecKko20 Kemoayuoosd, 2UNOTUKeMUs, UHO20d 6 COYeMmAaHuu
eunepammonuemuett [6, 16, 24-27]. B npomescymrax medxncoy memadonuvecKumu Kpusamu
bonbHble yacmo beccumnmomiusl. B peokux cayuasx y nayuenmos ¢ HMKK nabniodaemcs
3a0eparcka  usuuecko2o, Momopro2o, ncuxopeuego2o pazeumus [17, 27-29]. 'V espocivix
nayueHmos npu NOAGIEHUU COOMBEMCMBYIOWUX JHCAlob makdce mpebdyemcs npuem (ocmMomp,

KOHCYTbMayus) 6paia-Heepono2a nepeudHbslll U NOSMOpPHbILL.

° PexomengoBaHo: mpuemM (OCMOTpP, KOHCYNbTallMs) Bpada-KapauoJjiora MEepBUYHBIA U
MOBTOPHBIN ManueHTam ¢ kinandeckumu cumnromamu HMKK nipu Hannuum nokasanui ¢ 11ebro
CHMIITOMATHYECKOTO JedeHus [48].

YpoBenb yoenuTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH J10KA3aTeJILCTB — 4).
Kommenmapuu: uccneoosanue nposooumcsi ne pedce 1 paza 6 6 mecayes. B numepamype

onucauul cayyau passumusi kapouomuonamuu y nayuenmos ¢ HMKK [6, 48].

3.3 Xupypruueckoe JeueHue

He npumenumo.

4. MeauuMHCKas peadMIUTALMSA U CAHATOPHO-KYPOPTHOE JIeYeHue,
MeIULUHCKUE IOKA3aHUA ¥ POTHUBONOKA3AHUA K IPUMEHEHUI0 METO10B
peadnJIMTALIM, B TOM YHMCJIe OCHOBAHHBIX HA HCIOJIb30BAHUHU NPUPOAHBIX
JiedyeOHbIX GaKTOPOB.

Cnenuduyeckor peaOuiauTanuu nanueHTam ¢ kinHundeckumu cumntomamu HMKK we
TpeOyercs. B kpyr peabunuranmoHHbix wmeponpusatuii manuentram ¢ HMKK wmoryr ObITh
BKJIIOUEHBI 3aHATHS C IICHUXOJIOTOM, OTABIX B CHELHUAIU3UPOBAHHBIX CAHATOPHUAX, a TAKKE

conrajibHasd aganTtanusd ¢ ydaCTUEM CIICHHUAIMCTOB U COMATIbHBIX pa6OTHI/IKOB, KYpPChI Maccaxa.

5. IlIpodunakTka U AUCNIaHCEPHOE HADII0IeHH e, MeIMIUHCKUE TIOKA3aHUS U
NMPOTUBONOKA3aHUS K MIPUMEHEHUI0 MEeTOI0B MPOPUIAKTHKH.

5.1 Ilpodpunaakruka

[Taruentam ¢ HMKK cnemyer mnpoBoauTh NpPOPHIAKTHYECKYIO BaKIHWHAIUMIO B
COOTBETCTBUU C HAIlMOHAIbHBIM KaJeHJapeM NpoQUIaKTUYECKUX TPUBUBOK, BKIIOYas
BaKIMHAIIMIO TPOTHUB TpHIllia U potaBupycHoi wH(pekuuu (JO7: Bakiuubl), ¢ COOMOACHHEM
BO3PACTHBIX OrpaHMYEHM, HA ()OHE CTPOTOrO BHIOJHEHMS JIEUCOHBIX HA3HAUYEHUH C IIEJIbIO

dbopmupoBanus IPPEKTUBHOTO HMMYHHOTO OTBETa W  MPEAOTBPAICHUS  Pa3BUTHS
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MeTaboNnuyecKux KpuzoB. BaknuHamuio 1nenecooOpa3HO MPOBOAUTH TOJ  KOHTPOJEM
CIEIHAIICTOB, UMEIONIUX OIMBIT PabOThl C MalMEHTaMU ¢ MeTabonmueckumu Oone3HsMu. B
MOCTBAKIIMHAIIBHOM TEPHOJIE CIEAYEeT MPUCTAIBHO HAO0JI0AAaTh 32 MPUBUTHIMU C MOBTOPHBIM
U3MepeHreM Ttemmeparypsl Tena. [Ipu amarnoctupoBanuu smxopanku >38,0°C HeoOX0auMO

o *k Fk
He3aMeITUTEIbHOE Ha3HAYCHHUE JKApOTTOHMKAIOIIEH Tepanuu (mapaneraMon  Wid HoynpodeH ).

° PexomennoBano: mpuem (OCMOTp, KOHCYJIbTallMsl) Bpaya-TeHETUKA TEPBUYHBIA H
MOBTOPHBIN MAIMEHTY C TOATBEPXKICHHBIM J1abopaTopHbIME MeTogamu auaraozom HMKK wimm
ero OoQUIUATBHBIM MPEACTABUTEISAM C IEIbI0 TMPOBEACHUS  MEIUKO-TEHETHYECKOTO
KOHCYJIbTHUpOBaHUA [55].

YposeHb yoenurenbHocTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeIbCTB — 5).
Kommenmapuu: Cemvsam ¢ demomu ¢ ycmanosieHuvim ouacnozom HMKK neobxooumo npotimu
MeOUKO-2eHemuyeckoe KOHCYIbMUposanue ¢ yeivio onpeoeieHus ecenemuieckozo pucka. Kax u
npu opyaux aymocomHo-peyeccusHulx 3aoonesanusx, npu HMKK ona kasxcoou bepemennocmu
pUCK  pooicoenuss pedeunka cocmaeigem 25%. Ilpenamanvhas oOuacnocmuka 3ab01e8anul,
KOmopule Nnoo0armcs 3¢gekmusHol mepanuu, a mMakice ¢ HUZKOU NEHeMPAHMHOCMbIO,
B03MOJICHA, HO dMUYECKU COMHUMENbHA, peuleHue 0 ee NPo8edeHUU OOJHCHO Oblmb NPUHAMO

nocie noopooHO20 00OCYHCOEHUSL C CeMbell 8CeX PUCKO8 U 0CODEHHOCMEL COCMOSHUSL.

5.2 IlucnancepHoe Ha0JII0IeHHe

ExxerogHo mnanueHThl ¢ ycTaHOBJIEHHBIM auarHozoM HMKK nomkHBI mpOoXoauTh
yrayOleHHylo aucnaHcepusanuio. s HaOmoeHUsl NaleHTOB ¢ YCTAHOBJIEHHBIM JUarHo30M
HMKK Heo06xo0auMo npuMeHeHHe MYJIbTHAMCHUIUIMHAPHOTO 1oaxo/a. [loka3aHbl nepBUYHBIE U
MIOBTOPHBIE KOHCYJIbTAllMU Bpada-TeHEeTHKa, Bpaya-HEBPOJIOTa, Bpaya-racTpoO3HTEpOJIora, Bpaya-
neauaTpa/ Bpaya-TeparneBTa/ Bpaya oO1el MpakTUKY (CeMEHHOro Bpaua), a TakyKe Bpauel Apyrux
cnenuanpbHocte nmanuentam ¢ HMKK, umeromum HapymeHus (QyHKUHUNA COOTBETCTBYIOLIUX
OpraHOB U CUCTEM.

[TatMeHThl € CHUMOTOMATHUYECKOW OSMMIENCHEH HYXIAloTcs B HAOJMIOACHWU Bpadya-
HEBPOJIOTa C OMBITOM PabOThI C MAIIUEHTAMHU C SMHUIIETICHEH.

Takxe OCyHIECTBIIAIOTCS HEOOXOIMMble peaduINTallMOHHBIE Meponpustus. Ponurtenu
JIOJKHBI OBITH 00YYEHBI ITPaBUIIaM OPTaHU3AMH TePATMK B MEXKIIPUCTYITHBIN IEPUOJ U B IEPUO
yrpo3bl MeTaboNInyeckoro Kpusa. Y peOeHka npu cede Bcerja J0/DKHA HAaXOAUTHCS MaMsATKa C

YKa3aHUEM HEOTJIOKHBIX MEPONPUATUN B IEPUOJ HAUMHAIOIIETOCS METa00INYECKOr0 KpU3a.
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° PexoMennoBaHo: 00mMiA (KITHHUYECKU ) aHATN3 KPOBU Pa3BEPHYTHIN BCEM MAIMEHTAM C
nuarsozomM HMKK ¢ nenpro BBIABIEHUS M3MEHEHMM U CBOEBPEMEHHOW KOPPEKLUU COCTOSIHUSA
[16, 50].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEJbCTB — D).
Kommenmapuu: xommpoaupyemcs ue pedce 1 paza 6 200. Illpu uanuuuu usmeneHutl
YenecoobpasHo paccmompens 603MONCHOCHb HANPAGLEHUS HA NPUeM (0CMOmMpP, KOHCYIbMayuio)

epava-cemamaoiioea nepeuqulL?.

° PexomenaoBaHo: aHaTU3 KPOBU OMOXMUMHUYECKUN OOIIETepaneBTUUECKUN; NCCIIeOBaHNE
YpOBHS anpOymuHa, oOmero Oenka, oOmero OwnMpyOWHA, CBOOOJHOTO W CBSI3aHHOTO
OwMpyOMHa, MOYCBHHBI, KpPEaTWHWHA, KalMs, HATPUsS B KPOBH, OMPEICICHUE AKTUBHOCTH
acnapraTaMHUHOTpaHc(epasbl, alaHMHaMUHOTpaHcdepasbl, ramma-TITaMuITpaHcepasbl B
KkpoBH nanuentam ¢ auarnozoM HMKK c nienbto BoisiBieHus nopaxxenus nedenu [S1, 52, 53, 54].
YposBeHnb yoenutenbHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5).

Kommenmapuu: koumponupyemcs ne pexce 1 pasa 6 200.

° PexoMeH10BaHO: KOMIIJIEKCHOE OIpe/ieleHue KOHIIEHTPAllMd Ha aMHHOKHUCIOTHI U
AIMJIKAPHUTHHBI B KPOBH METOZOM TaHJIEMHOH Macc-CIIEKTPOMETPUHN MAIMEeHTaM C JHarHO30M
HMKK c nenbio kouTposis geuenus [6, 50].

YpoBeHb yoequTeILHOCTH peKoMeHaauii B (ypoBeHb 10CTOBEPHOCTH I0KA3ATEIbCTB — 3).
Kommenmapuu: ypoenu C5:1 u C50H, a maxoce coomnowenue C50H/C3 6 kposu &

pe3yivmame nedenust 00JIHCHbL OblMb NPUOTUNCEHBL K peepeHCHbIM 803DACTHBIM 3HAYEHUSIM.

° PexoMeHI0BaHO: KOMITJICKCHOE OIPE/ICIICHUE COACPIKAHUS OPTrAaHUIECKUX KUCIIOT B MOUE
C IICJBI0 CBOCBPEMEHHOTO BBISBJICHUS META0OJUYECKUX HAPYIICHUH U MPEeIOTBPAIICHUS
pa3BuTus MeTaboauyeckoro kpusa [6, 50].

YpoBeHb yoeauTeIbHOCTH peKoMeH1anuii B (YpoBeHb 10CTOBEPHOCTH 10KA3aTEILCTB — 3).
Kommenmapuu: uccrnedoganue npogooumcs memooom 2a3080l Xpomamozspaguu ¢ macc-
cnekmpomempueu  (I'X/’MC). Ilpogunu opeanuueckux kuciom 6 moue npu HMKK
Xapakmepusylomesi  NOBbIUEHHOU — JKCKpeyuell  3-MemuikpomoHunieiuyua  u  3-
eudpoxcuuzosanrepuanosoll kuciomol [7]. Kpamnocms nposedeHusi amanu3os 3aeucum om

COCMOAHUA nayuenma.
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° PexomenaoBaHo: aucmaHCcepHBbId MpHEM (OCMOTpP, KOHCYJbTAlUsl) Bpaya-HEBPOJIOTa
nersam ¢ guariozomM HMKK ¢ nenbr0 MOHUTOpPUHTa COCTOSIHUSL U CBOEBPEMEHHOIO BBISIBICHUS
MaTOJIOTMU HEPBHOM CUCTEMEI [56].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTeJILCTB — D).
Kommenmapuu: y nayuenmos ¢ HMKK ommeuaromces nogvluenuas 6030y0umocms, MbluleYHAs.
CUNOMOHUSA, Y2HemeHUue CO3HAHUA, Jlemapeus, anHod, ORUCHMOMOHYC, 2UnepKuHemudecKue
paccmpoucmaa, SHyeparonamus, SNUiIeRMuYecKue RPUCMynvl N0 MUny UHQAHMUTLHLIX CHA3MO8
unu cyoopocu Ha ghone mMemadoaIUUecKo2o Kemoayuoosd, 2Uno2iuKemMuss, UHo20a 8 CO4emaHuu ¢
eunepammonuemuetl [6, 16, 24-27]. B npomesicymkax mexncoy memadOonudecKumu Kpuzamu
bonbHble yacmo beccumnmomusl. B peokux cayuasx y nayuenmos ¢ HMKK nabniodaemcs
3a0epacka  puuuecko2o, MomopHo2o, ncuxopeuesoco passumus [17, 27-29]). Ilpu naruuuu
HeB8pONI02UYeCKUX HAPYUEHUL 83POCTIbIM NAYUSHMAM MAakKice mpeoyemcs OUCNAHCEPHbILL npuem

(ocmomp, KoHcyIbMAYUs) 8pAYaA-He8pPOI02a.

° PexoMeH10BaHO: THCTIaHCEPHBIA TpUEM (OCMOTpP, KOHCYJBTAIMs) Bpada-KapIuoiora
naimeHTaM ¢ HMKK ¢ 1enpio MOHUTOpWHTA COCTOSHUSI M CBOEBPEMEHHOTO BBISBICHUS
NIATOJIOTUH CEPAECUYHO-COCYUCTON CUCTEMBI [48].

YpoBenb yoenuTebHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH 0KA3aTEJbCTB — 4).
Kommenmapuu: Ilayuenmor ¢ HMKK nyscoaromes 6 nabnooenuu epava-kapouonoza (8pava-

0emcKo20 Kapouonioza) 6 c6a3U C PUCKOM pPA38UmMus KapOUOMUONAMUU, HAPYUWEHUN PUmMa

cepoya [6, 48].
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6. Opranu3anus OKa3aHusi MeAUIMHCKOH MTOMOIIH

IToxazanus JJIA IUIAHOBOM rocrnvTain3ani B MCAUIIUHCKYIO OPraHu3al o

1.

