HEOHATOJOTIA, XIPYPTIA TA NEPUHATANIbHA MEOULUUHA T. IX, Ne 3(33), 2019
NEONATOLOGY, SURGERY AND PERINATAL MEDICINE Vol. IX, Ne 3(33), 2019 Key title: Neonatologia, hirurgia ta perinatal’'na medicina (Online)

Abbreviated key title: Neonatol. hir. perinat. med. (Online)
ISSN 2226-1230 (Print) ISSN 2413-4260 (Online)

VK 616-053.32:615.273 CYYACHI IIIJIXOIV 1O JIATHOCTUKU
DOI: 10.24061/2413-4260.1X.3.33.2019.2 TA JTIKYBAHHS TOCTPUX METABOJIIYHIX

, S OTEKOMIIEHCOBAHMX CTAHIB
T.K. 3namencoka’, 0.B. Bopooitoea’, Y HOBOHAPOJDKEHIUX

FO.I. Auminkin', LE. Ky3neuoé?, 31 CITAIKOBMMM XBOPOBAMMU
T.B. I'onoma’, B.B. Kpusoweeea®, OBMIHY

A.B. Kpemesna’, B.B. Anuynoesa’,
L.B. Jlacmieka®, JI.I. Kupunosa’,
0.0. K038a’, 0.B. Kacnpyx’

'Y «lactutyT nemiaTpii, akymepcTBa i riHEKOIOTiT
imeHi akagemika O.M. Jlyx’saoBoi HAMH VYxpainu»
(M. KuiB, Ykpaina)

*Kniniko-piarnoctuunuii nentp «DapmbiorecT»

(M. Py0ixue, Ykpaina)

‘Tlepunatanpuuii nentp (M. Kuis, Ykpaiuna)
‘JloHeUbKHil HAIiOHAJIHHUN MEIMYHHUNA YHIBEPCUTET
(M. JIuman, Ykpaina)

SJlucuvaHchKa KOMyHalbHA JIKyBaJdbHO-TPOdinak-
THYHA ycTaHoBa «lleHTpanpHa MichKa JMiKapHSA iMEHI
TurtoBa» (M. JIucuuancek, Ykpaina).

‘Bumuii aep)KaBHUI HaBYaJbHUN 3aknan YKpainu
«ByKOBUHCBHKH NepKaBHUN MEAMYHHUN YHIBEPCHTET»
(M. UepHiBui, YkpaiHa)

Pe3tome. Cnaokosi xeopobu 06miny pevosun (CXOP) — epyna 3ax60pioeans, AKi 06 53aHi 3 NOPYULEHHAM Memabonizmy
AMIHOKUCTIOM, 8Y21e80018, OP2AHIUHUX | HCUPHUX KUCIOM MA [HUMUX PEUOBUH, NPUSHIYEHHAM eHepeemUdH020 00MILy y Mimo-
xonopiax. Birnewicme CXOP manighecmyromo y neonamansnomy nepiooi, maronms kamacmpopiunuil, weuoko npocpecyoduil
npozpedicHmuuil xapaxmep, 4acmo 3aiUulaiomsCsa Hepo3nisnanumu abo niomeepoicyiomocsa nicis cmepmi oumunu. JJyoice
8ANCIUBO OlA2HOCMYAMU MAKI NOPYUIEHHS 00 08U Memaboniunol dexomnencayii. 3 yieio memoio 8 kpainax 3axionoi €6-
ponu exce 6ins 20 pokie nposodumscs posuupenutl neonamanvnuii ckpunine (PHC). PHC — macoge ob6cmedicenns nogona-
POOICEHUX HA HAABHICTD 8 IX KPOGI DIOXIMIUHUX MapKepie CNaOKO8UX nopyuiens memabonizmy. IIpakmuunuil 00ceio Kpaiu, 8
akux nposooumsca PHC, ceidouums, wo ceocuacno posnovami npoQinakmuuni 3axo0u 003601410Mb NOnepeoumu po3eumox
eocmpoi memaboaiunoi dexomnencayii. Yenixu yux kpain y 3nudcenni Oumsayoi cmepmuocmi ma inganionocmi 6 3Haunii mipi
0ocsaeHymi 3a80AKU cucmemi onepamugHux Oill y paHHbOMy HeOHAMAIbHOMY nepioodi.

Tocmpa memaboniuna dexomnencayis, wo obymoenena CXOP, € neenoto npobiemoio 0 HEOHAMOoNL02i8 ma NiKapie 6io-
OineHb THmeHcugHoi mepanii HogoHapoOdcenux. IIpakmuka c8iduums npo BUCOKUU PUSUK MO20, WO 6Ce nepuiull enizoo
memaboniunoi dexomnencayii npu CXOP moxce cmamu pamanvrum. [ns 3anodieauusa po3gumKy cmauis, AKi 3a2poxcyonms
ACUMMIO OUMUHU, OYIHCE BANCIUBO, 3 MOMEHMY OMPUMAHHA nosumuenux pesyrbmamie PHC i3 cymmeeum 8ioxunenuam neg-
HUX NOKA3HUKIB 610 HOPMU, He2AUHO PO3NOYAMU NIOMPUMYIOHY Mepaniio NapaireibHo 3 NPOEeOeHHIAM YIMOYHIOI040i diacHoC-
muku. Enizoou ecocmpoi memabdoniunoi dexomnencayii Moxcyms npoeoKy8amu HAGAHMANCeHHA OIIKOM abo 8ye1es800amiu,
207100Y8AHHS, HU3bKA KALOPIUHICIb PAYIOHY, IHMEPKYPEHMHL pecnipamophi abo WiyHKOBO-KUWKOBI 3AX60PI0BAHHNS, 8AKYU-
Hayis, ¢izuune abo ncuxoemoyiine Ha8aHmMadiceHHs. Panni o3naku memaboniuHoi dekomnencayii 6KI0OUAONb MAAGICMb Md
2INOMOHII0, 3HUNCEHHA anemumy, OUXAIbHI Ma He8PON02IUHI pO31aduU, ncuxomomopHi nopyutenus. 1lisne eussnrenna CXOP, 3
00H020 6OKY, no8 sa3ane 3i CKIAOHICMIO 0ia2HOCMUYHO20 NPOYeCy, U020 WUPOKUM HO3002I4HUM CHEKMPOM Mma Hecheyudi-
HOI0 CUMIMOMAMUKOIO, 4 3 IHWO020 — 3 HU3bKOI NOiHpopMosanicmio ma nacmopodcenicmio nikapie wooo CXOP.

Mema pobomu - Haoanusa ingopmayii cmocosno pannix Kriniynux o3nax CXOP,; o3HatioMaenHsa 3 CYUACHUMU NPUHYUNGA-
Mu nikyeanvHoi makmuku ¢ kpainax 3axionoi €eponu y pazi ompumanus nozumuenux pesyromamie PHC ma/a6o manigec-
mayii okpemux CXOP.

Mamepianu ma memoou. Okpemi po30inu cmammi NPUCBAYEH] OCHOBHUM KAIHIYHUM NPOABAM MA JIKYBATbHUM 3AX0-
0am npu CnaodKo8UX NOPYUWLEHHAX OKUCHEHHS JHCUPHUX KUCLIOM, OP2AHIYHUX AyudeMiax/ayudypiax, amiHoayudonamisx, no-
PYULEHHAX YUK CEeYO08UHU MA 8Yyele800H020 00MiHY. Hezeadcarouu na nesni 6iominnHocmi y cmpameeii NiKy8aunus enizoois
eocmpoi memaboniunoi dexomnencayii' y oimeu npu piznux CXOP, 3a2anvni nioxoou 00 6e0eHHs MaAKUx nayicHmie € genvmi
nodionumu. JIikyanbHi 3axo0u po3novUHAIOMb 3 HE2AUHO20 GULYYEHHA KMOKCUUHUXY O X60PO2O HYMPIEHMIE, HANPUKIAO,
HAMYPAnbHUX OIIKI6 - NPU NOPYUIEHHAX 0OMINY AMIHOKUCIOM/OPeANIYHUX KUCTIOM, JCUPI8 — NPU NOPYULeHH] OKUCHEHHS JCUD-
HUX KUCIOM, 2anaKmo3u — npu eanaxkmosemii. Jliemomepania exniouac UKOPUCMAHHA CNeYializo8anux cymiwiell 3aiexicHo
610 6udy CXOP. E¢hexmuenum € npusnauenns ONMuUMaibHol KilbKOCmi 8imaminie i Kopakmopis 6 AKocmi ckagenoxcepie ma
cneyugiunoi samicnoi mepanii. IlapanenvbHo npogodams NiOMpuMyryy mepanio ma oemoxcuxayirn, ki ciio pozensioamu
AK NPOONeMHI MOMeHmU He auule 3 02140y Ha nompedy y CYUacHOMY 001A0HAHHI, ale Ul HAABHOCMI KOMAHOU O00CEI0UeHUX
Peanimamonozis, nio2omogieHux 00 edenus Hogonapooxcenux 3i CXOP y cmani memaboniunoi dexomnencayii.

Bucnoexu. Heszsaogcarouu na oesaxi ocoorusocmi nadanns meouunoi oonomozu npu piznux CXOP, npoginaxmuxa ma ni-
KYGAHHA MemaboniuHUX KPUS0BUX CHAHIE Y HOBOHAPOOIICCHUX i3 NOPYULEHHAM 00MilY peuogun ne nompedyioms cneyianbHux
VMO8 § MOJCYMb OYmMuU nposedeHi y 8i00LIeHHI IHMEeHCUBHOT mepanii HeoHamoao2iuno2o abo nediampuurno2o npogino. Ceo-
euacne guagrenns CXOP ma npusnauenns cneyugpiunoi mepanii modcymos nonepedumu po3sumox cocmpoi memaboniunoi
OoexomneHncayii ma 3HayHo NOKPAWUMU HPO2HO3 WOOO JICUMMA OUMUHU.

Knrouogi cnoea: cnaokosi xeopobu 06miny peuosun, posuupenuii CKpUHine HOBOHAPOOICEHUX; 20CMPA Memaboniuna
O0eKomneHncayis,, npoginakmuxa ma NiKy8aumHs;, OUmMaya cCMepmuicms ma iH8AIIOHICMY.
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CnankoBi xBopobOm obminy pedoBun (CXOP) —

rpylia 3aXxBOpIOBaHb, SIKi MOB’S3aHi 3 MOPYUICHHAM
MeTaboi3My aMiHOKHCIIOT, BYTJIEBOMAIB, OPTaHIIHUX
1 KUPHHUX KHUCIIOT Ta IHIINX PEYOBUH, IPUTHIYCHHSAM
EHEepPreTUYHOTO OOMiHY Yy MiToXoHApisnx. [Ipubmus-
HO y noJsioBuHi Bunajakis CXOP wmanidecryiors y
HEOHATaJbHOMY TEepioji Ta MalOTh KaracTpo(iuyHui,
IIBHJKO TIPOTPECYIOUHH MpOTrpeNicHTHHH mepeOir.
Mamridecranis 3uagnoi rpynu CXOP cympoBomxy-
€ThCS eIi3ojaMy JeKkoMIeHcanii Ta MeTaboaiyHuM
KpHU30M, 110 4acTO NMPHU3BOJIUTH 1O CMEPTi HOBOHA-
pomkeHux (tabdn. 1). 3rigHO 3 JaHUMU, HaBEJICHUMU
y «{opiuHiif JOTOBIXI PO cTaH 340pPOB’s HAaCEJCH-
HS, CaHITapHO-CMiIeMiYHY CUTYyaIlil0 Ta pPe3yldbTaTH
IiSTBHOCTI CHCTEMH OXOPOHH 3M0pOB’S YKpaiHW 3a
2016 p.», monan 10% wmamioKiB Ha HepUIOMY pOIIi
KUTTS TMOMHUPAIOTHh BiJ TaK 3BaHMX HEBH3HAYCHUX
CTaHIB, CyTTEBY YaCTKy SIKMX CKJIaJaloTh CIHAJKOBI
MetabomiuHi mopymenHs [1]. L[i 3axBoproBaHHS po3-
TIA1aI0THCS SIK OAHA 3 HPOBIJHUX NMPUYUH CHHAPOMY
panroBoi nuts4oi cmepti (CPJC). Maiixe y TpeTu-
Hi BUIAJKIB CMEPTh JiTeil Ha MEpPUIOMY POIli KUTTS
MoOXe OyTH TMOB’si3aHa 3 HAABHICTIO HEPO3Mi3HAHOTO,
a OTKe, i TAaKOTO, 1110 HEe JIIKyBalloCs, CIaJKOBOro Me-
TabONIYHOTO 3aXBOpIOBaHHA [2, 3].