[IpoBeneHue MUArHOCTUKU W JICYCHHS, TPEOYIOIIKE MPOJOJIKUTEIBHOTO (IHEBHOE WU
KPYTJIOCYTOYHOE NpeObIBaHNE) MEIUIIMHCKOTO HAOIIOACHUS M MOHUTOPUHTA KIMHUKO-
71a00paTOPHBIX ITOKa3aTeneH;

HeoOxoauMocTh TNpOBeleHHUS pPa3IUYHBIX BHAOB OSKCIEPTH3 HIM OOCIIEIOBaHUS B
MEIUIIMHCKONW OpraHu3allid NpPU HEBO3MOXXHOCTH MPOBEACHUS HUX B aMOyJaTOPHBIX
YCIOBUSX (B TOM  umcrue oopmileHHE  3aKITIOYCHUS (benepanbHOTO
KOHCHJIYMa/BpadyeOHOW KOMHCCHUH).

ITokazanms JUIA 3KCTpeHHOI71 rocrnuTajan3allui B MEAUIUHCKYIO OPraHu3alruio:

1.

OcTtpble yrposkarolue sl KU3HM W Pa3BUTHSI OCIIO)KHEHUH COCTOSIHMSL, TpeOyrolne
HEOTJIOXKHOTO JICYEHUs], B TOM YHUCJIE NHTEHCUBHOW TEpaluy, a TAKKe KPyrioCyTOYHOIO
MEIUIIUHCKOTO HAONIONCHUS M TPOBEACHUS CIEIHATbHBIX BHJIOB OOCIICHOBAaHUS U
JICUYCHU.

ITokazanus K BBIIKCKE MAIUEHTa U3 MEANIITMHCKOM OpraHu3anuu:

1.

OtcyTrcTBUE YrpO3bl AJIs AKU3HU NALUEHTA U YTPO3bl PA3BUTHUS OCIIOKHEHUH, TPEOYIOIINX
HEOTJIOXKHOTO JICUEHHUS I10 3aBEPIIECHNUN JUArHOCTUYECKUX MEPOIPUITHIM.

Crabunuszanyst COCTOSHHS M OCHOBHBIX  KJIMHUKO-TAa0OpaTOpHBIX — IOKa3aresnen
NaTOJIOTUYECKOrO  Tpolecca, OTCYTCTBHE HEOOXOJMMOCTH B  MPOAOJKUTEILHOM
MEIUIUHCKOM HaOII0IeHUH (JHEBHOE WIIM KPYIIIOCYTOYHOE MTpeObIBaHuE);

Beimonnen mnnaH oOcieoBaHUS M JIEYEHUs MalMEHTa, JaHbl PEKOMEHIAlUU IO
JabHENIIeMy HaOJI0IEHUIO U JIEYEHHUIO.

HeoOxonuMocTh mnepeBoja NalMeHTa B JIpPYroe MEIUIMHCKOE YUPEKICHHE WIH
YUpEXJIEHUE COLUATBHOIO 00eCeYeHHU .

7. JonoanuTeabHas nuHpopMmanus (B TOM unciie (paKTOPbI, BJAUSIONIAE HA

HUCXO0/1 3200J1eBaHUS UJIM COCTOSIHUA)

be3 matoreHeTMuyeckoro JI€YEHHUS B nepuon MeTa00INYECKOrO Kpu3a 1OoAaBJIAIOMICC

OonbMHCTBO JleTeid morubaer. Ilpu  CBOEBpEMEHHOW KOppEeKIMHM U HPOHIAKTHKE
METa0OJIMUECKUX KPHU30B, COOJIIOJEHMHM M CTPOrOM KOHTPOJIE MAaTOT€HETHUYECKOW Tepamuu M
CHUMIITOMAaTHYECKOT0 JICUEHUS POTHO3 VISl )KU3HU OJarONMpUsSTHBII.

HpOl"HOS COCTOSIHUA M YPOBHS ICHUXUYCCKOTO PA3BUTHUA MALUMCHTA 3aBUCUT OT TAXKCCTU

3&6OHeBaHI/I$I, HaJIn4uA I/IHCYJ'IBTOHO)IO6HBIX COCTO?IHI/II\/'I, BOBIJICUCHHS B ITATOJOTHUCCKUI mponecc

BHYTPEHHUX OpraHoB (IIOYKH, CepJle, MODKEIyAOYHas dKele3a), a TakkKe CPOKOB Hadajia

CHEeUaM3UPOBAaHHON TEparuyd W KauyecTBa JIEYEHHS, CIOCOOHOTO NPENyNpeauTh MPUCTYIIBI

MeTa00INYeCKOM JCKOMIICHCAILIMH.
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Kpurepuu oneHky kayecTsa MeJUIMHCKON NOMOLIHU

Kpurepun kavyectBa

Onenka

BbIIIOJTHCHUA

[IpoBeieHO KOMITJIEKCHOE OIPEECIIEHNE COAEPKAHUS
OpPraHUYECKUX KUCIOT B MOUYE BCEM IMALIMEHTaM C KJIMHUYECKUMHU
npu3HaKkamu, xapakrepubiMu 11 HMKK

na/Her

[TpoBenEHO KOMIUIEKCHOE ONPECIIEHNE KOHLICHTPAIui Ha
AMUHOKHCJIOTBI Y allWJIKAPHUTUHBI B KPOBU METOJIOM TaHIEMHOU
MacC-CIIEKTPOMETPUH BCEM MALMEHTaM C KIMHUYECKUMU
npu3HaKamu, xapakrepabivu 11 HMKK

aa/Her

[IpoBeneHo onpeeneHre BApHaHTOB TEHOB B o0pasiie
OMOJIOTUYECKOT0 MaTeprasa IPyroM Wi HEYTOYHCHHOM,
HEKJIACCU(PHUIIMPOBAHHBIC B IPYTHX pyOpHKax, METOIOM
TapreTHOTO BHICOKOIPOM3BOIUTEILHOIO CEKBEHUPOBAHUS
(03.5199.18.998.041) (MoneKyIIpHO-TEHETUUECKOE HCCIIEI0BAHUE
reroB MCCC1 u MCCC2) Bcem manueHTaM ¢ OHOXUMHYECKUMH
U3MEHEHHSIMH, XapakTtepHbiMu 111 HMKK

aa/Her

[IpoBenen npuem (0cMOTp, KOHCYNIbTALINS) Bpaua-TreHETHKa
NEPBUYHBIN U TOBTOPHBIN, IPU HEOOXOAMMOCTH, BCEM IMallUEHTaM
¢ xmHnyecknmu npusHakamu HMKK u ¢ ycraHOBIE€HHBIM
nuaraozom HMKK

na/Her

Haznauena nuerorepanus nauuesatam ¢ HMKK

aa/Her

Haznauen A16AAO01 JleBokapautuH B 1o3upoBke 50-200
mr/kr/cytku nmanuearam ¢ HMKK, nmerorum HegocraTok
CBOOOJIHOTO KapHUTHUHA

na/Her

26




10.

Cnmcok JurepaTrypsl

Baumgartner MR, Almashanu S, Suormala T, Obie C, Cole RN, Packman S, Baumgartner
ER, Valle D. The molecular basis of human 3-methylcrotonyl-CoA carboxylase
deficiency. The Journal of clinical investigation. 2001 Feb 15;107(4):495-504.

Gallardo ME, Desviat LR, Rodriguez JM, Esparza-Gordillo J, Pérez-Cerda C, Pérez B,
Rodriguez-Pombo P, Criado O, Sanz R, Morton DH, Gibson KM. The molecular basis of
3-methylcrotonylglycinuria, a disorder of leucine catabolism. The American Journal of
Human Genetics. 2001 Feb 1;68(2):334-46.

Eldjarn L, Jellum E, Stokke O, Pande H, Waaler PE. B-Hydroxyisovaleric aciduria and -
methylcrotonylglycinuria: a new inborn error of metabolism. The Lancet. 1970 Sep
5;296(7671):521-2.

Holzinger A, Réschinger W, Lagler F, Mayerhofer PU, Lichtner P, Kattenfeld T, Thuy LP,
Nyhan WL, Koch HG, Muntau AC, Roscher AA. Cloning of the human MCCA and
MCCB genes and mutations therein reveal the molecular cause of 3-methylcrotonyl-CoA:
carboxylase deficiency. Human molecular genetics. 2001 Jun 1;10(12):1299-306.

Chu, C.H. and D. Cheng, Expression, purification, characterization of human 3-
methylcrotonyl-CoA carboxylase (MCCC). Protein Expr Purif, 2007. 53(2): p. 421-7.
Griinert SC, Stucki M, Morscher RJ, et al. 3-methylcrotonyl-CoA carboxylase deficiency:
clinical, biochemical, enzymatic and molecular studies in 88 individuals. Orphanet J Rare
Dis. 2012;7:31. Published 2012 May 29. doi:10.1186/1750-1172-7-31.

Fonseca H, Azevedo L, Serrano C, Sousa C, Marcdo A, Vilarinho L. 3-Methylcrotonyl-
CoA carboxylase deficiency: Mutational spectrum derived from comprehensive newborn
screening. Gene. 2016 Dec 15;594(2):203-10.

Stadler SC, Polanetz R, Maier EM, Heidenreich SC, Niederer B, Mayerhofer PU, Lagler
F, Koch HG, Santer R, Fletcher JM, Ranieri E. Newborn screening for 3-methylcrotonyl-
CoA carboxylase deficiency: population heterogeneity of MCCA and MCCB mutations
and impact on risk assessment. Human mutation. 2006 Aug;27(8):748-59.

Dantas MF, Suormala T, Randolph A, Coelho D, Fowler B, Valle D, Baumgartner MR. 3-
Methylcrotonyl-CoA carboxylase deficiency: mutation analysis in 28 probands, 9
symptomatic and 19 detected by newborn screening. Human mutation. 2005
Aug;26(2):164-.

Kim YM, Seo GH, Kim GH, Yoo HW, Lee BH. Novel heterozygous MCCC1 mutations
identified in a patient with 3-methylcrotonyl-coenzyme A carboxylase deficiency. Journal
of Genetic Medicine. 2017;14(1):23-6.

27



11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

Wolfe LA, Finegold DN, Vockley J, Walters N, Chambaz C, Suormala T, Koch HG,
Matern D, Barshop BA, Cropcho LJ, Baumgartner MR. Potential misdiagnosis of 3-
methylcrotonyl-coenzyme A carboxylase deficiency associated with absent or trace urinary
3-methylcrotonylglycine. Pediatrics. 2007 Nov;120(5):e1335-40.

Baumgartner MR, Dantas MF, Suormala T, et al. Isolated 3-methylcrotonyl-CoA
carboxylase deficiency: evidence for an allele-specific dominant negative effect and
responsiveness to biotin therapy. Am J Hum Genet. 2004;75(5):790-800.
doi:10.1086/425181.

Shepard PJ, Barshop BA, Baumgartner MR, Hansen JB, Jepsen K, Smith EN, Frazer KA.
Consanguinity and rare mutations outside of MCCC genes underlie nonspecific
phenotypes of MCCD. Genetics in medicine. 2015 Aug 1;17(8):660-7.

Schiff M, Brassier A, Dionisi-Vici C. Branched-Chain Organic Acidurias Branched-chain
Organic Acidurias/Acidaemias. Inlnborn Metabolic Diseases: Diagnosis and Treatment
2022 Jun 25 (pp. 369-389). Berlin, Heidelberg: Springer Berlin Heidelberg.

Savic D, Hodson L, Neubauer S, Pavlides M. The importance of the fatty acid transporter
L-carnitine in non-alcoholic fatty liver disease (NAFLD). Nutrients. 2020 Jul
22;12(8):2178.

Thomsen JA, Lund AM, Olesen JH, Mohr M, Rasmussen J. Is L-Carnitine
Supplementation Beneficial in 3-Methylcrotonyl-CoA Carboxylase Deficiency?. JIMD
Rep. 2015;21:79-88. do0i:10.1007/8904_2014 393.

Schulze A, Lindner M, Kohlmuller D, Olgemoller K, Mayatepek E, Hoffmann GF.
Expanded newborn screening for inborn errors of metabolism by electrospray ionization-
tandem mass spectrometry: results, outcome, and implications. Pediatrics. 2003
Jun;111(6):1399-406.

Niu DM, Chien YH, Chiang CC, Ho HC, Hwu WL, Kao SM, Chiang SH, Kao CH, Liu
TT, Chiang H, Hsiao KJ. Nationwide survey of extended newborn screening by tandem
mass spectrometry in Taiwan. Journal of Inherited Metabolic Disease: Official Journal of
the Society for the Study of Inborn Errors of Metabolism. 2010 Oct;33:295-305.

Lam C, Carter JM, Cederbaum SD, Neidich J, Gallant NM, Lorey F, Feuchtbaum L, Wong
DA. Analysis of cases of 3-methylcrotonyl CoA carboxylase deficiency (3-MCCD) in the
California newborn screening program reported in the state database. Molecular genetics
and metabolism. 2013 Dec 1;110(4):477-83.

Lim JS, Tan ES, John CM, Poh S, Yeo SJ, Ang JS, Adakalaisamy P, Rozalli RA, Hart C,
Tan ET, Ranieri E. Inborn Error of Metabolism (IEM) screening in Singapore by

28



21.

22.

23.

24,

25.

26.

27.

28.

29.

electrospray ionization-tandem mass spectrometry (ESI/MS/MS): An 8 year journey from
pilot to current program. Molecular genetics and metabolism. 2014 Sep 1;113(1-2):53-61.
Yang L, Yang J, Zhang T, Weng C, Hong F, Tong F, Yang R, Yin X, Yu P, Huang X, Qi
M. Identification of eight novel mutations and transcript analysis of two splicing mutations
in Chinese newborns with MCC deficiency. Clinical genetics. 2015 Nov;88(5):484-8.
Shibata N, Hasegawa Y, Yamada K, Kobayashi H, Purevsuren J, Yang Y, Dung VC,
Khanh NN, Verma IC, Bijarnia-Mahay S, Lee DH. Diversity in the incidence and spectrum
of organic acidemias, fatty acid oxidation disorders, and amino acid disorders in Asian
countries: selective screening vs. expanded newborn screening. Molecular genetics and
metabolism reports. 2018 Sep 1;16:5-10.

Wang T, Ma J, Zhang Q, Gao A, Wang QI, Li H, Xiang J, Wang B. Expanded newborn
screening for inborn errors of metabolism by tandem mass spectrometry in Suzhou, China:
disease spectrum, prevalence, genetic characteristics in a Chinese population. Frontiers in
genetics. 2019 Oct 29;10:1052.

Oude Luttikhuis HG, Touati G, Rabier D, Williams M, Jakobs CA, Saudubray JM. Severe
hypoglycaemia in isolated 3-methylcrotonyl-CoA carboxylase deficiency; a rare, severe
clinical presentation. Journal of Inherited Metabolic Disease: Official Journal of the
Society for the Study of Inborn Errors of Metabolism. 2005 Dec;28(6):1136-8.

Ficicioglu C, Payan 1. 3-Methylcrotonyl-CoA carboxylase deficiency: metabolic
decompensation in a noncompliant child detected through newborn screening. Pediatrics.
2006 Dec;118(6):2555-6.

Dirik E, Yis U, Pasaoglu G, Chambaz C, Baumgartner MR. Recurrent attacks of status
epilepticus as predominant symptom in 3-methylcrotonyl-CoA carboxylase deficiency.
Brain and Development. 2008 Mar 1;30(3):218-20.

Yap S, Monavari AA, Thornton P, Naughten E. Late-infantile 3-methylcrotonyl-CoA
carboxylase deficiency presenting as global developmental delay. Journal of inherited
metabolic disease. 1998 Apr;21(2):175-6.

Steen C, Baumgartner ER, Duran M, Lehnert W, Suormala T, Fingerhut R, Stehn M,
Kohlschiitter A. Metabolic stroke in isolated 3-methylcrotonyl-CoA carboxylase
deficiency. European journal of pediatrics. 1999 Aug;158:730-3.

Darin N, Andersen O, Wiklund LM, Holmgren D, Holme E. 3-methylcrotonyl-CoA
carboxylase deficiency and severe multiple sclerosis. Pediatric neurology. 2007 Feb
1;36(2):132-4.

29



30.

31.

32.

33.

34.

35.

36.

37.

38.

39.

Wiesmann UN, Suormala T, Pfenninger J, Baumgartner ER. Partial 3-methylcrotonyl-CoA
carboxylase deficiency in an infant with fatal outcome due to progressive respiratory
failure. European journal of pediatrics. 1998 Feb;157:225-9.

de Kremer RD, Latini A, Suormala T, Baumgartner ER, Larévere L, Civallero G, Guelbert
N, Paschini-Capra A, Depetris-Boldini C, Mayor CQ. Leukodystrophy and CSF purine
abnormalities associated with isolated 3-methylcrotonyl-CoA carboxylase deficiency.
Metabolic brain disease. 2002 Mar;17:13-8.

Baykal T, Gokcay GH, Ince Z, Dantas MF, Fowler B, Baumgartner MR, Demir F, Can G,
Demirkol M. Consanguineous 3-methylcrotonyl-CoA carboxylase deficiency: early-onset
necrotizing encephalopathy with lethal outcome. Journal of inherited metabolic disease.
2005 Apr;28:229-33.

Murayama K, Kimura M, Yamaguchi S, Shinka T, Kodama K. Isolated 3-methylcrotonyl-
CoA carboxylase deficiency in a 15-year-old girl. Brain Dev. 1997 Jun;19(4):303-5.
Sahin S, Yildinm M, Bektas O, Siiriicii Kara I, Ceylan AC, Teber S. Intracranial
Calcification Associated with 3-Methylcrotonyl-CoA Carboxylase Deficiency. Mol
Syndromol. 2021;12(6):393-398. d0i:10.1159/000517272.

Al-Odaib A, Rashed M, Page T, Nyhan W, Ozand PT. 3-Methylcrotonyl-CoA carboxylase
deficiency. A long-term outcome. Saudi Med J. 2006 May;27(5):732-3.

de Kremer RD, Latini A, Suormala T, et al. Leukodystrophy and CSF purine abnormalities
associated with isolated 3-methylcrotonyl-CoA carboxylase deficiency. Metab Brain Dis.
2002;17(1):13-18. d0i:10.1023/a:1014096112916.

Forsyth R, Vockley CW, Edick MJ, Cameron CA, Hiner SJ, Berry SA, Vockley J, Arnold
GL. Outcomes of cases with 3-methylcrotonyl-CoA carboxylase (3-MCC) deficiency-
Report from the Inborn Errors of Metabolism Information System. Molecular genetics and
metabolism. 2016 May 1;118(1):15-20.

Kér D, Mungan NO, Yilmaz BS, Oktem M. An asymptomatic mother diagnosed with 3-
methylcrotonyl-CoA carboxylase deficiency after newborn screening. Journal of Pediatric
Endocrinology and Metabolism. 2015 May 1;28(5-6):669-71.

Rips J, Almashanu S, Mandel H, Josephsberg S, Lerman-Sagie T, Zerem A, Podeh B,
Anikster Y, Shaag A, Luder A, Staretz Chacham O. Primary and maternal 3-
methylcrotonyl-CoA carboxylase deficiency: insights from the Israel newborn screening
program. Journal of Inherited Metabolic Disease: Official Journal of the Society for the
Study of Inborn Errors of Metabolism. 2016 Mar;39(2):211-7.

30



40.

41.

42.

43.

44,

45.

46.

47.

48.

49.

50.

Gibson KM, Bennett MJ, Naylor EW, Morton DH: 3-Methylcrotonyl-coenzyme A
carboxylase deficiency in Amish/Mennonite adults identified by detection of increased
acylcarnitines in blood spots of their children. J Pediatr 1998, 132:519-523

Baumgartner MR. Molecular mechanism of dominant expression in 3-methylcrotonyl-
CoA carboxylase deficiency. Journal of inherited metabolic disease. 2005 May;28(3):301-
9.

Morscher RJ, Griinert SC, Biirer C, Burda P, Suormala T, Fowler B, Baumgartner MR. A
single mutation in MCCC1 or MCCC2 as a potential cause of positive screening for 3-
methylcrotonyl-CoA carboxylase deficiency. Molecular Genetics and Metabolism. 2012
Apr 1;105(4):602-6.

Wilcken B. The consequences of extended newborn screening programmes: do we know
who needs treatment?. Journal of inherited metabolic disease. 2008 Apr;31:173-7.

Jung CW, Lee BH, Kim JH, Kim GH, Lee J, Choi JH, Yoo HW. Uneventful clinical
courses of Korean patients with methylcrotonylglycinuria and their common mutations.
Journal of human genetics. 2012 Jan;57(1):62-4.

Wilcken B. 3-Methylcrotonyl-CoA carboxylase deficiency: to screen or not to screen?.
Journal of inherited metabolic disease. 2016 Mar;39(2):171-2.

Wang H, Liu S, Wang B, Yang Y, Yu B, Wang L, Wang T. 3-Methylcrotonyl-CoA
carboxylase deficiency newborn screening in a population of 536,008: is routine screening
necessary?. Journal of Pediatric Endocrinology and Metabolism. 2019 Dec 1;32(12):1321-
6.

Mourmans J, Bakkeren J, De Jong J, Wevers R, Van Diggelen OP, Suormala T,
Baumgartner R, Wendel U. Isolated (biotin-resistant) 3-methylcrotonyl-CoA carboxylase
deficiency: four sibs devoid of pathology. Journal of inherited metabolic disease. 1995
Sep;18:643-5.

Visser G, Suormala T, Smit GP, et al. 3-methylcrotonyl-CoA carboxylase deficiency in an
infant with cardiomyopathy, in her brother with developmental delay and in their
asymptomatic father. Eur J Pediatr. 2000;159(12):901-904. doi:10.1007/pl00008366.
Tuba Eminoglu F, Ozcelik AA, Okur I, Tumer L, Biberoglu G, Demir E, Hasanoglu A,
Baumgartner MR. 3-Methylcrotonyl-CoA carboxylase deficiency: phenotypic variability
in a family. Journal of child neurology. 2009 Apr;24(4):478-81.

Arnold GL, Koeberl DD, Matern D, et al. A Delphi-based consensus clinical practice
protocol for the diagnosis and management of 3-methylcrotonyl CoA carboxylase
deficiency. Mol Genet Metab. 2008;93(4):363-370. doi:10.1016/j.ymgme.2007.11.002.

31



51.

52.

53.

54,

55.

56.

57.

58.

59.

60.

61.

62.

63.

Finnie MD, Cottrall K, Seakins JW, Snedden W. Massive excretion of 2-oxoglutaric acid
and 3-hydroxyisovaleric acid in a patient with a deficiency of 3-methylcrotonyl-CoA
carboxylase. Clin Chim Acta. 1976;73(3):513-519. doi:10.1016/0009-8981(76)90155-8.
Gibson KM, Elpeleg ON, Morton DH, Wappner RS. Disorders of leucine metabolism.
Physician’s guide to the laboratory diagnosis of metabolic diseases. 2003:165-89.

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.

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.

Smith EH, Matern D. Acylcarnitine analysis by tandem mass spectrometry. Current
Protocols in Human Genetics. 2010 Jan;64(1):17-8.

Boneh A, Baumgartner M, Hayman M, Peters H. Methylcrotonyl-CoA carboxylase (MCC)
deficiency associated with severe muscle pain and physical disability in an adult. J Inherit
Metab Dis. 2005;28(6):1139-1140. doi:10.1007/s10545-005-0163-1.

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.

Baumgartner DM. 3-Methylcrotonyl-CoA carboxylase deficiency. Update. 2005 Feb
Tuchman M, Berry SA, Thuy LP, Nyhan WL. Partial methylcrotonyl-coenzyme A
carboxylase deficiency in an infant with failure to thrive, gastrointestinal dysfunction, and
hypertonia. Pediatrics. 1993 Mar;91(3):664-6.

AnncumoBa U.B. u np. Metoandeckue pekomeHaanuu «MeTo 1 MoaydeHus CyXoro msaTHa
KpPOBH Ha TeCT-0JIaHK JJIs MPOBEIEHUS KIMHUKO-1a00paTOPHBIX HccienoBaHuiin. 2022:34.
Bannwart C, Wermuth B, Baumgartner R, Suormala T, Weismann UN. Isolated biotin-
resistant deficiency of 3-methylcrotonyl-CoA carboxylase presenting as a clinically severe
form in a newborn with fatal outcome. J Inherit Metab Dis. 1992;15(6):863-868.
doi:10.1007/BF01800223

Kpacnononbsckas K.J[. HacnencrBennslie 6ose3nn oOMeHa BemiecTB. CripaBouHOE mocodue

11 Bpaueid. - M., 2005, 364 c.

32



IIpunoxenne Al. CocraB padoueii rpynnsl o paspadoTke u NepecMOTpy

KINHUYCCKHUX peKOMeHI[aHI/Iﬁ

1. AuucumoBa MHura BagumoBHa, K.M.H., 3aBelaylomas OTIACIOM OpraHU3alUU
meaunHckoi nomomu ®I'BHY "Meanko-reHeTnueckuil HayqHbI HEHTP UM. aKaJIeMUKa
H. I1. boukoBa", Bpau-reHETUK, WIeH ACCOIUALIMN METUIIMHCKUX T€HETHUKOB.

2. BbaiinakoBa I'aauna BukrtopoBHa, k.0.H., 3aBenymoomas L[eHTpOM KOJJIEKTUBHOTO
nosib30Banusa "MerabosioM", B.H.C. JIAOOpATOPUU HACIEACTBEHHBIX Oosie3Hel oOMeHa
OI'BHY "Menauko-reHeTuueckuil Hay4Hblil neHTp uM. akaaemuka H. I1. boukoBa", wien
Poccuiickoro o61recTBa MEIUIIMHCKUX TE€HETUKOB

3. bapanoB Ajekcanap AjnekcanapoBuy, akanemMuk PAH, nmpodeccop, 1.M.H.; TOYETHBIN
npesuaeHt Coro3. neauarpoB Poccuu, coBerHuk pykoBonutens HUU nemmarpum u
oxpanbl 310poBbsi nereid HKI[ No2 ®I'BHY «PHIX um akaa. b. B. IlerpoBckoroy,
npodeccop kadeapsl nenuatpun u aerckor pesmatoioruu GI'AOY «llepsoiit MIMY
uMm. .M. CeuenoBa» MunszapaBa Poccun (CedeHOBCckMIi YHUBEPCHUTET), IJIaBHBIN
BHEIITATHBIN ClielUaNuCT neauarp Munzapasa Poccun

4. bapanosa [lonuna Bragumuposna, Hayunsiii corpyaauk LIKII “Merabonom™ ®T'BHY
«MenuKo-reHeTUYEeCKU HayYHbli LIeHTp UM. akageMuka H. I1. boukoBay.

5. bymyeBa Tarbana BaagumupoBna, nMmH., OI'AY "Hayunelifi MeIuuuHCKUN
MCCIIeI0BATENbCKUM 1IeHTp 370poBbsa aeteit” M3 P®D, unen Coroza neauatpoB Poccun.

6. Bamaxmansze Harto /Iskym0epoBHA, 1.M.H., pYKOBOJUTENb OT/JeNIa OpPaHHBIX O0Ie3HEH
U TpodUIaKTUKM HHBATUAM3UpYyromuX 3aboneBanuii HUW mnemumatpum u  oxpansl
3nopoBbst nereit HKI[ Ne2 ®T'BHY «PHIX um akazn. b. B. IlerpoBckoroy, mpodeccop
kadenpsl ¢akynbTeTcKoM mnenuaTtpuu neauarpudeckoro ¢akymnsrera OI'BOY BO
«PHUMY um. H.W. ITuporosa» Munsapasa Poccun

7. JerrsipeBa AHna BiaapumupoBHa, 1.M.H., ipod., 3aB. oTaenoM neauarpun MHCTHTYTA
HEOHATOJIOTUM U TeauaTtpud HanmoHanbHOrO MEAMIIMHCKOTO HCCIEA0BAaTEIbCKOTO
LIEHTpa aKylulepcTBa, TI'MHEKOJOTrMM W mnepuHaronorum um. akan. B.M. Kymakosa,
npodeccop kadeapsl HeoHartonoruu MHCTHTYTA 310pOBBA AeTeit [lepBoro MockoBckoro
roCy/1apCTBEHHOI0 MeauuuHcKoro yHusepcuteta uMm. M.M. CeuenoBa, unen Coseta
Poccuiickoro o0miecTBa HEOHATOJIOTOB

8. 3axapoBa Exarepuna IOpbseBHa, 1.M.H., 3aBeayromas 1abopaTtopuei HacaeICTBEHHBIX

oomnesneit oomena ®I'BHY "Menuko-reHeTHUYeCKUi HaydHBIN IEHTp UM. akagemuka H.I1.

33



10.

11.

12.

13.

14.

15.

16.

17.

18.

boukosa", unen Poccuiickoro obimiecTBa MEIUIIMHCKUX T€HETHUKOB, WICH €BPOTEHCKOTO
o0ImiecTBa 1Mo U3y4eHUI0 HACIEICTBEHHBIX Oose3Hel oOMena BemecTB (SSIEM).
Kakayanna Bukropus Cepreesna, Bpau-HeBpoJor, anuienrtonor ['bY3 «MopozoBckas
AI'KB JI3M», uneH eBpomneicKkoro o0IIecTBa Mo U3y4CHHIO HACIEACTBEHHBIX Oose3Hen
obmena BemiecTB (SSIEM).

KexeeBa Tarbana HukoaaeBHa, 3aBeayromiasi MEIUKO-TEHETUYECKUM OTJICJICHUEM
I'bY3 «Mopo3zosckas AI'Kb JI3M», Bpau-TeHeTHK.

KpacnomexoBa Hwuna AJiekcanapoBHa, Bpau-nieauarp, Bpad-reHeTuk ['bBY3
«Mopozosckas II'Kb JI3M».