[nentudikamisa miTeld 3 ypOIKEHUMH MOPYIICHHS-

MU OOMiHY PEYOBHH € JOBOJI CKJIAJHUM HMUTAHHIM 3
OTJISAIY Ha MUPOKKUH Ho3osoriuHuN ciekTp CXOP, He-
crnenupivyHy CHMIITOMAaTHKY Ta Pi3HMH Yac maHidec-
tanii. CKJIaIHICTh MiarHOCTUYHOTO IPOLECY, HU3bKa
noiH(pOPMOBaHICTh T2 HACTOPOXKEHICTH JIKapiB Bij-
HOoCHO CXOP € mpMYMHOI0 HECBOEYACHOTO BUSABICHHS
XBOPHUX HOBOHAPOAKEHUX, BCTAHOBICHHS J[iarHO3y Ta
BIITEPMIHOBAHOTO MOYATKYy JIKYBaHHsS, KOJIH HE3BO-
POTHI MOMIKO/KEHHS [IEHTPaIbHOI HEPBOBOT CUCTEMHU
Ta BHYTpPILIHIX opraHiB Bke BinOynucs. [ocTpi popmu
CXOP uacto 3anunraloTbCcsl Hepo3Mi3HAHUMU 00 ITij-
TBEPJIKYIOTHCS IICIS CMEPTi AUTUHH [4].

MeTa po60Tu — nHajauus inpopmarii o0 pau-

Hix kaiHiuHuX 03HaK CXOP; o3HalioMIIeHHS 3 cydac-
HUMH IPUHIUNAMHU JIIKyBaJIbHOI TaKTUKHM B KpaiHax
3axigHol €BpoNH y pa3i OTpUMaHHS MO3UTUBHUX pe-
synpTaTiB PHC Ta/a60 manidectanii okpemux CXOP.

MaTtepianu Ta metoau
Baxxnupoto cTparerieo B cepi OXOpOHH 310pOB’s

y O1apIIOCTI PO3BUHYTHUX KpaiH CBITY € BIIPOBAKCH-
HSl Cy9aCHUX CKPUHIHTOBUX TEXHOJIOTIH, IKi HAZal0Th
MOXKJIHBICTh 3HU3UTH PiBEHb MAJTIOKOBOI CMEPTHOCTI
Ta iHBamigHocTi. Ha xanb, B YkpaiHi piBeHb cMepT-
HOCTI HOBOHApOJKEHUX Ta JiTeil CTapuioro BiKy B
JeKiJbKa pa3iB MEpeBUINYE AHAJIOTIYHMHA MOKa3HUK
y kpaiHax €pponelicekoro Coro3y, e Bke yIpOJ0BK
IBOX necsatupid supoBamkeno PHC [5].

Posmmpennit HeoHAaTaXbHUII CKPUHIHT — MacoBe
00CTE)XCHHSI HOBOHApPO/KCHUX M[0J0 HAsSBHOCTI B
ix kpoBi mapkepiB mupoxoro cnekrpy CXOP y pan-
HbOMY IIOCTHATallbHOMY Hepioji, 10 J03BOJsE Ha
06e3cUMNTOMHIN cTaxii BUSBUTH 3aXBOPIOBAHHS, PO3-
MOYaTH JIIKyBaHHS Ta MOMEPEAUTH HE3BOPOTHE ypa-
JKEHHS HEpBOBOI CHCTEMH Ta iHIII Ba)XKi HACIiIKH.
Bruposamxkenus PHC cTano MOXIUBUM 3aBISKH BU-
KOPHCTAHHIO BUCOKONPOJYKTHBHOTO aHaJiTHYHOI'O
Merony - tanjaemHol mac-cnekrpomerpii (TMC), a
TaKOX CyYacHUX METOJIB yTOYHIOIOYOI JiarHOCTH-
KM Ta MOJEKYISIPHO-TEHETHYHHUX [OCIIJKEHb, II0
JTO3BOJMIO HAIIWHO BHUIABIATH [OEKIJIbKa IECATKIB
CXOP. Agaisz MeIMYHHUX, COLIaILHUX Ta €EKOHOMIiY-
HUX pe3ynprartiB BrpoBamkeHHs PHC y po3BuHyTHX
KpaiHax CBiTy CBIZYMTH PO HOTO BHCOKY €(EeKTHB-
HICTh, €KOHOMIYHY OOIPYHTOBAHICTH Ta J03BOJISE
po3misgAaTH HOro SK KJIOYOBHH 1HCTPYMEHT MIOJ0
3HWKEHHS PiBHS CMEPTHOCTI HOBOHAPOKEHUX [7].

[TpakTHKa CBIAYUTH, 11O €Mi304H1 TocTpoi MeTabo-
JIIYHOT JCKOMIICHCAIIIT € TIEBHO MPOOIECMOI0 IS He-
OHATOJIOTIB Ta JIiKapiB BiAJiJIEHb IHTEHCUBHOI Tepa-
mii HOBOHAPOKEHHUX, OCKIJIBKU BIACYTHICTH TOYHOTO
JiarHO3y Ta HEONTHMAJIbHE JIIKyBaHHS 4YacTO MHpH-
3BOAUTH 10 (paTanpHUX pe3ynprariB. PaHHS miarHoc-
THKa, HaJIe)KHA NIJTPUMYyl04a Teparis Ta KOHKpPETHI
3aX0JM, CHPSIMOBAaHI Ha MOJOJAHHS METabOJIIuHOTrO
nucOaliancy — CKiIagoBi KOMIUIEKCY i, sIKi 103BOJIS-
I0Th JIOCSTTH CHPHUSATIMBUX PE3YJNbTATIB JIKyBaHHS.
3 orisay Ha PU3MK TOTO, IO MEPIIMH emi3ox MeTa-
00JIIYHOT JeKoMIeHcalil MoKe CTaTH OCTaHHIM, Te-
parmiro HOBOHAPOJ/IKEHUX CIIIJI pO3IOYMHATH BXE MPH
HassBHOCTI «3arpo3nuBux» pesyisrariB PHC, no mno-
aBu nepmux o3Hak CXOP, y Tak 3BaHUH «CBITIMI
MPOMIXKOK», 70 OTPUMaHHS pPE3yNbTaTiB yTOYHIOIO-
4ux 1ab0paToOpHUX HOCITiIKEeHb [8].

Binpmicte CXOP maHipecTyOTh panTOBOIO METa-
0OJIIYHOIO JIEKOMIICHCAIIEI0 3 BUHUKHEHHIM JKUTTE-
BO3arpoXymo4ux cranis (tabdu. 1).

Ta6nuusa 1

Mepenik CXOP, BkNO4YEeHUX [0 PO3WNPEHOr0* CKPUHIHIY HOBOHapPOAXEHUX
Ta BUHUKHEHHS HEKOMNEHCOBaHUX CTaHiB, AKi 3arpoXylTb XUTTIO

. . MixHapoaHa BWHWKHEHHA HEKOMMEH-
Ne CnapkoBi xBopo6u o6miHy peyoBuH (CXOP) a6pesiaTypa CXOP COBaHWX CTaHIB
MopylweHHA OOMiHY XXMPHUX KUCIIOT

1 Oediunt rinpokcn-aunn-KoA gerigporeHas xupHumux LCHAD +

’ KMCNOT 3 JOBIMM BYrNeLeBUM NaHLrom
2 Oediunt aunn-KoA gerigporeHas XMpHUX KUCAOT 3 VLCAD +

OyXXe OOBrMM BYrneLeBuM naHuroM
3. Oediumt aumn-KoA pgerigporeHas XnpHuX KACNoT 3 MCADD +
CepefiHbOol JOBXMHOK BYIINELEBOro naHura

4 myTtapoBa aungemisa tuny |ll/ MHOXWHHa HepgocTaT- GA-2 +

’ HicTb aumn-KoA gerigporeHas MADD
5. HepnocTtaTHicTb KapHIT¢;;]I‘)I/a|J‘IbMITOIJ'ITpaHCCbepa3VI CPT1 +
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MpopoBxeHHA Tabnuui 1

6. HepocTaTHicTb KapHiTTM:r-I;a:JI'leiTo'l'nTpach)epa3m CPT2 +
7. | HegocTaTHICTb KapHITUH-auMNKapHiTUH TpaHCcnokasun CACTD +
8. [MepBUHHUN CUCTEMHUI AediUNT KapHITUHY CuD +
OpraHivHi aumaypii/aumgemii
9. lMponioHoBa auungemia PA +
10. MeTnnmanoHoBa aunaypis MMA +
11. IsoBanepiaHoBa auunaypis IVA +
12. 3-MEeTUINKPOTOHINoBa aunaypis 3-MCC
13. HepocTaTHiCTb CMHTETa3n xonokapbokcunas HCS
14. OediunT GioTuHIigasm BIOT +
15. myTtaposa auungemisa tuny | GA-1 +
16. 3-rigpokcun-3-meTunrnyraposa aumaypis 3-HMG-CoA-Lyase +
17. HediunTt B-keToTionasu BKT +
AmiHoauyupgonarii
18 Finepd)QHinanaHiﬁeMiﬂ HPA
dPeHinkeToHypis PKU **
19. TuposuHemia Tuny | TYR-1 +
20. TuposuHemia tuny Il TYR-2
21. FomounCcTHHYpis HCY #
22. XBopoba "kneHoBoro cupony" MSUD +
23. HekeToTnyHa rineprniunHemis NKH
24. LUuTtpyninewmia | Tuny CTLN 1 +
25. LUuTtpyninewmisa Il Tuny CTLN 2 +
26. ApriHiHeMmis ARG #
27. ApriHiHOCyKUMHaTHa aungypis ASA +
MopylweHHA ByrneBogHOro o6miHy
28. | lanakTosemis [ GALT +
EHAOKPUHHI NnopyweHHA Ta iHwWi
29. ApLpeHoreHitTanbHU CUHAPOM CAH ** +
30. BpopoxeHun rinotnpeos CH **
31. MykoBicungo3s CF **

Mpumimka:
+ - MemaboniyHi Kpu308i cmaHu po38uU8alOMbCS;