Ky3enkoBa JliogmMuiaa  MuxaijioBHa, JI.M.H., 3aBEIYIOLIAs OT/ACIICHUEM
MICUXOHEBPOJIOTUU M TIcuxocoMaTtuueckor natojgoruun @I'AY "Haydynbiii MeaumHCKuUi
HCCIIEIOBATENILCKUM IIEHTP 310poBbs AeTeil”" M3 PO, unien Coro3a nenpuarpos Poccun.
Kyunes Cepreit UBanoBuu, akanemuk PAH, n.m.H., nupekrop ®I'BHY "Menuko-
reHeTUYEeCKU Hay4yHbIl eHTp uM. akagemuka H. I1. boukosa", [Ipe3unent Accomuanuu
MEJUIIMHCKUX T€HETHUKOB.

Jlobenckass Anacracusi FOppeBHa — 3aBenyromuii OMOXMMUYECKOW JlabopaTopueil,
Bpau-nabopatopusiii remeruk CII6 T'KVY3 "JluarHocTuueckuil wLeHTp (MeAMKO-
TEHETUYCCKUN )».

MuxaiisioBa Cgpersiana BuranbeBHa, a.M.H., 3aBenyromas otaeinennem DOIAOY
«Poccuiickas [erckas Knununueckaa bonpauniay PHUMY um H.U. ITuporosa.
Ha3zapenko Jlionmuna IlaBiaoBHa, mpodeccop, O.M.H., 3aMECTUTEIb TUPEKTOpa IO
Hay4YHOU U JieueOHOM paboTe, pyKOBOAUTENb JTA0OPATOPUH HACIIEICTBEHHON MaTOJIOTHI
HUNUW mepununckoi renetrku, Tomckoro HUMIIL PAH, unen Acconmanuu Me JUIIHHCKIX
TE€HETUKOB.

Hama3zoBa-bapanosa Jleiiia CelimypoBHa, akanemuk PAH, mnpodeccop, a.M.H.,
npesugaeHt Coro3a meauatpoB Poccum; mact-npesuaeHr EPA/UNEPSA; pykoBoauTens
HWU nenmatpum u oxpansl 310poBbs gereid HKL[ N2 ®I'BHY «PHIIX um akan. b. B.
[TeTpoBckoroy», 3aBenyromias kadenpoil (akyIbTeTCKOW MeAUaTpUH MEAUMATPUIECKOTO
daxynsrera PI'BOY BO «PHUMY um. H.M. I[Tuporoa» Munsapasa Poccuu, rnaBHbIi
BHEUITATHBIN JETCKUI ceanucT o npoduiaktuiyeckoi meaunuie Munsapasa Poccun
Hukosaesa Exarepuna AjekcaHApoOBHA, J1.M.H., pyKOBOJMUTENb OT/IEJIa KIMHUYECKON
reHetuku OCII «HayuyHo-nccnenoBaTenbCkuii KIMHUYECKUA MHCTUTYT MEIUaTPUY UMEHU
akanemuka [O.E. Benprumesay ®I'AOY BO PHUMY umenu H. U. Iluporosa, unen
Poccuiickoro oOmiectBa MEAMIIMHCKMX TE€HETHKOB, WiIEH AcCCOLHUAIMU MEIUIIMHCKUX

TCHCTUKOB

34



19. IlewatnukoBa Hataabs JleonunoBHa, pykoBoautensb ['opoackoro LlenTpa opdanabix u
Ipyrux penkux 3adoneBanuii y aereit u noapoctkos ['bY3 «Mopozosckas AI'Kb [I3M».

20. CBupugoBa B.B. — Bpau-reHeTHK OT/IeNIa OpraHu3auu MeauiuHcKoi momomw ®I'BHY
«Meauko-reHeTHYeCKUil Hay4yHbld 1eHTp uM. akaaemuka H.II. boukoBa», M.H.C
nabopatopun wmyrtareHeza DPI'BHY «Menuko-reHeTHYECKU HAy4YHBIM LEHTP HM.
akanemuka H.I1. boukoBa»

21. Cenimm3sinoBa Jluiaus PoGepToBHa, K.M.H., 3aBeaytomias otaenom HUUW neauarpuu u
oxpansl 310poBba AeTedt HKI Ne2 ®I'BHY «PHIIX um akaz. b. B. IleTpoBckoro», 1o1eHT
kadenpsl nenquatpun U aerckoir pesmaronorun GI'AOY «llepsoiit MITMY um. U. M.
CeuenoBay MunsapaBa Poccum (CedeHOBCKHMII YHHUBEPCUTET), IOLCHT Kadeapbl
daxynpTeTcKO# neauarpun neguarpuaeckoro dpakyasrera ®I'bOY BO «PHUMY um. H.
W. ITuporoBa» Munszapasa Poccun, unen Coroza neauarpos Poccun

22. CmupHoBa Oubra SIkoBiieBHA, Bpau-TeHETUK, CTApIINKA HAYYHBIH COTPYAHUK OTHAEa
CTaHIAPTHU3aLMM W W3YYEHHS OCHOB J0Ka3areibHOM meauuuHsl HUM negmatpum un
oxpanbl 370poBbs neteit [IKb PAH.

23. CrpokoBa Tarbsina BukropoBHa, a.M.H., npodeccop PAH, 3aBenyromiast otaeneHuem
MeaUaTPUUECKON racTpOIHTEPOIOTHH, renaToyioruu u guetorepanuu Knnanku ®I'BYH
"®OUII nutanust u OUOTEXHOJIOTHN".

24. CyoooTtun JAmutpuii MuxaiijoBuy, Bpau-reHetnk ®I'BHY "Meauko-reHeTHUECKHA
HayuHbli LEeHTp uM. akagemuka H. II. Boukoa", unen Acconuanuu MeIUIIMHCKUX
TE€HETUKOB.

25. Cymuna Mapusi 'eHHaabeBHAa, 3aBeAyIONas OTICICHUEM MEIUKO-TCHETHUECKOTO
KOHCYJIbTHpOBaHMs, Bpau-reHetuk ['AY3  CsepmaioBckoit ob6mactu  “Kinunuko-
JMarHOCTHYeCKuH 1eHTp “OxpaHa 37J0pOBbsl MaTepH U pedeHka” .

26. Tapan Haranus HwukosiaeBHa, K.M.H., CTaplIMi Hay4yHBIH COTPYIHHMK OTHCICHHS
MEeIMATPUYECKOM TacTpOdHTEpoJIoruu, renaroiorun u auerorepanuu OI'BYH "OUI]
nuTaHus 1 OuotexHosoruu"", accucteHT Kadeapst ®I'AOY BO PHUMY um. H.H.

ITuporosa Munsapasa Poccuu.

ABTOpBI MOATBEPKIAIOT OTCYTCTBUE (PMHAHCOBOU MOAJIEPKKU/KOH(INKTAa HHTEPECOB, KOTOPbII

HE0OXO0aMMO 0OHAPOIOBATH.

35



Ipunoxenne A2. MeronoJiorust pa3padoTki KJIMHAYECKHX PEeKOMEH AN

Hacrosimuue pekoMeHaanuu IpeaHa3HaueHbl JUIsl IPUMEHEHHUsS MEJUIIMHCKUMU
OpraHU3aLUAMU U YUPEXKIAECHUAMU (eiepaabHbIX, TEPPUTOPUATBHBIX U MYHHUIIMIIAIBHBIX OPraHOB
yIpaBJICHUS 3PaBOOXPAHEHHUEM, CHCTEM O0S3aTENbHOIO U JOOPOBOJBHOTO MEIUIIMHCKOTO
CTpaxoBaHMsI, IPYTUMHU MEIUIIMHCKUMH OPTaHN3aLUSIMH PA3IMYHbBIX OPraHW3allHOHHO-TIPABOBBIX
(bopM esATeTbHOCTH, HAallPaBIEHHONW Ha OKa3aHUE MEAULIMHCKON NOMOILH.

KnuHuueckue pekoMeHJaluu CO3JaHbl Ha OCHOBAaHUHM CHUCTEMAaTHYECKOTro 0030pa
mureparypsl 1970-2022 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane
Library databases, ¢ ucnonab30BaHHEM CO3/IaHHBIX IPOTOKOJIOB COBPEMEHHBIX MEXTyHApPOIHBIX
KJIMHUYECKMX PEKOMEHJAIMM 10 JMarHoCTUKE, JIEYEHUI0O U  BEACHUI0 OOJBHBIX C
MeTaboIMYECKUMU OOJIE3HIMHU.

HMKK otHOcuTCS K peakuM HacleACTBEHHbIM 3a00J€BaHMSIM, 4YTO MCKJIIOYAET
BO3MOXXHOCTh IPOBEACHUS OOJBIIMX KOTOPTHBIX M PAaHAOMHU3MPOBAHHBIX KOHTPOIHPYEMBIX
UCCIICIOBAaHUM W /ISl CO3JAaHUS IPOTOKOJIOB TUATHOCTUKU M TEPallUM HCHOJBb3YIOTCS JIMUIb
TEMaTU4YeCKHE UCCIIEI0BaHMsI SKCIIEPTOB, ONYOIMKOBAHHBIE B MOCJIEAHHE ABA JECATUIIECTHUS.

OrneHka KadecTBa JIOKAa3aTEeIbCTB M CHJIBI PEKOMEHIANNN TPUMEHEHUS MEIUIIMHCKUX
TEXHOJIOTHI MPOBOAMJIACH B COOTBETCTBUU C YHU(PHUIMPOBAHHOM WIKANOH, NMPUBEACHHON B
tabmumax 1-3.

IleaeBasi ayIUTOPHSA JAHHBIX KJIHHNYECKUX PEKOMEHIAIMM

Bpauu o6uieit npakTHku (ceMelHble Bpaun);
Bpauu-nenuarpsr;

Bpauu-tepanesTs;

Bpauu-renerukuy;

Bpauu-naboparopHbie reéHETHKH;
Bpauu-kapauonoru;

Bpauun-nerckue kapamosory;

Bpauu-nespouory;

© 0o N o g B~ wDhPE

Bpauu-penrrenosnoru;

=
o

. Bpaun g yHKIIMOHANBbHOM TUarHOCTHKY;

[ERN
[ERN

. Bpaun-racrposnreposnoruy;

[N
N

. MeauIuHCKHEe TICUX0JIOTH;

=
w

. Ctynentsl MmenuuuHcKkux BY30B;

[N
SN

. Obyuaroniyecs: B OpAMHATYpE U aCIUPAHTYpeE.
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Tabauua 1. [llxana oneHku ypoBHE#H gocTOBepHOCTH 0Ka3aTenbCcTB (Y /1) s metomnoB

JUArHOCTUKH (JIMATHOCTUYECKUX BMEIIATEIIbCTB).

YA

Pacuu¢pposka

Cucremaruueckue 0030pbl HCCIEI0BAaHUN C KOHTPOJIEM pe(hepeHCHBIM METOI0M MU
CHCTEMaTHUYECKHI 0030p paHIOMU3UPOBAHHBIX KIMHUYECKUX UCCIICAOBAHHM C
IIPUMEHEHUEM METa-aHalIu3a

OT,I[CJ'IBHBIC HCCICO0BAaHUA C KOHTPOJIEM pe(bepCHCHBIM METOJ0M HJIN OTACIBHBIC
PaHAOMU3UPOBAHHBIC KIIMHUYCCKUC UCCIECAOBAHNUA U CUCTEMATUYCCKUC 0630pBI
I/ICCJ'IGI[OBaHI/Iﬁ JIF000Tr0 ﬂHSaﬁHa, 3d HCKIIIOYCHUECM PAHAOMU3HPOBAHHBIX
KIIMHUYCCKUX PICCJICIIOBaHI/IfI, C MIPUMCHCHUEM MCTa-aHaJIM3a

HccnenoBanus 6€3 mociea0BaTeIbHOTO KOHTPOIIS peepeHCHBIM METOI0M HIIN
UCCIIEIOBaHMS C pe()epEHCHBIM METOJIOM, HE SBISIOIIMMCS HE3aBUCHMBIM OT
HCCIIElyeMOI0 METO/1a MJIM HEPaHIOMU3UPOBAaHHbIE CPAaBHUTEIbHBIE UCCIIEJOBAHNS,
B TOM YHCJI€ KOTOPTHBIE HCCIIEI0OBAHUS

HeCpaBHI/ITeJ'IBHBIe HCCJIICAOBAHUS, OITMCAHUEC KIIMHUYCCKOTO CIydast

HMmeercs muimb 000CHOBaHHE MEXaHU3Ma I[GI\/JICTBI/U[ HJIM MHCHHUC DKCIICPTOB

Tab6auna 2. [llkana otieHKH ypoBHEH 10cTOBepHOCTH A0KazaTenseTB (Y /1) amis metonoB
npoUIaKkTUKH, JeUeHus U peadbunuranuu (MpoUIaKTHIECKHX, JIeYeOHbIX, Pea0UIUTAIIMOHHBIX

BMEIIATENHCTB).
p1I| Pacmmmgposka
1 Cucremarnuecknii 0630p PKU ¢ npuMmeHennemM meta-aHanusa
) Otnensubie PKU 1 cuctemaTnueckue 0030pbl MCCIIEIOBAHMM T1000T0 Tu3aiiHa, 3a
uckmouennem PKU, ¢ nmpumenennem MeTa-aHanuza
3 HepanmomMu3npoBaHHbBIC CPAaBHUTEILHBIC HCCIICIOBAHUS, B T.9. KOTOPTHBIC
WCCIICIOBaHHS
4 HecpaBHHUTETBHBIC UCCIICIOBAHNS, OITUCAHHE KIIMHUYIECKOTO CITyJasi HITd CEPUN
CIIy4aeB, UCCIIECIOBAHUS «CITy4aii-KOHTPOIIb)
5 NmeeTcs nuis 000CHOBaHUE MEXaHU3Ma JACHCTBHSI BMEIIATENbCTBA (JIOKITMHUYECKUE
WCCJICTOBAHMSI) MJIM MHEHHUE YKCIIEPTOB
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Tabauua 3. [llkana onenku ypoBHel yoenutenpsHOCTH pekoMmeHnanuii (YYP) mist metonoB
npoUIAKTUKY, TUATHOCTUKH, JICUCHUS U peadmmTanu (MpouiIakTUIecKuXx,
JMAarHOCTHYECKUX, JICYEOHBIX, PEaOMINTALlMOHHBIX BMEIIATEIbCTB).

YyP Pacuu¢pposka

CunpHas pekoMeHJalus (Bce paccMaTpuBaeMble KpUTepun 3pGEeKTUBHOCTH

A (Mcx0/ibl) SBISAIOTCA BaKHBIMU, BCE MCCIIEAOBAHUS UMEIOT BHICOKOE MIIH

YIIOBJIETBOPUTEIbHOE METOI0JIOIMUECKOE KaU€CTBO, UX BBIBOJIBI 10 HHTEPECYIOLIUM
HCXOJaM SIBJISIFOTCS COTJIACOBAHHBIMHU )

YcnoBHas pekoMeHaus (He Bce paccMaTpuBaeMble Kputepuu 3G PpeKTuBHOCTH

B (MCX0/B1) ABISIOTCS BAXKHBIMU, HE BCE UCCIICAOBAHUS HMEIOT BBICOKOE MIIN

YIIOBJIETBOPUTEIHHOE METOIOJIOTHIECKOE KAYECTBO H/HUIIM UX BBIBOJIBI IO
MHTEPECYIOMINM UCXO0/IaM HE SIBJISIFOTCS COTJIACOBAHHBIMU )

Cnabast pexomeHaaius (0OTCyTCTBHUE JOKA3aTeIbCTB HaJIekKAIIETo KauecTBa (Bce
C paccMmarpuBaemMbie Kputepun 3 (HEKTUBHOCTH (MUCXO/IbI) SBISIOTCS HEBAKHBIMU, BCE
UCCIIEIOBaHMS UMEIOT HU3K0E METOI0JIOTMUECKOE KaUeCTBO M UX BBIBOJIBI 1O

HMHTEPECYIOIINM UCX0J1aM HE SIBJISIFOTCS COITIACOBAHHBIMHU )

HOpﬂ)IOK O0HOBJICHHS KIHHHYECKHX peROMeH)IaIII/Iﬁ

Mexanu3sm  OOHOBIIEHHS ~ KIMHUYECKHX  PEKOMEHJAIMi  MpeaycMaTpuBaeT  HX
CHUCTEMAaTUYECKYIO0 aKTyallM3alllio HE peXke, YEM OJMH pa3 B TPHU roja, a TaKXKe MPHU MOSIBICHUN
HOBBIX JIAHHBIX C TO3UIIMH JO0KA3aTeIbHOM MEIUIIMHBI MO0 BOMPOCAM JIUATHOCTHKHU, JICUCHUS,
OpOPUIAKTUKH W peabWInTallud KOHKPETHBIX 3a00JIeBaHUM, HAIUYUU OOOCHOBAHHBIX

JIOTIOJTHEHMH/3aMeuanuil K paHee yTBepkaeHHbIM KP, Ho He yaie 1 pa3a B 6 Mecs1ieB.
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IIpuioxkenne A3. CnpaBouHble MATEPHAJIbI, BKJIIOYasi COOTBETCTBHE
NMOKA3aHUH K NPUMEHEHHUIO ¥ MPOTHBONOKA3aHUA, CI0CO00B NPUMEHEHUSs U
103 JIeKAPCTBEHHBIX MPeNnapaToB, HHCTPYKIUH 10 NPUMeEHEHUI0
JIEKAPCTBEHHOI'0 Npenapara

1. ®enepanbhbliii 3akoH oT 21.11.2011 N 323-D3 (pen. ot 28.12.2022) "OO6 ocHOBax OXpaHbI
3710poBbs Ipaxkaan B Poccuiickoii denepanuun" (¢ u3M. 1 Jo1., BeTyn. B cuty ¢ 11.01.2023).

2. [Tpuka3 Munzapasa Poccun ot 21.04.2022 N 274u "O6 yrBepxkaenuu [lopsinka okazanus
MEIMIMHCKOW IOMOIIM MAleHTaM C BPOXKIECHHBIMH ¥ (WJIM) HACleACTBEHHBIMHU
3a0oseBaHusAMU .

3. [Tpuka3z MwunzapaBa Poccum ot 13.10.2017 N 804n (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 "OO0 yTBEpkKACHUU KPUTEPUEB OLIEHKH
KayecTBa MEJIMLUHCKON oMoIu".

5. [Ipukaz MunzapaBa Poccum ot 02.05.2023 N 2051 (pen. ot 04.12.2023) "OO6
yTBep)KIeHHH HOMEHKIATyphl IOKHOCTEH MEAMIMHCKUX PAaOOTHUKOB M (hapMarieBTUYECKUX
pabOTHUKOB".

6. [Tpuka3 MunzapaBa Poccum ot 07.10.2015 N 700 (pen. or 09.12.2019) "O
HOMEHKJIaType CIELUAIbHOCTEH CHEeLUANIUCTOB, HUMEIOIIMX BBICIIEE MEIUIMHCKOE |
dapmarneBTHuecKoe oopazoBaHue".

1. [Ipukaz MunzapaBa Poccum ot 28.02.2019 N 103w (pea. ot 23.06.2020) "O6
YTBEP)KJICHUH TIOPS/IKA U CPOKOB Pa3pabOTKH KIMHUYECKUX PEKOMEHJIAIUM, MX MepecMoTpa,
TUTIOBOW (POPMBI KIIMHUYECKUX pEKOMEHAAINN U TpeOOBaHUH K UX CTPYKTYpE, COCTABY U HAyYHOM
000CHOBAaHHOCTH BKJIFOYA€MOM B KIIMHUYECKUE PEKOMEHAAIINU HHPOpMaIiu'".

8. WNudopmanus o 1ekapcTBEHHBIX cpeacTBax: https:/grls.rosminzdrav.ru/

9. MexayHaponHas kinaccuukanms Ooie3Hed, TpaBM M COCTOSHUH, BIHMSIONIMX Ha
3noposbe (MKB — 10).
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B3siTe OuoMaTepuaJa A IMarHOCTUKH B NATHAX KPOBH.

IHoaroroBka K B3ITHI0O KPOBU
[ToaroroBka K B3STUIO KPOBH CTaHAAPTHA: METUITUHCKUN TIEPCOHAI JIOJDKEH COOJII0IaTh TIPaBHiia
CTEpUJIBHOCTH, MPOTHpasi MeCTO Mpokona pactBopoM aHTucentuka (DO08: AnTucenTuku u

Ne3UH(ULIPYIOLIUE CPEJCTBA), UCIOIB3YS OJTHOPA30BbIC UIJIbI-CKAPU(PUKATOPHI U IEPUATKH.

ITosryuyeHne cyxoro niTHa KpoBM
Kak mpaBuiio, mis momydeHus cyxux msareH [61] kpoBb OepyT U3 mayblia, TakXe BO3MOXKHO
WCIIOJIb30BaHUE BEHO3HOM KpOBH, B3ATOW u3 mpodoupku ¢ OIJTA (B 3aBUCHMOCTH OT

UCIIONIb3YEMBIX HAOOpPOB).

Y HOBOPOXKICHHBIX KPOBb HA HEOHATAIBHBIN CKPHHHUHT M PETECT OEPYT TOIBKO U3 TSATKH,
B UCKITIOYUTEIILHBIX CIIyYasx — U3 NayIbla (TIPU HEBO3MOXKHOCTH B3SITUSI KPOBH U3 IIATKH).

MecTto npokouna (msTKa, rnajeir) cieyeT o0padoTarh CTEpUIbHOM can(eTkon, CMOYEHHOMN
70% »sTanonoM™*, mocne 4ero MPOMOKHYTh CYXOW cTepuibHON canderkoil. [lepBas karuis,
00pa30BaBIIasACs HA MECTE MPOKOJIA, HE UCITIONB3YETCS — €€ CTUPAIOT CyXHUM BaTHBIM TaMIIOHOM.
[Tocnenyromue Karim MooYepeIHO HAHOCAT B KPYTH Ha BIUTHIBAIOIYIO MeMOpaHy TecT-0JaHKa.
Kpyru Ha OmaHke MOMKHBI OBITH MPOMHUTAHBI PAaBHOMEPHO, HACKBO3b, 0€3 OeNbIX MATEH Ha
oOpatHol ctopone Omanka (puc. 1I'). Jlns momyuyenus ogHoro msatHa Tpedyetrcs 80—100 Mk
kpoBu. [loce HaHeceHusT KPOBH Ha TeCT-OJlaHK 00pa3ell BBIICPKUBAIOT JI0 TTOJIHOTO BBICHIXaHUS
B TEUCHHE HE MEHEe 2-X 4acOB IMPU KOMHATHOHN TeMIlepaType, He COMPUKACAICh C JPYTHMH TECT-
onankamu. [locne BeIcyIIMBaHMS TeCT-0JIaHKU CKIIAJBIBAIOTCS B MHIMBUIYaIbHYIO YIAKOBKY, HE

COIpUKacCasiCh U HC HAKJIAABIBAACH IIATHAMU KPOBU APYT HA ApYyTra.

S00 06

He sy afasru norurmend croun Mo e vesn. 6rfu AR ke
*  Kanau 4onXHbl NONHOCTBIO NPONUTATL KPYXKKU € 0BPaTHOM CTOPOHSI
* HekacaitTecb 061acTH, NPONUTAHHOW KPOBLIO

Pucynoxk 1I'. Cyxue narHa KpoBU Ha TecT-OJIaHKeE.
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JUis  MOJeKyNIsIpHO-TEHETUYECKUX M OHOXMMHYECKHX HCCIIEeOBaHUII HE B paMKax
HEOHATAJILHOTO CKPUHMHTA, IOMUMO KalelbHOTO HAaHECEHUS, MOXET MPUMEHSTHCS HAHECCHHE
HeoO0XoauMoro obbema IIeNbHOW KpOBH Ha TeCT-OJaHK MOJIyaBTOMAaTHYECKUM J03aTOPOM,
HaIpUMep, U3 MPOOUPKH, CoepKalllel aHATU3UPYEMbI OroMaTepua.

TpancopTupoBKa TeCT-0JIAHKOB OCYIIECTBIISACTCS MpU Temrneparype He Boie 25°C [MP

CIIK].

AJNropuTM JeiicTBU MeJUIMHCKOT0 MEePCOHAJIA NPU B3ITUH 00Pa310B KPOBM:

° BBIMBITh PYKU (TUTUEHUYECKUI YPOBEHb), HAJIETh MIEPUATKH;

° BBIMBITh PYKHU MalueHTa (MATKY peOeHKa B Cllydae, €Clid KPOBb OepeTcsl U3 MATKH ),

o pOTEPETh 00IaCTh MPOKAJIBIBAHUSI CTEPUIIbHOM candeTkoil, cmoueHHoM 70% sTaHOIOM™*,
MIPOMOKHYTh CYXOH CTEepPHJIBHOH caneTKOi; — TIPOKOJIOTh CTEPHJIBHBIM OJHOPA30BBIM
cKapu(pUKaTOpOM;

° CHSATB MEPBYIO KAILIIO KPOBU CTEPUIIBHBIM CYXUM TaMIIOHOM;

° MSTKO HaJaBUTh JJIsl IOJYyYEHHS] BTOPOU KaIljlu KPOBH;

° IPWIOKUTh TMEPHEHIUKYJISIPHO TeCT-0JIaHK K Kalljle KpOBH U HPONUTaTb €ro KpPOBBIO
HAaCKBO3b;

° aHaAJIOTUYHBIM 00pa30M HAHECTH Ha TecT-0J1aHK 6-8 Karesb, BUJ IIATEH KPOBU JIOJKEH OBITh

OJIMHAKOBBIM C 00EUX CTOPOH.

[ BBICYIINTh TECT-OJJaHK B TOPHU30OHTAJIbHOM IIOJIO)KEHWM Ha YHUCTOM 0O0€3KUPEHHON
MOBEPXHOCTH HEe MeHee 4 u 0e3 NMPUMEHEHHUs TeIIoBOM o0paboTKM M TMOMaJaHus MPSIMBIX
COJTHEYHBIX TTy4eil;

[ ylakoBaTh TECT-OJJAHKM B YHCTBIM KOHBEPT TakMM 00pa3oM, uTOObI MSTHA KPOBHU HE

COIIpUKaCaJINCh.

OcoOennocT npu MH(Y3NOHHOM Tepanuu

Hekotopble manueHTHl MOTYT TMOJy4aTh MH(QY3HOHHYIO Tepanuio, IepeIruBaHue
KOMIIOHEHTOB KpPOBH, YTO MOXKET OKa3aTh BIMSHHUE Ha pe3yibTaThl TecToB. Hampumep, mnpu
NepeTUBaHUU I1a3Mbl KPOBH MOTYT OBITh MOJTY4YE€HBI JIOXKHOOTPHUIATENIbHBIE PE3yIbTaThl, TAK KaK
ornpenensgeMble (hepMEHThI HaXOIATCS B IJIa3Me U B KJIETKaxX KpOBU. PeKoMeH1yeTcst OCyIecTBUTh
3a0op kpoBu ans ¢epmentHoil u JIHK-numarnoctuku He paHee, yeM uepe3 6-7 aHel mocie

NeperMBaHus IJ1a3Mbl KpOBH U uepe3 7-10 gHel nocie nepeamBaHus KOMIOHEHTOB KPOBH.

He AOIMYCKACTCA B3ATHUC KPOBHU:

° Cpasy Iociie MpoBeICHHs MAUeHTY HH(PY3MOHHON Teparuu;
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° cpa3y mociie 3aMEHHOT0 MEePEIUBAHUS KPOBU.
XpaHeHHne U TPAHCIIOPTHPOBKA OMoMaTepuasia
OO0pa3upl BRICYNIEHHBIX MSTEH KPOBH MOXXKHO XPAaHHUTh B OOBIYHOM KaMepe XOJIOJAUIbHUKA
npu +4°C no otnpaBku. Cpok XpaHEHHUsSI O MOMEHTA OTIIPABKU HE JIOJHKEH MPEBBIIATH 7 JTHEH.
Temnepatypa npu TpaHCIOpPTHPOBKE OrMoMarepuaina qoynkHa Ob1Th 0T 0°C 1o +10°C. Ecnu xpaHuTh
JOJIBIIIE U TIpU OOJiee BBICOKOW TeMIepaType, TO aKTHBHOCTh ()EPMEHTA JaKe€ B HOPME MOXKET

CHMIXATBC, YTO MPUBCACT K JIOXKHOIIOJIOKHUTCIIBHBIM PE3YyJIbTaTaM.
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Ipuioxkenne b. AIropuTmsl 1eHCTBUH Bpaya

[Tpu BesiBIeHMH HMKK HE00X0aMMO BBI3BATH CEMBIO ISl KOHCYJbTAllMA W TPOBECTH
OCMOTp peOeHKa C LEeJbI0 pPEelIeHUs BOIpoca O TocnuTanu3auud. [lOCKONbKY MOBBIIICHHE
koHleHTparuu CS5OH He sBusiercs cnenu@uuHBIM AJIsE 3TOTO 3a00JieBaHUs, HEOOXOIUMO
MPOBE/ICHUE JIOMOJIHUTENBHBIX TECTOB U MOATBEpkjaromiend nuarHoctuku (puc. 1b). Ilpornos
OJIaronpusATHBIA U BO MHOTOM 3aBHUCHUT OT CPOKOB YCTAQHOBJICHHS [MAarHo3a M Ha3HAYCHUS
JICYCHMUS.