# — MmemaboniyHi Kpu3osi cmaHu He 8idMiyarombcsi, xapakmepHull mocmynosull PO38UMOK 8aXXKUX MOpyWeHb 0OMIHY peqo8UH;

* — y pamkax «[lpoepamu yOocKkoHaneHHs1 OiaeHOCMUKU cnadkogux xeopob obMiHy peq4o8uH y HOBOHapPoOXeHuUX i dimel
cmapuwoeo 8iKy 8 YkpaiHi», iHiuilamopamu kol eucmynatome HauyioHanbHa akademisa medudyHuUx Hayk YkpaiHu, BIO «Aco-
uiauiss nediampie YkpaiHu», BIO «Acouiauis HeoHamomnozie YkpaiHu», Y «I[Al imeHi akademika O.M. Jlyk'sHosoi HAMH
YKpaiHu», MeOuyHi yHieepcumemu ma pezioHalbHi NiKyeanbHO-poginakmuyHi 3aknaou;

** — x8opobu, sKko4YeHi 00 depxasHoi npoepamMu HeoHamanabHO020 CKPpUHUH_Y 8 YKpaiHi.

Sk 3asmayeno B tabamui, O6ing 92% CXOP wmo-
JKYTh MPOSIBISITUCS PANITOBOIO METa0O0IIYHOIO JIEKOM-
neHcanieo, a 8% CynpOBOJUKYIOTBCS IOCTYINOBHM
PO3BHUTKOM BaXXKHX NMOPYLICHb 0OMiHY pedoBuH. [e-
KOMIIGHCAIII}0 MOXYTbh NPOBOKYBAaTH HaBaHTaKCHHS
6inkoM abo0 BYTJIEBOJAMH, €IMIi301M TOJOAYBaHHA,
HHU3bKa KaJOPIHHICTH palmioHy, IHTEPKYpPEHTHI pec-
nipatopHi abo NUTYHKOBO-KHIIKOBI 3aXBOPIOBaHHS,
BaknuHamis, GisuyHe abo McUxXoeMoIiiiHe HaBaHTa-
skeHHs. PanHi o3HAKkM MeTa0oOJIYHOI AeKOMIIeHcAIl]
NpPOSIBISAIOTECS, SIK IPABHIIO, 3 HAPOJIKCHHS MIISBIiC-
TIO Ta TIMOTOHI€I0, 3HWKEHHSAM ameTHTy, TUXaJbHU-
MU, HEBPOJOTIYHMUMH PO3JIaJaMU Ta NCUXOMOTOPHH-
MU TOpPYHICHHSMHU. 3 METOI0 3amo0iraHHs PO3BUTKY
CTaHiB, AKI 3arpPOXYIOTh KUTTIO JUTHHH, 3aX0AH He-
BiKJIagHOT Teparii Ta MiATPUMYIOUa Teparis po3Io-
YUHAIOTHCS HEralHO, OJJHOYACHO 3 IMPOBEICHHAM JH-
dbepenniitnoi miarmoctuku [9, 10].

OcHoBHi npunuunu jgikyBanus CXOP y rocrpo-
My TepioJi BKIJIOYAIOTh KOPEKIil0 MOpYIIEHb Me-
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TaboJIYHOTO CcTaTycy, periaparamiiHy Ttepamito i
cTabinizamil0o OCHOBHMX JXUTTEBUX IOKAa3HUKIB. Y
Hepury 4epry ciij HerailHO NPUIMHUTH BBEIACHHS
CTOKCUYHHUX» HYTPIEHTIB, 30KpeMa HaTypaJbHUX
0inKiB (IpW MOPYIIEHHSAX 0OMiHY aMiHOKHCIIOT/OpTa-
HIYHUX KHCJOT); )KUPiB (IPH NOPYIICHHI OKUCHEHHS
KUPHUX KUCJIOT); TajakTo3u (ImpH rajakro3emii) ra
NPU3HAYUTH JIETOTEPAINilo 3 BUKOPUCTAHHSIM CHEIli-
aji3oBaHUX cymimei 3anexHo Bixg Buny CXOP. [le-
31HTOKCHKaIiiHa Teparlis BKJIIOYA€ MPU3HAYCHHS KO-
tdhepmenTiB Ta cenudivHUX AeDIMUTHUX cyOCcTpaTiB
3 METOI0 CTHMYIAINii peakuiii mopymeHOTro oOMiHY.
PexoMengoBaHe sKHalmBUALIE BUJAJICHHS TOKCUY-
HUX cyOcTpaTiB (JepUBaTiB) IUIAXOM MPHU3HAYCHHS
ckaBeHXepiB (HaTpiro OeH30aT, HaTpilo (eHinamerar,
HaTpito peHinOyTupar, KapHITHH, TIinuH Ta iH.) [11].

3axoou npu cnadxkosux nopyuienHAx OKUCHeHHs
HCUPHUX KUCTOM
Y pa3i HeZOCTAaTHOCTI EHEPTeTHYHHX pecypciB
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a0o0 X IMiBHMIIEHOTO BUKOPHUCTAHHS B YMOBax MeTa-
60JIIYHOTO CTPECy KUTTEBOBAXKIMBE 3HAUCHHS Ma-
I0Th IPOIeCH 0OMiHY JKHPHHUX KHCIOT. 32 HasBHOCTI
FCHETHYHO JCTCPMIHOBAHOTO (EPMEHTATHBHOIO Jie-
(exTy akTHBaLis MPOLECIB TPAHCIOPTY Ta OKUCHEH-
Hsl JIIMIAIB TPU3BOJUTH 10 NOPYLICHHS CUHTE3Y alle-
tii-KoA. BHaciigok 1nporo y 010JOTi9HUX piguHAX
HaKOMUYYIOTHCSA TMPOMiIXKHI MeTabomiTu (amuikap-
HITHHH), 9Ki YUHATH TOKCHYHY IiI0 Ha TKAaHWHH TO-
JIOBHOTO MO3KY, Ceplis, MEUiHKH, MPUTHIYYIOTH (ep-
MEHTH TIIIOKOHEOTEHE3y Ta IUKIY CUHTE3y CEYOBUHHU
1 IpOSBISIOTHECS O3HAKAMH TOCTPUX eHIiedanonaTii
(rimoTOHIsA, MIABICTh, COHJHUBICTH, JIETAPTis, KOMa)
Ta HamajzaMu OmoBaHHA. MOXYTh crocTepiratucs
TOHIYHI a00 KJIOHIYHI CyqOMH, O3HAaKH CEpIEBOi Ta
ne4yiHkoBoi HegocTaTHOCTI [12].

OCHOBHI IPUHIIMIY JIIKyBaHHS CTaHIB MeTa00JI14-
HOI JIeKOMIIEHCALIT IpU caJKOBUX Je(peKTax 0OMiHy
JKUPHUX KHUCIOT MOJATAIOTh y HeraliHOMY NpHU3Ha-
4YeHHI iHQY31HHOI Tepamii po3YnHOM TIIOKO3H Y 1031
200 mr/kr (2 ma/kr 10% po3umny raokosu abo 1 mir/
KT 20% po34MHy TIIOKO3U) JOBEHHO YIPOJIOBXK Je-
KUTbKOX XBWJIMH. Onpa3sy micis TIIIOKO3UW BBOAHUTHCS
¢izionoriunuit (0,9%) posumn NaCl (10-20 wmia/kr
JOoBEeHHO OosrtocHO). [Ipu mopymeHHi MiKpOIHPKYIIs-
uii BBeneHHs 0,9% pozunny NaCl MoxHa TOBTOPUTH
(20 ma/kr). o BusHadeHHS AePinUTy piAUHA MPOIO-
BXKYIOTh iH]Y3iiiHy Tepamnito 10% po34YuHOM TITIOKO3H
(5 mn/kr/ron.). HeoOximuuii 00’em iH]y3ii 3a nedi-
LUTOM PiJAMHHU PO3PaxoByeThCs st mepmux 10 xry
nmo3i 120 mur/kr, nas HactymHUX 10 KT — mo 60 Mi/kr,
MOTIM — WO 25 MII/KT, 3 BUpaxXyBaHHSAM piIWHH, SKa
Oyna BBeJeHa YIPOAOBXK MomepenHix 24 rox. Sxmro
piBEHB TIIOKO3HM B KPOBI MEPEBHINYE 8 MMOJIB/J, CIIiJ
po3nouaru iHdy3ito incyniny (0,05-0,5 OJl/xr); Bumi-
PIOBaHHS IIIOKO3U B KpOBi KoxkHI 30 xB. (mpu moTpe-
61), a Hajmami — MIOTOJUHHU. 3 ypaxyBaHHSIM BHCOKOI
YyTJIWBOCTI HOBOHAPOJKEHUX 10 1HCYIIHY PEKOMEH-
JIOBaHO 3MEHINYBATH MIBUAKICTh yTUIi3aIlii TITIOKO3U
0e3 migBuIIeHHs 703U iHCYmiHy. [Ipu anmunosi (pH <
7,2, nedpimut ocaos (BE) > 10 mMmmounb/a) ciig mpo-
BECTH Kopekilito OikapbonaTtom Na noBeHHO (po3pa-
xyHok: [0,15 x Bary x BE mmons/a]) nporsrom 30
xB. (1 M 8,4% po3unny Oikap6onaty Na MicTUTH |
MMonb Na; mpu mpoBeAeHHI Kopeknii po3secTu 1 Mia
oikap6onary Nay 5 mi 5% posuuny riawokos3u). Cro-
YaTKy BBOJMUTHCS TOJOBHHA PO3PaxOBaHOTO 00’ €My
3a BHINE 3a3HAYCHOIO (HOPMYINIOK, IPU HEOOXigHOC-
Ti MIPOBOANUTHCS MOBTOpHE BBeaeHHs. KoxHi 24 roz.
HEOOXiTHO KOHTPOIIOBATH PiBEHB CICKTPOIITIB, KO-
pekuis iHdy3iiHOoI Tepamii 3aIeXUTh Bi IXHBOTO Ie-
¢biunuTy; po3paxoBaHuil o6csar poszunHsieTbes y 10%
pO34uHI TI0K03H. Jlisi mocuieHHs 3B’ sI3yBaHHS TOK-
CHYHUX MeTaboJiTiB JOBEHHO NMPU3HAYAETHCS KapHi-
tiH (100-200 Mr/kr/moOy) y Burmani OesmepepBHOL
iHQy3ii abo B 3 mpuilomMu. 3araibHUA CTaH AUTHHU
B IWHAMIIi ONIHIOETHCSA KOXHI 4-6 TOIWH, MpPU Ha-
SIBHOCTI Oy/b-fKOTO MHOTIipIIeHHS abo BiJACYTHOCTI
MmoKpalieHHs - yactime. KiiHiuHa olliHKa CBIIOMOCTI
BKJIIOYa€ MmKajidy [J1a3ro Ta BU3HAUEHHs PiBHS apre-
pianpHOTO THCKY. Cepen m1a00paToOpHUX MOKA3HUKIB
HEOOXiTHO KOHTPOJIOBATH B JUHAMIII PiBEHB TIIOKO-
3U Ta CEUYOBHHM B KPOBi, KHCIOTHO-OCHOBHUN CTaH
KpOBI Ta €JEKTPOJITH, MOKA3HUKH 3arajlbHOTO aHa-
ni3y KpoBi. Y pas3i mporpecyBaHHs eHIedanonarii
a00 MOTipIIeHHS 3aralbHOr0 CTaHy IIPOJOBKYIOThH

JnoBeHHY iH(y3it0 piauH. [Ipn MOXIMBOCTI OpasIbHOT
perigparanii mauieHTa NepeBOISATh HA NEPOpaTbHUH
npuiioMm pigunu [13].