Hosopoxnennsie ¢ nogospennemM Ha HMKK nomnexar rocnuranusanuy B OTAEICHUE
MaTOJIOTUM HOBOPOXKICHHBIX WJIM pEaHWMAIlMM WHTCHCUBHOW Tepamuu (B 3aBUCHUMOCTH OT
COCTOSIHUS ), TJIE OCYIIECTBIISICTCS B3STHE KPOBHU JIJIsl TPOBEICHUS PETECTa, a TAaKkKe cOOp 00pas3IoB
MOUYH JIJIsl aHAJIM3a OPTaHMYECKUX KUCIOT MOYH (00pa3iibl OTIPABIAIOT B peEPEHCHBIN IIEHTP).
B 3aBucuMocTu OT pe3ynbTatoB opraHudeckux Kuciaor Mouu nuarHo3 HMKK moxer ObITh
MOATBEPK/ICH HA OMOXMMUYECKOM YPOBHE WJIM YCTAHOBJIEH JIpyroil nuarnos. [locne momydenus
MOJIOKUTEIBHBIX PE3yJIbTaTOB HOBOPOXJACHHOTO HEOOXOAMMO HE3aMEeJIUTEIbHO HANPaBUTh K
CHEIHANNCTY (Bpauy-TeHETUKY, Bpady-TieAuaTpy) A Ha3HAuUEHUs MaTOr€HEeTUYECKOM Teparuu,
MIPOBEICHUS MTOATBEPKIAIONICH TUarHOCTUKY, a TaKKe OOYUCHHS U KOHCYJIbTUPOBAHUSI CEMbH U
OopraHu3aly JainpHedmero HaOmoaeHus. [loaTBepxparomias JAMArHOCTHKA — BKITIOYAET
MoOJIeKyJIsIpHO-TeHeTHueckoro uccienoBanusi renoB MCCC1 u MCCC2 wu mpoBomutcs B

pedepeHCHOM LIEHTpE.
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[ AUMNKAPHWUTUHBI B BLICYLIEHHBIX NATHAX KPOBM ]

CSOH > 0,5 MkM/n

C50H < 0,5 MkM/n

_KoA |

KOHCY/NbTauMA Bpava-reHeTuka
peweHue Bonpoca o 3-rm 3 meTunr.
rocnuTanmzaumm nmnasel, 5
3-meTunkpoToHun-KoA
v KxapBokcunassi,

aKTUBHOCTL 6MOTHMHUAA3BI
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‘ perect ’

v

v

aAKTUBHOCTL BMOTUHMA A3 bI
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Moua -

moua -
3 -MeTUNKPOTOHUNTNNLMH
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3-OH-nponuoHoBas KMcnoOTa

3-MeTUNKPOTOHUNTNNLNH
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3-OH-3-MmeTunrnyraposas
KuoioTta
3-MeTunrnyTaposas KucioTa
3-MeTUN-rNyTaKoHOBaA KMCNOTa

3-MeTUNKPOTOHUNTNMLMH

3-OH-u30oBaNiepuaHoOBan KUCIOTA

CnekTp OpraHMYyeKnMx KMcioT 8
Moue B HOpMe

y v

HEAOCTATINHOST: HE10CTAaTOYHOCTh CMHTETa3bl
He0CTAaTOYHOCTh 3-meTunkpoToHun-KoA
xonokap6okcunaz
noa’ kapbokcunassl noaTEepwaena
noaTeepxAeHa

3-ruapokcu-3
meTunrnytapun-KoA nuasel
noaTeepxAeHa

‘ HeAOCTAaTOYHOCTh

Ny

————

A

KOHCYNbTauua Bpaya-reHeTnka
HazHayeHue Tepanum

ConocTasneHne pe3ynsTaTos
KNMHMYECKUX U NabopaTopHbIX
AaHHBIX, MCKNIOuEHUe oWwnbok

npeaHaMTUYECKro 3Tana

6

v

| reHeTuuYeckas naHens

‘ MyTayumn

I

AuarHoz noaTBepKAeH Ha

| (nouck MyTaumii B reHax )

T

H pe3ynsTaThl

KOM
ypoBHe

—l MrK cembu, NnpoaomkeHue /HazHaYeHWe Tepanum

AHK-pauardocrnkm

!

Pucynok 1Bb. Anroputm muddepeHnnarbHOW AMATHOCTUKH HEAOCTATOYHOCTH 3-MeTHiKpoToHMI-KoA kapOokucnassl (HMKK) ¢ apyrumu

3a00JIeBaHUSMH, ACCOLIMUPOBAHHBIMU C TIOBBIIIEHHBIM YpOBHEM 3-ruapokcumnzoBanepmikapHutuHa (C5SOH): HenocTaTOYHOCTh CHHTETa3bl

rojokapOokcuias u HegoctarouHocts 3-OH-3 metmnrmyrapun KoA nmasbl.
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Mpunoxenue B. Undopmauus 1/ manueHra

YTo Takoe HeI0CTATOYHOCTH 3-MeTHJIKPOTOHMI-K0A kapookcuiaassl (HMKK)?

Henocratrounocts  3-metmnkpotoHmi-KoA  kapbokcunazer (HMKK) —  peakoe
HACJIe/ICTBEHHOE HapylleHHe OOMEHa aMUHOKMCIIOT, CBA3aHHOE C JedeKTamMu (MyTalMsMU) B
rerax MCCC1 wiu MCCC2.

['ensl mpenctaBisioT coboit mocnenosarenbHocTh JJHK 1 B HEX 3ammcaHbl HHCTPYKIIUU
no «mpurorosieHuto» Oenko win PHK (pubonykiienHoBass kucnora). ['eHbl HaxonsaTcs B
XxpomocoMax. Y yenoseka 23 napsl XxpoMocoM. OJIHY U3 XPOMOCOM C COOTBETCTBYIOLMM HA0OpOM
TEHOB OH HACJIEAYET OT MaTepy, BTOPYIO — OT OTLA.

Korma B rerax MCCC1 mmm MCCC2 mpoucxoauT myTtanusi, OHH OOJIbIIE HE MOTYT
CIY)KUTh «HHCTpyKumei» st co3manusi pepmenra MKK. B nopme depment MKK wurpaer
Ba)XHYIO POJIb B IepepaldoTke JeHIIMHa — aMHUHOKHCIIOTBI, KOTOpas BXOAUT B COCTaB MHOTHMX
6enkoB. Takum obOpazom, y namueHtoB ¢ HMKK nonyuuBmmiics depmeHT GyHKUHOHUpYET
HEMPABUIBHO WM € BOBCE HE mpous3BoautTcs B opranu3me. Korma manuentsl ¢ HMKK ensr
numly 0oratryro 6eJIKoM, B KpOBU HAKAIJIMBAETCS] MHOTO JIEHIIMHA U OH IIPEBPAIIAETCS B OMACHbBIE

TOKCHYHBIC BCIICCTBA, KOTOPLIC HAHOCAT BPEA OpraHU3MY.

Kak nposiBasiercs HMKK?

Tsokecte  3a0oneBaHMsT  O4YEHb  BapbUpyeT OT  OecCUMNTOMHOM — (QopMBI 110
KU3HEYTPOXKAIOMIETO COCTOSHUS.  BONBIIMHCTBO JeTel, y KOTOPBIX OBUIM BBISBIICHBI
OMOXMMHUYECKHE U MOJEKYISIPHO-TeHETHUECKUE U3MEHEHHUs, OCTAIOTCsI OECCUMIITOMHBIMU U HE
HyX7aaoTcss B Tepanuu. OIHAKO y €IUHMYHBIX JIeTe MOTryT HaOII0JaTbCs CUMIITOMBI,
HAIIOMUHAIONINE OTpaBlIeHHE (MHTOKCHKAIIMIO): YacThle CPBHITMBAHWS, PBOTA, OTKa3 OT epl,
MBIIIIEYHAast ¢1a00CTh, BSUIOCTh, CY/IOPOTH, IMOBBIIICHHAS COHJIIMBOCTh. Y HHUX MOTYT BO3HUKATh
«MeTabomyeckue Kpu3bl», KOTOPBIE Pa3BUBAIOTCs OOBIYHO B BO3pACTE OT 2 MECSIIEB JI0 3-5 JeT.
Kpu3pl 0OBIYHO NMPOBOIMPYIOTCS TAKMMU HEOIAronpUATHBIMU (aKTOpaMHu, Kak BHPYCHBIE U
OakTepuanbHble WH(EKINN, CTPECCOBBIE CHTYAllHH, TPAaBMbI, XUPYPrHUECKHUE BMENIATEIbhCTBA,
OMOITMOHANBHEIE W (U3UYECKHe Harpy3ku. l[IpeaBecTHMKaMHM KpH3a SBISIETCS CHW)KCHUE
HMOIMOHAIBHOTO TOHYCA, BSAJIOCTh, COHJIMBOCTH. Jlaee peOeHOK OTKA3bIBAE€TCS OT €/Ibl, MOXKET
OBITh pPBOTA, BO3MOXEH IIOJABEM TEMIEpaTypbl, OCOOEHHO mpu aedroTe HHQPEKIIMOHHOTO
3a00JeBaHus, CYyAOPOTH.

HeornoxxHoe nedyeHHMe OYeHb BaXHO, TaK KaK CYyIIECTBYET BBICOKMH pHCK

HEBPOJIOTUYCCKUX OCJIOKHCHUH.
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Kak nacnenyercs HMKK?

HMKK Hnacnenyercst o ayTOCOMHO-PEIIECCUBHOMY THITY. DTO 3HAUUT, 4TO 00a pOIUTENs
ABIISIIOTCSI HOCUTENIIMH U, HEepeAaroT peOeHKy JBe KONMM H3MeHeHHoro reHa. Hocutenb
HacJielyeT TOJIbKO OJIHY «IIOBPEXIEHHYIO» KOIIHIO: TMOO0 OT 0TLa, 1100 0T Marepu. Hocutenu He
00JICIOT ¥ HUKAKUX MPU3HAKOB 00JIe3HH Y HUX HET. Puck poxnenus pedenka ¢ HMKK B cembe,
rae oba poauTens SBISIOTCS HOCUTEISIMU «I10JIOMAaHHOI0» T'€Ha, cOCTaBisieT 25% Ha KaxkIyro
6epemenHocTh (puc. 1B). 3a0oneBaHue MposBIsETCA TOJIBKO B ClIydae HaJW4Ms JBYX KONUH
HOBPEXJCHHOTO I'eHa (reHa ¢ MyTanueil). MaJbuiKy U JeBOYKHU O0JIEI0T C OJJMHAKOBOM 4aCTOTOH.

Bpatbs u cectpsl pedbenka ¢ HMKK moryr Taxke uMeTs 3T0 3a00JIeBaHuUe, Taxe eClU Y
HUX Ha MOMEHT JIMarHOCTUKH YIEHOB CEMbU HE ObUIO CUMIITOMOB. B 1aHHOM ciiyyae He00X01uMo
IPOBECTU TMArHOCTUKY, YTOOBI KaK MOXKHO PaHbIIIe HayaTh Teparnuio U n30eKaTh OCIOXKHEHUH.
Taxoke OHM MOT'YT ObITh HOCUTEIISIMU, KaK UX POAUTENH. YTO KacaeTcs Jpyrux 4iIEHOB CEMbH, TO
UM BaXHO COOOIIUTH, YTO OHU MOTYT OBITHh HOCHUTEISIMH. JTO 3HAYUT, YTO M Y HUX €CTh PUCK
pOXIeHUS peOCHKA C TaHHBIM 3a00JICBAaHUEM.

Bce cempn ¢ HMKK nomkHbl 00s3aTebHO TNPOUTH  MEAUKO-TEHETHUYECKOE
KOHCYJIFTUPOBAHME U MOJYYUTh MOJIHYIO HH(POPMAIUIO OT Bpaya-TeHETHKa O PUCKE TOBTOPHOTO
NPOSIBJIEHUS] JTaHHOTO 3a00JieBaHHA B CEMbE, OOCYAWUTh CO CHELHATUCTOM BCE BOIPOCHI,
CBs3aHHbIE C HaclieZjoBaHMeM 3abosieBaHus. B Poccum Menuko-reHeTndyeckue KOHCYJbTalluu

pa60Ta10T B KaXXJI0M PECTrUOHC.

(B ¢
Oreu-HocuTenb ” * Matb-HocUTeNbHULA

l |
00 00 O

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

Pucynox 1B. Cxema HacliemoBaHUs HEIOCTATOYHOCTH 3-METUIKpOTOHWI-KOA KapOokcuiasbl
(HMKK). Ilpun Hamuuum 1OBYX KONMHMA «OOJBHOTO» TEHa («r»), YHACIEIOBAaHHBIX OT 000WX

ponuteneit-nocureneil, puck poxaenus pedenka ¢ HMKK cocrasnser 25% («rr).
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Kak ycranasimBaercsa nuarao3 HMKK?

[lepBuunyro nuUarHocTUKy 3a0o0jieBaHUs NPOBOAUT Bpau-neauarp. Ha ocHoBanum
KIIMHUYECKUX CHMIITOMOB Bpad MOKET 3aloJ03pUTh [MAarHo3 M OTIPaBUTh NalleHTa Ha
nabopaTopHoe oOciemoBanue. MerogoM TaHaemMHoOW Macc-criektpomerpun (TMC) B kpoBu
ONPENIETSAI0T YPOBEHb TAKUX COCAUHEHUN KaK KapHUTHH, allMJIKAPHUTUHBI U aMUHOKHUCIIOTHI, C
MOMOIIBI0 MeTOoAa Ta3oBoi xpomarorpaduu ¢ macc-criekrpomerpueii (IX/MC) — ypoBeHb
oprannyeckux kuciot mouu. [Ipy HMKK naGmromaercst moBbIlieHre B KPOBH KOHIIGHTPAIUHU 3 -
ruapokcunzoBanepmikapautuia (C50OH), yacro nossimensl cootHomenne CSOH/C3 u unorna
ypoBeHb 3-MeTuikpoToHmikapauTrHa (C5:1). B Moue BBISBIISAIOT MOBBIIIEHUE KOHIICHTPALIMH 3 -
METUIIKPOTOHWITJIMIIMHA U 3-TUAPOKCUU30BATIEPUAHOBOM KUCIOTHI. [lalinenTam ¢ BBISIBIEHHBIMU
OMOXMMHYECKUMH HU3MEHEeHHUsIMH, XapaktepHbiMu isi HMKK, s moarBepikneHus auarHosa
MPOBOAAT MOJEKYISPHO-TEHETUYECKOE HCCIIEeIOBAaHUE C IIENIbI0 BBIABICHUS MYTallUid B reHax

MCCC1 umn MCCC2.

Kaxk geuat manuenro ¢ HMKK?

OcCHOBHbBIE TPHUHIMIIOM TEpalMd B TEX CIy4yasx, KOIJa HMEIOTCS OJHO3HAYHbIE
KIIMHUYECKH CcUMNTOMBI, yKasbiBatomne Ha HMKK, sBnsercs Ha3zHaueHWEe JE€KapCTBEHHBIX
MpenaparoB, COACPKAIIUX JEBOKAPHUTHH, €CIIM y MAIlMEHTOB HAOJIOAACTCS] HU3KUN YPOBEHD
CBOOOAHOTO KapHUTHHA. JIeBOKQpHUTUH — 3TO O€30MacHOe U HATypalbHOE BEIIECTBO, KOTOPOE
moMoraer KJIeTKaM BbIpabarbiBaTh dJHepruro. [lo mokazaHUSIM  TakkKe Ha3HA4YaroT
MPOTUBOAMHICITUYECKHUE MPenapaThl.

[Ipy HanTU4MKM KIWHAYECKUX CHMIITOMOB, MeTaboinueckux kpu3oB manueHTtsl ¢ HMKK
JIOJKHBI TIPUJIEPKUBATHCSA JUETHI, COCTOALIEH U3 MPOJYKTOB C HU3KUM COJIEPKAHUEM JIEMIMHA.
Bpau cocTaBuT miuaH MUTAaHUS, COJEPKAIIUN HEOOXOAMMOE KOJIWYECTBO Oelka, MUTATEeNbHBIX
BEIIECTB M DHEPIUU. DTOr0 IUIaHA MUTAHUS CIEAYET MPUIICPKUBATHCI HA MPOTSHKEHUU BCEH
KU3HU. Bpad-reHeTMK W Bpay-AUETOJIOr MOMOTYT PACCUUTATh MHETY, MPABUIBHO BBOIUTH
OPUKOPM W HAydyaT OCHOBHBIM TpaBuiaM aueroTepanuu. KpaiiHe BakHO coOmrogaTh Bce

PCKOMCHAAINN Bpaqeﬁ, 4yTOOBI U30CXKATh pa3BUTHUA MeTa0O0JINYECKUX KpH30B.

Kak je4yar nanueHTOB B EPUOJ MeTa00JIHYECKOro Kpu3a?

JloMa mipu nepBBIX MpU3HAKAX 3a00JieBaHuUs1, 0COOCHHO KOoTa Y peOCHKa CHIDKEH alIeTuT

(HampuMep, TpU TPOCTYyJE, TPUIIIONOAOOHBIX CHMIITOMAaX, BHUPYCHBIX WHQEKIUSAX, JIIOOBIX
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3a00JI€BaHUAX, COMPSDKEHHBIX ¢ Temmeparypoil >37°C, TOH3WIINTE, TaCTPOIHTEPUTE), CICITYET
HayvaTh TEPAIHIO 110 MPEJOTBPALICHUIO pa3BUTHS Kpu3a. Eciin poauTenn He yBepeHbI B ITOSIBICHUH
y peOcHKa TepBBIX MPU3HAKOB MpHOIIKarmerocs 3aboneBanus (0JI€IHOCTh, COHJIMBOCTb,
pa3paXKUTENbHOCTh, TOTEPsl alMeTHTa, JIMXOpajaKa, ToJoBHas 00ib, JioMoTa M oOmias 0oIb,
Kallesb, 00JIb B TOPJIE WM yIIIaX ), TO B KAUYECTBE MEPbI IPEIOCTOPOKHOCTU PEOCHKY CIeayeT AaTh
BBIIUTH PACTBOP IOJMMEPA IIIFOKO3bI - MAJIbTOIEKCTPUHA - OJIUH Pa3.

CaMbIMM paHHMMH TIpU3HAKAMH OOBIYHO SIBIISIOTCS HE3HAUMUTEIbHBIC W3MCHCHUS B
MOBEJICHNHU, KOTOpPbIe OOBIYHO JIETKO 3aMevaroT poauTenu. Eciu pebeHOK OTHOCUTETBHO 370POB
U y HETO HET PBOTHI, & TOJIBKO CJIa00CTh U HEOOJBIIIAask COHIMBOCTh, MOKHO TIOUTH €ro Yepe3 PoT
pacTBOpOM IMoOJIMMepa TIIOKO3Bl YacThIMH JIpOoOHBIMH TopuusMu (tabmuma 1B). Tounsrid
PELENnT/KOHIIEHTPAUsl TOJIMMEpa TIIFOKO3bI, PEKOMEHJOBAaHHAsA [UIA KaXAOro peOeHKa
OTIIMYAETCS, HYXXHO y3HaTh Y JIeHallero Bpaya YTO HMMEHHO IOAXOAUT BalleMy peOCHKY.
HekoTopeiM neTsM HEe HpPaBUTCS BKYC IMOJHMMEpa TIIIOKO3bl, © OHHU MPEANOYUTAIOT HAMUTKH,
KOTOpBIE MPOAAIOTCS B CYMIEPMAPKETax, HO KOHIIEHTPAIIUH YIJIEBOIOB B TAKMX HAMUTKAX HIDKE.
[TokyrmaeMbple HAMUTKU HYXHO TMPUMEHSATH C OCTOPOXHOCTHIO. HH3KOKaNOpHWfHBIE HAIUTKH,
HanuTKU Oe3 J00aBJieHMs caxapa coAepkaT OYeHb Majo WM BOBCE HE COAEpXkAT YrieBOJIOB,
MO3TOMY UX HE CIIe1yeT UCTIOIb30BATh.

C mnosBieHHEM NEPBBIX MPHU3HAKOB META0OIMUYECKOTrO Kpu3a, HE J0XKHIAACh MpUXoja
Bpaua, clie[lyeT IpeKpaTuTh npueM Oenka (Ha 24, MakcUMyM Ha 48 4acoB), YBEJIUYHUTH /103y
nepopansHoro (uepe3 potT) seBokapHuTuHa 10 50-100 mr/kr/cyTku u B 2 pasa 103y MIHIMHA*™.
3areM B TeueHHE 1—2 4acoOB HY)KHO PETYJSIPHO OLIEHUBATh KJIMHUYECKOE COCTOSIHHE peOeHKa.
Ecin y pebeHka mnocTossHHass pBOTa M €My HE CTAHOBUTCS JIy4llle, POJUTENISM CIEIyeT
HEe3aMeUINTEIbHO O0paTUThCs B OoNbHUIY Ais oOcienoBaHusa. Bpauam ckopoil momouiu
HEOOXO0IUMO TepeaaTh BRIMUCKY C 3aKITI0YCHHEM 1 PEKOMEHIAISIMU Bpaya 110 TePauy B IEPUOJ
MeTaboIMUYECKOTO KpH3a. PoauTensM HY>KHO B34Th ¢ cO00M B OOMBHUILY BCIO MH(pOpManuio 00
HCIIOJIb30BaHHBIX PACTBOPAX U JKEJIATEIbHO CAMU PACTBOPHI.

Tadoauua 1B. O6beM MaTbTOAEKCTPUHA TIPH PA3BUTHU META0OINYECKOTO KpH3a

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

MajbTOoneKCTPUH O0bem (MJI) B 1eHb
Bo3pacr (71eT) Kxan/100 ma
(%) nepopaibHO
Ay 10 40 Munnmansso 150 mur/kr
05-1 12 48 120 mur/xr
1-2 15 60 100 mur/xr
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2-6 20 80 1200 - 1500 mut B cyTKH
6—-10 20 80 1500 - 2000 mi1 B cyTKH
Crapmie 10 25 100 2000 - 2500 M B cyTKH

Kakoii Hy’kHO TPOBOAUTH MOHUTOPHHT s nanueHToB ¢ HMKK?

Heo6xoauM MyJIbTHIMCIUATIIMHAPHBIA MTOAXO0 K HAOIIOJICHUIO 1 JICUCHUIO MMAIIMEHTOB C

JeHalmyM BpadoM.

HMKK cnernuanuctamMu pa3HbIX Tpo@uiieid ¢ 1eapto o0ecreueHrs KOMIUIEKCHOW Teparud |
CBOCBPEMEHHOH ee Koppekuuu npu Heobxomumoctu. s manuentoB ¢ HMKK HeoOxomumer
perymsipuble oOcienoBanus. B tabnuue 2B npuBenaeH mpuUMepHBIM NEpeyeHb U PETYISpPHOCTh

HCCHGHOB&HHﬁ, OJIHAKO TOYHBIN IJIaH O6CJ'I€I[OBaHI/I$[ COTJIaCOBBIBACTCA MHANBUAYAJIIbHO CO CBOUM

Tabanna 2B. PerynspHocTs 00cie10BaHUI PU HETOCTATOUHOCTH 3-METHIKPOTOHMI-KOA

kap6okcunassl (HMKK).

HccaenoBanue

HNuTepBan

Koppexuust querorepanuu (IpoBOAST BpayM-
TEeHETUKU WM Bpauu-AUETOJIOTH)

He pexe 1 p/mec. Ha 1 rony *xu3Hu, naiee
1 p/3 Mec. wiu 1o MoKa3aHUusM 10 3 JIeT

VYnbTpaszBykoBoe uccienoBanue (Y3U1) opranos
OpIOIITHOM MOJIOCTH

B cpennewm, 1-2 pa3 B rog

[Tposeaenue snextposutedanorpadun (330)

B cpennewm, 1-2 pa3 B rog

[TpoBeaeHne OMOXUMUYECKOTO aHATN3a KPOBU
o01mieTepaneBTHIECKOro

Kaxapie 6 MecsieB nanueHTam 1o 6 JieT,
KaxJple 6 - 12 Mecs1ieB nmaueHTaM cTapiie
6 net. Ho B nepuo nHGEKINOHHBIX
3a00JeBaHUM, IPH YTpo3e
MeTa0OoJIMYECKOro Kpu3a - He pexxe 1 pasza B
7 - 10 nueit.

OO0t (KITMHUYECKUH) aHaJIN3 KPOBH

He pexe 1-2 paza B roa

HccnenoBanue ypoBHs CBOOOIHOTO KApHUTHHA

Y aIJIKAPHUTHHOB B KPOBU, KOMIJIEKCHOE
ompeelIeHUE COIEPKaHUsI OPTaHUIECKUX
KHUCJIOT B MOY€, KOMIJIEKCHOE OIpEACIICHNE
COJIepXKaHUsl OPraHUYECKUX KUCIOT B MOUE
METOJOM TaHJIEMHON MacC-CIEKTPOMETPUH
(TMC), KOMIUIEKC UCCICAOBAHMI JIJIst
JTUArHOCTUKU OPTaHUYECKUX allUaypHid,
HCCIIEA0BaHINE aMUHOKHCIIOT H META0OJIMTOB B
Moue

Kaxnpie 6 mecsaeB nmamueHTam 1o 6 JeT,
KakbIe 6 - 12 MecsIIeB maueHTaM cTapiie
6 ner. Ho B mepuoa nH(pEKIIMOHHBIX
3a00JIeBaHUH, IPU yIpo3e
MeTaboIMYECKOTo Kpu3a - He pexe 1 paza B
7 - 10 gHelt yacToTa UCCIEIOBAHUN B
JMHAMHKE 3aBUCUT OT BO3pACTa: Yalie y
neteit 10 1 roga (exxeMecsuHo) U 1eTen
pPaHHETo U JOIIKOJLHOTO BO3pacTa.

Kapaunonorudeckoe odcieoBaHne

He pexe 1-2 pa3a B rox
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(KOHCYNBTANUS Bpavya-Kapauosora/ Bpaya-
netrckoro kapauosnora, KT, 9XO-KT')

Kak nanuenTs! nosty4aror Jedenne B Poccniickoit @enepanuu?

ITockonpky kak npasuwiio HMKK nHe umeer knmHuueckux nposisieHus, To HMKK ne
BXOJIUT B nepedeHb peakux (opdaHHbIX) 3a00j€BaHMM, HE BKIIOYEHO B IPOrpamMmy
pacUIMPEHHOI0 HEOHATAJILHOTO CKPUHUHTA. [1J1s1 IeTel ¢ KIMHUYECKUMHU NPOSIBICHUSIMU 00JIe3HU
IIOCJIE YCTAHOBJIEHWS JMarHo3a Tepanus HAa3HA4aeTcs B COOTBETCTBUM C KIMHUYECKHUMH

PECKOMCHAAIUSAMMU.

Kak moryT nomorarts poansbie u 0su3kue?

He 3a0wiBaiiTe: OT ceMbHM TakKe 3aBUCHT YycrmexX JiedeHus. HyxHO co0ionaTh
PEKOMEHIallM, HU MPU KAKUX YCIOBHUSAX HE JIONYCKATh «CPBIBOB» B JUETOTEPANMH, CIEAYET
yAeNsATh BHUMaHHE peabuIUTAIMM U TUIAHOBBIM OO0CIeZOBaHUSM. Bce dileHbl CeMbH JTOMKHBI
3HaTh, UTO PEOCHOK HYKJIAETCS B 0COOOM MUTAHUU U OIU3KHE POJICTBEHHUKH JTOJKHBI OCBOUTH
HaBbIKK pacueTa nuetsl. Pogurenu nanuenta c HMKK, a B qanpHelmeM u caMm NaiuyeHT, JOJKHBI
OBITH OOyUEHBI IPABUJIAM OPTaHU3AIMH TEPANIUU B MEKIPUCTYITHBIN MEPUO] U B TIEPUOJ YTPO3bI
MeTaboIMYECKOTO KpH3a.

VY pebenka mpu cebe Bcerja JI0DKHA HAXOAUTHCS MaMSTKA C yKa3aHUEM HEOTIOXKHBIX

MEPONPUITHI B IEPHOJ HAUMHAIOLIETOCsI METa0O0JINYECKOTO KpH3a.

Ipuaoxkenue I'1-I'N. IIkasnabl OeHKH, BOMPOCHUKYU U IPyrue OlleHOYHbIE
HHCTPYMEHTBbI COCTOSIHUSA MAIUEHTA, IPUBEIeHHbIC B KIIMHUYECKUX
PeKOMEeHAAUUAX

IIpnaoxenne I'l. lkana Anp0epTa MOTOPHOIO Pa3BUTHS MJIaJicHIICB
Ha3Banue Ha pycckoM si3bIke: mkaia AJp0epTa MOTOPHOTO Pa3BUTHS MIIQ/ICHIICB.
OpurunanbpHoe HazBanue: Alberta Infant Motor Scale (AIMS).

Hcrounuk (opunuansHbIil CalT pa3pabOTIMKOB, 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 (MOTYEPKHYTH):
- IIKaja OLEHKHU
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Ha3navenme: MoTOpHas MmKaima Jauia MiaaeHneB Ansbepra  (AIMS), mkana
HaOJIOaTeNIbHOM  OLIEHKH, ObUTa paszpaboTana s M3MEpeHUs OOIIero JBUraTeIbHOTO
CO3pEBaHMs y JETEeH OT POXKICHHS IO CAMOCTOSTEIbHON XOAbOBI.

Coaep:xanue (maldJioH): OCHOBBIBAsICH Ha JATeparype, 58 HaBBIKOB ObLIU
CTCHCPUPOBAHBI U paCIIPCACIICHBI 11O YCTHIPCM IMO3UIUAM: JICIKA Ha CIIMHE, JIC)KA HA ) KUBOTC, CUIA
u crosi. KaxxjioMmy 13 HaBBIKOB NMPUCBAMBACTCS ONPEACICHHBIN Oallt.