3axoou npu opeaniunux ayudemiax/ayudypisx

binbmicte karacTpod nepUHATAIBHOIO IEPiOay
Ta BHMAJIKIB panTOBOI CMEpPTi MOB’A3aHi 3 BaXKHUMH
MeTabOJTiYHUMH 3aXBOPIOBAHHSIMH — OpPTaHIYHUMH
anuaeMisMu/anugypiasmMu. MetabomidHi po3naan BH-
HUKAIOTh pH (epMEeHTATUBHOMY 0JIOII KaTadoiizmy
aMIHOKHUCJIOT, BHACIIJOK YOTO HAaKOMHUYYKTHCS Op-
TaHIYHI KHCJIOTH, OCHOBHI 3 SIKUX - 130BajicpiaHOBA,
MpOIiOHOBA, METHJIMAIOHOBA Ta INIyTapoBa. Y HOBO-
HapoOMKCHUX Mepedir OpraHiyHUX amugypid Moxke
OyTH K TOCTpPHUH, Tak 1 (QyabMiHAHTHHI. Y 3B I3KYy
3 HaKOMUWYEHHSIM TOKCHYHUX HeWpomemiaTiB, pO3BU-
BaIOTHCS METa0OJIIYHUN KeTOAIH/103 Ta HEBPOJIOTIYHI
po3nanu, siKi CynpoBOJXKYIOThCA ypaxkeHHsm LIHC,
cymoMaM¥, KOMOO Ta eMi3oJaMHu Timoririkemii [14].

I'myrapoBa ammnmemis tum | (GA-1) oOymoBie-
Ha HemocTaTHiICTIO riyTapmi-KoA-gerigzporenasu
(GCDH). [ledinut manoro (epMeHTYy HPU3BOIUTH
JI0 HAKOTMHMYECHHS B OIOJIOTIYHMX pigUHAX 1 TKaHU-
Hax TIyTapoBOi Ta 3-TiJPOKCHU-TIIyTapOBOI KHCIOT,
AKI UYMHATH HEHPOTOKCHYHY Jil0, IEpEeBaXKHO Ha
MiAKIpKOBI CTPYKTYpH roloBHOTO MO3Ky. GA-1, 3a-
3BHUYail, 1e0I0Tye€ B PAaHHHOMY IOUTSYOMY BiIli; Mae
Micile, K TpaBHJIO, TOCTpUE mouyaTok. Y 75% Bu-
NajJKiB crocTepiraeTbcs «eHuedaritononioHuii» Ba-
piaHT 3aXBOPIOBAHHS, JUIS SIKOTO XapaKTepHi: panTo-
Ba JIMXOMaHKa, 4acTi 3puTryBaHHs abo Oe3mepepBHE
OMroBaHHSA, KUIOIKOBI pO3JIany, CMiICNTHYHI HamalH.
OCHOBHI IPUHIHIH JTiKyBaHHS CIIPIMOBaHI Ha MiHi-
Mi3alif0 HAKOMUYEHHsI TOKCUYHUX MeTaboIiTiB LIs-
XOM 3ano0iraHHs po3nany OiJKiB Ta Ha IHTEHCHBHE
BHUBEJCHHS NPOJYKTIB po3mnany OiJKiB i3 opraHizmy
3a JI0MOMOTOI0 KapHiTHHY. [Ipn BUHUKHEHHI eHIeda-
JMITOMONIOHOTO KPHU3y PEKOMEHIOBAaHO: 1) 3yNUHUTH
BKMBAHHS NMPHUPOAHOTO Oinmka (3 MOJOYHOI cymimri/
ki); 2) BBOAMTH CHeliani3oBaHi aMiHOKHCIOTHI Cy-
mimi 0e3 ni3uny ta tpunrtodpany (I'myrapumon, Hy-
TpireH) koxHi 2 roxa. minomo6oso (0,1 r/kr/mo0y);
3) ekcTpeHe TOBEHHE BBEJICHHS PO3UMHY TITIOKO3H 3
IHCYTiHOM (IJIf IIBUIKOTO 3HIKCHHS KaTaborizmy
AMIHOKHUCIIOT, )KHPHUX KHUCIOT); 4) BBEJCHHS KapHi-
tury (200 mr/kr/moby B 4 mpuiiomn). JlomarkoBum
METOJOM JIiKyBaHHS € BBCJACHHS B AieTy pubodia-
BiHy (xodakrop GCDH) y no3i 100-200 mr/no0y rta
NpHU3HAYCHHS apriHiHy (0O0MeXye NMPOXOJKEHHS Ji-
3UHY 4epe3 remarocHuedanigauii 6ap’ep). Ipu ri-
neprepmii pexkomenmoBanuil [6ynpoden (5-10 mr/xr/
J103y); Yy 3 mpUHOMH - PHU TEMIeparypi Tijia BUIIE
38,5°C [15; 16]

[3oBanepianoBa anuaypis (IVA) cnpuuuHs€eThb-
csa nedinnrtom depmeHty izoBanepun-KoA-merigpo-
reHasd, SKHH Karalli3ye TpeTii eTam mHepeTBOpeH-
HA JNeWnuHy (merigporeHyBaHHS i30Banepmi-KoA
y 3-metun-kporonin-KoA). V 60-70% xBopux IVA
MaHidecTye rocTpo B HeOHaTalbHOMY Iepioai. Me-
TaOOoJIYHI KPU3U NPOSBIAIOTHCS y BUINISAAI eHUeda-
JomaTii, arakcii, HamaaiB OJIOBOTH Ta TOHIKO-KJO-
HIYHUX CYAOM. 3BepTae yBary cuenu@idHuil 3amax
cedi. [Ipm migo3pi Ha 3aXBOPIOBAHHS JIIKYBaHHS CIIiJ
po3nouaru HeraiiHo. [Iporuos moao XUTTs Npu CBO-
€4acHOMY JIiIKyBaHHI € cipusTIuBUM. Tepamis 10 mMa-
Hiecranii 3aXBOPIOBAaHHS BKJIIOYa€ HU3bKOOIJIKOBY
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JI€TY, OpalbHY perijpaTanilo po3YMHAMU TIIOKO3H
Ta exekTpoiniTi, rminuH (300 mr/xr/moby B 4 mpu-
ftiomn) ta xapHiTHH (100 Mr/kr/mM00Yy B 4 mpuiioMmu)
nepopanpHo. [TouaTkoBi 3aX0qu HEBIAKIAIHOI Tepa-
mii Ipu rocTpiii MeTaboniuHiil AekoMIeHcanii BKI0-
4aloTh TaKi )X peKOMEeHalii, SK i Ipu nopymeHHi 00-
MiHY JKHpHHUX Kucior [17].

[Tin gac Kpu3y NOUITBHO MEPEBECTH IUTHHY Ha
YacTKOBE €HTEpaJibHE XapuyBaHHS CYMIMINII0 aMiHO-
KkucioT 0e3 sneituuny (24-72 roa. BiA mo4yaTKy JiKy-
BaHHs). [Ipy nmpoBeaeHHI MOBHOI'O MapeHTEpPalbHOI0
XapyyBaHHS - OOMEXHTH HAJXOJKEHHs Oijka BHpO-
JIoBX 24-48 TOA., MO MOXINBOCTI, PO3MOYATH CHTE-
paibHEe XapuyBaHHs BHOpPOJoBX 48 ron. Skmo eHre-
pajipHE XapuyBaHHS NMPOTSATOM 3a3HAUYEHOTO 4acy He
BJAETHCSI PO3MOYATH, JO MapeHTEpPalbHOr0 Xapdy-
BaHHS Clia noxaTtu iHTpajimig (2 r/kr/go0y abo 0,4
mi/kr/ron 20% po3dnHy) HiJl KOHTPOJEM PiBHS TPH-
TIinepuaiB Ta Tpombonutis [17].

MeTtunmanoHoBa 1 TPOMIOHOBA amUAypis/anume-
Mist (MMA/PA) - BpomkeHi mopymeHHs MeTabomizmy,
Kl XapaKTepU3YIThCS HAKOMUYCHHSIM METHIIMalo-
HOBOI Ta MpPOMIOHOBOT KMCJOT BHACHIJOK Ae(iluTy
meTuinaMoHUI-CoA-myTa3n Ta mnpomioHin-CoA xap-
6oxcmiazu. Mawnidecralis KIIHIYHUX TPOSBIB PO3MO-
YUHAETHCS PANTOBUM IOTIPIICHHSIM 3arajlbHOTO CTa-
HY, MEeTa0OIIYHUM allMI030M i TimepaMoHieMiero, abo,
mi3Hinie, noxiMop(HOK KIIHIYHOK KapTHHO, IO
MPHU3BOAMUTH JI0 PaHHBLOI cMepTi abo BaXkKoi HEBPOJIO-
ri4yHOI HEJOCTATHOCTI BHACIIAOK MI3HLOT J1arHOCTUKHU
Ta BIATEPMIHOBAHOI'O MTOYATKY JiKyBaHHs [18].

Bubip Tepamii mpu MMA/PA 3amexuTs Bim Kii-
HITHOTO cTaTycy nmamieHta. OCHOBHUN YMHHUK, STKHI
BIIJIMBAE HA MPUUHSATTS pillIEeHHS MI0J0 BUOOPY Tepa-
mii, — MOXJIMBICTh AUTHUHHU TOJIEPYBATH JIIKapChKi 3a-
co0u eHTepanbHO. Y JAMHAMINl MPOBOJUTHCS PETEIlb-
HUH MOHITOPHHTI BiTalbHUX (QYHKIIH KOXHI 4 TOI.;
IpU PanTOBOMY MOTIpHICHHI 3arajJbHOr0 CTaHy BH-
KOPUCTOBYIOTHCS MapeHTEpaNbHI GOPMHU TiKAPCHKUX
3ac00iB. MeTa NiKyBaHHS MOJATA€ Y 3HUIKEHHI yTBO-
PEHHS NPOTIOHATIB, MONEPEIHUKAMHU IKUX B OpTaHi3-
Mi € aMiHOKHCIIOTH (130J1€HIIMH, BaJiH, TPEOHIH 1 Me-
TiOHIH), )KMPHI KUCJIOTH 3 HEMAapHUM YHCIIOM aTOMiB
BYTJICII0 Ta XOJECTEPHH; NMEBHA YaCTHUHA NPOMiOHA-
TiB YTBOPIOETHCS Y KUIICYHUKY B PE3YIbTATI HislIb-
HocTi enoreHHoi ¢iopu. [Ipu migo3pi na MMA/PPA
MIETUYHE JIIKYBaHHS HEOOXIJTHO PO3MOYaTH Biapasy
MiCJIsl B3SATTS aHANI31B, IO OTPUMAHHS iX pe3yJbTaTiB.
PexoMeH10BaHO BBEJCHHS CIEIiali30BAHOTO Xapdy-
BaHHA 3 HU3BKHM BMicToM Oinky (0,5—1,0 r/xr/mo0y)
3a paxyHOK OOMEXEHHsS BMICTy METiOHiIHY, BaliHYy,
TPEOHIHY Ta 3HMWXKEHHS KIJIbKOCTI 1307eHuuny. SKio
y AUTUHU BiACYTHI OJIOBaHHS Ta Jiapesi, peKOMEH-
JIOBAHO peryJjsipHe yacTe NUTTA PO3UYMHY TNIIOKO3M Ta
enekTponiTiB. IlepopanbHO HpU3HAYAIOTHCS KapHi-
tiH (200 Mr/xr/moly y 4 mpuiioMu) i METPOHiZa301
(7,5 mr/xr xoxHi 8 rox.). OQHOYACHO TMPOBOAHUTHCS
JNIKyBaHHS 3aKpemiB Ta 1HQEKIiHHUX 3aXBOPIOBaHb.
Slxmo dopma MMA Bitamin-B12-3anexHna abo dop-
Ma HEBiJIOMa, CTAPTOBO BBOASTH TiAPOKCHKOOAIaMiH
(1-2 Mr/no0y) BHYTpiIHLOM 513¢BO (B/M)/IOBEHHO, a
y Bunaaky PA — 6iotun (10-40 Mr/noby).

VY Bumajaky MHOTipIIEHHS 3arajbHOr0 CTaHy, MO-
4aTKOBI 3aX0JM HeBiakiIaaHol Tepanii npy MMA/PA
AQHAJIOTIYHI 0 TaKWX MPU MOPYUICHHSX OKHCHEHHS
JKUPHUX KUCIOT. PeKOMeH10BaHEe BBEACHHS KapHITH-
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Hy Y HaBaHTaxyBaibHIH 1031 (100 MI/Kr) BOpOJOBXK
30 xB., mami — metogoMm Oe3mepepBHOi iHDy3ii (4 Mr/
Kkr/ron.). OgHuM i3 HalO1TBII KPUTUYHHUX CTAHIB IPH
MMA/PA € roctpa rinepamoHiemis (IiABUIIECHHS
piBass NH3), sika motrpeOye HeralHOro movarky Te-
pamii [17; 18].

Hedimut B-xeroriomazum — MeTaboONiYHE 3aXBO-
proBaHHA, (EepPMEHTATUBHHH Ne(EKT SKOTO MPHU3BO-
IHATH 10 OJOKYBaHHS OCTAHHBOT'O €Tamy MeTaboi3-
My i30JICHIIMHY Ta PO3IIEIJICHHS aleToanerary IpH
OKHMCHEHHI JKHPHUX KHCJIOT 13 MOAAJIbUIMM PO3BH-
TKOM EHEpPreTUYHOTo JAe(ilHUTy Ta HaKONHYEHHSIM
TOKCHMYHHX MeTraboxitiB. Kiiniuna ManidecTamnis
XapaKTepHU3Y€EThCS eMi30J4aMH KeTOalUumo3y, MIIs-
BICTIO, COHJMBICTIO, BIJAMOBOIO Bix 1Ki, M'S30BOIO
cnabkicTio, HamajaamMu OJoBaHHs, cynoMamu. [Ipodi-
JaKTHKa TEePBUHHHUX MPOSBIB CIpsIMOBaHa Ha oOMe-
JKeHHs crokuBaHHs Oinky (1,5-2 r/kr/no0y), xupis
Ta MiABUIICHOTO CIOXUBAaHHSA BYTIeBOAiB. OCHOBHI
NPUHIIUNH JIKYBaHHS MeTaboNidHOI JeKoMITeHcallil
MOJATAal0Th y BHYTPIIIHBOBEHHIN 1H(Y3il po3dumHy
rIoko3u. [ kopekiii MeTabomiuHOTO KeTOoANI03Y
BUKOPUCTOBYIOTh PO3YMHHU TiApokapOoOHATy HaTpilo,
KaJIll0 XJIOPUAY, HATpil0 XJOPHAY MiJ KOHTPOJIEeM
CJEKTPONITHOTO CKJIaay KpOBi MpH HpOBEACHHI ma-
peHTepanbHoi iH(Yy3ii. JJuHAMIKY 3aradbpHOTO CTaHY
HEeOOXI1THO OIIHIOBATH KOXHI 4-6 rox. abo gacTimre.
[Tpu BiACYTHOCTI IIBUJKOT MO3UTUBHOI peakilii Ha iH-
TCHCHUBHY Teparmiio Ta 30epeXeHHI KeToalua03y pe-
KOMEHAYETHCSI PO3MISIHYTH MOXJIMBICTh NPOBEACHHS
MepUTOHEANBHOTO Aianizy abo remoxianizy [19].

BaxnuBo mam’sTaTH mpo psAg MEIUYHUX Ipe-
mapariB, AKi KaTeTOPWYHO MPOTUIIOKA3aHI y AiTeH 3
OpraHiYHUMHU ANUAYPIIMH Ta MOPYIICHHIMHU (yHK-
1ii MiToXoHIpii. Jlo HUX Halle)KaTh BaJIbIPOATH Ha-
Tpito (BUCHaXYIOTh 3aracu KapHITHHY, IPUTHIYYIOTh
B-oKMCIEHHS Ta MUKJ CEYOBUHU, BUKIMKAIOTH arol-
TO3 TeNaTOLUTIB, IO HPHUBOIUTH 10 (aTanibHOI0 TOK-
CHYHOTO TeMaTHTY), MapamneTaMol Ta HoTo moXigHi (€
iHridiTopamu okucHOTO pochopuroBaHHs, 301ab1IY-
I0Th KIJIBKICTh BUIBHUX PaJMKajiB, BUCHAXYIOTh 3a-
MacH rayTaTioHy); HeliposenTuku (iHri0yroTh OKMCHE
(dochopunioBaHHs), aHTHOIOTHKN 3 TPYIH aMiHOTJII-
KO3UIiB (YUHATH TOKCUYHY Hif0 Ha MITOXOHApIii, ToO-
PYWYIOTH TpaHCcHANnito MiToxoHapiansHOI JJTHK) [14].

3axodu npu aminoayuoonamiax

XBopoba «kieHosoro cupony» (MSUD) — 3axBo-
proBaHHsS, OOyMoBieHe ae(diIMTOM AETiAPOTEHA3N
KETOKHCIIOT 3 PO3TalTyKCHHUM JaHIIOTOM, BHACJHIIOK
YOTO MOPYIIYETHCS OKHCHE JeKapOOKCHIIOBAHHS aMi-
HOKHCJOT 3 po3ranykeHuM naHiorom (BCAA) - nei-
LMHY, i30JieiiinHy Ta BajgiHy. CTaH JUTHHHU MOTipUIy-
€ThCSI He3a0apoM Miclis HAPOIKEHHS - PO3BUBAIOTHCS
CHUMITOMH ecHIedaronaTii BHACTIIOK HaKOMHYCHHS
BCAA (ocobnuBo, mefinuHy), sAKi € HEHPOTOKCHY-
HUMH y BUCOKHX KOHIIEHTpaIisx. BigmigaeTncs mo-
siBa HE3BUYHOTO apOMAaTHYHOIO 3amaxy («KJIEHOBOIO
cupony») ceui. Benuky poip B matroreHesi Biairpa-
I0Th KETOAIM/103, TiNOHATpieMisl, HAOPsIK Ta aTpodis
TKaHUHHA MO3KYy, BTOPHHHA TillepaMoOHieMis, HeJO-
CTAaTHICTh TITIOKOHEOTEHE3Y Ta TiMOTIiKeMis, a TAKOXK
IUCOYHKIIST MITOXOHIPiaJIbHOTO AWXAIBHOTO JaH-
[fora Ta OKHCHOTO (ocdopunoBanus. be3 JikyBaH-
Hsl MeTa0OoJIIYHUI KpU3 y O1IbIIOCTI BUNAJKIB 3aKiH-
qyeThesl JietanbHo. [Ipu mimo3pi Ha 3axBOpIOBaHHS
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JiKyBaHHS Ciix posmouatn HeraiHo. IlpodimaxTuka
MEPBUHHUX TPOSBIB BKIIOYA€E: OOMEKEHHS CHOXHBAH-
Hs XapdoBoro 0inky (1,2-1,3 r va 100 M BigHOBIEHOTO
MPOAYKTY), TPU3HAUCHHS CIIelialli30BaHUX CyMillIel Ha
OCHOBI aMiHOKHCIOT (0e3 neifuuny, 130aeHIuHY, Bali-
HY) IiJ] KOHTpOJIeM iX piBHs. PEKOMEHIY€eThCSI KOMIIEH-
cariss nedinuTy i30JeHIMHY 1 BaJiHy 3a JOTOMOTOIO
MOHOI00aBOK. 3 METOIO MIarHOCTHUKH TiaMiH-3aJIEKHOT
(hopmu poBOIATE MpOoOHE MiKyBaHHA TiaMiHOM (10 M1/
Kkr/no0y) Brnpomosx 2 Twx. [lpu miaTBepKeHHI aia-
THO3Y TEpexo[siTh Ha miaATpumytody no3y (50-300 mr/
no0y) npemnapary. st mocuieHHs 3B’s3yBaHHS MeTa-
6oxitiB BCAA npusnavators kapHituH (50-75 Mr/kr/
o0y B 2—-3 mpuitoMun) BIpogoBx 3-6 mic. [20; 23].

Y mepion MeTaboNiYHUX KPHU3iB BIPOJOBK 2472
roJl. BAKOPHUCTOBYIOThH CIEliani30BaHy CyMill aMiHO-
KHUCJIOT MPHU OJHOYACHOMY 3abe3MeueHHI afeKBaTHOT
rigparanii (120 mu/kr/no0y). PexomenmoBano 3a-
OesmeunTH BHCOKOKanopiiiHe xapuyBaHHs (120-150
KKaJ/Kr/no0y) 3a paxyHok 5-10% po3uuHy TIIOKO3H
(mexcTpo3m), TIKO30MONIiMepHUX po3dnHiB (Manb-
topekctpun) (10-15 wmr/kr/xB), nminigi (1-2 r/kr/
no0y) Ha JOJAaTOK [0 cIeliaidi3oBaHOi cywmimii Ha
OCHOBI aMiHOKHCIJOT. J{OLiIbHO BUKOPHCTOBYBATH
MoHOH00aBKH i3oneiinuay Ta Baminy (200-300 mr/
no0y koxuoi; 400 mr/moOy, - mpu miami3i), HaBiTh
AKIIO BOHHM BXE 3HAXOAATHCA Yy MEKax LIJIBOBOTO
niamna3zony JikyBaHHs. [Ipu HEOOXiIHOCTI MOXIHBE
BBeneHHs iHcymniny (0,05-0,5 O/l/kr). 3 meToto 3ano-
OiraHHs NMPOXOJIKEHHS Mepexoay JIeHIMHY yepe3 re-
MatoeHIedariaauil 0ap'ep peKOMEHAYETHCS J0AAT-
KOBE NMPHU3HAYCHHS TUPO3UHY, aJlaHIHy Ta TIIOTAMIHY
(100-200 mr/kT). 3 MeTO KOpekIii MeTaboIigHOTOo
KeTOalM/103y BHKOPUCTOBYIOTh PO3YMHHU TiApOKap-
OOHAaTy HATPiO, KaJil0 XJOPUIY Ta HATPIKO XJIOPHUIY.
PexoMeHyIOTBCS 3aX0/H 1040 3ar00iraHHs rinoHa-
Tpiemii Ta mpodimakTUKN/yCyHEHHS HaOpIKy MO3KY
(5-10% rimeproHiyHNH pPO3YMH XJIOPHUAY HATPilo,
5-10 wmexB/kr/mo0y). Ilpm BiZCYTHOCTI IIBHIKOTO
MO3UTUBHOTO e(peKTy BiJ IHTEHCHBHOI Tepamii, 30e-
peXeHHI KeToaluJ03y Ta TrinepamMoHieEMil peKOMEH-
JIYETHCS PO3MIISIHYTH MOKJIMBICTH NPOBEACHHS MEpH-
TOHEAJIBHOTO Aiali3zy abo remMomianisy.

UYepes 24-72 ron. Big modarky JTiKyBaHHS, IPH Ha-
SBHOCTI MO3UTHUBHOI AMHAMIKH, pEKOMEHJOBAHO MO-
CTYHOBE BBEJCHHS NPOJYKTIB, 10 MICTSITh HATYpPallb-
HUW 010K, 3 pO3paxyHKy Y4 HeoOXimHOTO 1000BOTO
obcsry B nmepumuit aeHp, ¥» — Ha 2-3 neHsb, ¥ — Ha 3-4
JICHb, 1aJli - B TOBHOMY 00C#31, ITiJl KOHTPOJEM PiBHS
NEeWIUHY, 130JMeHIIMHY Ta BajiHy KpoBi [21-23].