Karou (uuTepnperanusi): 6auibl CYMMHPYIOTCS, IIPOBOAMUTCS 00IIAs OIEHKA MOTOPHOTO
Pa3BUTHS U OTKJIOHEHHE/COOTBETCTBUE HOPMAJIHbHOMY PAa3BUTHIO B TIEPIIECHTHIISIX

IIkasa AJib0epTa MOTOPHOTO Pa3BUTHS MJIA/ICHLICB

YHCII0/MECSII/TO/T
damuys, uMms JlaTa mccienoBaHus: / /
W nenTuduKkanmoHHbIH
Jlata posxacHHS: / /
HOMED
XPpOHOJOTUYECKUIA
UccnenoBarens p / /
BO3PACT:
Mecro nposeneHus CKOppeKTHpOBaHHBIN / /
WCCJICIOBAHUS BO3PACT:
[IpenmectByromue ITyHKTHI,
3aCUUTaHHbBIC 3aCUUTAaHHbBIC B bann o mikane
MTYHKTBI «OKHEY
[Tonoxxenue Ha
JKUBOTE
[Tonoxxerue Ha crinHe
ITocanka
BcraBanue
OO6mmwmit 6arm: MEePIEHTUITB:

[TpumeuaHus/peKoMeH 1aluu:

IKAJIA OHEHKH MOTOPHOI'O PA3ZBUTHUA Y MUIAJIEHIIEB

Ne
HCCIe0OBAHUSA
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ITos10:xkeHue Ha
JKHBOTE 1

dusnonornyeckas ¢uexcus. [loBopaunBaer
TOJIOBY JJIS OTBEJEHUS, HOCA OT IIOBEPXHOCTH.

Monoxenne exa Ha :xuBote (1)

CI/IMMeTpI/ILIHO IMOAHUMACT I'OJIOBY 1101 YIJIOM

IMono:xeHue Jieska HA sKUBOTE (2)

45°. He ciocoOeH yep>KuBaTh TOJIOBY Ha
OJIHOM TUHUH C TYJOBHILIEM.

Ilos10:xeHME HA ) KUBOTE C OHOPOﬁ

JloxkTH HaxoadTCcd mo3aau ied. bes
MOAJICPKKU MTOJHUMAET TOJIOBY MO YIJIOM
45°,

Omnopa Ha npeamieuss (1)

[TogHMMaeT U yepKUBaEeT roJIOBY MO YIIIOM
ooiiee 45°. JIokTH Ha OJITHOU JIMHUM C IJIEYaMU.
I'pynHas kimeTka pa3MenaeTcs no ueHTpy.

IloaABMKHOCTDH B MOJIOKEHHH HA KHUBOTE

[TogaumaeTt ronoBy oA yriiom g0 90°.
HekoHTponupyemblie MONBITKH MEpeHOca Beca.

Omnopa Ha npeanieubs (2)

JlokTHn HaxXo4daTcCd Mepe micuamMu. AxTuBHOEC
NOATATHUBAHUC n01160p0111<a C BBITATHBAHHUEM
micu.

ITo0:xkeHune Ha
CIIMHE
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IMosiokenue Jie:xxa Ha cnmHe (1)

Oduznonoruyeckas Gpraexcus.
IToBOPOT roJI0BBI; MOAHOCUT POT K PYKE.
Becnopsiiounbie ABMKEHUS pyKaMU U HOTaMHU.
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Monoxenne jaexa Ha cnuHe (2)

I10oBOPOT rOJI0BBI K CPETHEN JIMHUU.
Heo0s3aTenpHblil aCHMMETPUYHBIA HISHHBIN
toHnyeckuii pedaexc (ALLTP).

IMono:xenue Jjexka Ha cnuHe (3)

["osioBa HA OJTHOM JIMHUM C TYJOBUILIEM.
JIBuraeT pykamu, HO HE CITIOCOOEH MOJHECTH
PYKH K CpEAHEN JINHUH.

Monoxenne jexa Ha cnuHe (4)

O, ¥ e
i o AKTHBHOCTB crubaresieii men ¢
MOATATUBAaHUEM moa0opoaka. [logHocuT pyku
K CpEeIHEH JIMHUU.
IHoxHeceHne pyK K KOJECHAM

[ToarsaruBanue nogdopoaka. Jfocraer pykamu
JI0 KOJICHEH. AKTUBHOCTH OPIOIIHBIX MBIIIIII.

IMocanka

MMocanka ¢ moggepxKoi

HO}IHI/IM&CT 1 KPATKOBPEMCHHO YACPKHUBACT
rOJIOBY Ha OI[HOﬁ JIMHUU C TYJIOBUIIICM.

ITocanka ¢ onopoi Ha pyKH

Y,Z[Cp)KI/IBaCT T'OJIOBY Ha OJHOM JIUHHUHU C
TYJIOBHUIIICM. KpaTKOBpeMeHHO OIMUpPacTCsAa Ha

pYKH.
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IloaTairuBaHue B cuasidee MOJ0KEHHE

= [ToarsruBaeT moa00POOK; TOJIOBA HA OAHON
JIMHUU C TYJIOBUIICM WJIA BIICPCIU.

BceraBanue —

Omnopa Ha HOTH ¢ mojAepxkKoii (1)

Bo3moxno IMOIICPEMCHHOC crubaHue B

" Ta306e,[[peHHOM " KOJICHHOM CYyCTaBaX.

Omnopa Ha HOTH € MO/IePKKOI (2)

["osioBa Ha OIHOM JIMHKM C TyJ0BUILEM. beapa
L HaXOAATCs 1Mo3aau mied. PasnooOpa3Hbie

JABMXKCHUS HOTaMH.

Onopa Ha BBITAHYTBIE
PYKH

IlepexaTbiBanue U3
MOJIOKEHHUSA HA )KUBOTE B
MOJI0KEeHHE HA CTiHe 0e3

MOBOPOTA

IlnaBanue

Pyku BBITSHYTEI.
IloaTsiruBanue
moa00pOo/IKa C MTOABEMOM
IpyAHOU KiIeTKU. bokoBo
IIEPEHOC Beca.

JIBr>KEHME MHULIUUPYETCS
rosioBoii. Tynosuie

JABHIXKCTCA KaK OJHO IICJIOC.

[TarTrepH akTUBHOCTH
pasrubarenei.
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IMonbITKAa JOTAHYTHCS /10
npeaMera U3 ynopa Ha
npeanieqbs

IlepeBopoT

HepeKaTblBaHI/Ie M3 IMOJOKCHUSA
Ha )KUBOTC B IT0JOKCHHUE HA
CIIMHE C IIOBOPOTOM

AKTHBHBIN IIEPEHOC BEca €
OJIHOM CTOPOHBI.
Kontponupyemas nomnsitka
JOTSHYTHCS J10 MIpeIMeTa
CBOOOIHOM PYKOIA.

ITepeBopoThl. JIBUXKEHUS
pyk u Hor. bokoBas
dexcus TynoBuIIA.

HOBOpOT TYyJIOBUIIA

Honoxenue Ha
yerBepeHbkax (1)

IloaHecenne pyk K
CTYNHAM

IlepexaTbiBaHue U3 MOJIOKEHHUS
HA CIIUHE B MOJIOYKEHHE HA
“KMBOTE 0€e3 MOBOpPOTA

=\p’

Ap!

Horwu cornytsl, oTBei€HBI
U [IOBEPHYTHI KHAPYKH.
[TosicHuuHBII T0pI03.

VY epKuBaeT moJI0KEHHE.

CriocobeH ynepKuBaTh
HOTH B CpEeTHEM
MOJI0KEHHH.
[IpucyrcrByer
HOJIBIYKHOCTD B Ta30BOM
oTAeIe.

BOKOBOe BBIHpHMJ'IeHI/Ie TOJIOBEI.
Ty.]'IOBI/II]_[e ABHXKETCS KaK OIHO
LIEJIOE.

IlepexkarbiBaHue U3
M0JI0’KeHHUs HA CIIHHE B

AKTHBHOE BbITATHBaHHE

IHocanka 6e3 moaaepxKKu
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M0JIO’KEHHe HA KUBOTE €
MOBOPOTOM

Loy . L N

[ToBopoT TyJIOBHIIIA.

BI:IT?IFI/IBaCTCﬂ, OTTAJIKNBaCh
HOTraMH.

[IpuBeneHue JIONATOK U
pasrubanue ied. He
CIIOCOOEH yniepKaTh
MIOJIOKEHHE.

IMocaaka ¢ onopoii Ha pyKkHn

IMocaaka 6e3 moaaepxku 0e3
ONOPbI HA PYKH

Ilepenoc Beca B
MOJIOKEeHHUHU cHas 0e3
NMOIEPKKH

BeITArusanue rpytHoro otaeina
[I03BOHOYHUKA. [IBMKEHUs
T'OJIOBBI, HE3aBUCUMBIE OT
TYJIOBHILA; ONIUPAETCS Ha
BBITSIHYTBIE PYKHU.

He MmoxeT ocTtaBaThCs OOUH B
CHUAAYEM I1O0JIOKECHUU
HCOTPaHNYCHHOC BPEMI.

HepeHoc BECa BIICpPCA,
Ha3aa Ujin B CTOPOHBI. He
MOXXCT OCTaBaTbCsAa OJWH B

CHUOAYEM ITOJIOKCHHUH.

Iocagka 0e3 onopbl HA pYKH

1)

ITonbITKA AOTHAHYTBLCH 10
npeamMera ¢ MOBOpoTOM B
MOJOKCHUH CUIAA

BceraBanue ¢
noaaepxkoi (3)
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Pyku He npuxaTsl K Teily.

Cnioco0eH urpaTh ¢ UTPYIIKOM.

Mo3keT ocTaBaThCs OJIMH B
CHAAYCM ITOJIOKCHHU.

CHUINT caMOCTOSTEIBHO.
TsHeTcs k urpymike ¢
MOBOPOTOM TYJIOBHUIIIA.

benpa naxonsarcsa Ha
JMHUY TUT1eY. AKTHBHBIN
KOHTPOJIb TYJIOBHIIIA.
Pa3nooOpasHbie
JIBMDKCHUST HOTaMHU.

IToso:keHne Jieska Ha OOKY ¢
onopou

PenunpoxHoe mojizanue

IMepememenue u3
MOJIOKEH U Ha
YyeTBepeHbKaX B
MOJIOKeHUe CHISL MU
MOJIYCHS

i

Pa3o0mieHHOCTS HOT.
HemoaBm>xHOCTE II€Y.

HOBOpOT B IIpeJciiax OCHU TCJia.

Penunpokssle ABUXKEHUS PYK
Y HOT € ITIOBOPOTOM TYJIOBHIIIA.

[Tepemeniaercsa B jaHHOE
MOJIO)KEHHUE U M3 HETO.
MoxeT npuHUMaTh
cHsTUEE TTOJIOKEHHE.

PenunpoxHoe nosi3anue Ha
yerBepeHbkax (1)

IHonbITKA NOTAHYTHCA 10
npeaMera U3 ynopa Ha
BBITSHYTYIO0 PYKY

IMosio:xkenune Ha
yeTBepeHbKax (2)
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Horu oTBeneHbl 1 MOBEPHYTHI
KkHapyxHu. [loscHu4HbIN

JOPA03; IEPEHOC Beca C OAHOU
CTOPOHBI Ha IPYT'yI0 ¢ OOKOBOM
duexcueil TynoBuIIA.

TsHeTcs K npeaMery

BBITSHYTOU pykoil. [IoBopoT
TYyJIOBUILA.

benpa BEIpOBHEHBI IO

Ta30M. YIUIOIIECHUE
IIOSICHUYHOI'O OTACiIA.

MogudunupoBannoe
N0JIOKeHUE HA YeTBepeHbKax

Ilepememenne u3
MOJIOKEHHUS CHIS B
I0JI0:KE€HHE HA JKUBOTE

IMepememenne u3
MOJIOKEHHUS CHISA HA
YyeTBepPeHbKH

oA

[Tepemeniaercs B 1aHHOE
noJjioxenue. Bo3sMosxHO
MIPOJIBIKEHHE BIIEPE]I.

[TepememniaeTcs U3 MOMOKEHUS
cuaAi, '-IT06BI JICYb Ha )KUBOT.

[ToaTsaruBaercs pykamu, HOTH
HEAaKTUBHBI.

AKTHBHO ITOJHUMAET Tas3,
SITOAULILI U
HEHArpy>KEHHYIO HOTY,
4TOOBI BCTATh HA
YETBEPEHBKH.

CamocTofTeILbHOE CTOSTHHE

IlepBble marn

BcraBanue u3
MOAH(PHUIHPOBAHHOIO
MOJIOKEHUS HA
KOpPTOYKax
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B Teuenne kopoTKOro BpeMeHu
CTOUT CaMOCTOSATEIIBHO.
YpaBHOBEIIMBAET PEaKIMU B
CTYIHSX.

XOJUT CAaMOCTOSITEIBHO;
nepeaBUraeTcs ObICTPO
MEJIKHUMH IIaraMu.

[Tepememiaercs u3
MOJIOKEHUS HA KOPTOUKAX
B II0JIO’KEHHUE CTOS C
KOHTPOJINPYEMOU
dbaekcuel n
BHINIpAMIICHUEM Oefiep U
KOJICHEH.

BcraBanue u3 onopsl Ha
YyeTbipe KOHEYHOCTH

CamocTosTeILHOE X0KIeHNE

Cwle}me Ha KOPTO4YKax

<% |

BLICTpO OTTAJIKHNBACTCs
JJaJOHAMU, YTOOBI BCTATh.

XOIUT CaMOCTOSTEIIBHO.

CoxpaHsieT noJ0KeHHe,
YpaBHOBEIINBAS PEAKIIHH
B CTYIHSIX U MOJOKEHUE
TYJIOBHIIIA.

Iocagka 0e3 onopbl HA pYKH

@)

IloarsaruBaercs aJs
BCTaBaHMS C ONOPOil

IMoaraAruBaercs ajs
BCTaBaHNA / CTOUT
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[TonoxeHne HOT BapbUpYET.
Mnapgener JIETKO
MepeMeIaeTcs u3 0JHOTO
MIOJIOKEHUS B JIPYTroe€.

OTTankuBaeTcs pPyKaMu U
BBIIIPAMIIACT KOJICHHU.

IToaTsaruBaercsi, YTOOBI
BCTaTh; MIEPEHOCHUT BEC C
OJIHOW CTOPOHBI Ha

APYTYXO

BcraBanue ¢ onmopoii ¢
MOBOPOTOM

XoskaeHnue ¢ onopoii 6e3
NnoBOpOTA

ITos0:xeHne HA OTHOM
KOJIeHe

IToBOpOT TysOBMIIA U Ta3a.

Xoaut ¢ onopoit B 60KOBOM
HarpaBJIeHUU O6e3 MOBOPOTa.

Mo:xeT BCTaBaTh UM
nepeMEmaThCsa B JaHHOC
ITOJIOKCHHUE.

Koutposmpyemoe onyckanue
U3 MOJIOKEHHS CTOS

PeunnpoxHoe noJizanue Ha
YyeTBepeHbKax (2)

Xo:KkaeHue ¢ onopou ¢
MOBOPOTOM
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KOHTpOHI/IpyeMOC OITyCKaHUC
N3 IIOJOXCHUA CTOA.

[Imockuit MOSACHUYHBINA OTOEI.

I[BI/I)I(CTCH C ITIOBOPOTOM
TyJIOBHIIIA.

XOJIUT ¢ ONopoii ¢
MTOBOPOTOM.
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