Tuposunemus l-ro tumy (TYR1) abo remarope-
HallbHa TUPO3MHEMIs, 1€ - 3aXBOPIOBAHHS, 00YMOB-
neHne myTtauisimu B reHi FAH, sxuii konye pepmeHT
tdbymapunamneroanerasy (pymapuianeroriapoiasy),
0 TPHU3BOJUTH A0 MOpPYLICHHS OOMiHY aMiHOKHC-
JOTH THUPO3WHY, IHTOKCHKamii NPOAyKTaMH aHo-
MalpHOTO po3many (pymapuianeroaneTaroM i Ma-
JeinaneTroaneTaroM) Ta ix KiHIEBUMH MeTaboIiTaMu
(CyKIMHITALETOHOM 1 CYyKIMHIJTamneToanerarom). Ha-
KOIMYEHHS IIMX METa0OJiTIiB MPHU3BOAUTH O PO3BH-
TKY MEYiHKOBOi HEJJOCTATHOCTI, P03y, TyOymonatTii
3 ¢opmyBaHHAM cuHApomy DaHKOHI, MONiHEHpoma-
Tii, Kapaiomiomarii, BaXKHX KOaryIsMidHHUX TOpY-
IICHBb, & Ha O1NBII Mi3HIH cTail - TeMaTOICTIOIIPHOT
kapuuHoMu. OKpiM TOro, CyKLIMHINAIETOH MPUTHI-
4ye JejbTa-aMiHOJIeByJiHAT-Aerigparasy, HpOMIiXK-

HUH Meaiatop nmop¢pobidiHOreHy, Mo MPHU3BOAUTH 10
mopyImeHHs 010CHHTE3y TeMa Ta KIIHIYHO MOXe Ipo-
SABIATHCSA CHUMITOMaMH TOCTpoi mepeMixHoi mopdi-
pii — Gosem y JKMBOTI, apTepialibHOI TiNEePTEeH3IE0
Ta Helpomariew [24-27].

B sixocti e€auHOrOo CrienuQivyHOTrO IaTOreHETHYHOTO
3aco0y nikyBaHHS TYRI1 BHKOpHCTOBYETHCS HITi3iHOH
(Opodanin, Swedish Orphan Biovitrum (IlIBewis)). AHa-
noriB Opdaniny y cBiTi Hemae. HiTi3iHOH mepenikomxae
YTBOPEHHIO KIHIIEBUX TOKCHYHHMX METa0OJiTiB, PiBEHb
THUPO3HMHY B CHUPOBATI KPOBI MPU LIOMY ITiIBUIIYETHCS,
110 € TIJICTaBOIO JUIS NPU3HAYCHHS JIE€TH 3 0OMEKESHHIM
(eninananiny (HonepeJHUK THPO3UHY) Ta TUPO3UHY [25].

Jo mouarky Teparmii HiTi3iHOHOM B Tepioa WMo-
BipHOTO [iarHo3y, KOJH € HEOOXiTHUM OOMEKeH-
Hs Oinky, ane me He BupudikoBano TYRI, y mitei
HEepHINX JBOX-TPHOX MICSIIB JKUTTS JOLIJIBHO MpPO-
JOBXHUTH TpyIHE BHUIOJOBYBaHHS abo0 NPU3HAUYHUTH
aJanToBaHy AWTAYY cyMmim 3 po3paxyHky 185-550
Mr/feHb QeHinanaHiny Ta 95-275 Mr/aeHp THPO3H-
Hy. Y niTe#l TppoX-I'sTH MiCAMIB cIig 0OMEXUTH 00-
CAT BUTOJOBYBaHHs Ha 1/3 i3 3aMiHOI0 HAa YacCTKOBE
napeHrepainbHe xapuyBanHs (iHQy3ii 10% po3uu-
HY DIIOK03M y 1031 150 mi/kr/no0y). ditsm crapiie
I'SITH MICAIIB BBOJATH NMPUKOPM, IIPUTOTOBICHUH Ha
Bozi (1,4 v 6inka/100 M cymimi). Kanopitiaa Hemo-
CTaTHICTH 3a0e3meuyeThes Kupamu [26-27].

Jlo3a HITI3IHOHY Nig0UpaeThCs 1HAUBIAYaIbHO 3a-
JIe)KHO BiJ PiBHs CyKIMHiNaneToHy (y cedi Ta KpoBi)
i piBHS TUpO3UHY (y KpOBi). 3BHYaiiHa TepaneBTUYHA
10332 CTAaHOBUTH | MI/Kr/mo0y, moyaTtkoBa fgo3a - 1-1,5
Mr/Kr/n00y, MakcuManpHa - 2 Mr/Kr/mo0y; mpu3Hava-
€TBCSI OHOPa30BO ab0 y ABa MPUUOMH, SKIIO PiBEHD
tupo3uny < 600-800 MKkMOJb /1. 30IIbLICHHS 1031 J10
2 Mr/kr/mo0y MOXJIHBE MPHU BiACYTHOCTI eekTy (He-
Ma€ TOKpalleHHs! MOKa3HMUKIB KOarylorpaMmu, piBeHb
CYKIMHIJIAIIETOHA HE B3HMXKYETHCS BIPOMOBXK JIBOX
THXXHIB, piBeHb THPO3UHY > 800 MKMonb/1). UM BU-
il piBeHb THPO3UHY B KPOBi, TUM O1JIBII )KOPCTKHM
MOBUHHE OyTH 0OMexeHHs 01Ky B jieTi (He Oinpmie 1
r/kr). [lorpeba B iHIIMX HE3aMiHHHMX aMiHOKHCIOTaXxX
3aJI0BOJIBHSIETHCSl NMPU3HAYEHHAM JIIKYBaJIBHOTO Xap-
yyBaHHS (70 2 T/KT) 3a cHemiaJIbHUMH (QOopMyiIami,
10 HEe MICTHTHh TUPO3UHY Ta (eHinanaHiny. lle no3Bo-
JI€ JOCSAITH HOPMaJIBHOIO POCTY W po3BUTKY. Jlo3a
HITI31HOHY KOPHUTYETHCS 3aJI€KHO BiJ] 010XIMIYHUX MO-
Ka3HUKIB 1 AMHAMIKN MacH Tina guTuHH. binsbko 10%
XBOPHUX Ha Tepariio HiTI31HOHOM HE BiANOBIAAI0Th, 110
00yMOBITIO€ HEOOXITHICTh TUHAMIYHOTO 010XiIMI4HOTO
MOHITOPHUHTY (piBEHb CYKIMHINAIETOHY B cedi, PyHK-
[iOHAJBHI MPOOH MEYiHKN) Ta IPU3HAYCHHS CyBOPOTO
MIETHYHOTO JIiKyBaHHS. Taki Mali€HTH - MOTCHIIHHI
NPETeHACHTH Ha TPaHCIIAHTALiI0 TeuiHku [24-27].

3axoou npu cnadkosux NOPyWeHHAX YUKIY Ce408UHU

CragkoBi MOPYLICHHS LUKIY CEYOBHHH — IIe I'PY-
na BPOJKEHUX 3aXBOPIOBAHb, NPH SKHX HOPYIIYETh-
Csl YTBOPEHHSI CEYOBUHH, 1110 MPU3BOAHUTH JI0 TOCTPOT
a00 XpoHiIYHOI iHTOKCHMKalil amMoHieM. Bupaxennii
nedinut abo moBHA BIACYTHICTH aKTHBHOCTI Qep-
MEHTIB KapOamindocdaTcunTasn, OpHITHHTPAHCKAP-
0aMoinas3W, apriHiHOCYKIIMHATCHHTAa3HW, apTriHiHO-
cykmuHatmiasu, aprimasu (ARG) abo mpoxmymenta
kopakTopy N-aleTHIrIoTaMarcHHTa3u NPU3BOJUTD
JI0 HaKOMMYEHHS aMiaky Ta IHIIMX MeTaboJiTiB mo-
MEepeHUKIB BIPOJOBXK MEPUIUX JAHIB KuTTA. HeBmo-
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B31 MicCJIsl HAPOKEHHST PO3BUBAETHCS HAOPSK TOJIOBHOTO
Mo3Kky 3 ypaxerasm LITHC. [Tpu MeHm Baxxkomy mediiu-
Ti mux ¢epmenTiB i mpu HenocTatHOCTI ARG myckoBUM
MoMeHTOM rinepamonieMii (I'A) MOXyTb OyTH 3aXBOpIO-
BaHHs a00 CTPECOBi cutTyanii y Oyab-sikomy Bimi [22].

[TpodinakTrka NepBUHHUX MPOSIBIB 3aXBOPIOBAH-
Hi 1 A Bkifoyae OOMEXEHHS CIIOXKMBAaHHS OiJIKY
SHTEpalbHO, NMPU3HAYCHHS CIENiadbHUX MOJIOYHHUX
cyMime# 1 JikapChKUX Mpenaparis, AKi 3aXOIIIOIOTH
a30T (CKBaHJDKEpH), a TakoK KodepMmeHTIB i aedi-
HUTHUX CyOCTpaTiB IJIsi CTUMYJsNii peakuiid opHi-
THHOBOTO IUKIY (apriHiHy TiApOXJIOpHA, LUUTPYIiH,
opHiTuH, L-kapHiTHH) 32 yMOBH 30aJ1aHCOBAaHOTO J0-
JIATKOBOTO BJKMBAHHS HE3aMIHHUX aMiHOKHCIOT.

HesanexHo Bin BiKy iHTEHCHBHA JETOKCHKAIliiHA
Teparis MOBHHHA PO3MOYMHATUCS MPH PIBHI aMOHIO
>200 mxmounb/a (350 mxr/an). JlikyBauus roctpoi ['A
MOJISITA€ B IOBHOMY OOMEKEHHI HaJXOJUKeHHS Ol-
Ky Ha 24-48 rox., y TOMY YHCIi, €HTEPAJIbHOTO, IPH
OIHOYACHOMY 3a0e3MedeHHI aJleKBAaTHOI rigparamii 3
BHCOKHMM BMICTOM ITIOKO3U. PEKOMEHJ0BaHO JI0BEHHE
BBeacHHs 10% po3uuny miroko3u (25-35 mur/kr BIpo-
0Bk 90-120 xB.), B SIKOMY MICTATbCS CKBaHIDKEPU —
6ensoat Hatpiro (250 mr/kr — 5,5 r/mM?) Ta deninaie-
tar Harpito (250 mr/kr — 5,5 r/M2), 3 mepexonoM Ha
nigrpumyody no3y (500 mr/kr a6o 11 r/m? Ha no0y).
Jus crumymanii NAGS, skuit gpopcye Bech OpHITHHO-
BUU IIMKJ Ta BUBEJCHHS CEYOBHHH, MOKA3aHO 3aCTO-
CyBaHHS apriHiHy Tifpoxiopuay (3a Bunitkom, ARG)
10% po3uun (200 mr/kr a6o 12000 mr/m? 3a 90 xB.,
3 IIEPEX0/I0M Ha HiATpuUMYyody 103y 250 mr/kr/no0y).

UYepes 2 rox. micns movaTky iH(Yy3ii ciix BU3HA-
YUTH PiBEHb aMOHII0 KPOBi. SIKII0 piBeHb HOPMATi3y-
BaBCsl, TEpaMiio CJiJ{ MPOAOBXKHUTH BIIPOAOBK 24 TOJI.
besnepepBHa iH(DY3is TIOKO3U Ma€ MPOBOAUTUCS Y
1031 8-10 mr/kr/xB. IIpu HeoOXiTHOCTI MOXKIIMBE BBE-
newHs iHcyniny (0,05-0,5 OJl/xr), skuii Bomoaie aHa-
OONIYHUMHM BIACTUBOCTAMH, IS MIATPUMKH PiBHS
rmikemii B Mexax HOpMH. /[0maTKOBO JTOBEHHO BBO-
IATh Jimign y 1031 1-2 r/kr/go0y s 3abe3neueHHs
HaaxoKkeHHs — mo 130-150 kkan/kr/mo0y.

[Ipn 3HmxeHHi amiaky B KpoBi Hikue 100
MKMOJIB/JI, CIIiJi pO31OYaTH BBEJICHHS OUIKIB y cTap-
ToBi# 1031 (0,4-0,6 T/kr/m00y) 3 MOCTYHOBHUM 3011Th-
IICHHSM {i i KOHTPOJIEM PiBHS aMOHIIO.

[Toxa3aHHSIMU 10 TEeMOialli3y Y HOBOHAPOKEHHUX
€ piBeHb amoHito Buime 400 Mmxmonb/n (700 mMkr/mm)
a00 BiICYTHICTh e(eKTy BiJ MEAMKaMEHTO3HOI Tepa-
mii Bupoxosx 4 rox. [13; 22].

3axoou npu cnadxkoeux nopyuieHuax

8Y271€600H020 0OMIHY

anakTo3eMiss — rpymna crnajkoBUX 3aXBOpIOBaHb,
00yMOBJICHUX MOPYLIEHHSIM BYIJIEBOJHOTO OOMIHY,
AKi BWHHUKAIOTh BHACIIJOK 3HWXXEHHS aKTHBHOCTI
(dhepmeHTIB, Mo O0epyTh y4acTh y JAHIIOTY peakiliit
MepeTBOPEHHS TaJaKTO3H Ha TI0K03y. Jlo HMOBIpHUX
TSOKKMX CTaHIB MPH TOCIHiTani3anii TMTUHH 3 CHUMII-
TOMaMHM BaXXKO1 TaJlakTo3eMii BIJHOCSTBCS: CEINCHC
(Haliyacrime, 3yMOBIECHHH TPaMIIO3UTHBHUMHU Mi-
kpoopranizmamu (y 90% BumankiB - Escherichia
coli)), kpoBoTeua, mopymeHHs QyHKIii Me4iHKH, Ha-
OpsAK MO3KY, MOIIKOJKCHHS HUPOK, MIBHAKE POpMy-
BaHHS KaTtapakTu [28].

[Ipy oTpuMaHHI TO3UTHBHUX pE3yJbTATIB HEO-

70

HATaJbHOT'O CKPHHIHTY Ta MiJ03p1 HAa 3aXBOPIOBAHHS
JiKyBaHHS NPU3HAYAETHCA HEralHO, A0 OTPUMAaHHS
pe3ynpTaTiB yTOUHIOKYOi miarHOCTHKH. HeraifHe i
MOBHE BUJAJEHHS TallakTO3W 3 pallioHy Xap4yBaHHs
- enuHUU cnocid momomoru. JlieToTepamis mepen-
0auae JOBIYHE BUKJIIOYEHHS NMPOAYKTIB, IO MICTATH
rajjakTo3y i JIaKTO3y, MOBHE BUKIIOUYCHHS 3 palioHy
Oyab-gaKOTO BUIY MOJOKa (Y T.9., IUTSA4Yi MOJOYHI Cy-
Mili) Ta yciX MOJOYHUX MPOAYKTiB, a TAKOXK CyBOpE
BHUKJIIOUCHHS MPOAYKTIB, Kyl BOHH MOXYTb J0JaBa-
tHcs. JIIKyBaJIbHUMHU TPOJYKTaMH IEPIIOYEepProBOTO
BUOOpPY Ul XBOPUX HEPIIOr0 POKY XHUTTS € CyMilli
Ha OCHOBI i30JIATYy cOo€BOro Oijika, B SIKMX ITOBHICTIO
BiJICYTHI poCIWHHI ramakto3unu. IIpu mosBi amep-
TI9HUX peakIiifi Ha coeBHil OiT0K 1 PyHKIiIOHAIBHUX
3aKperiB JOIJIbHO 3aCTOCOBYBATH CYMIIlli HA OCHOBI
rigpoii3aty Kaszeiny, siki MiCTATh HEBEJIUKY KIIbKICTh
rajakTo3u. 3ajeXHO BiJl CTaHy AMTHHU BUKOPHCTO-
BYIOTb ITOETHAHHS COEBOI CyMillli Ta CyMillli Ha OCHO-
Bi rimpoiizaty kKa3einy y cuiBBigHomeHHi 1:1. Takox
PEKOMEHAYIOTHCS Ka3eiHMpeaJOMiHAHTHI 0€37TaKTO3Hi
MousiouHi cymimri. Cymii 3 nepeBakaHHIM CHPOBAT-
KOBHX OIJIKiB HE CJIiJl BAKOPHCTOBYBATH B Ji€TOTEpa-
nii y aiTe TpyJHOTO BiKY, OCKIJIBKM BOHH MOXYTb
MICTHTH CIiIOBI KiTbKOCTI TanmakTo3u [29; 31].

[Ipu po3Butky kiminigHOT KapTuHu GALT migTpu-
Myloda Tepamis 3a3BW4ail BKJIOYa€ CTaHAApTHI 3a-
raJbHONPUIHATI 3aX0/U: JIOBECHHE BBEJCHHS PIIUHU
JUIsl 60POTHOM 13 3HEBOJHECHHSM, IIATPUMAHHS PIBHS
IJII0KO3M B KPOBi, aHTHO10THKOTEpaIlito, KOPEKIito Ti-
MOKOAarynsIii, 3aMiHHEe MepeauBaHHs KpoBi [28-31].

BucHoBKkM

[TincymoBytoun Bulle BUKIAJEHE 1010 Mpodinak-
THKH Ta JIIKyBaHHS MeTa00JII4YHUX KPU30BUX CTAHIB y
HoBOHapokeHux i3 CXOP, cnix 3a3naunry, 1mo ix 3a-
CTOCYBaHHs He MOoTpelye crerniallbHUX YMOB I MOXe
OyTH mpoBeIcHE Yy BiANIICHHI IHTEHCHUBHOI Tepamii
HEOHATOJOTigHOTro abo mexiaTpuuHoro npodinto. He-
3Ba)Kal0YM Ha MEBHI BIAMIHHOCTI y CTpaTrerisix JiKy-
BaHHS €Mi30/iB rocTpoi MeTaboJiuHOl JeKoMIIeH ca-
uii y niteir npu CXOP, siki moB’si3aHi 3 €HIOTCHHOO
IHTOKCHKaIi€r0 Ta JaedeKTaMu MIiTOXOHIPiadbHOTO
OKMCJIEHHS, 3araJIbHI MIAX0IH 10 BEJAECHHS Ialli€HTIB
€ BEeJIbMH TMOMIOHHMH Ta BKJIIOYAKTH HiATPUMYIOUY
Tepamiio, JETOKCHKAalilo, BBEICHHS ONTHUMalbHOT
KITBKOCTI BiTaMiHIB 1 KodakTopiB, cneuudiyny 3a-
MICHY Tepamiio Ta JI€TOTepamnilo 3 BUKOPHUCTAHHSIM
crnenianpHux cymimeid. EdexTnBHicTs NiKyBalbHUX
3ax0fiB Oyme 3alexaru BiJ PaHHBOI MiaTHOCTUKH
MaToOJOTIYHOTO CTaHy, HasABHOCTI CydacHOTO o0man-
HaHHS Ta KOMaHIH JOCBIAYCHUX PEaHIMATOJOTIB, IKi
MalOTh BiANOBIJHY NiJrOTOBKY J0 BEJCHHS HOBOHA-
pomkenux i3 CXOP y craHi mMeTaboONdidHOI JCKOM-
nencamii. BupoBamkernass PCH Hamae MOXIUBICTB
npecuMmnToMatnyHoi miarHoctuku CXOP. Coeuac-
HE BUSBICHHS IIUX BAXKKHUX MATOJOTIYHUX CTAHIB Ta
npu3HaueHHs crenndivyHol maToreHeTH4YHOI Tepamii
MOX€ 3HAYHO MOKPAIIUTH NMPOTHO3 LIOJ0 PO3BUTKY
YCKJIAJHCHb Ta BiJalICHUX HACIIIKIB aTOJOTIi.

KoHdnikT iHTepeciB: ABTOpu He 3asBISsIIH
Oyab-aKOTO KOHQIIKTY iHTepeciB.

Oxepena diHaHcyBaHHA: CamodiHaHCyBaHHS.
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Pe3rome. Hacnencteennbie 6Gonesnn obOMeHa Be-
mectB (CXOP) - rpynma 3a0osieBaHUi, CBA3aHHBIX C Ha-
pyuieHHeM MeTaboiin3Ma aMHHOKHCIIOT, YIJIEeBOJOB, opra-
HUYECKHX U JKUPHBIX KHCIIOT, a TaK)Ke IPYTHX BEUIECTB,
YTHETEHHEM JHEPreTHYecKoro oOMeHa B MHUTOXOHAPHUSX.
BonpmuacrBo CXOP maHu(ecTUPYIOT B HEOHATaJIbHOM
nepuoie, MMEIOT KaracTpoduueckuii, OBICTPO mporpec-
CUPYIOIMI MPOrpeaueHTHBIN XapakTep, 4acTo OCTalTCsA
HEPAaCIO3HAHHBIMU HWJIKN TIOATBEPIKIAAKTCA IIOCIE CMEPTHU
pebenka. O4eHb Ba)XKHO JHAarHOCTHPOBATh TAaKWe Hapylle-
HUS J0 TOSABICHHUS MeTabommueckod nexkommeHcaruu. C
9TOH Iedbl0 B cTpaHax 3amagHod EBpomnsl yxe okomo 20
JeT NPOBOAMTCS PACIIMPEHHBIH HEOHATATbHBIH CKPUHUHT
(PHC). PHC - maccoBoe oOcnemoBaHne HOBOPOXKICHHBIX
Ha HajJu4yue B HUX KPOBHU 61/IOXPIMI/I‘ICCKI/IX MapKeEpoOB
HACJIEICTBEHHBIX HapylmeHui Merabosnsma. IIpaxTuuec-
KUl ombBIT CcTpaH, B KoTopbix mpoBomutcs PHC, ceuue-
TCJIBCTBYET, YTO CBOCBPEMEHHO HadaThbIC npoqmnaKanec—
KHE MEpOINPHUATUS MO3BOJSIOT INPEAYNPEIUTh pPa3BUTHE
oCcTpoil MeTabonMuecKoil JCKOMIEHCAIUU. YCIEXH JTUX
CTpaH B CHUXCHUHU lIeTCKOl‘/i CMEPTHOCTH U MHBAJIUAHOCTHU
B 3HAYUTENBHON CTENEHH JOCTUTHYTHI Onarojaps cucreMe
OTIEpAaTUBHBIX ACHCTBUIl B paHHEM HEOHATANbHOM MEPHOJE.

Octpas Metabonuueckas JeKOMIeHcalnus, 00ycI0B-
nenHass CXOP, saBnsercs ompeneliecHHOW MpoOieMol st
HEOHATOJIOr0OB M Bpaueil OT/AeNeHN HHTEHCUBHOM Tepanuu
HOBOPOXACHHBIX. npaKTI/IKa CBUIACTCIBCTBYET O BBICOKOM
pUCKE TOrO, 4TO YK€ MHEepBBIH AIH30] MeTaboIHdecKoil
nexkomnencanuun npu CXOP wmoxker crarh ¢aTadbHBIM.
Jlns npenoTBpalieHHs Pa3sBUTHSA COCTOSHUH, YIpoXKaro-
IMHX XHU3HU peOeHKa, OYeHb Ba)KHO, C MOMEHTA IOJIydYe-
HUSl TMOJTOXHUTENbHEIX pe3ynsratoB PHC ¢ cymecTBeHHBIM
OTKJIOHEHHEM OTIPE/eNICHHBIX MOoKa3aTeleld OT HOPMBI, He-
MEIJICHHO Ha4yaTh IOAIEPKUBAIONIYIO TEPANUI0 Mapalleb-
HO C TPOBEACHHEM YTOUHSIOMEH AUATHOCTHKH. DIMH30](BI
ocTpoil MeTaboaM4ecKOl JAEeKOMIIEHCAllMd MOTYT Mpo-
BOLIMPOBATh HAarpy3KH OEIKOM WM YyTJIEBOAAMH, TOJIOAA-
HUE, HU3Kas KaJIOPHHHOCTh pAIMOHA, MHTEPKYPPEHTHEIE
pecnupaTopHble WU JKEIyJOYHO-KHIIEYHbIe 3a00JeBaHUA,
BaKIMHANMs, (QU3MUecKas WIN IICHXOOMOIMOHAJIbHAs Ha-
rpy3ka. PanHue mpusHaKm MeTabOJIHUYECKOW JeKOMIICHCA-
UKW BKJIKYAKT BAJOCTH W THIOTOHHWK, CHHXCHHUC aIlllc-
THTa, JBIXaTeJbHbIE W HEBPOJIOTHYECKHE paccTpPOHCTBa,
NCUXOMOTOpHBIe HapymeHus. [lo3nuee BeisiBieHue CXOP,
C OIHOW CTOPOHBI, CBSA3aHO CO CJIOKHOCTBIO JHAarHOCTHYEC-
KOTO Ipolecca, ero MUPOKUM HO30JOTHIECKUM CIIEKTPOM H
HecTenu(UIeCcKO CUMIITOMATHKOM, a ¢ IPYroif - ¢ HU3KOI
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Summary. Inherited metabolic disorders (IMDs) is a
group of diseases, which are related to defects in metabolism
of amino acids, carbohydrates, organic and fatty acids, as
well as with impairments of energy production processes in
mitochondria. Manifestation of the most of IMDsis occurred
in the neonatal period. These diseases, being characterized
by catastrophic, rapidly progressive and progredient nature,
often remain unrecognized or in worst case scenario are
confirmed only after the death of the child.

It is absolutely crucial to diagnose such disorders
before life-threatening conditions development in children.
For this purpose, the Extended newborn screening (ENBS)
program has been established in Western European countries
about 20 years ago. ENBS is an examination of newborns
which main purpose is to establish the presence in their
blood (dried blood spots on filter paper) of the molecular
markers of inherited metabolic disorders, the accumulation
of which precedes the clinical manifestations of IMDs. The
practical experience of countries in which the Extended
newborn screening has been conducted, gave evidence that
early initiated treatment prevented from developing the
episodes of acute metabolic decompensation. The success
of these countries in reducing infant mortality and disability
has largely been achieved due to well-organized system of
prompt actions in the early neonatal period.

Acute metabolic decompensation due to IMDs presents
certain difficulties and challenges for neonatologists
and physicians of newborn intensive care units. Medical
practice has shown a high risk of situations in which the
first episode of metabolic decompensation, related to the
certain IMD, turned out to be a fatal one. In order to prevent
the development of the life-threatening conditions in
affected children, it is very important to initiate supportive
therapy immediately while receiving the positive results
of the screening, where the significant deviations of
measures from the normal values are demonstrated, and
simultaneously conduct confirmatory diagnostics. Episodes
of acute metabolic decompensation may be provoked by:
diet protein or carbohydrates load, prolonged fasting
period, insufficient caloric intake, intercurrent respiratory
or gastrointestinal diseases, vaccination, elevated physical
or psycho-emotional load. Early signs of metabolic
decompensation usually appear in the form of slackness,
lethargy and hypotonia (as a rule from birth), loss of appetite,
respiratory and neurological abnormalities, psychomotor
disorders.Delays in IMDs detection usually occuron the one
hand, due to the complexity of the diagnostic process, wide
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OCBEJJOMJICHHOCTBIO U HACTOPOKEHHOCTHI0 Bpadeil mo CXOP.

Heab padoTbl — mpegocTaBIeHHEe HHPOPMALUH O paH-
HUX KiauHudeckux mnpuszHakax CXOP; o3nakomieHue c¢
COBPCMCHHBIMHU MPUHIUIIAMHY JICYeOHOI TAKTHKH B CTpaHAX
3anagHo#l EBpombl B ciiyyae MONY4YEHHS MOJIOKUTEIbHBIX
pesynbratoB PHC u/unu manudecranuu otaenbHbix CXOP.

Martepuaasl u Metoabl. OTIeNbHBIC pa3geibl CTa-
ThbH TOCBSLICHB OCHOBHBIM KJIMHUYECKUM MPOSBICHHUAM
H J'le‘le6Hl>IM MEPOIPHUATHAM TIIpA HACJICACTBCHHBIX Ha-
PYUICHHUSX OKHCICHHS JKHPHBIX KHCIOT, OpPTaHHYECKHX
aUMIEeMHUs/aluAypHUsi, aMUHOAUUIOMATHAX, HAPYIMICHUIX
IIMKJa MOYCBHUHBI M YriieBogHOTO oOMeHa. Hecmorps Ha
OompeJesIeHHble pa3jIMuus B CTPATeruu JIEYEHHS SMH30]10B
OCTpoil MeTaboTMYeCKON IEeKOMIEHCAIWMH y JeTed mnpu
pasnuuabix CXOP, obmiie moaxoasl K BEJICHUIO TAKUX Ma-
[IUEHTOB SIBISIOTCS BechMa 1MOmoOHBIMU. JleueOHBIE Mepo-
OPUATHS HAYUHAIOT C HEMEIJICHHOTO U3BATUS «TOKCUIHBIX )
JUtst GOJNIBHOTO HYTPHEHTOB, HAallpUMep, HATypalbHBIX Oel-
KOB — I[P HApYUICHUSAX 0OMEHa aMUHOKHCIOT / OpraHuyec-
KHX KHCIIOT; )XHPOB - MIPU HAPYLIICHUU OKUCICHUS KUPHBIX
KHCIIOT, IajaKkTo3bl — IpH TajnakrozeMuu. Juerorepanus
BKJIIOYAET MCIHOJb30BaHUE CIEIUATU3UPOBAHHBIX cMecei
B 3aBucuMoctu oT Buaa CXOP. DddexruBHbIM sBIACT-
CA HA3HAUYCHHE OINTHMAJBHOI'O KOJIMYECTBA BHUTAMHHOB U
KO(QaKTOPOB B KaueCTBE CKAaBEH/PKEPOB MU CIelHduIec-
KOH 3aMecTUTeNbHOW Tepanuu. [lapannenbHo HpPOBOAAT
HOJJCPKUBAIOLIYI0O TEpPaNUI0 U ICTOKCHUKAIHMIO, KOTOPhIE
CIeAyeT paccMaTpuBaTh Kak MPOOJIEMHBIE MOMEHTHI, HE
TOJNIBKO YYHTBIBAasl MOTPEOHOCTH B COBPEMEHHOM 000pyHO-
BaHUHU, HO U HAJIMUYHUEC KOMAHbI OIBITHBIX PEAHUMATOJIOIOB,
MOATOTOBIEHHBIX K BEJEHHI0 HOBOPOXKJAEeHHBIX ¢ CXOP B
COCTOSSHUU METa0OMUYECKON TEKOMIEHCAIINH.

BoiBoabl. HecMOTps Ha HEKOTOpbIE OCOOCHHOCTH OKa-
3aHUS MeJMIUHCKOM mnomomu mnpu pasznudHbix CXOP,
npopuIakTUKa W JIeYeHHEe METa0ONMYECKUX KPHU3UCHBIX
COCTOSIHUH y HOBOPOXACHHBIX C HapylleHHeM oOMeHa Be-
MIECTB HE TPEOYIOT CHENUAlbHBIX YCIOBUH M MOTYT OBITH
NPOBEACHBl B OTIACJICHUU HMHTCHCUBHOW TEpamuy HEOHATO-
JIOTUYECKOT0 WM neaunarpuueckoro npoduisi. CBoespe-
MeHHOe BbIsiBieHne CXOP w Ha3zHaueHue cnenuduaeckoit
Tepanuu MOTYT NPEAYNPEIUTH Pa3BUTUHE OCTPOIl MeTaboIu-
lICCKOI\/'I JCKOMIICHCAlMU U 3HAYUTEJIbHO YIYUYIINUTh IPOTHO3
B OTHOLICHWH JXU3HU peOeHKa.

KiwoueBble cj0Ba: nacieactsennsie 60ne3HH 06-
ME€Ha BEUIECTB; PACIIMPEHHbI CKPUMHUHT HOBOPOXIAEHHBIX;
ocTpas MeTabolimdeckas JeKOMIIGHCAIUs; TPO(IIaKTHKA 1
Je4YeHHe; NeTCKast CMEPTHOCTh W MHBAJIUIHOCTb.

nosological spectrum of IMDs and non-specific symptoms,
and on the other hand — with insufficiently informed state
of physicians and their relatively low awareness in the
scope of these rare diseases.

The purpose of this work is to provide brief information
regarding the key clinical signs of the IMDs, to introduce
physicians with the modern principles of IMDs management, to
provide algorithms for treatment measures applied in Western
European countries in case of receiving positive results of
extended newborn screening or facing IMD manifestation.

Materials. Specific sections of this article are devoted
to the main clinical features, manifestations and therapeutic
measures for inherited disorders of Fatty acids oxidation,
Organic acidemias/acidurias, aminoacidopathies, as well as
for Urea cycle and Carbohydrate metabolism impairments.

Although certain differences exist in the strategies for
the treatment of episodes of acute metabolic decompensation
in children with specific IMDs associated with endogenous
intoxication and defects in mitochondrial oxidation, general
approaches to patient management are very similar and
include: maintenance therapy, detoxification, administration
of scavengers, supplementation of optimal amount of
vitamins and cofactors, specific substitution therapy and
diet therapy using special formulas. Immediate stop feeding
with "toxic" nutrients such as natural proteins in case of
aminoacids and organic acids metabolism disorders, fats — in
case of fatty acids oxidation impairments, lactose (galactose)
in case of the Galactosemia. Prescribe diet therapy which is
based on specific formulas elaborated for specific IMDs.

Prevention and treatment of metabolic crisis in affected
newborns with IMDs does not require special conditions
and can be carried out in the usual intensive care unit of a
neonatal or pediatric medical institutions. Ability to provide
supportive therapy for newborns with life-threatening
conditions should be considered as a critical issue while
taking into account two points: availability of equipment for
artificial lungs ventilation, maintenance of the heart muscle
and intravenous infusions, as well as presence of well-
trained resuscitation team to provide proper treatment for
IMD-affected newborns in metabolic decompensation state.

Conclusions. Undoubtedly, an early detection of IMDs
and urgent appointment of specific therapy may prevent the
development of acute metabolic decompensation but most
importantly improve significantly the prognosis of disease
and the quality of child’s life.

Key words: Inherited metabolic disorders; Extended
newborn screening; Acute metabolic decompensation;
Prophylaxis; Treatment; Infant mortality and disability.
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